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Professor Sabyasachi Bhaumik (1952-2019)

For 27 years as an NHS consultant, Sab Bhaumik lived a particular
routine on Saturdays. He would turn up in his office at Leicester
Frith Hospital to carry out the still pending bits of his academic work
which invariably included teaching. Turning up to benefit from his
generosity, would be a large number of students—from psychiatrists
preparing for the Royal College’s membership exams to registrars
getting ready for consultant interviews and consultants seeking
guidance on assorted issues—clinical and otherwise. I often teased
him that these Saturday gatherings were his durbar and the response
from this large-hearted man was always a loud guffaw, as he con-
tinued with his long sustained routine. As a close friend remarked,
Sab Bhaumik died the way he lived—on a Saturday afternoon in
the grounds of Leicester Frith—albeit this time the cardiac ICU of
Glenfield Hospital, surrounded by a large number of people he had
taught over the years, an extended family that owed so much to this
professor who always cared, who always had time.

Sab graduated in medicine from RG Kar Medical College in
Calcutta in 1978 and then went on to work in the West Bengal Health
Service in a place called Khatra. This rural outpost was as much a
contrast as possible from the teeming metropolis that was Calcutta.
What was lacking there in equipment, medication, and infra struc-
ture, Sab made up with his commitment, compassion, and honesty.
These were traits that particularly endeared him to his patients who
often travelled from miles around to see him. When he left after 3
years there were at least 200 people around the bus, waiting to see
him off. Sab went on to join an MD programme in Pharmacology at
the Benares Hindu University and it was with the medical students
there that he honed the teaching skills that would go on to make him
an inspirational communicator.

Coming to the United Kingdom in 1985, Sab Bhaumik chose
Psychiatry, a medical specialty where he truly found his calling.
Starting with the psychiatry rotation in North Wales in a hospital
where his only son now works, he went on to complete a Diploma in
Psychiatry from the University of London and then the MRCPsych.
In February 1992, he joined Leicester Frith Hospital as a Consultant

in the Psychiatry of Learning Disability. Over the next 27 years, he
would remain with what is now Leicestershire Partnership NHS
Trust, working in a variety of roles—lead clinician, clinical director,
medical director, and then after his retirement in 2013, a consultant
psychiatrist and senior medical advisor to the board.

His influence in shaping policy went beyond the local. Within
the Royal College of Psychiatrists, he was elected first as Chair of its
Trent division and later as the Chair of the Faculty of Psychiatry of
Intellectual Disability. He was credited with pioneering the tiered
approach to mental healthcare provision and developing accessible
information on medication for people with intellectual disability. An
author of over 100 peer-reviewed publications and book chapters,
Sab edited two editions of the internationally acclaimed Frith guide-
lines for psychotropic medication use, was a member of the NICE
guidelines panel on mental health problems in people with learning
disability, and edited with me, the Oxford Textbook of Psychiatry of
Intellectual Disability, due to be published in January 2020. His work
with diaspora organizations within the RCPsych, the struggle to
gain equity of treatment outcomes for patients from BAME com-
munities, and the campaign to target differential attainment among
trainees from ethnically diverse backgrounds were some of his pas-
sionate causes.

The honours were many too. In 2005, he was the winner of the
Hospital Doctor Award for Psychiatry Team of the Year, in 2006
he was awarded the OBE for services to medicine, and in 2015,
the Royal College of Psychiatrists gave him its highest honour, the
Honorary Fellowship. Through all this, Sab remained his usual self
deprecating self, never taking himself too seriously. Through all
this, his greatest attribute was that he remained a true fighter for his
patients—a marginalized group of people with developmental dis-
abilities and mental health difficulties who often had neither equity
of access to healthcare nor equity of treatment outcomes. In his
struggle to secure this equity, he was willing, sometimes at consid-
erable personal cost, to speak out against what Susan Sontag called
the ‘anti-intellectual pieties and facile compassion, all so triumphant
in contemporary medicine, that effectively disadvantaged patients
from marginalized groups.

Sab Bhaumik died on 9 November 2019 at the age of 66, following
a massive myocardial infarction. He is survived by his wife Susmita
and son Sugato. Susmita, for long his anchor and arguably the only
person who could possibly tell him no, found in the depths of her
unexpected loss, the words that describe him best—‘He had that
magnetic quality to attract people—his honesty, sincerity, compas-
sion, and ability to rise above petty jealousies made him one of a
kind. Like a comet he blazed into our lives touching everyone with
love, laughter, and hope—the world darkening as he left.

Regi Alexander






Foreword

The diagnosis and treatment of mental disorders in people with in-
tellectual and developmental disorders is a particularly challenging
area of psychiatric practice. The presence of a neurodevelopmental
disorder can have a profound effect on the subsequent development
of psychopathology. The interface between physical conditions, psy-
chiatric problems and environmental factors, while relevant for all of
psychiatry, has a particular resonance in this population. Until fairly
recently the evidence base in this field has been limited but it is now
expanding rapidly as a result of high-quality research. In the last five
years in the United Kingdom, the National Institute for Health and
Care Excellence (NICE) has published three treatment guidelines
in this area, learning disability and challenging behaviour, learning
disability and mental health and learning disability service models.
It is particularly pleasing that a significant part of the research litera-
ture in this area has come from practising clinicians and academics
working closely with patients and family members. This textbook
is edited by two highly regarded practising clinicians who have a
long track record in this field. Professor Sabyasachi Bhaumik and Dr
Regi Alexander are very experienced consultant psychiatrists and

they have done a remarkable job in bringing together an array of
opinion leaders to write on their respective areas of expertise. The 73
authors of the book’s 28 chapters are drawn from over 21 universities
and 20 service providers from across the world- they include psychi-
atrists, neurologists, general practitioners, psychologists, pharma-
cists, neuro-scientists, epidemiologists, social workers, nurses and
above all patients and family members. The chapters cover a wide
range of topics, from clinical assessment and bedside diagnosis to
measuring outcomes using rating scales, from the full range of psy-
chiatric conditions to epilepsy and physical health issues and from
psychological or pharmacological treatments to the most recent de-
velopments in the relationship between neurodevelopmental dis-
orders and schizophrenia. The Oxford Textbook of the Psychiatry of
Intellectual Disability is an essential read for everyone practicing in
this field who wishes to provide up to date evidenced-based care for
their patients.
Professor Wendy Burn
President, Royal College of Psychiatrists
June 2019






Preface

Since intellectual disability is not a mental illness, many often ques-
tion why psychiatrists are involved in the field at all. It is a question
that has an additional resonance because of the dark shadow of insti-
tutionalization. There was a time when people could be committed
to institutions, not merely because they were mentally ill, but also
because they were developmentally delayed. This meant that the old
asylums had psychiatrists who treated those with a mental illness
along with others called the ‘mental handicap specialists’ who were
responsible for all aspects of healthcare for those with that condition.
This is no longer the case. Today, in much of the Western world and
beyond, the vast majority of people with an intellectual disability live
meaningful lives in the community. It is clear however, that they are
as likely and in some cases more likely than the general population
to develop mental health problems. When people with an intellectual
disability develop mental health problems, there can be crucial dif-
ferences in their clinical presentations, the process of diagnosis, and
response to treatment, both in the short and long term. Psychiatrists
who specialize in the care of people with an intellectual disability
today focus on these aspects.

Structured training in the Psychiatry of Intellectual Disability
is unique to the United Kingdom and focuses on the nuances of

how developmental disorders affect the clinical presentation of
psychopathology, how the same clinical presentation may occur
due to physical health reasons rather than psychopathology, and
how people presenting with apparent behavioural problems are
not necessarily an amalgam of various disorders, but unique in-
dividuals shaped by biopsychosocial factors. This training has
created a critical mass of professionals who deliver high quality
care for a marginalized patient group and enable them to have
the equity of outcome that they deserve. While this book is tar-
geted to some extent at psychiatric trainees, we believe it offers a
useful introduction and overview for those in allied professions,
families, carers, and all those involved in any way with organ-
izing or delivering care and treatment for people with intellectual
disability and mental health problems. Throughout, we aim to
address the issues that are of relevance to those on the frontline
and hence most chapters offer examples of clinical issues that
come up in day-to-day practice. There are also a number of single
response multiple choice questions that will serve as an aid to
learning.
Sabyasachi Bhaumik
Regi Alexander
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Definitions, Classification, and

Epidemiology of Intellectual Disability

Sally-Ann Cooper

Introduction

This book provides a comprehensive overview of mental disorders
experienced by people with intellectual disability (ID), and im-
portant related considerations. A starting point is to consider what
is meant by ID, the terminology that is used in different countries;
how ID is defined and classified; and to describe the epidemiology of
ID, as far as it has been determined, including the factors that impact
on prevalence of ID, and its variation by geography and over time.
This chapter will address these initial points.

Within the UK, the terms ID, intellectual disabilities, learning dis-
ability, learning disabilities, learning difficulty, and learning dif-
ficulties tend to be used interchangeably with the same meaning,
depending upon the environment. Developmental delay or global
developmental delay is also sometimes used for young children be-
fore a definitive diagnosis is made. In the USA, the terms ID, in-
tellectual disabilities, or intellectual developmental disorder have
equivalent meaning, but the terms learning disability, learning dis-
abilities, or specific learning disorder do not, as these three terms
refer to conditions such as dyslexia and dyscalculia, which are re-
ferred to as specific learning disability in the UK, and explicitly ex-
cluded from the UK use of the term ‘learning disability’ In the USA,
the term developmental disability refers to a wider grouping of dis-
orders; those that can impair learning/functional ability, so as well
as ID, it includes other mental or physical impairments or combin-
ation of impairments, for example, severe epilepsies, cerebral palsy,
sensory impairments, and autism. Elsewhere globally, the terms
intellectual disability/ies and mental retardation are widely used.
The current draft of the International Classification of Diseases for
Mortality and Morbidity Statistics, eleventh revision (1) (September
2019) uses the term disorders of intellectual development.

Clearly, the multiple terminology in use can cause unnecessary
confusion, but reflects that language evolves and terminology must
be acceptable to persons with ID and their families, and this may

differ in different areas and over time. It does mean that practitioners
and academics need to be careful when reading and interpreting re-
ports and evidence, with regards to whom the population under
consideration is, particularly when the terms learning disability or
developmental disorder are used. In the past, terms such as mental
handicap were acceptable (and mental retardation in the USA),
but as language evolved, these terms and numerous previous other
terms that were used came to be considered as derogatory and offen-
sive, and hence became obsolete.

Definitions and classification

of intellectual disability

Most definitions of ID apply an arbitrary cut-off of intellectual level
and/or functional ability. This arbitrary approach is not uncommon
for a wide range of conditions, but it is important to be aware that
it is arbitrary cut-off of a continuum, and not necessarily related to
biological aetiology. For example, genetic studies indicate that in-
telligence is highly heritable and can itself be conceptualized as a
spectrum of syndromes (2). Many specific genetic syndromes can
cause ID, but typically they shift the mean population IQ lower, with
other family factors also influencing an individual’s resultant IQ;
an example is Prader-Willi syndrome, which is typically associated
with mild ID, but also with low average intelligence. With regard to
intelligence quotient (IQ), it is predominantly normally distributed,
so the cut-off point is arbitrary, and indeed has changed over time
in some classifications; the American Association of Intellectual
and Developmental Disorders used an IQ cut-off of less than one
standard deviation below the population mean (IQ<85) (3), until
this was lowered in 1973 to two or more standard deviations below
the population mean (IQ<70) (4), and revised in 1983 to IQ<70-75,
recognizing test error (5). In view of the normal distribution of IQ in
the population, such changes have substantial impact on the propor-
tion of the population who fall under the cut-off.

ID is a social construct rather than purely a statistical one, re-
flecting developmental changes across the life-course, and the so-
cietal interaction of the individual. For a child with an IQ of 69,
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her/his intellectual impairment is likely to be disabling—an intellec-
tual disability—and she/he would benefit from additional support
at school. As she/he gradually learns and acquires skills, the intel-
lectual impairment may not be disabling in adulthood, as she/he
succeeds in living independently, in employment, relationships, and
basic educational skills. Hence she/he no longer has an ID, despite
the continuing intellectual impairment meaning she/he will always
take longer to learn new skills. The person may no longer view them-
selves as having ID, will not be viewed by others as having ID, and
so would not put demand upon services designed for people with ID
(which is one important reason why we need to know the number
of people with ID in a locality, to inform service planning). Clearly,
this depends not just on the level of a person’s IQ, but also on other
health and personality factors (e.g. whether the person additionally
has autism).

The standard classifications used all define ID socially, rather than
purely statistically.

1. The ICD-10 Classification of Mental and Behavioural Disorders,
Clinical Descriptions, and Diagnostic Guidelines (ICD-10) re-
quires (i) a reduced level of intelligence (an IQ level of <70 is
provided as a guide), (ii) impairment of skills (diminished ability
to adapt to the daily demands of the normal social environment,
based on global assessments of ability and not a specific impair-
ment or skill), and (iii) onset during the developmental period
(6). It further classifies it into mild, moderate, severe, and pro-
found levels based on IQ and adaptive functioning (6).

2. The Diagnostic and Statistical Manual of Mental Disorders, fifth
edition (DSM-5) requires (i) intellectual deficits (such as rea-
soning, problem solving, planning, abstract thinking, judgement,
academic learning, and learning from experience; two standard
deviations or more below the population mean, including a
margin for measurement error, i.e. 70+/-5), (ii) adaptive func-
tioning deficits in conceptual, social, and practical domains
(resulting in failure to meet developmental and socio-cultural
standards for personal independence and social responsibility,
such as communication, social participation, and independent
living, across multiple environments), and (iii) onset during the
developmental period (7). It further classifies into mild, mod-
erate, severe, and profound ID based on adaptive functioning
rather than IQ (7).

3. The American Association of Intellectual and Developmental
Disabilities requires significant limitations in (i) intellectual
functioning (general mental capacity, such as learning, rea-
soning, problem solving; with an IQ test score of around 70 or
as high as 75 indicating a limitation in intellectual functioning),
(ii) adaptive behaviour, which covers many everyday social and
practical skills (the collection of conceptual, social, and practical
skills that are learned and performed by people in their everyday
lives), along with (iii) originating before the age of 18 years (8).

Whilst we use the terms ‘intelligence’ and ‘functional ability; these
are not unitary attributes, as they comprise of many domains, and a
personss intellectual ability and adaptive behaviours are not usually
uniform across all domains. Consequently, referring to ID in the sin-
gular is technically inaccurate, but, as discussed in the terminology
section of this chapter, both the terms intellectual disability and in-
tellectual disabilities are used interchangeably, internationally.

There are of course many different causes of ID. Where these
are known, when classifying using the International Statistical
Classification of Diseases and Health Related Problems, 10th revi-
sion (9), one should record both the condition that is the cause of ID,
in addition to recording that the individual has ID. The current draft
of the eleventh revision of this classificatory manual also adopts this
same approach (1). More detailed consideration of the causes of ID
is provided in Chapter 2 of this book.

Prevalence of intellectual disability

ID is not rare. A meta-analysis of 52 studies reported the preva-
lence of ID to be 10.37/1,000 population (10). Prevalence varied
according to age (highest rates in childhood/youth), income group
of the country (higher rates from low-income countries), and study
design. In high-income countries, rates for all ages combined were
9.2/1,000, with the highest rates for child/young person-only popu-
lations at 18.3/1,000, and lowest rates in adult-only populations at
4.9/1,000. Twenty-five of the studies included in the meta-analysis
did not provide their age range, a further two did not report their
observation period, and some studies were outliers in their findings.
An earlier review of studies between 1960 and 1987 is of lesser rele-
vance to today’s population, given cohort effects, that almost all were
studies in childhood/youth, and some provided very limited meth-
odological information (11).

The majority of studies in the meta-analysis were of administra-
tive samples such as people known to local authorities. These are the
people who are making demands upon services, so the information
is useful, but it may omit some people with ID, and include others
using services who do not have ID.

Since the meta-analysis, three large studies have been reported
from the UK. A study of people with a record of ID in their general
practitioner medical records reported arate of 5.4/1,000 patients aged
18 years and over from an English database of 451 practices (12). In
high-income countries like England, people are likely to have been
assessed once their developmental delay was reported by parents or
schools, so a record is likely to exist in the general practitioner med-
ical records. A rate of 4.9/1,000 aged 16 years and over (self/proxy
report) was reported from analysis of Scotland’s Census, 2011 (13),
and 23/1,000 school-aged children/young persons (teacher report)
was reported from Scotland’s Pupil Census, 2015 (14). These two
studies have the attraction of being large scale, and include whole
country samples. Interestingly, the findings from the meta-analysis
for high-income countries, the general practitioner medical records,
Scotland’s Census, 2011, and Scotland’s Pupil Census, 2015 show
reasonably similar prevalence rates at comparable ages, despite the
different approaches.

Factors influencing prevalence of intellectual

disability, and reported prevalence rates
in individual studies

It is essential that careful considerations are given in interpreting the
literature on prevalence of ID, both of individual studies and meta-
analysis, for the following reasons.
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As noted in the diagnostic criteria in the standard classification
systems, measurement of IQ can incur test error, hence the +/-5 IQ
points in the criteria. However, for a simple normal distribution of
IQ, with a mean IQ of 100, and a standard deviation of 15, if no other
factors were relevant, the proportion of the population between IQ
of 70-75 (2.5%) is greater than the proportion with 1Q<70 (2.3%),
so the effect of test error can be substantial. There are several other
factors that can influence test scores, alongside cultural appropri-
ateness of the assessment tool, such as the person’s concentration
on the day, which might always be impaired, or may be temporarily
impaired (e.g. because of a cold, day-to-day worry about something,
or a mental disorder such as depression or schizophrenia). IQ results
therefore need to be interpreted, rather than being considered an
absolute measure.

It is also very apparent that the extent to which people with mild
intellectual impairments are included in a study to determine the
prevalence of ID will greatly influence the reported rate, as mild
intellectual impairments are considerably more common than
moderate-profound intellectual impairments, by a ratio of about
6:1. This accounts for much of the variation between study findings.
Study findings will also vary according to whether IQ is measured
(statistical approach), adaptive behaviour is measured, or both are
measured (social approach, in keeping with the diagnostic criteria
in most classificatory systems), particularly in adult populations.
Where the population is drawn from is also relevant (i.e. whether or
not it is population-based or biased). Hence the study methodology
is crucial to interpreting its results.

Additionally, whilst the IQ cut-off is set at two or more standard
deviations from the mean, the deviation from the normal distribu-
tion is greatest at the most extreme ends of the IQ spectrum. There
is also the Flynn effect where measured IQ can produce overly high
scores due to out-of-date test norms.

Cohort effects that need to be carefully considered when
interpreting the literature are also present. The prevalence of ID is
highly likely to vary geographically, and over time.

Geographic factors include the provision and quality of maternal,
perinatal, neonatal, and infant health care; maternal nutrition; out-
breaks such as the zika virus epidemic in South America in 2015-16
causing microcephaly; maternal exposure to other infections; provi-
sion of immunization; provision and societal views on termination
of pregnancies and antenatal screening; regions of endemic iodine
deficiency; regions with high rates of consanguinity and autosomal
and sex-linked recessive conditions, such as the lipid disorder Tay-
Sachs disease in Ashkenazi Jews, French Canadians, and the Cajun
in Louisiana, although the condition is not common (about 1 in
3,500 births in these populations); neonatal screening for phenyl-
ketonuria and hypothyroidism; access to cardiac surgery for infants
with Down syndrome. The prevalence of mild ID is influenced by
many cultural and societal factors that determine whether a mild in-
tellectual impairment is likely to result in a functional disability (e.g.
rural communities versus highly technology-based communities),
hence also contributing to geographic differences.

Temporal factors include many of these same issues. Prevalence
of ID has been reduced over time in high-income countries due to
immunization; improved antenatal, perinatal, and neonatal health
care; identification and treatment of metabolic and endocrine
causes of ID such as phenylketonuria and hypothyroidism; better
childhood education. Other factors increase prevalence of ID over

time: maternal smoking and particularly alcohol use; changes in ter-
mination rates of children with Down syndrome (currently falling
(15), but could possibly increase again with introduction of first tri-
mester diagnosis); access to cardiac surgery for infants and children
with Down syndrome; increased survival of very low birthweight
infants; improved lifestyles of people with ID, and their access to
health care.

There is a clear advantage to being given the label of ID if it at-
tracts additional resources, such as additional educational support
for children provided in high-income countries. Hence there may
be some flexibility around the cut-off, to benefit children with abil-
ities in the ‘borderline’ range (low average intelligence just above the
ID cut-off). Conversely, as these children progress through youth to
adulthood, they are likely to have acquired basic educational skills
and no longer identify as having ID.

Identified prevalence of ID increases in early childhood. Some
individuals with ID are identified at birth or antenatally (e.g. with
Down syndrome), others are identified as parents seek input when
they recognize their child’s development appears to be delayed com-
pared with older siblings or children of friends or other family mem-
bers. Some children with mild ID are not diagnosed until they attend
school, where teachers note their impaired scholastic achievements
and speed of learning compared to the rest of the class. Hence preva-
lence in infancy and childhood increases until about ages 5-7 years,
with a further small increase on entering secondary school.

People with ID experience premature death, hence the propor-
tion of the population with ID progressively falls within older age
groups. The lifespan of people with Down syndrome has progres-
sively increased over the last 50 years, with access to treatment for
congenital heart disorders and improved surgical techniques and
post-operative care accounting for much of this (16), although their
lifespan remains 30 years shorter than for other people. Whilst the
lifespan of people with ID has also shown some increase in recent
decades, a recent systematic review of 27 studies has reported that it
stubbornly remains 20 years lower than for the general population—
there has been no narrowing of the inequality gap (17). More se-
vere ID and/or additional co-morbidities were associated with the
shortest life expectancy (hence in older age groups, the ratio of mild
to moderate-profound ID is higher than in younger age groups).
Standardized mortality rates showed a greater inequality for women
than for men, for reasons that are unknown (17). The main causes of
death amongst people with ID differed from the general population,
with respiratory disease the most common, then circulatory diseases
(with greater congenital and lesser ischaemic disease compared with
the general population). Cancer was less common compared with
the general population, and cancer profile differed from the general
population (17).

Population prevalence of ID can also be affected at the local level
by migration and clustering (e.g. congregate care facilities and col-
onies), which can be influenced by economic factors and local policy.

Some of the factors that account for a significant proportion of
ID may well be amenable to change. For example, extreme prema-
turity has been shown to account for 17 per cent of ID; together, ges-
tational age and birthweight centile have been reported to account
for 26.6 per cent of ID (18). Month of conception (January—-March
conception compared with summer conception) has been reported
to account for 15 per cent of ID, postulated to be related to Vitamin
D deficiency or infections at the critical first trimester stage of
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development (19). Foetal alcohol syndrome is highly likely to be
under-diagnosed, and has the potential to be influenced by policy
such as alcohol pricing, and societal factors.

Prevalence could be increased if there was some closure of the life-
span gap between people with ID and the general population. A con-
fidential inquiry reviewed 247 deaths of people with ID, finding that
avoidable deaths from causes that could have been amenable to good
quality health care occurred in 37 per cent compared with only 13
per cent of the general population (20). Further large-scale study
(16,666 people with ID; 656 deaths, compared with age-, gender-
, and practice-matched controls, n = 113,562; 1,358 deaths) also
found high rates of deaths amenable to good quality health care at
37.0 per cent, compared with 22.5 per cent in the general population
(21), with the standard definition of amenable deaths used in the
study excluding some types of deaths that could be considered to
be amenable to health care, and which occurred more commonly
in people with ID (21). These important studies highlight avenues
for potential change and improvements in health care which in turn
may impact on the prevalence of ID in high-income countries.

Key points on the epidemiology

of intellectual disability

Despite the complexities in estimating epidemiological findings on
ID, and the variations that exist geographically, temporally, and in
administrative systems, the following are reasonably consistent re-
ported findings:

1. In high-income countries, about 5/1,000 adults have ID, falling
to about 2/1,000 over the age of 65 years.

2. Prevalence is higher in children and young people than in
adults.

3. The majority of children with ID are identified by the ages of
5-7 years (i.e. identified on entry to the education system if not
before).

4. Prevalence is higher in boys/men than girls/women; across the
whole of Scotland, 58 per cent of people with ID are male (13).

5. Prevalence is higher in low-income countries than in high- and
middle-income countries for multiple reasons including life-
styles and health care; although in areas that are less driven by
technology, having mild intellectual impairments may be less
disabling.

6. The great majority of people with intellectual impairments have
mild intellectual impairments (6 mild impairment:1 moderate-
profound impairment), and the majority of people with intel-
lectual impairments in whom this is disabling have mild rather
than severe ID.
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Clinical Assessment Including

Bedside Diagnosis
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Introduction

Intellectual disability (ID) is a heterogeneous condition and includes
people with wide-ranging abilities (i.e. from those with reasonable
verbal skills to those who can only communicate through eye move-
ments, facial expressions, or other simple gestures such as nodding
or finger pointing). At the one end of the spectrum, it is possible to
have a good verbal interaction especially with those with mild ID.
However, at the other end, you may encounter people with ID with
no verbal communication and very limited non-verbal expressions.
Hence, interviewing someone with ID requires adaptations in line
with the person’s communication needs.

Many aspects of psychiatric assessment in People with Intellectual
Disabilities (PWID) bear similarity to that of the general population.
However, there are also considerable differences involving the areas
of information gathering, psychiatric interviewing, mental state
examination, and the importance of observational skills, especially
for non-verbal patients. There is a considerable emphasis on phys-
ical examination, as the interface between the physical and mental
states often overlap, having great influence of one another. In add-
ition, there are also differences in interviewing techniques involving
adults, children, and the older population. One of the key central
issues is of how to take a psychiatric history that is meaningful for
a non-verbal patient and interpreting one’s findings in a systematic
way. The symptomatology of psychiatric disorders are varied, but
very often these symptoms present in an atypical fashion in those
with ID.

A shift from the normative function of that person may indicate
underlying mental health problems, physical health problems, en-
vironmental issues, or communication difficulties. To illustrate, we
provide an example of a patient who presents with the symptoms of
early morning wakening; however, on closer questioning and further
enquiries you may find out that the person concerned has always
been an early riser and tends to get up at around 4:30am. This symp-
tomatology therefore does not fit into part of the symptom cluster
for a depressive illness, but rather is a normative function for that

" It is with great regret that we report the death of Sabyasachi Bhaumik during the
production of this textbook.

person. When you complete your assessment and agree for a plan of
interventions, your therapeutic goals should be to return to the base-
line function of that person, otherwise there will be disappointments
for the high expectations that you may have given to both carers
and the person with ID in relation to the outcome of your interven-
tions. So please go through the following sections carefully, bearing
in mind that they highlight the key differences between the general
interviewing process and the interviewing process for PWID.

This chapter will highlight some of these issues and hopefully help
trainees feel more prepared to carry out effective psychiatric assess-
ments in PWID.

Psychiatric interviewing

The main goals of a psychiatric interview in a PWID are to:

e Build rapport with the patient
e Arrive at a diagnosis if possible
e Understand the causation through contextual information

Fundamental to interviewing a PWID, and indeed psychiatric
interviews more generally, is establishing a good level of rapport
with the patient. A useful tip is to learn about the patient’s likes
and dislikes prior to the meeting; this can help inform how you
can arrange the meeting in a way that is conducive to providing a
supportive atmosphere that will cause them minimal distress. For
example, many PWID find clinical environments intimidating or
even frightening, and thus a natural setting such as the patient’s
own home, may be preferable. Sometimes PWID may require time
to relax or settle into a meeting, and starting by discussing a topic
of their interest may help in this regard, rather than immediately
delving into the psychiatric interviewing process. The presence of a
carer who knows the patient well is also a useful technique for put-
ting the patient at ease.

Whilst arriving at a diagnosis is a central tenet of the psychi-
atric interview in a PWID, you may often only be able to arrive at
a probable working diagnosis initially, with a clear diagnosis often
emerging through the process of time and further information
gathering. Diagnoses may have physical and psychiatric aspects
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to them, and it is important to appreciate the marked effect that
common physical health conditions (such as chronic pain) can have
on behaviour and mental state. Also, it is essential to be mindful
of the possibility of underlying psychological, physical, or sexual
abuse, as this is more common in the ID population, and can lead
to challenging behaviours that maintain a cycle of abuse (1). In situ-
ations where it is impossible to rule out other potential diagnoses,
you might be best placed to begin the process of a therapeutic trial
based on your priorities. For instance, if you strongly suspect a bi-
polar disorder but cannot be sure the patient is not suffering with
paranoid psychosis, you might use a therapeutic trial. Commencing
multiple therapies at the same time, especially medications, is not
recommended as you will not know what agent has had the positive
effect for the patient.

Contextual information is important, particularly from family
carers, who will usually have known the patient for many years and
likely be able to provide a wealth of relevant clinical information. In
speaking to foster or professional carers, request to speak to those
whom have known the patient for longer than six months, in order
to improve one’s chances of obtaining a meaningful history. Please
also be mindful about the influence of the environment in which
the patient lives, along with attitudes of care staff. Thus, it is im-
portant to make the patient the centre of any assessment approach.
Additionally, observing the patient directly can be helpful in situ-
ations where you receive conflicting reports from carers.

Stages of the assessment process
Preparation and collection of information

Please ensure that you have gathered and gone through all the per-
tinent information from the relevant sources prior to the assessment.
Occasionally, there may be a need to correspond further with the re-
ferrer prior to the assessment, especially if the information provided
is perceived to be incomplete. Any further information gap might be
filled up during the assessment process itself.

Of course, the assessment itself provides the main opportunity to
obtain information relevant to the patient’s current mental state and
functioning, as well as filling in any informational gaps identified in
the preparatory stage. Therefore, please be mindful that information
collection during the process should notlead to ignoring the patient’s
wishes and missing the opportunity to establish rapport. Purely in-
formation collection alone is insufficient and one must make every
effort to ensure that the assessment experience is a positive and valu-
able interaction for the patient as well. Thus, endeavouring to put the
patient at ease, establishing rapport, and ascertaining the patient’s
wishes are all vital in any successful consultation. You may wish to
consider inviting other healthcare professionals to the assessment,
which might enable you to obtain their views and establish a multi-
disciplinary care plan.

An initial psychiatric assessment for a PWID typically takes be-
tween 60 to 90 minutes, though the time required may be more in
patients with particularly complex needs. Follow-up clinic assess-
ments for patients already known to services are often around 30
minutes duration, though again one needs to be flexible and indi-
vidualize their approach according to the specific patient involved.

Using the information

Needless to say, simply collection of the relevant information is in-
sufficient; it needs to be considered and formulated to develop an

appropriate management plan, making the assessment a worthwhile
endeavour for the patient and that their needs are suitably addressed.

Recording and communicating the information

The information collected from the assessment process needs to be
accurately recorded in the patients clinical notes, to provide a refer-
ence point for other health professionals in working with the patient
in the future. Additionally, these details need to be communicated
to the professional who made the original referral to ID services, as
well as any other appropriately involved parties.

Capacity to consent

Capacity assessment is essential to decisions made across all med-
ical care, but additional challenges in PWID, pertaining to their
ID as well as other factors such as communication impairments,
make them an even more prominent part of day-to-day practice. It
is imperative that every attempt to communicate the information
in as simple terms as possible, via the patients preferred mode of
communication.

In making treatment decisions for patients who lack the capacity
to consent, ensure that all relevant parties have been consulted with
regard to making a best interests decision, including closest relatives,
professional carers and members of the multidisciplinary team.
Additionally, be mindful that capacity is both decision and time-
specific. For example, following antipsychotic treatment for an acute
psychotic episode, a patient may have regained capacity to make her
decision regarding whether to take this medication upon restoration
of their baseline mental state.

It is worth recognizing that, as ID psychiatrists, we have specialist
expertise in assessing capacity relative to many of our peers, and
that we can support other professionals in making such judgements
for PWID.

Sharing information with families and caregivers is an important
part of working collaboratively with PWID. However, where the pa-
tient has capacity to make the decision about this, informed consent
should be obtained. In instances where the patient lacks consent,
a best interests decision should be made by the multidisciplinary
team managing the patient’s care on whether sharing such infor-
mation is best for the patient. In most such instances, information
sharing will likely have a positive effect on the patient’s care, as well
as empowering families and caregivers; however, in exceptional cir-
cumstances such as instances of suspected abuse, information may
be withheld in the patient’s best interests.

Communication skills

As discussed in the introduction, communication skills vary widely
within the ID population, and one must modify their interview ap-
proach accordingly. Some patients may be able to communicate ver-
bally on a level not too dissimilar to those in the non-ID population.
However, it is important not to assume that relatively good commu-
nication skills necessarily indicate comprehension, and to check the
patient’s level of understanding throughout the assessment process,
particularly with regard to any therapeutic decision-making.

It is important to appreciate that you may be seeing the patient at
atime where there are concerns pertaining to their mental state and/
or functioning, and as such, their communication skills may be simi-
larly affected. Information from carers as well as previous clinical as-
sessments are central to determining if this is the case. A speech and



language therapist may have developed a communication passport
for the patient following a detailed assessment, which can contain
vital information of how best to approach your assessment.

Patients have different preferred means of communication, and
predominantly verbally-based interaction with the patient may be
inappropriate in some instances. It is worth considering why the pa-
tient prefers to communicate in a particular way, as the underlying
basis for such inclinations may lie in an undiagnosed sensory deficit.
Some patients respond well to a picture-based approach to commu-
nication, particularly with regard to explaining multi-step processes
(e.g. visiting the doctor).

Developmental history

ID is a developmental disorder, and one of the key distinctions be-
tween taking a history from a PWID relative to someone without ID
is the level of depth explored with regard to their development. Thus
it is essential to have a good working understanding of the major
developmental milestones (see Table 2.1). Often patients with sus-
pected or known ID will have had previous assessments conducted
during the developmental phase (0-18 years of age), and, where
this information is available, the findings and conclusions can be
invaluable in determining possible aetiology, characterizing their
behavioural phenotype and understanding how their functioning
has changed in the intervening period. Certain genetic syndromes
associated with ID have characteristic behavioural phenotypes and
associated ID severities (see Table 2.3), and thus gaining a thorough
understanding of development can support one’s clinical suspi-
cions and prompt collaborative assessment with a clinical geneticist
specializing in genetic causes of ID.

It is conceivable that a patient may now demonstrate measured
intelligence and adaptive functioning consistent with ID, but that
this was not always the case for them. Indeed, the definition of ID
requires an onset before the age of 18 years (i.e. the developmental
period), otherwise their impairments would instead be considered
asan adult onset insult to brain. Conversely, if someone has acquired
brain injury during the developmental period, he or she will come
under the umbrella of ID.

Understanding adaptive functioning

Initially, information on adaptive functioning can be obtained from
both patient and carer, as well as other informants. Assessing par-
ticular aspects of functioning (e.g. reading and writing) can some-
times be assessed directly as part of the assessment process, though
it should be borne in mind that if the patient’s mental state is not
currently at its baseline level, their functioning will likely be simi-
larly disrupted (see Table 2.2).

It can be invaluable to take a history of a ‘typical day’ for the pa-
tient, from first thing in the morning to last thing at night, where
each daily task is discussed in detail with regard to the level of inde-
pendence and/or degree of support the patient requires. In instances
where the patients functioning has changed (e.g. due to psychiatric
illness), the discrepancies between current and previous functioning
can be ascertained and later used as a means of establishing their
subsequent progress post-intervention.

CHAPTER 2 Clinical Assessment Including Bedside Diagnosis

Diagnostic criteria for ID include requirements for both intellec-
tual and adaptive impairments. At present IQ tests are rarely car-
ried out; where it is available, it is important to understand it clearly.
However, there is a potential for fluctuation in IQ scores at different
phases of life. In the absence of an available IQ score, you may wish
to use certain measures of assessment of adaptive functioning, such
as ABAS and Vineland adaptive behaviour scale, both of which will
give a clear idea as to the patient’s approximate mental age. In as-
sessing intelligence, clinicians may choose between standardized
measures of IQ, some of which measure overall intellectual ability
by measuring two core domains—verbal and non-verbal reasoning
skills, while others include additional domains such as information-
processing. The most commonly used IQ tests, the Weschler
Intelligence Scale for Children, fourth edition (WISC-IV) and the
Weschler Adult Intelligence Scale, fourth edition (WAIS-1V), offer
both a full-scale IQ (FSIQ) and general abilities index (GAI). The
four index scores representing major components of intelligence are
verbal comprehension index, perceptual reasoning index, working
memory index, and processing speed index. Evidence suggests that
the use of full scale IQ in ID diagnostic decision-making, which
includes working memory and processing speed, is a more appro-
priate measure as these impairments are vital components in the
efficiency of overall intellectual functioning (2,3). A number of
measures for the assessment of adaptive functioning are currently
available, the two most commonly used in the United Kingdom are
the Adaptive Behaviour Assessment System, second edition (ABAS-
II) (4) and the Vineland Adaptive Behaviour Scales, second edition
(Vineland-3) (5).

The task of determining whether the individual has impaired
social functioning (adaptive behaviour) an IQ less than 70, is not
as straightforward as the definition implies. There are a number of
problems associated with the tools used. The reliability of IQ tests
has been called into question; it is well-known that IQ scores are
only accurate to within about five points; however this may be con-
siderably less accurate when applied to people with low IQ. There
is also evidence to suggest that there is a lower retest reliability for
individuals with low IQ. Even amongst the two most commonly
used intelligence scales, there is evidence of significant lack of con-
sistency in the low IQ ranges. Evidence suggests that the Weschler
Intelligence Scale for Children, fourth edition (WISC-IV) may give
IQ scores of approximately 12 points lower than the Weschler Adult
Intelligence Scale, third edition (WAIS-III) (6, 7). The reliability of
adaptive behaviour scales has also been called into question. The re-
liability of self-report measures are especially salient when respond-
ents could have a potential stake in the outcome of the assessment.
This may also hold true for third-party respondents where there may
be a potential secondary gain. For the test results to be considered
valid it is important that the individual gives full effort to the as-
sessment process, and lack of motivation to do so or deliberately
underperforming during formal assessment will clearly impact on
results. Clinicians should consider and formally assess, where indi-
cated, the person’s efforts throughout the assessment. Conversely, in
some circumstances it has also been suggested that individuals have
a tendency to overestimate the competence and adaptive skills in an
effort to appear more capable than they may actually be. The only
instrument available that permits self-report is the ABAS-II, how-
ever the authors clearly state that they do not recommend relying
on self-report for the purposes of ruling in or out a diagnosis of




Oxford Textbook of Psychiatry of Intellectual Disability

Table 2.1 Summary of developmental milestones during the first 4 years of life

6 weeks ® Smiles

® Follows eyes past midline
4-6 months e Sits with support At 6 months if:
e Rolls ® No smile
® Reaches out and grasps objects ® No grasp
® Starts babbling e Notrolling
® Poor head control
6-9 months e Crawls At 9 months if:
o Sits without SUPPOI’t e No response to words
e Pulls to stand ® |ack of eye contact or facial expression
® Transfers objects between hands ® No gestures
e Gives toy on request ® No passing of toys from hand to hand
e Turns head to name ® Not sitting without support or crawling
® Responds to 'bye-bye’
® Gestures with babbling
® First tooth
7-12 months ° De\/e|op5 pincer grasp At 12 months if:
e Plays ‘peek-a-boo’ ® Unable to pick up small items
e Walks with a hand held e Not crawling/ bottom shuffling
® Waves goodbye e Not standing when holding onto furniture
® No babbled phrases
12-15 months ° S|ng|e words
® Listens to stories
® Drinks from cup
® Builds 2-brick tower
18 months e Speaks 6 words e Uninterested in playing with others
® Able to walk up steps ® No clear words
e Names pictures ® Not walking without support
® Walks independently ® Notable to hold crayon
® Scribbles ® Unable to stack 2 blocks
® Builds 3-brick tower
® To-and-fro scribble
2 years ® Kicks/ throws a ball At 2 years if:
® Runs ® Has <50 words
® Jumps e Difficulty handling small objects
e 2-word sentences ® Unable to climb stairs
e Understands two-word commands (e.g. feed teddy’) ~ ® No interestin feeding or dressing
® Builds 6-brick tower
® Turns pages
® Uses aspoon
® Helps with dressing
® Circular scribble
3 years ® Stands on one leg momentarily
® Asks ‘what' and ‘who' questions
® Uses pronouns (e.g. I, 'me’)
® Understands three-word commands
® Eats with fork and spoon
® Participates in imaginative play
® Draws circle
4 years Hops

°
e Can dress and undress (except for shoe laces)
® Asks ‘why’, ‘when'and ‘how’ questions
® Can countup to 20

® Draws person with head, body, and legs

If there is regression, or loss of a previously developed skill, this should be considered a red flag requiring immediate
investigation. Other red flags at any age include poor interaction with others, differences in strength between right and left sides
of body, abnormal tones and strong parental concern.

Adapted from Oxford Handbook of Clinical Specialities, 9th edition, Judith Collier, Murray Longmore, Keith Amarakone, p.219, 2013. Source data
from Training in Paediatrics, Mark Gardiner, Sarah Eisen, Catherine Murphy (eds), 2009. By permission of Oxford University Press.
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Table 2.2 Adaptive Functioning Across Levels of Intellectual Disability

MILD MODERATE SEVERE/PROFOUND
IQ (69-50) 1Q (49-35) 1Q (34-0)

Mental Age Equivalence
Proportion

Language Acquisition

Expressive Language

Comprehension

Non-verbal
communication

Self-care & Continence

Independent Living

Academic Skills

Adult Work

Motor Skills

Social & Emotional
Development

Associated Deficits

Autism &
other Pervasive
Developmental
Disorders

Oyrs=<12yrs
85% of the group

Some delay

Most achieve the ability to use speech for
everyday purposes, hold conversations and
engage in clinical interview.

Executive speech problems may persist. and
interfere with development of independence.

Most achieve the ability to use speech for
everyday purposes, hold conversations and
engage in clinical interview.

Executive speech problems may persist and
interfere with development of independence.

Reasonable
Good

Most achieve full independence in washing,
eating, dressing as well as bladder and bowel
control.

Full independence in practical and domestic skills
possible.

May be able to cook simple meals; participate
in household chores; operate common
household appliances (television, telephone,
microwave, washing machine, etc.).

May travel independently; do everyday shopping
and use money.

Regression in skills is common under unusual
social or economic stress

More likely to have left school without
any qualifications; achievements up to
approximately the sixth-grade level.

May learn to read, write, and do simple maths but
can have problems.

Capable of work demanding of practical rather
than academic skills.

Normal mobility. Generally without problems
with motor dexterity.

Some immaturity is present which can make
demands of marriage, child-rearing, or fitting
in with cultural traditions and expectations
difficult.

Organic aetiology identifiable in only a minority.
Minimal sensorimotor impairment.
Other deficits as in normal population.

Present in varying proportions.

6yrs-<9yrs
10% of the group

Slow in developing comprehension and
use of language.

Eventual achievement is limited but
variable: from just enough language to
communicate basic needs to being able
to have simple conversations.

May learn to use manual signs to
compensate.

From just enough language to
communicate basic needs to simple
conversations with limited vocabulary.

May learn to use manual signs to
compensate.

Limited to simple instructions.

Limited

Can attend to personal care with moderate
assistance from carers. Mainly continent.

Will need supervised living arrangements.

Limited mastery of domestic tasks; will
require support and assistance.

Unlikely to shop or use public transport
without support.

More likely to have attended a special
school; achievements unlikely beyond
the second-grade level.

May develop some reading, writing and
math skills.

Simple practical work with supervision.

Delayed but usually fully mobile.

Interaction may be as usual but difficulties
in understanding social conventions may
interfere with peer relationships

Organic aetiology identifiable in a greater
proportion. More frequent sensorimotor
impairments with Increase in CNS
disorders like epilepsy.

Present in a substantial minority and
can impact clinical picture and type of
management needed.

3yrs-<6yrs
3%-4% of the group

Acquire little or no communicative
speech in early childhood years but
may develop some speech during
school-age period.

Limited to a few words only or
absent speech

May indicate choice through nodding
or pointing.

Very limited understanding if any

Rudimentary

Achieve elementary skills only. Full
support of carers needed.
Mainly incontinent.

Full 24-hour supervision required.

Familiarity with the alphabet and
simple counting.

Simple sight reading of some words.

May learn to copy/write.

Simple visuospatial skills.

Most not capable of this.

Frequent musculoskeletal
abnormalities. Often severe
restriction.

Maybe very limited. Autism common.

Organic aetiology frequently
identifiable. Increased CNS disorders
such as epilepsy and sensorimotor
deficits including visual and hearing.
Impairments.

Increased prevalence affecting
presentation and management.
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Table 2.3 Overview of genetic disorders associated with 1D

Genetic sy me | Underlying genetic Degree of ID | Morphological Behavioural Physical Psychiatric
pathology features phenotype associations associations

Angelman
syndrome

Cornelia de Lange
syndrome

Cri du chat
syndrome

Di George
(velocardiofacial)
syndrome

Down syndrome

Fragile X syndrome

Klinefelter
syndrome

Lesch-Nyhan
syndrome

Neurofibromatosis
type 1

Phenylketonuria

Prader-Willi
syndrome

Rett syndrome

Lack of maternal
contribution to a portion of
chromosome 15

Can be due to mutations in
different genes (e.g. NIBPL,
SMCTA, SMC3, HDACS,
RAD21)

Deletion of a section of the
short arm of chromosome 5

Deletion of the 22q11.2
region of chromosome 22

Trisomy of chromosome 21

Trinucleotide (CGG) repeat
mutation in FMR1 gene on X
chromosome

An additional X chromosome
(47, XXY). Please note that
other variants can exist (such
as 48, XXXY and 49, XXXXY)

Hypoxanthine-guanine
phyosphoribosyltransferase
(HPRT) mutation on X
chromosome

Mutations in the
neurofibromin 1 (NF-1) gene

Mutations in the gene

for phenylalanine
hydroxylase, which converts
phenylalanine to tyrosine

Lack of paternal contribution
to a portion of chromosome
15

Mutation in MECP2 gene on
X chromosome

Severe

Moderate to
severe

Moderate to
severe

Borderline to
mild

Mild to
moderate

Mild to
moderate

Normal
intellectual
functioning to
mild

Moderate

Normal
intellectual
functioning to
mild

Mild to severe

Mild-
moderate

Severe

Microcephaly,
strabismus, coarse
facial features,
hypopigmentation of
skin and eyes

Microcephaly,
unibrow (synophrys),
small and upturned
nose, low-set ears,
large philtrum

Microcephaly,
hypertelorism, low-
set ears, round face,
acrochordons (skin
tags) in front of eyes

Hypertelorism, cleft
palate

Brachycephaly, large
tongue, epicanthal
folds persisting
beyond infancy,
Brushfield spots,
single palmar crease,
small neck

Long face, large
ears, prominent jaw
and forehead, joint
hyperextensibility,
macroorchidism in
males (post-puberty)

Tall stature,
gynaecomastia,
microorchidism

Coarse facial features,
short thumbs and
great toes

Café au lait spots,
neurofibromas,
macrocephaly

Often normal
appearance, may have
lighter skin than other
family members

Narrow forehead,
almond-shaped

eyes, triangular
(downturned) mouth,
short stature, light skin
and hair

Often normal
appearance, may have
microcephaly

Hand flapping,
frequent laughter,
happy demeanour,
excitability, attraction
towards water

Aggression, self-
injurious behaviour

Cat-like cry,
hyperactivity,
aggression, repetitive
movements

Speech and language
deficits, inattention

Inattention, cheerful,
sociable, reduced
rates of maladaptive
behaviours
compared to peers
with 1D (23)

Shyness, poor eye
contact, inattention,
impulsivity,
hyperactivity

Inattention,

Self-mutilation,
involuntary muscle
movements,
hypotonia

No characteristic
behavioural
phenotype

Motor dysfunction,
impaired executive
function, challenging
behaviour

Hyperphagia, skin
picking, aggression,
stubbornness

Repetitive stereotypic
hand movements
(e.g. hand wringing),

Seizure disorder,
ataxia, scoliosis

Congenital heart
disease, cleft palate,
hearing impairment,
gastro-oesophageal
reflux

Congenital heart
disease, feeding
difficulties

Congenital

heart disease,
hypoparathyroidism,
hearing impairment,
recurrent infections,
rheumatoid arthritis,
renal abnormalities,
feeding difficulties

Congenital

heart disease,
hypothyroidism,
gastro-oesophageal
reflux, coeliac
disease, leukaemia

Seizure disorder,
infertility (female
patients), strabismus

Infertility,
gynaecomastia,
0steoporosis,
thromboembolism

Gout, renal and
bladder calculi

Increased cancer
risk, scoliosis,
hypertension, optic
gliomas, epilepsy

Epilepsy, eczema,
mouse-like odour

Obesity,
hypogonadism,
infertility, scoliosis,
type 2 diabetes

Encephalopathy,
seizures, scoliosis,
cardiac abnormalities

Speech impairment,
sleeping difficulties

Autism spectrum
disorder or ASD-like
traits

Speech impairment

Schizophrenia, early-
onset Parkinson's
disease, anxiety,
depression, bipolar
disorder

Early-onset
Alzheimer's-type
dementia, obsessive-
compulsive
symptoms, autistic
spectrum disorder

Autistic spectrum
disorder, social
anxiety, ADHD, OCD

Dyslexia

Severe self-injury

ADHD, social anxiety,
depression (24)

Autism spectrum
disorder, ADHD,
Parkinson's disease
(25)

Compulsive
behaviour, sleep
disturbances

Autistic-like features,
sleep disturbances
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Genetic syndrome | Underlying genetic Degree of ID | Morphological Behavioural Physical Psychiatric
pathology features phenotype associations associations

Smith-Magenis Moderate

syndrome

Deletion of p11.2 region of
chromosome 17
jaw

Turners syndrome  Absence or partial absence of Normal

Square face, deep-set
eyes, full cheeks, large

Webbed neck, broad

Self-hugging, Dental abnormalities, Self-injury, sleep
aggression, scoliosis, visual and  disturbances
hyperactivity, hearing impairment

inattention,

impulsivity, self-injury

No characteristic Infertility, congenital ~ ADHD (26)

one X chromosome (45, X) intellectual chest, widely-spaced  behavioural heart disease,
functioningto nipples, low-setears,  phenotype 0steoporosis,
mild lymphoedema of hypothyroidism
peripheries
Williams syndrome  Deletion of q11.23 region of = Mild to Broad forehead, short  Lack of social Supravalvular aortic  ADHD, anxiety,
chromosome 7 moderate nose, full cheeks, wide inhibition, stenosis, strabismus,  phobias
mouth hyperactivity, gastrointestinal and
affectionate renal problems
demeanour

ID. Obtaining input from individuals themselves will be critical to
the assessment process but it is recommended that a person’s adap-
tive behaviour should be assessed through involvement of mul-
tiple third-party respondents and multiple sources of information
including background information such as schooling and develop-
ment including evidence for deficits reported (8).

Many factors may impact on the assessment, and consequently
result in false positive or false negative results. These may include
underlying mental health problems, use of pharmacological agents
or illicit substances etc. Individuals suffering from active symp-
toms of mental illness will neither be able to engage fully in the
process nor be functioning at optimal level. There is also evidence
that many pharmacological agents, including prescription and il-
licit substances can influence neuropsychological functioning, es-
pecially sedating psychotropic medication. It is generally accepted
that medication will have greatest effect in the first few weeks of
prescription and for two weeks after withdrawal, and this should
be taken into account. Motor impairments such as seen in those
with cerebral palsy may lead to significant impairments in adap-
tive functioning which may be accounted for by motor impairment
rather than ID. Another confounding factor might be motor im-
pairments such as cerebral palsy and presence or absence of any
neurodevelopmental disorders. The impact of neuro development
disorders and adaptive functioning has also been studied; there are
significant differences in the pattern of deficits in those with neuro
development disorders such as autism. Adaptive behaviour in
people with autism shows disproportionate deficits in socialization
and communication domains compared to comparison groups,
and this pattern of adaptive behaviour, without impairments in
other areas may result in false positive results if clinicians do not
consider this. Adaptive functioning is generally lower in children
with autism, relative to IQ matched comparison groups, and this
discrepancy between intelligence and adaptive behaviour found in
autism should be taken into consideration during the assessment
of intellectual disability. It is well known that slowed processing
speed and working memory deficits are a common characteristic
of variety of neurodevelopmental disorders such as attention deficit
hyperactivity disorder (ADHD), and this may in turn impact on

the overall intellectual functioning and adaptive functioning of the
individual (2).

Intellectual functioning and adaptive behaviour are not highly
correlated (7), and clinicians should take into account that people
with IQ below 70 may function adequately and that there are many
people with IQs above 70 with additional neurodevelopmental dis-
orders such as autism, who have significant functional impairments
(9). Understanding an individual’s distribution of adaptive behav-
iour scores is a key task in order to recognize individual needs of
patients, and should be used to inform decisions about care.

Working with different groups of patients

Patients may present to an assessment in a range of different ways,
and one needs to endeavour to nevertheless make the assessment
process valuable and meaningful for them. In all of the examples
outlined below, it is essential to explore the reasons why the patient
may be presenting as they are, as through better understanding of
this, we can work on addressing such issues with a more informed
approach. Carer involvement can be instrumental in this regard, as
they may not only understand the basis for the patient’s presenta-
tion, but also of successful techniques previously used to understand
and remedy such situations.

Significant agitation

In patients presenting with significant agitation, distraction tech-
niques such as engaging the patient in a discussion about their fa-
vourite subject, can be helpful in reducing their distress and fostering
a supportive atmosphere. You need to be mindful of not encroaching
on their personal space, and respecting the fact that an assessment
can in itself be a stressful experience for patients, adding to their agi-
tation (indeed, in some cases, the assessment may be the underlying
source of the patient’s agitation).

Hyperactivity

Though not overtly agitated, some patients may present as hyper-
active, often manifesting in ways such as pacing around the room or
fidgeting while seated. Your approach would be similar to that for an
extremely agitated patient, as well as discussing with carers.
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Aggression

As with any patient, it is crucial to consider any risks prior to the
assessment, and in patients who have historical risks, have strategies
in place to minimize their impact. Again, respecting the patient’s
personal space can be an effective strategy, as well as reducing the
degree of direct eye contact with the patient, so as not to appear con-
frontational. For home visits, ensure that you are accompanied by a
colleague, as well as informing your workplace base beforehand of
where you are going and how you can be contacted. The room within
which you are conducting the assessment should be carefully deter-
mined, with clear potential exit pathways identified. It is imperative
to avoid a situation where the patient is situated between yourself
and the exit pathways for the room. If the assessment is conducted
in a clinical environment, panic alarms are often available—it is im-
portant to check that the alarm is functioning correctly prior to the
assessment commencing.

Autistic spectrum disorder

Despite conventional wisdom, there is no one approach for inter-
viewing patients with Autistic Spectrum Disorder (ASD). As Lorna
Wing described, some patients may be ‘passive’ or ‘aloof’ and any
attempted physical contact, such as shaking their hand for example,
might actually be detrimental to rapport. Other ASD patients may
be ‘active and odd; and can conversely be overly familiar and invade
your own personal space (10). Additionally, patients with ASD may
be hypersensitive to sensory stimuli, so it is key to avoid the room
being too brightly lit or having extraneous sounds present (indeed,
some patients will be markedly distressed by something as seem-
ingly innocuous as the ticking of a wall clock). Though starting an
assessment by discussing a topic of the patient’s interest is a gen-
erally useful approach in fostering rapport, this is particularly the
case for those with ASD, who often have intensely observed special
interests. An additional consideration would be to assess the patient
at their own home, as ASD patients are likely to be distressed by an
unfamiliar environment.

Sensory impairment

Please refer to Chapter 24 on Sensory Impairment for further infor-
mation pertaining to working with patients with ID and sensory im-
pairments. When patients have sensory impairments, adaptations
should be made to the assessment approach so that the means of
communication with the patient is that which they are most comfort-
able and proficient with. Liaise with any carers beforehand regarding
how they communicate with the patient, as well as ascertaining the
severity of any sensory impairment and whether any other sensory
modalities are concomitantly affected. The involvement of a speech
and language therapist from an early stage can help greatly, both in
facilitating communication during the assessment as well as poten-
tially working with the patient in the longer term. This may include
developing a communication passport to further inform others how
best to communicate with the patient. Finally, it is also important to
appreciate that sensory impairments are often missed in PWID (par-
ticularly severe ID), and can be misconstrued by others; for example,
someone with hearing impairment may be seen as not wanting to
listen or having poor attention (11). Undiagnosed sensory impair-
ment can have a major impact on the patient’s ability to compensate
for their ID and further reduce their potential; if such impairments

are suspected, promptly refer the patient for further specialist sen-
sory assessment to determine the presence and extent of any im-
pairment. Ophthalmology and audiology services have modified
assessment procedures for PWID, but the presence of a carer and a
community intellectual disability nurse can also help support the pa-
tient as well as offering further relevant information to the assessor.

Profound and multiple disabilities

For patients with profound and/or multiple disabilities, liaising
with well-established carers is again of utmost importance, as they
will be best positioned to advise on how the patient communicates.
This may be in the form of subtle or seemingly non-specific ges-
tures that might otherwise go by unnoticed by even the more keen-
eyed clinician. Despite the best possible efforts, you will likely be
more dependent on carer testimony in this group of patients, though
the importance of being informed and utilizing your observational
skills cannot be overstated.

Mental state examination

Introduction

Obtaining a good history from the patient as well as from the carers
and carrying out a good mental state examination is vital to the pro-
cess of diagnostic formulation of mental health problems in any
PWID. This process can however pose certain challenges in PWID.
This could be attributable to communication issues, sensory impair-
ments, the environment in which the assessment is carried out, and
the presence of other comorbidities such as ASD.

Equal importance must be levied on the setting in which the
mental state examination is carried out. It is often found that when
the person is assessed in their own natural environment such as their
family homes, residential home or the day centre, they tend to be
more relaxed compared to having to attend a hospital setting to see
the psychiatrist. This is more so for people with ASD, who often find
new settings anxiety-provoking.

Just as in the general adult population, every effort needs to be
made to see the PWID separately. If communication issues are iden-
tified, enlisting the help of a speech and language therapist can as-
sist in improving the quality of the mental state examination and
the psychiatric interview. As highlighted before, the use of special
communication apps, picture exchange cards, Makaton, British Sign
Language, and often simple use of pictures can assist with the inter-
view process.

Components of Mental State Examination (MSE)

Appearance and behaviour

Clothing, gait, rapport, use of aids such as hearing aids, walking
aids, or helmet for epilepsy need to be commented upon. Special
comments need to be made regarding any dysmorphic features as-
sociated with genetic disorders. Any abnormal movements and
stereotypes should also be noted. In people with ASD, eye contact
and general behaviour should be commented upon. Some patients,
particularly those with severe ID may be wheelchair-bound. Some
may also bring objects which are of value to them in their lives, such



as a favourite toy, pieces of jewellery etc. People with ASD may be
very particular about their personal belongings, or wear the same
piece of clothing repeatedly irrespective of the weather.

Speech

Make sure to comment on the rate, tone, volume, and fluency in pa-
tients who are verbal. It is important to note for echolalia and the
tone, especially in people with ASD. It is again useful to have an
understanding of the patient’s normal speech patterns, to identify
any differences in the quality of the speech. For example, a patient
with ASD may have a history of always speaking in whisper, and
this could easily be mistaken for low volume secondary to depres-
sion. For people with other speech problems such as dysarthria or
dysphasia, having carers who can understand and help with under-
standing the speech can also lead to vital clues in the mental state
examination. Sometimes the clinician may not be able to compre-
hend the patient’s speech and it is acceptable to acknowledge that
and clarify what the patient is trying to say with the help of carers.

Mood

People with mild to moderate ID can often express their mood
states. Nevertheless, some patients may struggle, and as such, using
simple pictures of facial expressions (e.g. smiley face, sad face) can
be of value. Across the ranges of ID, it is vital to obtain corroborative
history from carers regarding the shift from the normative state, en-
gagement in activities, interaction with family, carers, and any other
behavioural changes. An example of this could be refusal to attend
the day centre. Changes in biological functions such as sleep and ap-
petite can be discerned through history and/or observation.

Affect

As in the general adult population, observe for range, congruency,
and fluctuation in affect.

It may be difficult to accurately describe affect in people who have
facial dysmorphic features due to an underlying genetic condition.
For example, people with Angelman syndrome can always present as
appearing happy, and this therefore will influence the description of
affect. People with cerebral palsy can have a poor facial muscle tone
and this again can make description of affect unreliable.

Thought

Every aspect of thought, such as content and form needs to be
commented upon in the mental state examination in people who
are verbal. It may sometimes be difficult to tease out the differ-
ence between overvalued ideas and delusions, and having a good
background history of the patient can prove valuable in making
this distinction. In addition, delusions usually lead to clear actions,
which may not be observed with overvalued ideas. It is difficult to
substantiate a diagnosis of schizophrenia in a patient with mod-
erate/severe/profound ID, as some of the critical first rank symp-
toms cannot be elicited. In people with mild to moderate degrees
of ID, delusions of reference, persecution, and grandeur can be
identified; however, it may be difficult to identify delusions of guilt.
Other thought abnormalities, such as flight of ideas can be iden-
tified in people with reasonably good verbal skills. People with ID
can present with magical thinking and the level of their cognitive
abilities need to be taken into consideration prior to establishing it
to be pathological.
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It is absolutely crucial to check explicitly for thoughts of self-harm
or harm to others. Obsessive-compulsive thoughts can occur in ASD
and obsessive-compulsive disorder.

However, the key difference is that the obsessions in obsessive-
compulsive disorder have an egodystonic nature, in contrast to the
egosyntonic quality in ASD, where the affected individual often
gains pleasure from routines being followed in a certain manner.

Perception

Depending on verbal ability, hallucinatory experiences such as audi-
tory hallucinations can be identified. Patients can describe ‘hearing
voices, however it may be difficult to identify whether they are in
the second or third person. It is crucial that the patient understands
the questions that are being asked to explore this symptomatology
reliably. Clinicians need to refrain from asking leading questions as
patients with ID are suggestible. Other hallucinatory experiences,
such as in the visual, tactile, olfactory, and gustatory modalities need
to be specifically enquired about. In residential homes or inpatient
settings when there is a patient who has a history of hearing voices,
other patients can often mimic this response and can themselves
complain of hearing voices. It is important to bear in mind that
people with ASD and ID often tend to talk to themselves and this can
be misinterpreted as ‘hearing voices. Establishing the chronology of
these behaviours often help to distinguish between psychosis and
other aetiologies, including normative behaviour for that person.

Insight

It is important to identify the patient’s awareness of their mental
health problems and acceptance of the need for the treatment. This
may be difficult in people with moderate to severe degrees of ID.
Additionally, many patients with ID are recipients of passive care
and hence may accept medications without questioning, but this
does not constitute informed consent. Many ID psychiatry services
have information leaflets available that are designed for different de-
velopmental levels, and can help to enhance insight.

Cognition

Keeping in mind the developmental age of the person, other cogni-
tive functions such as attention, concentration and memory can be
assessed. It is important for the clinician to have a clear idea about
the approximate developmental age of the patient and presence or
absence of other comorbidities. Assessing for memory problems is
considered separately under dementia in Chapter 9.

Diagnostic formulation

In the clinical practice of ID psychiatry, arriving at a diagnosis in-
volves primarily obtaining history from the patient (depending on
their verbal ability), obtaining corroborative history from carers and
family, and observation of the patient.

For non-verbal patients, often the use of simple pictorial aids can
help in assessing mental state. For example, for assessing mood,
drawing happy or sad smiley faces, and asking the patient to point
out how they feel may be helpful. Observing the patient may clarify
any issues related to behaviours, including those deemed to be chal-
lenging. Certain examples of descriptions of behaviours by family
or carers are ‘challenging behaviour, ‘he is trying to be difficult;
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and ‘he is having a tantrum and being naughty’ These descriptions
may not only be misleading and pejorative but also could result in
misdiagnosis.

As psychiatrists, we need to be aware that carers’ own emotional
states and perceptions around ID might contribute to wrong infer-
ences in relation to behavioural problems. In case of conflicting re-
ports, attempts need to be made to obtain information from staff
who have known the patient for a long period of time and this can
help in establishing accuracy of facts. Therefore, every attempt
should be made by the clinicians to observe the patients prior to
finalizing a diagnosis. Corroborative history from family and carers
is absolutely crucial. As part of the history taking, having a good
understanding of the patient’s premorbid personality, ‘what con-
stitutes being normal’ for the person, and any shift from this state
will help in identifying any new behaviours or exaggeration of pre-
existing behaviours. However, the experience of the staff, duration of
familiarity with the patient, staft’s own perceptions, and attitudes to-
wards the patient, as well as expectations from healthcare services all
play a major role in the clinician’s understanding of the underlying
mental health problem.

The importance and relevance of the environment in which the
patient operates is also equally important in the diagnostic for-
mulation. Other factors, such as sensory impairments, presence
of physical health problems, abuse, bereavement, life events, sub-
stance misuse, side effects of medication, and environmental issues
are relevant factors that will impact on the presentation of a mental
illness and clinicians will have to consider the above prior to making
a diagnosis.

Atypical presentations

Atypical presentations in people with ID are usually multifactorial
and may be influenced by concurrent administration of medica-
tion for other conditions (e.g. anti-epileptic medications such as
Levitiracetam may change the mental state of previously well pa-
tients), presence of co-morbidities (e.g. ASD), and influence of
environment etc.

Observational features of mental health problems
in non-verbal individuals

Depression

Patients can appear unkempt with poor hygiene. If there has been
an impact on food and fluid intake, there could be signs of dehy-
dration, such as dry mucous membranes. Some individuals take a
keen interest in their appearance, and patients who are known to
like jewellery and dressing well may simply lose interest in their
self-appearance. Eye contact can be poor and tearfulness and psy-
chomotor retardation may also be observed. Anhedonia can be
observed through the patient’s refusal or disinterest in the activ-
ities that they used to enjoy such as the day centre, going to the
cinema etc. Patients can be observed to engage in self-harming be-
haviours, such as scratching themselves with sharp objects, head
banging etc.

If the depression is associated with psychotic symptoms, hallu-
cinatory experiences or delusions are observed in behaviours such
as talking to themselves (unless it is habitual), or appearing to shout
out. Staring at empty spaces and appearing frightened could be an
indicator of visual hallucinations. Other obvious biological markers

such as loss of weight, loss of appetite, and poor sleep pattern (early
morning waking) are distinctly observable.

Anxiety

Anxiety can be reflected in the patients appearance, where they
may look tense, have increased respiratory rate, be clinging onto
staff members/family, appear distressed, be tearful, as well as
demonstrating psychomotor agitation, tremors, or sweating.
Gastrointestinal symptoms such as nausea, vomiting, and diarrhoea
can be an further indicators of anxiety.

Other signs include avoidance of certain places or people, marked
distress at being in certain environments or around certain people,
and comorbid features of depressive illness. Specific phobias present
predominantly with avoidance and increase in anxiety at the specific
trigger.

Some self-harming behaviours and self-mutilating behaviours
can also be a manifestations of anxiety. In severe cases, physical ag-
gression can be a marker of underlying anxiety. Simple procedures
such as checking blood pressure and pulse can be a useful guide to
the patient’s current level of anxiety.

Psychosis

Psychosis can be identified by their appearance, which can be dish-
evelled, with an associated decline in their personal hygiene. They
can appear fearful and can be seen talking when there is nobody
around, which could be a reflection of auditory hallucinations
(though further enquiry is often required to confirm this as new
behaviour, rather than long-standing self-talking seen in ASD, for
example). Delusions, such as delusions of persecution, can be iden-
tified by changing behaviours such as social isolation, refusal of par-
ticipation in regular activities, appearing to be scared etc. It can be
very difficult to identify thought alienation phenomena in a non-
verbal individual.

Mania/hypomania

This can manifest as increased psychomotor restlessness, with ir-
ritability, poor concentration and insomnia. There may also be
evidence of disinhibited behaviours as well as verbal or physical ag-
gression. In many clinical situations, an elated mood state itself may
not be readily apparent, but irritability, restlessness, and agitation
can be more obvious.

Physical examination

Why is it important?

Physical examination in PWID is of paramount importance for nu-
merous reasons. Firstly, the interface between physical and mental
health problems is well established, and physical assessment provides
an opportunity to ascertain whether the patient has an underlying
physical sign that could contribute towards their current mental
state. For example, tenderness in the suprapubic region of the ab-
domen could suggest an underlying urinary tract infection, and
increased neuromuscular tone could be a manifestation of extrapyr-
amidal side effects secondary to antipsychotic use.

Additionally, it is well established that PWID have an increased
physical health burden relative to the non-ID population, as well as



a significantly reduced life expectancy (12, 13). There are likely nu-
merous contributory factors to this. Physical health problems, espe-
cially for those who lack verbal communication may be expressed
through behaviours, and hence it is important to have a thorough
assessment of the patient’s physical health.

General approach

When conducting a physical examination, it is useful to have the
patient’s carer present, as they can be an invaluable source of support
for them. Furthermore, if the carer is willing, it can sometimes help
to ‘act out’ parts of the examination on the carer, to help educate the
patient as to what is involved, as well as providing reassurance. As al-
ways, obtain consent from the patient before proceeding, including
checking their level of understanding of what would be involved in
your assessment. Where a patient is refusing physical examination
but demonstrates a lack of capacity to do so, a best interest deci-
sion on the approach to take is warranted. If you and your colleagues
feel that the patient is unlikely to be acutely unwell or have a life-
threatening condition, it may be appropriate not to examine the pa-
tient to avoid causing undue distress and potentially lasting damage
to the doctor-patient relationship.

If you identify any physical injury during your assessment, this
could potentially indicate self-injurious behaviour or abuse. Try to
establish how any injuries occurred and how these injuries are ex-
plained by patient and carers. In the event that you suspect possible
abuse, document your findings clearly in the patient’s clinical notes
as well as urgently contacting the safeguarding team. If you do not
feel the patient is safe then you may need to urgently look at alterna-
tive accommodation for them while the matter is investigated.

Assessment of dementia

There are multiple additional challenges to establishing a diagnosis
of dementia in a PWID. Firstly, many PWID may have a history of
significant variability in their cognition and functioning over time,
and it can be difficult to determine whether their current presenta-
tion represents a progressive decline. Also, the patient may not al-
ways be able to provide a detailed account of their experiences due to
deficits with regard to their communication skills, including sensory
impairment (14).

In screening for dementia, it is important to recognize that PWID
represents a heterogeneous group with significant variability in terms
of baseline intelligence and adaptive functioning. For patients with
mild ID, using tools designed for the non-ID population, such as the
Mini-Mental State Examination (MMSE), may be of some value, par-
ticularly if there is a record of previous findings (15). However, for
many PWID, such tools would be of limited use, as their cognition is
significantly impaired at baseline relative to that of their non-ID peers.
Instead, use tools that have been specifically designed for use with
patients with ID, such as the Dementia Screening Questionnaire for
Individuals with Intellectual Disabilities (DSQIID) or the Dementia
Questionnaire for Persons with Learning Difficulties (DLD, previ-
ously the DMR) (16,17). Additionally, consider in detail the patient’s
current level of functioning, and in what ways (if any) it has deteri-
orated relative to their baseline; the Vineland Adaptive Behavioural
Scale can be useful in this regard. Also enquire regarding recent life
events and for signs of other forms of mental or physical illness, as
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there are a multitude of possible diagnostic explanations for a cogni-
tive and/or functional decline.

A basic blood screen for possible reversible causes of dementia,
includingafullblood count, ureaandelectrolytes, liver function testing,
lipid profile, thyroid function testing, B12, and folate is important.
Additionally, one may wish to consider neuroimaging, though be
mindful that many PWID find such an investigation distressing and re-
quire desensitization work beforehand. Additionally, in the case of pa-
tients with Down syndrome, many will have abnormal neuroimaging
findings irrespective of dementia. Indeed, neuroimaging may be most
useful as a means of ruling out other possible pathologies, such as
space-occupying lesions or infarction (18).

Risk assessment

When conducting risk assessments with PWID the standard format
of assessment should be followed as per NICE guidelines (19). This
should be completed following a detailed assessment including
a background history of risks, as well as a thorough assessment of
the current risk related behaviours, including description of the be-
haviour, as well as its frequency, intensity, antecedents, and conse-
quences. Mental health conditions impacting on, or resulting in the
risk-related behaviour should be assessed. Previous and current re-
cords should be reviewed and informant-based information should
be taken into account. This can lead to a more comprehensive risk
assessment/formulation and management plan. Risk formulation
should consider the factors above and can be summarized in a risk
statement which highlights; 1) nature and magnitude of likely event,
2) probability of likely event, 3) precipitants of likely event, 4) im-
minence of risk, and 5) means/access to items related to risks. This
should be developed with the individual, family members, carers,
and carer workers, as appropriate, and with multidisciplinary input
ifappropriate. Certain risks are inherent to PWID and are influenced
by their understanding and adaptability. Risk related to using kit-
chen utensils, understanding difference in temperatures and being
aware of safety whilst handling sharp objects should be considered,
along with risks related to road safety, poor personal hygiene, and
vulnerability. These risks increase with increasing degree of ID.

Risk to self

Self-injurious behaviour is common, especially amongst those
with severe ID and/or ASD. Numerous causes can be considered;
often sensory needs and environmental triggers can be identified,
and a risk management plan can be devised to minimize soft tissue
damage and distress caused to individuals. In more able individuals,
the risk of self-harm and suicide should be assessed, and factors such
as personality and mental health problems may impact in this risk.

Risk to others

Background information indicating a risk to others is a key predictor
of future aggression. A detailed assessment of challenging behaviour
including antecedents, behaviours, and consequences should be car-
ried out. Assessment of other risk factors for harm to others should
include personal history of violence, lack of a meaningful occupation,
substance misuse, active symptoms of mental health problems such
as psychosis, low tolerance to frustration, difficulty understanding
others’ feelings and emotions, and plans to harm others. The risk posed




Oxford Textbook of Psychiatry of Intellectual Disability

to others should be understood in terms of potential triggers, inten-
sity, and frequency, as well as to whom the risk is directed towards.
Offending history or risk of serious harm to others could be assessed
using structured tools, but this should not replace detailed clinical as-
sessment and opinion. Careful consideration should be given to cer-
tain risks that may be infrequent but are of such high intensity that they
have a significantimpact on the patient and others (e.g. intense desire to
swallow boiling water due to a lack of awareness of the consequences).

Risk of self-neglect and vulnerability

These risks are almost universal to individuals with ID. By defin-
ition, if one is functioning at a level of ID they have impairments
in their ability to manage day-to-day life tasks and, if unsupported
would be at risk of self-neglect. In addition, factors such as mental
illness, dementia and ASD should be included in this area and these
disorders may significantly increase the risks due to cognitive,
social, and communication impairments. Exploitation and abuse of
individuals with ID is not uncommon. Local safeguarding protocols
should be followed in order to protect vulnerable individuals, which
ensures good communication between services and within services
to minimize risks.

Risk related to physical health

Risks to physical health to individuals with ID should be integral
to the assessment. Increased risk of side effects, swallowing prob-
lems, risk of falls and deteriorating mobility, risk to skin integrity,
and epilepsy-related risks should be considered, amongst others.
Epilepsy risk assessments are essential as part of a preventative
strategy for Sudden Unexpected Death in Epilepsy (SUDEP). Risks
related to bathing, falls, and prolonged seizures should be disused, as
well as supervision during both the day and overnight.

Risk management plan

A risk management plan should set out the potential factors that in-
crease risk, as well as factors that mitigate risks, incorporating early
warning signs and proactive, active, and reactive approaches, using
a positive behaviour support model, if appropriate. Risk prevention
such as engaging trust and working to ensure responsive support
should be clearly articulated to both carers and family. Social, envir-
onmental, and pharmacological interventions for risks management
including crisis and contingency plans, should be clearly documented.
The care plan should be shared and good inter-agency communica-
tion is an essential aspect of risk management by the multidisciplinary
team. Positive risk taking should be considered to support empower-
ment of individuals with ID and ensure that inappropriate restrictions
are not put upon them. A protective framework should be constructed
with clear boundaries as well as established and trusting working rela-
tionships before commencing positive risk taking plans.

Comorbidities in people

with intellectual disabilities

Introduction

PWID are at greater risk for the development of both physical and
psychiatric comorbidities relative to the non-ID population (20).
This is due to interaction of a multitude of factors, including:

e Biologicalfactors,including genetic predispositions associated with
certain syndromes, such as cardiac anomalies, hypothyroidism,
depression, and early onset dementia observed in persons with
Down syndrome.

Psychological factors, including reduced frustration tolerance and
poor problem-solving skills, as well as maladaptive coping strat-
egies for managing difficult life situations. They may also be the
victims of stigmatization and various forms of abuse, the effects of
which should never be underestimated.

Social and environmental influences, as individuals with ID often
have smaller social networks on which they can seek support, as
well as reduced freedoms and opportunities in life, in part due to
the limitations that their disabilities place on their independence.

Syndrome-specific comorbidity
Introduction

While for many persons the cause of their ID is unknown, some are
associated with genetic syndromes. However, it is important to bear
in mind that there are also non-syndromic genetic causes of ID (i.e.
where no other symptoms or comorbid features are evident) (21).

Of the well-recognized genetic syndromes, the most common are
Down syndrome and fragile X syndrome, though there are many
other well-recognized causes. Summary details of specific genetic
syndromes associated with ID are summarized in Table 2.3, though
more general aspects of genetic disorders will now be discussed in
further detail.

Dysmorphic features

As psychiatrists, it is important to be able to recognize the major
dysmorphic presentations of genetic syndromes associated with
ID. If you suspect a genetic syndrome, referral for assessment and
further investigative testing by clinical geneticists is important,
as this leads to a greater collective understanding of both their
condition as well as the potential for current or future physical
and psychiatric comorbidity, providing opportunities for early
intervention.

Behavioural phenotypes

Flint (1996) described a behavioural phenotype as ‘a behaviour,
including cognitive processes and social interaction style that is
consistently associated with, and specific to, a syndrome which has
a chromosomal or a genetic aetiology (22)’ Nevertheless, it is im-
portant to recognize that a high degree of within-syndrome variation
exists, and as such, a behavioural phenotype should be considered
as a behaviour that is more prevalent in individuals with a specific
genetic condition, rather than universal to all individuals with said
condition. An example of a behavioural phenotype is ASD.

Physical and psychiatric associations

Genetic disorders associated with ID generally also have implica-
tions for the individual’s physical and psychiatric health. This can
manifest in a wide variety of ways, from schizophrenia observed in
Di George syndrome, to obesity and hyperphagia in Prader-Willi
syndrome, to Alzheimer’s-type dementia in Down syndrome. For
these reasons, patients with such disorders frequently require coord-
inated input from a range of professionals across multiple medical
specialities.



Non-syndromic comorbidity

In assessing someone with ID, it is always important to consider the
possibility of diagnostic overshadowing, whereby physical or psy-
chiatric phenomena have been attributed to a patient’s ID or mental
illness, when in fact there is actually an unidentified comorbid
condition.

Psychiatric comorbidity

The once-held notion that psychopathology did not occur in PWID
has since been discredited, and it is now recognized that preva-
lence rates in this group exceed that of the general population (27).
Furthermore, Bhaumik et al. found that use of psychiatric services
increases with increasing severity of ID (28).

Neurodevelopmental conditions

Attention deficit hyperactivity disorder (ADHD) and autistic spec-
trum disorder (ASD) are the two most common psychiatric dis-
orders in persons with ID (29). Identifying these disorders at an
early age is important, as this can inform approaches on how best
to understand their needs, as well as structure both their caregiving
and education. ASD and ADHD are discussed in further detail in
Chapters 7 and 8 respectively.

Affective disorders

Affective disorders are significantly more prevalent in persons with
ID relative to the non-ID population, and are likely underdiagnosed,
particularly in severe ID, where the usefulness of applying standard-
ized diagnostic criteria is reduced, and clinicians often make judge-
ments based on ‘behavioural equivalents’ (30). Affective disorders
are discussed in further detail in Chapters 11 and 12.

Anxiety disorders

Anxiety disorders are frequently encountered in persons with ID,
particularly following significant life events (31). Any psychological
treatment approaches should be adjusted to the individual patient’s
level of understanding and intellectual function.

Psychotic disorders

Psychosis is more prevalent in persons with ID compared to the
general population (12), though the true extent of this is difficult
to establish as clinicians generally find it challenging to confidently
diagnose schizophrenia in patients with moderate to profound levels
of ID. Psychotic disorders are discussed further in Chapter 10.

Dementia

Dementia is an important comorbidity in patients with an ID, who
can often develop symptoms at a younger age and declined more
rapidly. Please refer to Chapter 9, which details dementia in persons
with ID in greater detail.

Delirium

Delirium describes an acute change in cognitive functioning, asso-
ciated with change in level of arousal, disturbance of the sleep-wake
cycle, perceptual disturbances, and a fluctuating course. Delirium
can be mistaken for dementia, and indeed these conditions can co-
exist, but delirium classically has more of an acute onset, as well as
a disturbance of conscious level and attentional deficits (which are
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generally only seen in the latter stages of dementia). PWID are par-
ticularly susceptible to developing delirium and are also at risk of this
not being identified. The extent of changing their presentation from
their baseline state may be less marked than for a person without ID.
Additionally, delirium can present in both hyperactive (associated
with an increase in arousal level and agitation) and hypoactive (as-
sociated with quietness and withdrawal) forms, and it is important
to be aware of both possible manifestations.

Delirium has a multitude of possible causes, including infec-
tions, electrolyte imbalance, hypoxia, dehydration, medication side-
effects, and constipation among others. In terms of management, it
is essential to establish the root cause or causes of the delirium and
treat these accordingly, as well as providing reassurance and reorien-
tation to the patient during this time.

Neurological comorbidity

Along with psychiatric illness, neurological comorbidity is among
the most common forms of comorbidity seen in persons with ID
(32). This can manifest in a variety of ways, including motor and
sensory impairments, as well as conditions such as epilepsy and
cerebral palsy.

Many individuals with ID suffer from motor impairments
and this is more noticeable in patients with severe/profound ID.
Difficulties with ambulation are frequently observed and, if left un-
addressed, can markedly limit the independence of a person with
ID and be significantly detrimental to their overall quality of life.
Physical exercise-based approaches focused on maintaining phys-
ical strength and balance are essential to optimizing the patient’s
functioning, as well as mobility aids where indicated. Additionally,
fall prevention programmes and aids to minimize the impact in the
event of falls occurring need to be considered.

Both visual and hearing impairment are more prevalent in PWID
relative to their non-ID peers. It is essential to identify any visual
or hearing deficits as early as possible in order to provide appro-
priate correction to minimize any additional impact of this on
their development (33). PWID may not spontaneously report any
deficits themselves, so referral for screening is often recommended;
screening approaches can be modified according to the person’s level
of ID. The frequency of screening may need to be increased as per-
sons with ID become older, as a means of identifying any progressive
deterioration. In terms of hearing impairment, earwax (cerumen)
build-up is a frequently-observed contributory factor that is readily
treatable. Input from a Speech and Language Therapist can also pro-
vide further support with regards to speech production and compre-
hension problems.

Pain

PWID may struggle to articulate their pain experience to carers
or medical professionals, and it is important to consider pain as a
possible explanation for behavioural disturbance. Frequently ob-
served causes of pain include dental pathology, musculoskeletal in-
jury, and gastro-oesophageal reflux disease. Sensitivity to pain may

vary amongst PWID, especially with those with ASD, where both
hypo- and hypersensitivity is seen.

Epilepsy
Epilepsy is very common, with a lifetime prevalence of 30 per
cent in PWID. Additionally, some individuals have Non-Epileptic
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Attack Disorder (NEAD), with or without co-morbid epilepsy.
Similarly, some behaviours during epileptic phenomena may be
perceived to be challenging and misinterpreted as a behavioural
problem. A careful joint assessment with a neurologist and ap-
propriate investigations (e.g. electroencephalography, video-
telemetry) may clarify the situation. SUDEP is more common
in patients with ID relative to the non-ID epilepsy population
(14). The risk of SUDEP can be minimized through optimization
of seizure control as well as being aware of the risks associated
with nocturnal seizures. Epilepsy in discussed in greater detail in
Chapter 22.

Cerebral palsy

Cerebral palsy (CP) is often seen in individuals with ID but is not
invariably associated with ID. Many individuals with CP have rea-
sonable intellectual functioning but have significant functional im-
pairment due to their underlying condition. A careful assessment of
the person’s cognitive abilities should distinguish between the two
groups.

Other physical comorbidities

There is a greater prevalence of substandard oral health among per-
sons with ID relative to the general population for many reasons,
including a lack of motivation towards self-care, inadequate
prompting from caregivers and barriers in regards to receiving
appropriate dental care from professionals (34). It is important to
bear in mind that pain due to poor dental care may be manifested
through behaviours.

Other physical comorbidities commonly experienced by people
with ID include constipation, which may have an impact on the
person’s behaviour and functioning. Similarly, many individuals
with ID may suffer from obesity due to relative lack of physical ex-
ercise and poor dietary habits, or use of psychotropic medications.
In addition, common physical health problems encountered include
respiratory tract infections and cardiovascular disease, which may
often lead to increased morbidity and mortality. Menstruation and
associated pain can have a marked impact on the mental state of
females with ID, and should be particularly considered when behav-
ioural disturbance follows a cyclical pattern. People with ID have a
greater prevalence of low Bone Mineral Density (BMD), potentially
leading to fractures, the consequences of which can have devastating
effects on mobility and long-term quality of life. However, an-
other common cause of reduced BMD is due to long-term use of
anti-epileptic drugs.

Key points

e There are numerous genetic disorders associated with ID that have
different profiles of dysmorphic features and behaviours, as well as
physical and psychiatric comorbidities.

e PWID are at increased risk of both psychiatric and physical
comorbidity, and it is important to be vigilant in identifying any
comorbid conditions rather than attributing them to their ID and/
or previously recognized psychiatric illness.

Case study 1

Adam is a 21-year-old male. He communicates verbally and has
basic reading and writing skills. He has difficulties with more com-
plex communications such as business letters. He attended clinic
with his mother and carer, with whom he spends 14 hours of one-to-
one time per week. This time is used accessing community. He also
attends a voluntary job in a local café. During the assessment a clear
personal history and developmental history is obtainable from his
mother, and his current functioning indicates that he is independent
in some areas of adaptive functioning including self-care and do-
mestic skills. There are deficits in academic skills, some evidence of
communication deficits, especially in receptive communication, and
he also needs support in areas such as community access and self-
direction. He was referred because of complaints of high anxiety.
As well as a detailed history of adaptive functioning, the assessment
includes assessment of mental health, which reveals some features of
anxiety specifically around social situations and routine changes. On
mental state examination, he appears to have a long face, large ears
and eye contact is poor. It is noted that he has some hand flapping
behaviours. Based on collateral information, detailed assessment of
personal and background history, and current mental state exam-
ination, you are confident that he presents with features consistent
with mild ID and fragile X syndrome, with social anxiety appearing
to have significant impact on his current functioning and quality
of life. Referral is made to the local geneticist, further reviews are
booked for assessment for autism spectrum disorder and treatment
of social anxiety are commenced.

Case study 2

Sarah is a 30-year-old female who has been referred to the ID
service due to high levels of agitation and aggressive behaviour. She
attends with her carer, who has been supporting for approximately
two months. She has basic communication skills but is repeti-
tive, and two-way conversation is impaired. Her carer reports that
her mental health has deteriorated, as she is now exhibiting self-
injurious behaviour and aggression towards others. Unfortunately,
there is no collateral information regarding background history or
developmental history, and information about past psychiatric his-
tory including medication and non-pharmacological treatments
is not available. Based on the history from her carer, Sarah needs
support in most areas of adaptive skills, including self-care, con-
tinence, and independent living. She ordinarily communicates her
distress through her behaviour, and has history of self-injurious be-
haviour which she appears to be exhibiting more often recently. She
accesses the community regularly but frequently refuses to leave
the car. On mental state examination, Sarah does not appear ag-
gressive but repetitive speech is noted, as well as repetitive hand
movements, including pressing her nails onto the skin. The carer is
requesting medication for behaviour, however the clinician decided
that more information is first required from collateral sources.
Following contact with Sarah’s father it is established that Sarah
has always displayed repetitive behaviours, including self-injurious



behaviour, which is normally response to demands not being met
or environmental changes. She has always responded well to the use
of items that vibrate, which helps her calm quickly. She has previ-
ously used pictures to communicate, which is not being used at pre-
sent. Following collateral history, it is concluded that she presents
with severe ID, and challenging behaviour related to environmental
factors, including a change of her care staff. Communication skills
need to be optimized, and so she is referred to the speech-language
therapist. She is also referred to occupational therapy for sensory
assessment. She is followed up for assessment of both ASD and
challenging behaviour. The risk assessment indicates risk to self,
others, and vulnerability. An appropriate risk management plan is
developed, and the information gathered is shared amongst both
the multidisciplinary and carer teams.

MULTIPLE CHOICE QUESTIONS
Questions
Please select the single most appropriate answer.

1. Assessment of Dementia in PWID does not usually
involve?

. Current level of functioning

MMSE

. Neuroimaging

. Thyroid Function Tests

. Change in functioning

Risk formulation in PWID does not usually include?
. Probability of likely event

. Nature and magnitude of likely events

. Precipitants of likely event

Imminence of risk

. Use of restraint to manage behaviour

What is most common inherited cause of ID?
Down Syndome

. Angelmans Syndrome

. Williams Syndrome

. Fragile X Syndrome

. Tuberous Sclerosis

. What is a behavioural phenotype?

. A behaviour that is consistently associated with, and spe-
cific to, a syndrome which has a chromosomal or a genetic
aetiology

B. A behaviour that is consistently associated with, and specific

to, a specific gene

C. A genotype that consistently associated with, and specific to,

a syndrome which has a chromosomal or a genetic aetiology

>R mMOOWPY mMOUOwWEDN mOOw >

5. In which circumstance would concern be highlighted
about a child’s development?

A. Vocabulary of <50 words at age 2 years

B. Lack of eye contact or facial expression at 4 months

C. Unable to stack 2 blocks at 9 months

D. Unable to climb stairs at 18 months

E. Not walking without support at 12 months

CHAPTER 2 Clinical Assessment Including Bedside Diagnosis 21

Answers

1.

B. MMSE has limited value in PWID, as their cognition is
significantly impaired at baseline relative to that of their
non-ID peers

E. The risk formulation is part of the risk assessment, use of
restraint is part of a risk management plan

D. Fragile X Syndrome is the most common inherited cause,
Down Syndrome is the most common genetic cause, but is
not usually inherited

A. As described by Flint (1996)

5. A. Developmental milestones will vary from child to child

but all normally developing children would be expected to
have a vocabulary of >50 words at aged 2 years
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Intellectual Disability (ID)-Concepts

Background

Intelligence is a trait which is highly evolved in humans and sets
them apart from other members of the animal kingdom. One of the
earliest formulations of intelligence was by Wechsler, who defined it
as “The aggregate or global capacity of the individual to act purpose-
fully, to think rationally, and to deal effectively with his environment’
(1). We extensively use our intellectual abilities to learn, understand,
imagine, remember, think, adapt, and modify our environments and
differ from each other in these abilities. The terms cognition and
intelligence, though used interchangeably, are different concepts.
Cognition is a neuropsychological construct and indicates mental
processes for acquiring knowledge such as attention, perception,
reasoning, imagining, and abstract thinking, whereas intelligence is
a much broader concept and includes behaviours and performances
that are directed by cognitions.

Though the construct of intelligence is extensively used in clinical
and scientific contexts, there have been major controversies about
how to define intelligence. Definitions proposed by theorists such
as Spearman, Cattell, Gardner, and others have their commonalities
and differences. One major point of contention is to consider in-
telligence as unitary construct or as a conglomeration of numerous
abilities. Modern theorists propose a small number of inter-related
but independent abilities, such as the triarchic model of intelligence
of Sternberg, which has three components—analytic, synthetic/cre-
ative, and practical (2). Cattell described fluid and crystallized forms
of intelligence (3). Fluid intelligence refers to innate capability for
reasoning, problem solving, and pattern recognition and crystal-
lized intelligence is the learnt abilities or knowledge gained through
life experiences and education. Large scale factor analysis of intel-
ligence tests (e.g. WISC-IV) has identified 4 factors—verbal com-
prehension, perceptual reasoning, working memory, and processing
speed (4).

IQ tests as a measure of intelligence have a long history and have
been associated with numerous controversies. The main objec-
tion to IQ has been that they are not reliable and valid measures
of intelligence—they do not reflect the true intellectual capacity of

the individual in the given socio-cultural setting and often under-
estimate it. Though IQ scores continue to play a significant role
in the definition and classification of ID, its importance has been
diminishing over time.

The three different constructs of ID

Given the fact that intelligence plays such a crucial role in our
lives, it is not surprising that a diminished intellectual capability
puts significant limitations on the persons functioning. ID is
perhaps the most disabling of all disabilities, with major con-
sequences for the individual themselves, their families and the
society. There are several ways of conceptualizing ID that are de-
scribed briefly below:

1. Statistical or psychometric model: Intelligence as measured by
IQ tests is normally distributed in the community, or follows a
bell-shaped Gaussian distribution. ID can be viewed as extreme
variation in the lower end of this Gaussian distribution, gener-
ally considered to be less than two standard deviations below the
mean. However, this model does not explain the fact that this
distribution in reality is skewed to the left with a hump in the
lowest ranges, implying that there are more people with intelli-
gence in the lower ranges.

2. Biomedical model: This perspective considers ID as a
neurodevelopmental disorder (NDD), a disorder secondary to
an impediment in the maturation and development of the brain.
Anything that significantly interferes with the smooth, orderly,
orchestrated process of brain maturation and development is
likely to cause impairments in development of intelligence and
thereby leads to ID. The limitation of this model is that in a pro-
portion of cases, especially those with milder forms of ID, a bio-
medical basis cannot be identified.

3. Socio-cultural model: This is a disability perspective that states
that people with lesser intelligence are lacking in their adaptive
behaviours and face disadvantages in their societies and there-
fore have higher support needs. As per this model, it is not
enough for someone to have lesser intelligence to be labelled
as having ID; he or she must also have concurrent deficits in
adaptive behaviours. These adaptive behaviours are now widely
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accepted to have three components—conceptual, practical and
social (5). However, this model cannot account for the fact that
there are hundreds of medical diseases that are highly associated
with ID.

Current approaches

The current classificatory systems acknowledge all the above three
constructs to provide a descriptive definition of ID.

The Diagnostic and Statistical Manual-5 (DSM-5) defines ID or
Intellectual Developmental Disorder (IDD) as a disorder with onset
during developmental period that includes intellectual and adaptive
functioning deficits in conceptual, practical and social domains. It
further characterizes deficits in intellectual functioning as deficits in
reasoning, problem solving, planning, abstract thinking, judgement,
academic learning and learning from experience that can be ascer-
tained either clinically or through individualized, standardized tests
of intelligence. Similarly, deficits in adaptive functioning deficits
are conceptualized as failure to meet the developmental and socio-
cultural standards for personal independence and social responsi-
bility. These adaptive deficits are thought to limit functioning in one
or more activities of daily life (6). DSM-5 allows for coding the aeti-
ology as a specifier and has also included a diagnosis of ‘global de-
velopmental delay’ in children below five years who have significant
delays in two or more areas of development.

The ICD-11 draft version names the condition as ‘disorders of
intellectual development’ and defines it as a ‘group of etiologically
diverse conditions originating during the developmental period
characterized by significantly below-average intellectual functioning
and adaptive behaviour that are approximately two or more standard
deviations below the mean (approximately less than the 2.3rd per-
centile), based on appropriately normed, individually administered
standardized tests. Where appropriately normed and standardized
tests are not available, diagnosis of disorders of intellectual develop-
ment requires greater reliance on clinical judgement based on ap-
propriate assessment of comparable behavioural indicators’ (7).

It is clear from these two definitions that ID is a clinical con-
cept which calls for clinical judgement and does not rely on just IQ
tests alone.

Starting from a single cell as zygote, the human embryo rapidly
grows and differentiates into three layers. Brain develops from the
outermost layer, the ectoderm; the other organs that develop from
ectoderm are the sense organs, other parts of central and peripheral
nervous system, the skin and appendages, which are often affected
in the presence of ID.

The growth and maturation of the brain is under tight genetic
control. However, the environmental factors are also known to af-
fect this process. Under favourable circumstances, this continuous,
orderly, and orchestrated process of growth (increase in size), mat-
uration (emergence of functions). and development (continuous
process of change/acquisition of skills and competencies) goes along
the expected lines, leading to typical patterns of development. Such
changes in growth, maturation, and development stretch into ado-
lescence and early adulthood, but are maximal in their velocity in
the prenatal period and in the first three years of life. During this

period of explosive growth, maturation, and development, any ad-
verse event or influence is likely to cause impairments in the devel-
opment of intelligence, thereby leading to ID. There are thousands of
such causes, both genetic and environmental, either acting singly or
together. This section describes an approach to understanding these
causes.

Historically, the two-group theory was proposed to account for
the distribution of intelligence in the community; the biomedical
group for more severe forms of ID, and the cultural-familial group
for milder forms of ID (8). However, the current trend is to tran-
scend this dichotomy and think of the causes in a multi-factorial
framework, where both biomedical and psycho-social factors are
considered important and often interacting (5). However, there may
be a range of possibilities—some forms of ID solely determined by
a particular genetic, biomedical, or environmental factor and others
more through interaction of multiple factors. For instance, teenage
pregnancy with maternal undernutrition and poor antenatal care is
more often associated with prematurity and these babies are more
prone for birth complication such as hypoxic-ischemic encephalop-
athy; when this is combined with poor postnatal care, and lack of
opportunities for learning, ID may be the outcome. Similarly, babies
with chromosomal disorders may have intra-uterine growth retard-
ation with low birth weight and these babies are at greater risk for
perinatal complications.

Current approaches to classification of causes of ID are based on
both the timing of the insult (pre-, peri-, and postnatal), and the
type of insult (genetic and environmental). The following section
describes this classification and is summarized in Table 3.1.

Prenatal causes

These are causes operative during the first and second trimester of
pregnancy, especially during the first 12 weeks. These causes could
be intrinsic to the embryo (i.e. embryonic/genetic causes) or could
be extrinsic (i.e., environmental) in origin. Most known causes of
ID are prenatal and tend to produce delays in development that
are noticeable from very early infancy. Most of these babies tend to
improve with age, albeit at a slower pace. However, there are some
genetic causes that have an onset later and lead to progressive cog-
nitive decline—the so-called childhood onset neuro-degenerative
disorders or progressive encephalopathies. Some examples are lyso-
somal storage disorders and adrenoleukodystrophy.

e Embryonic or genetic causes: These are group of disorders with
either known or inferred genetic aetiology, and are dealt in a sep-
arate section below because of their emerging importance.

e Prenatal maternal/environmental: These include deficiencies,
infections, certain maternal diseases, exposure to toxins and ter-
atogens and substances such as alcohol and nicotine. These condi-
tions are of importance because they are preventable in nature.

Perinatal causes

These include causes that are operative from the third trimester of
pregnancy to the neonatal period and can be further sub-classified
into the following periods:

e Third trimester complications: There are many late pregnancy
complications such as placenta praevia, chronic infections,
uncontrolled gestational diabetes, severe pre-eclampsia or
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Table 3.1 Aetiological classification of ID

Prenatal Embryonic Chromosomal disorders
Microdeletions
Single gene disorders
Copy Number Variations
Adverse maternal / Deficiencies
environmental
influences Expos.ure to other harmful
chemicals
Maternal infections
Using substances
Maternal diseases
Others
Brain malformations
of uncertain/multiple
aetiology
Perinatal Third trimester
Labour
Neonatal
Postnatal

Down syndrome, Klinefelter syndrome, Turner syndrome, Cri-du-chat syndrome,
Trisomy 18

Prader-Willi syndrome, Angelman syndrome, William syndrome, Smith Magenis
syndrome

Autosomal dominant: tuberous sclerosis, neurofibromatosis

Autosomal recessive: primary microcephaly, classical phenylketonuria,
metachromatic leukodystrophy, Bardet-Bied| syndrome

X-linked recessive: Hunter syndrome, Duchenne muscular dystrophy,
Lesch-Nyhan syndrome, Bérjeson-Forssman-Lehmann syndrome, pyruvate
dehydrogenase deficiency,

X-linked dominant: Rett syndrome, Fragile X syndrome, Aicardi syndrome,
Coffin-Lowry syndrome

17g21.31 microdeletion, 1g21.1 microdeletion
lodine deficiency, folate deficiency

Teratogenic medications (such as thalidomide, phenytoin and warfarin sodium in
early pregnancy), heavy metals, pollutants, abortifacients

Toxoplasmosis, rubella, cytomegalovirus, Herpes (TORCH infections), syphilis,
and HIV

Alcohol (foetal alcohol syndrome), nicotine, and cocaine during early pregnancy
Chronic renal or cardiac disease

Severe malnutrition in pregnancy, excessive exposure to radiation, Rh iso-
immunization, hyperthermia

Lissencephaly, double cortex, heterotopias, polymicrogyria, schizencephaly,
neural tube defects, congenital hydrocephalus

Complications of pregnancy: Eclampsia
Maternal Diseases: cardiac, renal, diabetes
Placental dysfunction /deprivation of supply

Severe prematurity, very low birth weight, hypoxic ischemic encephalopathy
(birth asphyxia), Difficult and/or complicated delivery, Birth trauma

Septicaemia, severe prolonged jaundice, hypoglycaemia

Brain infections (tuberculosis, Japanese encephalitis, and bacterial meningo-
encephalitis), head injury, chronic lead exposure, severe and prolonged
malnutrition, gross under-stimulation and experiential deprivation

Source data from International Classification of Diseases, 11th edition. World Health Organization.

eclampsia and severe systemic diseases in mother (e.g. cardiac
problems, renal disease etc.). These may adversely affect the
developing foetus, most often through placental dysfunction
or deprivation of supply, and thereby affect brain development
resulting in ID.

e Labour/birth related: Difficult and complicated labour such as
prolonged second stage of labour, cord round the neck, premature
rupture of membranes, abnormal presentations, and meconium
aspiration can lead to severe asphyxia and result in hypoxic is-
chaemic encephalopathy (HIE). Babies with milder forms of HIE
may escape significant brain injury, but those with more severe
forms of HIE are likely to present with global developmental de-
lays that later evolve as ID and/or cerebral palsy. Severe HIE often
damages brain parenchyma around the lateral ventricles, and
shows up as periventricular leukomalacia in brain imaging. There
may also be mechanical damage to brain because of inappropriate
use of forceps. In addition, prematurity and low birth weight are
also significant risk factors for developmental problems.

* Neonatal: These include neonatal septicaemia, severe hypogly-
caemia and hyperbilirubinemia of any cause, and may put the
baby at risk for ID. Rh-isoimmunization leading to severe, pro-
longed hyperbilirubinemia and deposition of bile pigments in
basal ganglia (kernicterus) can also lead to ID as well as dyskinetic
cerebral palsy.

Postnatal causes

Causes operative beyond the neonatal period probably account
for less than 10 per cent of ID and include infective encephalop-
athies (viral, bacterial, tuberculous) as well as traumatic brain injury.
Severe, prolonged undernutrition and experiential deprivation are
the two other factors that are known to be associated with impair-
ments in cognitive development.

Prevalence of etiological factors

In an earlier exhaustive review, McLaren and Bryson found that
chromosomal disorders were present in 4-8 per cent of mild ID and
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20-40 per cent of more severe forms. Similarly, single gene disorders
were responsible for 0-8per cent of mild ID and 5-20 per cent of
more severe forms. Overall, aetiology was unknown in up to 62 per
cent of mild ID and 40 per cent of more severe forms (9).

The relative importance and prevalence of different aetiological
factors varies widely across different regions and countries. For in-
stance, environmental factors continue to be important causes of
ID in low and mid-income countries because of gaps in optimal
pre-, peri-, and postnatal care. A clear difference has also been no-
ticed in the pattern of distribution of different aetiologies in mild
ID vis-a-vis more severe forms of ID. A review of causes of ID in
India found that at least 25 per cent were attributable to environ-
mental factors (10). A recent study from Brazil found that around
40 per cent of causes were environmental in origin (11). In con-
trast, a recent birth cohort study from Finland reported that in all
cases of ID less than 15 per cent of aetiology were attributable to
environmental factors and around 35 per cent attributable to gen-
etic causes (12).

Aetiology remains unknown in at least about a third of cases.
This scenario could be changing, with more genetic causes being
uncovered. A recent major review of the genetic basis of ID has re-
ported that there has been an exponential increase in the diagnostic
yield in moderate and severe ID in the last five years, and the yield in
2015 was around 60 per cent. (13)

Due to the observed patterns of inheritance, a genetic basis for ID
had been suspected for more than a century. However, it is only in
the last five decades that rapid strides have been made in uncovering
precise genetic aetiologies, and this progress has been most marked
in the last decade.

Application of advances in genetic technology has led to massive
expansion in our understanding of the aetiology of ID. Some of the
landmarks include the discovery of chromosomal analysis in the
1950s, fluorescent in situ hybridization (FISH) in the 1980s, Sanger
sequencing in the 1990s and chromosomal microarray (CMA) and
whole genome sequencing (WGS) over the last decade. Novel patho-
genic variations are being described with the availability of these
technologies. Also, the role of genes in the process of neural develop-
ment and functioning is being characterized by advances in cellular
and molecular biology.

As noted earlier, the complex and intricate process of brain mat-
uration is under tight genetic control. It is estimated that around
one-third of the approximately 20,000 genes in the human genome
are thought to be involved in this process (14). Hence, any patho-
logical alteration in the human genome is likely to lead atypical brain
development and lead to ID. To date, more than 2000 genetic causes
for ID have been identified (15). Some of these are more common,
whereas most are rare in their occurrence, but as a group they con-
tribute to a large proportion of the occurrence of ID. It is beyond
the scope of this chapter to go into depths of genetics of ID, but this
section will focus on some basic concepts of genetics as relevant to
ID with examples. Excellent reviews are available on this topic for
more exhaustive information. (13,16,17).

The pathogenic changes in human genome can be as small as a
change in a single nucleotide or base pair (e.g. Hunter syndrome)

or as big as the presence of an extra chromosome (e.g. Down
syndrome).

Classification based on the type of change in the genome

e Chromosomal disorders: These are conditions that are character-
ized by microscopically visible abnormal alterations in the form of
structural or numerical changes in the 22 sets of autosomes and
one set of sex chromosomes. Typically, these alterations are de-
tected by G-banded karyotyping in metaphase cells. Numerical
alterations (or aneuploidies) could be the absence of a whole
chromosome as in Turner syndrome (XO), or presence of an extra
chromosome as in Down syndrome (Trisomy 21). Structural al-
terations include deletions, duplications, unbalanced transloca-
tions, or other re-arrangements of parts of chromosomes.

Microdeletions/duplications including sub-telomeric rearrange-
ments: These are conditions that may not be microscopically vis-
ible, but can be detected by a technique called Fluorescent in situ
hybridization (FISH), in which a region of interest in the chromo-
some is examined for alterations. Typical examples are Prader-
Willi syndrome and Smith Magenis syndrome. One class of this
disorder is the alterations in tips of chromosomes (sub-telomeric
regions) that are rich in genes, detected either by FISH or by more
advanced techniques.

e Copy number variations (CNVs): copy number variation is de-
fined as a deletion or duplication of a stretch of DNA as compared
with the reference human genome. (18) Though gross DNA al-
terations can be detected by karyotyping and FISH, subtle gains
and losses in DNA are now discernible by newer techniques
that examine the chromosomes for deletions and duplications
at the molecular level. These techniques are called chromosomal
micro-array (CMA). As a class, these molecular variations have
emerged as causative in ID and other neuro developmental dis-
orders (NDDs) in the last decade, and are estimated to be respon-
sible for 12 per cent of cases of ID (17). CNVs can be alterations
in just a few thousand base pairs (kilobase or kB) to million base
pairs (mB’s). Not all CNVs are of pathological significance; some
may be benign or of unknown significance. Also, they may be de
novo (new changes) or can be inherited in Mendelian fashion.
The examples of CNVs that are known to result in ID are 1q21.1
microdeletion, 1q21.1 microduplication, 3q29 microduplication,
and 12q14 and 17q21.31 microdeletion (18). CMA is now con-
sidered as the standard diagnostic test and is rapidly replacing
cytogenetic chromosomal analysis (17).

Single gene disorders: A large number of genetic causes belong to
this class in which there is an alteration in a single gene, either in
the form of a change in a single base pair or nucleotide (point mu-
tation) or other mechanisms such as trinucleotide repeat muta-
tion. The commonest mechanism that such mutations give rise to
disease is through alteration in structure and function of proteins
that are coded by the gene. Table 3.2 lists some of these conditions.
Apart from the pattern of inheritance, there are other methods of
classifying single gene disorders, for example, syndromic (with a
distinctive phenotype) or non-syndromic (when the features are
non-specific). Likewise when a single gene disorder affects a key
metabolic pathway, it is called inherited metabolic disorder. Targeted
gene sequencing or whole genome sequencing are the genetic ap-
proaches to diagnose these disorders. There is about 30 pre cent
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Table 3.2 Single gene disorders

Inborn errors of metabolism
(neurometabolic disorders)

Carbohydrate metabolism
Amino acid disorders
Organic acidemias

Urea cycle disorders
Peroxisomal disorders

Lysosomal storage disorders

Fatty acid oxidation disorders
Congenital disorders of glycosylation
Endocrine

Purine/ pyrimidine

Mineral metabolism

Respiratory chain disorders

Neuro-cutaneous

Brain malformations
Other specific syndromes

Non-specific syndromes

excess of prevalence of ID in males compared to females, and this
has been attributed at least partly to X-linked disorders that cause
ID (XLID). These may be syndromic or non-syndromic. More than
100 X-linked genes have been identified to be mutated in XLID (13).
Typical examples of syndromic XLID are fragile X syndrome, Rett
syndrome, Hunter syndrome, and Coffin-Lowry syndrome.
Mitochondrial disorders: There is a small part of human genome
that is outside the nucleus and located in the mitochondria. This
is the extra-nuclear genome or mitochondrial genome. Genes that
are present in this part of human genome are responsible for pro-
ducing proteins that play a key role in intra-cellular energy pro-
duction. Point mutations and other pathogenic alterations in this
mitochondrial DNA also contribute to occurrence of ID. These
have a distinctive pattern of maternal inheritance, because the en-
tire mitochondrial DNA is of maternal origin.

Polygenic/multi-factorial basis: There are some gene variants that
confer a small risk for the impairment in cognitive development,
but by themselves do not cause ID. When several such gene vari-
ants happen to come together in an individual they can cause ID,
and this is called polygenic inheritance. A major characteristic
of polygenic inheritance is that these tend to become expressed
under specific environmental circumstances, in other words
through adverse gene-environment interactions. The precise con-
tribution of this mechanism to the prevalence of ID is not known
but suspected to play a significant role in the occurrence of milder
forms of ID.

Common syndromes and their manifestations

Though there are hundreds of genetic causes for ID, there are some
conditions that are clinically recognizable by their typical features.

Galactosaemia, glycogen storage disease

Phenylketonuria, homocystinuria, maple syrup urine disease

Propionic academia, Methylmalonic academia, Glutaric academia type |
Arginase deficiency, ornithine transcarbamylase deficiency

Zellweger syndrome, Refsum disease

Mucopolysaccharidoses (Hunter, Hurler, Sanfillipo), Tay-Sach’s disease,
Mucolipidoses, Metachromatic leukodystrophy, Krabbe's disease, neuronal
ceroid lipofuscinosis

Medium Chain Acyl Dehydrogenase deficiency (MCADD)
Disorders of protein n-glycosylation

Congenital hypothyroidism

Lesch-Nyhan syndrome,

Wilson's disease, Menkes disease

Mitochondrial encephalomyopathy, lactic acidosis, and stroke-like episodes
(MELAS), Leigh's syndrome

Tuberous sclerosis, neurofibromatosis

autosomal recessive primary microcephaly, lissencephaly due to PAFAH1B1
gene mutation

Fragile X syndrome, Rett syndrome Bardet Bied| syndrome, Smith-Lemli-
Opitz syndrome, Coffin Lowry syndrome

ATRX mutations

This section describes some of these disorders. These descriptions

are based on standard resources (15,19,20).

e Down Syndrome (DS) is the most common genetic cause of ID and
responsible for around 8 per cent of cases of ID, with a population
prevalence of 1 per 800-1000 live births. It is caused by triplicate
state (trisomy) of all or critical parts of chromosome 21. Most in-
dividuals have three free copies of chromosome 21; in about 5 per
cent of patients, one copy is translocated to another acrocentric
chromosome, most often chromosome 14 or 21. In the remaining
cases of around 1 per cent, there is mosaicism. Except in cases of
translocation with parents having balanced translocation, DS has
a low recurrence risk of around 1 per cent or maternal age related
risk, whichever is higher. Milder forms of ID is seen in younger
ages with more severe disability as they age, because of decrease
in velocity of their development. In cases where there is mosai-
cism, the level of ID may vary depending on the percentage of
cells with trisomy 21, with many of them having relatively higher
levels of functioning. DS is clinically characterized by typical fa-
cies, hypotonia, a flat facial profile, up slanting palpebral fissures,
small, cup-shaped low-set ears, short stature, clinodactyly, and
simian crease. Refractive error, hearing impairment, thyroid dis-
orders, and cardiac anomalies are also common. By 60 years of
age, about 60 per cent of subjects with DS develop Alzheimer’s de-
mentia. Advanced maternal age is an established risk factor for the
condition. Although psychiatric disorders like depression and ex-
ternalizing disorders are seen at a higher rate in DS (18-23%) than
subjects with normal intelligence, they appear to occur at lower
rate than ID of mixed aetiologies (30-40%) (21, 22). The incidence
of birth of a child with DS in women aged 45 years or above have
been reported to be as high as one in every 25 live births. However,
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more babies with DS are born to younger women and may be
screened prenatally by testing blood levels of human chorionic
gonadotropin (hCG) and unconjugated estriol, alpha-fetoprotein,
and inhibin A. Diagnosis can be made by karyotyping.

Fragile X syndrome is the most common inherited cause of ID, with
aprevalence of one in 4000 males, and is clinically characterized by
ID, connective tissue dysplasia (joint laxity), characteristic facial
appearance, and post pubertal macro-orchidism. Facial features
include large head, prominent forehead and chin (triangular face),
and protruding ears. A significant proportion of cases have mild
to moderate ID. Poor eye contact and social relatedness, motor
stereotypy, speech delay, and sensory issues leads to diagnosis of
autism spectrum disorder in a significant proportion of subjects.
Expansion of trinucleotide CGG repeats in the 5" untranslated re-
gion of FMRI gene located at Xp27.3 causes 99 per cent of cases of
fragile X syndrome. This expansion of CGG repeats leads to DNA
methylation and transcriptional silencing of gene product FMRP
which is involved in synaptic function. The affected individuals
have CGG repeats of more than 200 (full mutation). Females with
premutation (54-200 CGG repeats) present with infertility (pre-
mature ovarian failure) while male premutation carriers present
with tremor, ataxia, and dementia (fragile X associated tremor/
ataxia syndrome). Both methylated/unmethylated mosaicism and
permutation/mutation mosaicism are seen in a minor fraction.
Molecular genetic testing (methylation analysis of FMRI gene
promotor or targeted mutation analysis using polymerase chain
reaction of CGG repeats), can detect more than 99 per cent of the
mutations in this gene. The mutation is inherited in an X-linked
dominant manner. In some families, this syndrome shows antici-
pation, in which a premutation expands into full mutation in suc-
cessive generations. Targeted treatments with medications such
as minocycline and lovastatin have shown some benefits and are
currently undergoing trial (23,24).

Rett syndrome is clinically characterized by normal psychomotor
development until 6-18 months old followed by a short period
of developmental plateauing, then rapid regression of language,
motor skills, and followed by long term stability. During the period
of rapid regression, midline stereotypic hand movements replace
purposeful hand movements. Seizures, acquired microcephaly,
gait ataxia, and episodic apnoea/hyperpnoea are additional fea-
tures that are commonly associated. Most cases are associated
with severe ID. Behaviourally, symptoms of autism and anxiety
are commonly seen. The syndrome is primarily seen in girls, as the
MECP?2 gene (Xp28) mutation/deletion causing this syndrome is
lethal in males (neonatal encephalopathy and death). The muta-
tion usually arises de novo and is inherited in an X-linked manner.
The majority of the pathogenic variants in this gene are detected
using sequence analysis/targeted gene deletion analysis.
Prader-Willi syndrome (PWS) is clinically characterized by hypo-
tonia, hypogonadism, obesity, as well as small hands and feet.
Severe hypotonia as well as feeding difficulties in early infancy is
followed in early childhood by excessive eating and gradual de-
velopment of morbid obesity. Hypogonadism is present in both
males and females and manifests as genital hypoplasia, incom-
plete pubertal development, and in most, infertility. The ID is
mild to moderate. PWS has a characteristic behavioural pheno-
type, with obsessive-compulsive symptoms (hoarding, redoing,

symmetry, cleanliness, and so on), skin picking, and emotional la-
bility. Psychotic disorders have also been reported in young adults
with PWS (25). PWS is caused by absence of Prader-Willi critical
region (deletion), situated in long arm of chromosome 15 of pa-
ternal origin (15q11.2-q13). This can occur either because of dele-
tion in the critical region or maternal uniparental disomy 15 (both
copies of chromosome 15 of maternal origin). Recurrence risk is
negligible, except in a minority of the cases, where there is either
an imprinting defect or translocation of 15q. DNA methylation
analysis is abnormal (only methylated sequence in 15q paternally
expressed genes) in almost all cases of PWS and is used to estab-
lish diagnosis. Further tests like FISH (detects deletion at 15q) and
DNA polymorphism analyses (to detect uniparental disomy 15q)
are used to establish recurrence risk for genetic counselling.

o Angelman syndrome (AS) is clinically characterized by severe
global developmental delay, gait ataxia, and a unique behaviour,
with paroxysms of laughter accompanied by flapping movements
of hands. Usually they have normal periods of early infancy, fol-
lowed by developmental delay noted by late infancy, leading to
severe ID. Speech impairment, where expressive speech is more
affected than receptive speech is seen. Tremors, seizures, and
microcephaly are other common features. Maternally imprinted
gene UBE3A at the 15q region, expressed only in chromosome of
maternal origin (due to differential methylation) is involved in AS.
Deletion of maternally inherited 15q11.2-q13 locus, uniparental
disomy of the paternal chromosome 15 or an imprinting defect
of the maternal chromosome 15q11.2-q13 locus has been de-
scribed in 80 per cent of cases of AS. DNA methylation analysis of
this locus at 15q detects abnormal methylation in all these three
genetic changes. Further tests like FISH (detect deletion at 15q)
and DNA polymorphism analysis (to detect uniparental disomy
15q) are used to establish recurrence risk for genetic counselling
purposes. In cases where DNA methylation analysis is normal,
an additional 11 per cent of cases having pathogenic variant of
maternally derived UBE3A gene can be detected by targeted
sequencing analysis. Recurrence risk varies from <1 per cent (de-
letion and uniparental disomy) to 50 per cent (imprinting defect
and variant).

o Williams-Beuren syndrome (WS) is clinically characterized by
distinctive ‘elfin’ facies, hoarse voice, and cardiovascular anom-
alies. Facial features include broad forehead, long face, dental
abnormalities, small jaws, thick lips, and a hypotonic face.
Cardiovascular anomalies (arising due to elastin arteriopathy),
lead to narrowing of most arteries, of which supravalvular aortic
stenosis is the most common and clinically significant manifest-
ation. Most subjects with WS have some degree of ID, ranging
from mild to severe. They have poor visuospatial skills with in-
tact verbal skills. Behaviourally, they are quite sociable despite
their speech difficulties. Anxiety disorders and attention deficit
hyperactivity disorders are common. Idiopathic hypercalcemia
and hypothyroidism are also seen. In most cases, WS is caused by
de novo deletion of 7q11.23 (Williams-Beuren Syndrome Critical
Region) that encompasses elastin gene (ELN). This deletion shows
complete penetrance, and can be detected using FISH

e 22q11.2 Deletion Syndrome (includes Velo-Cardio-Facial Syndrome
and DiGeorge Syndrome), is clinically characterized by congenital
heart disease (conotruncal abnormalities like ventricular septal
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defect, right aortic arch, and tetralogy of Fallot) and palatal ab-
normalities (velopharyngeal incompetence, cleft palate and bifid
uvula). Even though variable in their expression, facial features
including nasal abnormalities (prominent nasal root, hypoplastic
alae nasi), ear abnormalities, and asymmetric crying facies are
seen. Hypocalcaemia and immune deficiency have been noted.
Learning difficulties and mild ID are common. Autism spectrum
disorder, schizophrenia and attention deficit hyperactive disorder
and anxiety disorder are seen in a significant of proportion of
subjects. Cognitive phenotypes include problems with retrieval
of contextual information, visual memory, executive control and
focusing of attention.(26) This deletion can be diagnosed using
FISH or CMA. Inheritance of this syndrome is in an autosomal
dominant manner.

Tuberous sclerosis complex (TSC) is clinically characterized by
hamartomata’s/tumorouslesions, seizuresand ID. TSCis also com-
monly associated with autism spectrum disorders. Skin lesions
include flame-shaped hypomelanotic macules (ash-leaf spots),
angiofibroma, sub-ungual fibroma and Shagreen patches (pig-
mented ‘orange peel’ skinlesions). Otherlesionsoccurinbrain (cor-
tical dysplasia, sub-ependymal nodules, giant cell astrocytoma),
kidney (angiomyolipomas, cyst, renal cell carcinoma), heart
(rhabdomyomas), and lungs (lymphangioleiomyomatosis). Brain
tumours and renal abnormalities are the leading life-threatening
conditions. Uncontrolled seizures contribute significantly to the
severity of ID. Higher risk for development of autism spectrum
disorders, attention deficit hyperactivity disorder, depression and
anxiety disorders is seen. TSC is an autosomal dominant disorder,
because of mutations in TSC1 (hamartin) and TSC2 (tuberin)
genes, both of which are tumour suppressor genes. The variants
show compete penetrance. However, two-thirds of the mutation
arise de novo. Variants of these two genes can be found in 85 per
cent of cases by sequence analysis and gene targeted deletion/du-
plication analysis. Medications such as rapamycin and everolimus
targeting mTOR pathways that are affected in this condition have
shown some beneficial effects.

Cornelia De Lange syndrome (CdLS) or Brachmann-de Lange
Syndrome is clinically characterized by distinct facial features,
limb reduction defects, and growth retardation. Facial fea-
tures include synophrys, high arched eyebrows, long eyelashes,
short nose with anteverted nares, long and smooth philtrum,
and microcephaly. Limb reduction defects like micromelia,
oligodactyly, and clinodactyly are common. Intellectual function
ranges from average to severe disability. Many also show symp-
toms of autism spectrum disorder, attention deficit hyperactivity
disorder, self-injurious behaviour, and internalizing disorders.
Cardiac septal defects, refractive error, hearing loss, gastrointes-
tinal disorders (reflux, malrotation), and hypogonadism are the
other common associated features. Subjects with the milder
phenotype have less growth retardation, cognitive, and limb in-
volvement but have similar facial features. Variants of NIPBL
gene located on 5p13 chromosome region (autosomal dominant
inheritance) account for 60 per cent of cases. An additional 5 per
cent (mainly the milder phenotype) are explained by variants in
SMCIA gene located in Xp11.2 chromosome region (X-linked
recessive inheritance). Other gene variants in RAD21 (8q24.11),
SMC3 (10q25.2), HDAC8 (Xql3.1) explain <10 per cent of
cases. Sequence analysis and gene targeted deletion/duplication

analysis are used to establish the presence of the described vari-
ants. Most cases are sporadic and there is marked variability in
expression. Presence of parental germline mosaicism (in a minor
proportion of cases) or carrier status will increase the recurrence
risk in siblings.

Rubinstein Taybi syndrome s clinically characterized by distinct fa-
cial features, broad thumb and toes, short stature, and moderate to
severe ID. Facial features include slanted palpebral fissure, prom-
inent beak shaped nose, and maxillary hypoplasia. Postnatal onset
of growth retardation leads to short stature. Obesity may occur
in childhood and adolescence. Congenital heart diseases, crypt-
orchidism, renal anomalies, and hirsutism are other common as-
sociations in this syndrome. Behavioural issues like hyperactivity,
impulsivity, and symptoms of autism are also frequently seen.
Targeted duplication/deletion analysis and sequence analysis can
identify variants in CREBBP (16p13.3) and EP300 (22q13.2) genes
in 50 per cent and 3-8 percent of individuals with this syndrome
respectively. The majority of the cases are of a sporadic nature,
with negligible recurrence risk in siblings. Variants are inherited
in an autosomal dominant manner.

Epileptic encephalopathies are a group of disorders that are char-
acterized by infantile presentation of multiple, difficult to control
type of seizures (tonic-clonic, myoclonic, atonic, and absence),
global developmental delay, and gross EEG abnormalities such
as hypsarrhythmia. When they grow up they often have severe
forms of ID and/or ASD. Examples are West syndrome, Lennaux-
Gestaut syndrome, and Dravet syndrome. The genetic basis of
many of these disorders ae being discovered in the recent years.

o Autosomal recessive primary microcephaly is a condition of severe
congenital microcephaly because of a small brain and varying de-
grees of ID, with no other major anomalies. It is genetically het-
erogeneous, with at least 11 genes shown to be mutated giving rise
to this condition. All mutated genes are known to have a role in
mitotic division of neuronal progenitor cells.

Neural basis and molecular pathways: Beginning with neural stem
cells, growth and maturation of the brain, or neurodevelopment,
proceeds through neuronal proliferation by symmetric cell div-
ision followed by asymmetric cell division, and later neuronal mi-
gration, differentiation, and organization into neuronal circuits that
take up specific functional roles. There is continuous remodelling of
the brain in terms of inter-neuronal connections through dendrites
and axons, and synaptic development and pruning. This process is
largely complete by the end of adolescence, but stretches beyond that
age in terms of further myelination. Any factor that adversely af-
fects any of these stages is likely to impact on cognitive development,
thereby leading to ID.

Structural changes in ID have been the focus of post-mortem
studies historically, but in recent times studies have focused on brain
imaging. In general, gross structural changes have been identified
in 14 per cent to 40 per cent of patients with ID (27). These abnor-
malities range from mild cortical atrophy, ventricular dilatation, to
gross changes such as lissencephaly, polymicrogyria, microcepahly,
schizencephaly and heterotopias.

With the initial discovery of pheylketonuria several decades ago
by Asbjern Foelling, hundreds of inherited metabolic disorders as-
sociated with ID have since been described, and the list is growing.
The metabolic pathways have also been elucidated for many of these
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disorders. Over the years these disorders have become the focus of
public health importance because many of them are preventable and
treatable following early detection.

The precise mechanisms by which mutations lead to ID are being
discovered and described with rapid advances in molecular and
cellular biology and development genetics. Some of these are dis-
turbances in neural proliferation (primary microcephaly), neuronal
migration (lissencephaly), synaptogenesis and synaptic functioning
(fragile X syndrome, PAK3 mutations), transmembrane protein
functions (NLGN4 mutations), NMDA receptor signalling path-
ways (DLG3 mutations), inter and intra-cellular signalling pathways
such as Ras-MAP Kinases pathway (neurofibromatosis 1, Rubinstein
Taybi syndrome, Coffin-Lowry syndrome), and chromatin remod-
elling (MECP2 mutations) (28).

Genetics in clinical management: There are several reasons to iden-
tify the cause of ID. From a genetic viewpoint, identifying the gen-
etic cause has significant implications in the clinical management
of ID. This includes genetic counselling, prevention of genetic dis-
orders through mass screening, and treatment of genetic disorders.
Advanced techniques such as preimplantation genetic diagnosis and
analysis of foetal DNA in maternal circulation are rapidly emerging
as options in prevention and management.

Table 3.3 Physical examination in ID

Approach to identify aetiology

Identifying the cause or causative factors is integral part clinical
evaluation and calls for specialized set of knowledge and skills.
These are dealt with in some detail in this section.

e Need to identify the cause: There are many reasons as to why
the cause of ID needs to be identified. These include: spotting a
treatable or modifiable cause (e.g. hypothyroidism, PKU, etc.),
screening and managing known complications of a genetic dis-
order (hypothyroidism and Alzheimer’s dementia in Down syn-
drome), genetic counselling, and other preventive strategies, for
prognostication, educating, and empowering the families, and for
research and advancement of medical knowledge.
e Clinical evaluation to identify the causative factors involve the
following steps:
= Family, developmental, medical history and behavioural pat-
terns, including three generation genetic diagrams.

= Detailed physical examination to identify clues to aetiology:
Head to toe examination to detect major and minor congenital
anomalies, and systemic examination. Table 3.3 provides an
approach to physical examination with examples. Presence of

Aspect of examination Examples of anomalies

Facial appearance
Height
Weight

Head circumference

Obesity, emaciation

Microcephaly, macrocephaly

Typical facies (Down, coarse, progeroid), elongated, triangular, mid-facial hypoplasia

Short stature, tall stature, increased arm span, gigantism

Shape of skull: Brachycephaly, scaphocephaly, trigonocephaly, oxycephaly, plagiocephaly

Ears Low set, small, large, malformed, protruding, posteriorly rotated, pre-auricular tags, cup-shaped

Skin Dry and coarse, café-au-lait spots, abnormal pigmentation, haemangioma, ichthyosis, eczema, absence of
sweating

Nose Depressed nasal bridge, short and stubby, beak shaped, bulbous tip, flaring or hypoplastic nostrils

Vision Amblyopia, refractive error, nyctalopia

Hearing Partial or complete loss

Neck Short, webbed, torticollis

Eyes Deeply set, proptosis, microphthalmia, upslanting/downslanting eyes, telecanthus, hypertelorism,
epicanthal folds, strabismus, nystagmau, ptosis, bushy eyebrows, synophrys, microcornae, corneal clouding,
Kayser-Fleischer rings, cataracts, coloboma of iris, blue sclera, telangiectasia

Palate High arched, shallow, clefting, bifid uvula

Hair Hirsutism, light-coloured, double whorl on scalp, easily breakable, low anterior/posterior hairline

Other facial features
Hands

Fingers

Chest:

Abdomen

Spine:

External genitalia

Feet

Skeletal

Long/absent philtrum, micrognathia, sloping forehead

Simian crease, spade shaped, small

Clinodactyly, camptodacyly, arachnodactyly, short little finger, syndactyly, polydactyly, broad thumb

Pectus excavatum, pectus carinatum, nipple anomalies, gynaecomastia, inverted nipples, cardiac problems
Protuberant, umbilical hernia, hepato-splenomegaly, inguinal hernia

Kyphosis, scoliosis, spina bifida

Hypogenitalism, macro-orchidism, undescended testis, ambiguous genitalia, hypospadias, absent
secondary sexual characteristics, shawl scrotum

Pes planus, pes cavus, valgus/varus anomaly, broad hallux, increased distance between 1st & 2nd toe

Exostoses, increase carrying angle, joint hypermobility
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Table 3.4 Physical investigations to determine the cause in ID

Biochemical and metabolic Urine screen for abnormal metabolites

Thyroid function test

Advanced metabolic tests (Gas chromatographic Mass
Spectroscopyc (GCMS), tandem mass spectroscopy

(TMS)

Enzyme studies
Karyotyping
FISH

Chromosomal micro-array

Genetic studies

Targeted mutation testing
Exome sequencing

Brain imaging MRI

Electrophysiological EEG

Hearing tests Hearing evaluation (BAER)

Ophthalmological tests Visual evaluation

Others Blood group of child and parents

Immunologic tests (Ig M antibodies)

three or more minor congenital anomalies indicates a genetic
aetiology (20).

= Interpretation and synthesis: Once the history and clinical exam-
ination has been completed there is a need to review, interpret
and synthesize the available information so as to narrow down
the possibilities. This will help in further planning, such as col-
lecting further information, referral, and deciding the relevant
investigations. It is always a good practice to write down the syn-
thesis or formulation, ending with the diagnostic possibilities
and further course of action. There are many electronic data-
bases and online sources such as Online Mendelian Inheritance
in Man (OMIM) and Gene Reviews that are useful in searching
for genetic causes (15,19).

= Investigation and referrals: There are several recommendations
by international expert groups about the range and utility of dif-
ferent investigations in ID and developmental delays (16,17,27).
However, the list of investigations and referrals are often dictated
by the unique characteristics of a given case. Table 3.4 lists some
of the investigations and referrals that are commonly employed.

Over the years there has been better understanding and refinement
of the concept of ID, and also major advances in understanding
the aetiological basis of this condition, especially genetic causes.
Uncovering the aetiology is an essential part of the clinical work-up
of an individual with ID and leads to better management.

Annealing refers to complementary sequences of single stranded
DNA or RNA paring by hydrogen bonds to form a double stranded

Phenyketonuria, homocysteinuria, galactosemia, MPS
Hypothyroidism

Wide range of neuro-metabolic disorders such as fatty acid oxidation
disorders, aminiacidopathies, urea cycle disorders and organic acidurias

Tay-Sach disease, meatachromatic leukodystrophy

Down syndrome, other chromosomal disorders

Prader-Willi syndrome, William syndrome, Sub-telomeric deletions
Copy number variations

Fragile X syndrome (FMRT mutation), Rett syndrome (MECP2 mutation),
Point mutations

Tuberous sclerosis, lissencepahly, other brain malformations

Epileptic encephalopathies such as West syndrome

Sensory-neural hearing impairment

Wilson disease, cataract, Optic atrophy, cortical blindness, refractive
error

Rh iso-immunization
TORCH infections

polynucleotide, usually used to describe the binding of a DNA probe to
a DNA strand during a polymerase chain reaction.

Alleles are alternative forms of a gene or DNA sequence occurring at the
same locus on homologous chromosomes.

Allelic association refers to the occurrence of two particular alleles at
neighbouring loci on the same chromosome more commonly than
would be expected by chance.

Allelic heterogeneity refers to the situation where a clinical condition can
be caused by any of several different mutations within a certain gene.

Aneuploid (that is not euploid) refers to a chromosomal constitution
having one or more missing or extra chromosomes.

Anticipation is the tendency of a disease to become more severe, more
frequent, or to start at an earlier age, in successive generations of a family.

Association is the statistical tendency of two things to go together more
often or less often than by random chance.

Balanced translocation refers to a chromosomal constitution, having no
extra or missing chromosomal material.

c¢DNA or complimentary DNA is a single stranded DNA copy of
messenger RNA, made using reverse transcriptase. Unlike genomic
DNA, cDNAS are tissue specific.

Candidate gene is a gene identified as being a possible cause of a genetic
disease usually when mutated.

Carrier refers to a non-affected person possessing a mutant gene in its
heterozygous form.

Cascade screening is a method of ascertaining gene carriers by systematic
testing of the extended family of the index patient affected.

Comparative genomic hybridization (CGH) is a technique for detecting
genetic sequences anywhere in the genome that are present in an
abnormal number of copies.

Concordance is the presence of the same character or trait in both
members of a pair of twins.

Congenital refers to the condition being present at birth not necessarily
genetic.

Copy number variant (CNV) is a form of DNA variation in which a certain
sequence (which may be anything between a few to a million base-pairs)
is present in differing numbers of copies in different individuals.
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Deletion refers to the loss of genetic material.

Dominantisa character or traitifit manifests in a heterozygote. Dominance
and recessiveness are properties of characters, not of genes or alleles.
Dosage sensitive refers to genes where different non-zero copy numbers

have an effect on the phenotype.

Dysmorphology refers to the study of congenital malformations arising
from abnormal embryogenesis.

Empirical risks refer to the risk of recurrence of multifactorial or
polygenic disorders based on family studies survey data, unlike risks
worked out by applying genetic theory.

ENCODE (Encyclopaedia of DNA elements) is an international
collaborative project that aims to identify all functions of human DNA
(www.genome.gov/10005107).

Epigenetic refers to the phenomenon of making heritable changes in gene
expression from a cell to a daughter cell, or sometimes from generation
to generation, without changing the nucleotide sequence, usually by
the process of DNA methylation and changing structure of chromatin.

Epistasis refers to the phenomenon where the effect of one gene is
dependent on the presence of one or more modifier genes in the genetic
background. Epistatic mutations have different effects in combination
than individually.

Euploid state of a cell or organism means the presence of a complete set of
chromosomes with no extra or missing chromosomes.

Exome is the totality of all exons in a genome.

Exon is a segment of genomic DNA that corresponds to sequence in a
mature mRNA. Exons include the 5" and 3’ untranslated regions of a
gene as well as the coding sequence.

Familial refers to the tendency to run in families not necessarily genetic.

Fluorescence in situ hybridization (FISH) is a technique of in situ
hybridization, using a fluorescently labelled DNA or RNA probe, used
to detect presence or absence of specific sequences in chromosome
preparations.

Fragile site in a chromosome preparation is a region that appears
relatively uncoiled and extended. Most fragile sites are non-pathogenic
polymorphic variants. The FRAXA and FRAXE sites are pathogenic.

Functional genomics is the study of the functions of all the genes in a
genome or all the genes expressed in a cell or tissue.

G-banding is a standard procedure in which chromosomes are treated so
that they stain in a characteristic and reproducible pattern of dark and
pale bands.

Gene tracking uses linked polymorphic markers to follow the segregation
of a chromosomal segment for example pathogenic mutation through a
pedigreeifit is not possible to check for the mutation directly by sequencing.

Genome refers to the totality of the genetic material of an organism.

Genome-wide association study (GWAS) is a study in which single
nucleotide polymorphisms spread across the genome are tested for
association with a disease in a case-control study.

Haploid of a cell/organism means having only a single genome (23
chromosomes—human genome).

HapMap project is an international collaboration, aiming to catalogue
all the conserved ancestral chromosome segments in several human
populations (www.hapmap.org).

Hardy-Weinberg distribution is a mathematical relationship between
gene frequencies and genotype frequencies observed when no
distorting factors are present. In humans, it is seen rarely in recessive
conditions where many cases are due to consanguinity.

Heritability refers to the influence of genetic as opposed to environmental
factors contributing to phenotypic variance.

Heterozygous refers to possessing different alleles at the same locus on
homologous chromosomes.

Homozygous refers to having both alleles at the same locus on homologous
chromosomes.

Homologous chromosomes are chromosomes that pair at meiosis and
contain the same set of gene loci.

Hybridization is the process by which single stranded DNA or RNA
anneal to complementary DNA or RNA.

Intron is a segment of a gene that is part of the primary transcript
but is excised by the splicing machinery and not included in the
mature mRNA.

Inversion is a structural abnormality in which part of a chromosome is in
the wrong orientation compared to the rest.

Karyotype is the chromosomal constitution of an individual. A karyogram
is a display of the individual’s chromosomes.

Linkage is a phenomenon whereby loci that are close together on a
chromosome tend to segregate together in families.

Linkage equilibrium refers to the association of particular alleles at two
or more loci in the population, seen when the loci are closely linked
and the alleles are features of a shared ancestral chromosomal segment.

Locus is the specific position of a gene or DNA sequence on a chromosome.

Locus heterogeneity is a situation where a clinical phenotype can be
caused by mutations at any one of several different loci.

Lod score is a statistical measure of the significance of evidence for or
against a linkage and is the logarithm of the odds that the loci are linked.
Positive Lod scores are evidence in favour of linkage, negative scores
evidence against and the threshold for significance isa Lod score of +3.0.

Lyonization or X-inactivation is the process by which one copy of the X
chromosome in mammalian females is inactivated at the blastocyst
stage by epigenetic mechanisms.

Marker refers to a biochemical or DNA polymorphism occurring close to
a gene and hence used in gene mapping.

Mendelian inheritance refers to the manner in which genes and traits are
passed from parents to their offspring. The four modes of Mendelian
inheritance are: autosomal dominant, autosomal recessive, X-linked
dominant, and X-linked recessive.

Microdeletion is a very small deletion (<3-5 Mb) seen on a chromosome
usually detected by fluorescence in situhybridization, comparative genomic
hybridization, or multiplex ligation-dependent probe amplification.

Missense mutation is a point mutation in which a single nucleotide
change results in a codon producing a different amino acid.

Monosomy refers to a chromosomal constitution having one copy of
one particular chromosome, but two of all the others (e.g. 45, XO
syndrome).

Mosaic refers to having two or more genetically different cell lines, and an
individual can be a mosaic for a chromosomal variant or single-gene
change.

Multifactorial is an inclusive term used to describe a character that is
determined by many factors including genetic and environmental
factors.

Multiplex ligation-dependent probe amplification (MLPA) is a method
used for simultaneously checking a large number (30-50) of short
DNA sequences for copy number variations.

Mutation refers to the alteration of the normal sequences of nucleotides
in a gene.

Next generation sequencing is a collective name for different technologies
that conduct millions of sequencing reactions in parallel, thereby
generating more sequence data than other techniques.

Odds ratio for a variant is the ratio of the odds, for people who do not have
the variant of being a case rather than a control in a case-control study.

Penetrance refers to the probability of a character (not a gene or allele) to
become manifest given a particular genotype.

Phenotype refers to the observable physical or biochemical characteristics
of a person, reflecting genetic constitution and environmental influence.

Point mutation refers to the substitution, insertion, or deletion of a single
nucleotide in a gene.
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Polygenic refers to the effects of the combined action of a several
susceptibility genes, each with a small effect.

Polymerase chain reaction is a technique used in molecular biology, using
DNA polymerase to amplify a single or a few copies of a segment of
DNA, by generating thousands of copies of a particular DNA sequence.

Polymorphism refers to a genetic variant present in a population, at a
frequency too high to be maintained by recurrent mutation alone.

Positional candidate is a candidate gene located in a chromosomal region
identified by linkage analysis as containing a disease gene.

Positional cloning helps in identifying a disease through linkage analysis
followed by testing positional candidates for mutations.

Pre-mutation is seen in diseases caused by expanded nucleotide repeats, an
expansion that is not long enough to cause the disease, but long enough
to destabilize the repeat, so that later generations are affected (e.g.
between 50-200 CGG repeats in the FMR1 gene in Fragile X syndrome).

Probe is a piece of single stranded nucleic acid labelled for example with
a radioligand (**P) or a fluorescent dye, that is used in hybridization
assays to test for the presence of a complimentary sequence.

Recessive refers to a character that is not manifest in a heterozygote.
Dominance and recessiveness are properties of characters, not of genes
or alleles.

Restriction fragment length polymorphism (RFLP) is a DNA
polymorphism due to a nucleotide change that creates or abolishes the
recognition site for restriction endonucleases (that cleaves dsDNA),
causing a variation in size of DNA fragments produced.

Robertsonian translocation refers to a translocation in which two
acrocentric chromosomes (13, 14, 15, 21, 22) are joined close to their
centromeres.

Sanger sequencing is a method of DNA sequencing, based on the selective
incorporation of chain terminating dideoxynunucleotides by DNA
polymerase during in vitro DNA replication.

Single nucleotide polymorphism (SNP, pronounced snips) refers to any
polymorphic variation at a single nucleotide and is the most common
type of genetic variation in people.

Southern blotting is a technique used in molecular biology, transferring
DNA molecules, usually restriction fragments, from an electrophoresis
gel to a nitrocellulose membrane in such a way that the DNA banding
pattern present in the gel is reproduced on the membrane and then
hybridized to a labelled probe.

Tandem repeats are any array of consecutive DNA sequence repeats that
are adjacent to one another. They include three subclasses: satellites
(100kb-1Mb), minisatellites (1kb-20kb), and microsatellites (short
tandem repeats <150bp).

Translocation refers to a structural abnormality in which two
chromosomes exchange non-homologous segments.

Trisomy refers to having three copies of one particular chromosome, but
two of all the others.

MULTIPLE CHOICE QUESTIONS
Questions
Please select the single most appropriate answer.

1. Diagnosis of intellectual disability (ID) in an individual
requires establishing the following features except:
A. Evidence of sub-average intellectual functioning
B. Significant impairment of adaptive functioning
C. Presence of a chromosomal or genetic disorder
D. Onset of the condition during the developmental
period

2. Which one of the following statements about Fragile X syn-

drome is not correct?

A. The prevalence is reported to be 1/4000 males

B. The genetic abnormality is caused by abnormal trinucleotide
CGG repeats at a fragile site on the X chromosome

C. Associated with microorchidism

D. Associated with mitral valve prolapse

E. Associated with reduced volume of cerebellar vermis

3. A 10-year-old girl presenting with ID, severe epilepsy, re-
petitive hand movements that are difficult to control and a
history of rapid regression of skills, after a period of normal
development until her first birthday, is likely to have the fol-
lowing condition

A. Down syndrome

B. Rett syndrome

B. Prader-Willi syndrome

B. Fragile X syndrome

B. Landau-Kleffner syndrome

4. Which one among the following is not a feature of Cornelia
De Lange syndrome?

A. Self-injurious behaviour

B. Microcephaly

C. Limb reduction defects

D. Synophrys

E. Short philtrum

5. Which one among the following is not an example of a
single gene disorder?

A. Tuberous sclerosis

B. Lesch-Nyhan syndrome

C. Williams-Beuren syndrome

D. Metachromatic leukodystrophy

E. Hunter syndrome

Answers

1. C.In 30-50 per cent of cases the cause of ID is idiopathic.
Non-genetic factors prenatal, natal, and postnatal causes are
also known to cause ID.

2. C. Fragile X syndrome is associated with macroorchidism
not microorchidism. Hippocampal size may be increased
in some patients, and the size of the cerebellar vermis is
reduced.

3. B.Rett syndrome affects 1 in 12,000 girls born each year and
rarely affects males. It is caused by a mutation in the MECP2
gene, which is found on the X chromosome. There’s usually
no family history of Rett syndrome, almost all cases (over
99%) are caused by de novo mutations. Landau-Kleffner syn-
drome, also called acquired epileptic aphasia is an epilepsy
syndrome of childhood. It usually starts before the age of six
years affecting twice as many males than females. The main
clinical features are loss of acquired speech and language
skills and seizures.

4. E. Children with Cornelia de Lange syndrome are reported
to have a long and smooth philtrum. Cornelia de Lange
syndrome is also characterized by self-injurious behaviour.
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Other features include language delay, autism, stereotypic
movements, sleep disturbance, and severe to profound ID.

. C. Williams-Beuren syndrome is an example of contiguous

gene deletion syndrome or microdeletion syndrome, and is
caused by the deletion of 7q11.23; all other conditions listed
are single gene disorders.
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Children and Adolescents

with Intellectual Disability

Tom Berney and Mark Lovell

Introduction

The psychiatry of young people with intellectual disability (ID)
is a hybrid speciality which has emerged from the specialities
of Intellectual Disability Psychiatry and Child, and Adolescent
Psychiatry. Here we focus on how it differs from these, leaving aside
issues such as the cause and effect of specific medical disorders, be-
havioural phenotypes, and neurodevelopmental conditions which
are covered in other chapters.
It is characterized by:

1. The dependency of young people on others, particularly on their
family members and carers. Their referral is usually at the behest
of others, so that their cooperation cannot be assumed but must
be won.

2. Disturbance which arises in the context of family relationships.
Such is the emphasis on these in any assessment or intervention
that, at times, the child’s problems may seem peripheral.

3. The young person lives their life in parallel systems, notably
in their home and at school, with substantial variation in their
presentation in the different situations. The system for spe-
cialist education is complex, but it is also readily accessible and
more intimately involved than in the mainstream schools. This
means that it plays a greater part in any intervention and there
is a greater emphasis on multiagency teamwork, community (as
opposed to clinic) appointments, and information sharing. This
brings some sacrifice of privacy by the person and their family
which, coupled with limited comprehension, complicates the
issues around confidentiality and its boundaries.

4. The overlay of ID blurs the distinction between child and adult
pathology with a greater recognition of lifespan continuities soft-
ening, for example, the sharp demarcation between childhood
neurodevelopmental disorder and adult personality disorder. The
transition to adulthood is a matter of major importance.

5. The young person lives in a very distinct world, subject to spe-
cific legal constraints and firmly embedded in the complex
network of children’s services which includes education, child
health, and social services.

Prevalence

Epidemiology depends on reliable classification which is subject to
psychiatry’s ever evolving concepts. At present, there is an arbitrary
division into:

1. The Neurodevelopmental Disorders—notably autistism spec-
trum disorder (ASD) and attention deficit hyperactivity dis-
order (ADHD), as well as a more generalized ID. As we dissect
their symptomatology, we start to recognize the overlapping
presence of other disorders, such as motor tics and develop-
mental coordination disorder. It is debatable whether these
should be considered as disorders (an essential qualification
for health funding in the USA), disabilities, or conditions (akin
to personality types). Lacking definitive laboratory tests, their
shape and identity is under constant review and our perception
has shifted with the development of the behavioural pheno-
type. Habit disorders, expressed in problems with sleep, eating,
continence, and behaviour, often arise from this substrate as it
struggles to cope with an unsuitable environment. The person-
ality disorders, a concept coming from general psychiatry, re-
main lodged in a classificatory limbo, although they also would
seem to meet the requirements for a neurodevelopmental
disorder.

2. The psychiatric disorders, which include psychosis, depres-
sion, bipolar disorder, and the emotional disorders. The old,
clear distinctions are being eroded by a growing recognition
that these too have neurodevelopmental characteristics and, at
the same time as DSM and ICD define their characteristics with
ever-greater precision, their very identity is being questioned.
Their categories are undermined by shared symptomatology,
an inconsistent response to treatment, and overlapping genetic
predispositions, coupled with a comorbid association with the
neurodevelopmental disorders.

3. Medical disorders. These include epilepsy which is present in
about 3 per cent of those with ASD, 7 per cent of those with
Mild ID, and 35 per cent of those with Severe ID (1). However,
the greater the degree of ID, the more likely it is that, besides any
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characteristic dysmorphism, there will be physical abnormalities
which range from the immune system to the gastrointestinal.

In the context of ID, the emphasis in childhood is on neuro-
developmental conditions while psychiatric disorders tend to come
to the fore only in adolescence but often pass unrecognized until
adulthood. Neurodevelopmental conditions change with age, many,
such as ASD and ADHD, tending to improve as the result of a com-
bination of innate maturation, learned compensatory skills and a
shift to a more accommodating environment. This trajectory means
that symptoms are often starker in childhood although puberty, a
process which may stretch over years, may bring deterioration. This
does not reflect the complexity of change in coexistent psychiatric
disorders (2) and it is only now that we are coming to appreciate how
frequently a disorder, often subtly altered, may persist into adult-
hood. By contrast, the trajectory of other phenotypes, such as Fragile
X and Williams syndrome, may show later deterioration and there is
also the disconcerting suggestion that there may be late-onset vari-
ants, notably in ADHD (3).

Terminology and classifications change with time and place. For
example, in the USA ‘learning disability’ is the equivalent of ‘spe-
cific learning difficulty’ in the UK and of ‘developmental learning
disorder’ in ICD-11. The UK adopted ‘learning disabilities’ in place
of ‘mental handicap, unaware that ‘learning difficulties’ was an es-
tablished educational category, let alone that ‘moderate’ learning
difficulties identified those who had a ‘mild’ degree of ‘learning dis-
abilities/ID. The professionals in children’s services, unaware of the
distinction and the different grading of impairment, used the terms
interchangeably and the term ‘moderate’ became so ambiguous as
to be meaningless without amplification. This confusion looks to be
resolved when we move on to ‘intellectual disability’

Where there is one neurodevelopmental disorder, there are likely
to be others (the more so, the more numerous and severe its symp-
toms), and the tendency has been to identify co-occurring disorders.
Their protean nature leads to the identification of new categories
such as Pathological Demand Avoidance (PDA) and Multiple
Complex Developmental Disorder, representing a merger of ASD
with psychosis (4). Individual symptoms are common to different
disorders and it is arguable that, rather than emphasize symptom
clusters, we might see these disorders as the constituent elements
of an ill-defined neurodevelopmental porridge. Categories persist
though, as they allow us to plan services and individual treatments.
However, whatever the conceptual framework, the discovery of
some neurodevelopmental symptoms should encourage the clin-
ician to seek others; thinking in categories risks the impetuous over-
sight of symptomatology thought to be unrelated.

Diagnostic consistency is also threatened by idiosyncratic clin-
ical definitions of thresholds such as the points at which repeti-
tive self-stimulation becomes self-injury, at which sexual activity
is considered abusive, or at which a collection of traits becomes
syndromic.

Any estimate of prevalence must take account of the nature of
the population and its selection pressures. Specialist schools would
seem to provide ready access to a clearly defined and representative
population but, in practice, studies struggle to take account of the
real nature of educational allocation. This can be distorted by the
inclusion of children in mainstream provision, travel to specialist
schools outside the study area, selective non-attendance and family

disengagement. Surveillance studies are particularly prone to vari-
ations in the diagnostic process and fashion, producing, for example,
the remarkable geographical variation in ASD prevalence across the
USA (5).Childhood ID is closely associated with psychiatric dis-
turbance (6). A study of UK children, aged 5-16 years, found 14 per
cent of those who had a diagnosable psychiatric disorder, to have
an ID. Conversely, the prevalence of psychiatric disorder (notably
ASD, ADHD, and Conduct Disorder) was 36 per cent among chil-
dren with ID compared to 8 per cent for those without (7). Different
studies produce different results, often politicized in support of
a campaign, making it essential to consult the original reports to
understand how conditions and populations had been defined and
selected and whether there had been appropriate allowance for age,
ability, and gender.

Any assessment of someone with ID, irrespective of age, must take
into account their environment which, for a child, includes their
family, teachers, and carers. Whether interviews are done in the
home, school, or clinic depends on their purpose. For example,
the school is convenient for a comparison of the child’s perform-
ance across different settings or their presentation with a peer
group whereas a home visit may be the only way to ensure privacy
(something that is important where there are issues such as parental
mental health or sexual problems) or to meet a key family member.
Wherever it is, a community approach makes for flexibility. On the
other hand, joint work with a multidisciplinary team or other de-
partments (such as genetics, paediatrics, or neurology) may require
the set format of a clinic.

The direction of the assessment is determined by its purpose; it
must be clear who is driving the referral and what their expectations
are. Disagreement about the referral, its nature, and necessity, re-
quires careful negotiation if the clinician is to avoid being seen as
aligned with one side and losing credibility with the other.

An assessment should aim to get a reasonably reliable, all-round
view of:

1. The young persons presentation—their symptomatology and
its development over time, including its changes with different
people or circumstances. The significance of a symptom (such
as inattentiveness or impulsivity) must be measured against the
persons age, ability, and gender. Communication difficulties,
particularly in identifying and describing internal states that in-
clude thoughts and feelings (alexithymia), can block access to
a substantial element of subjective psychiatric symptomatology.
Although emotional literacy may be learned later, but the bar-
rier is particularly severe in childhood and much psychiatric
disorder may pass unnoticed unless revealed by behaviour: de-
pression may be recognized while anxiety can be difficult to spot
and even harder to categorize.

2. Their background:

(a) Their family, their relationships and any events that might
have affected the person.

(b) Their school and their staff—including how the child be-
haves in their unstructured free time, at meals, and in the
classroom
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3. Their development from early childhood, including such charac-
teristics as their warmth and responsiveness, as well as the more
standard milestones.

4. Their ability, both cognitive and functional, and including their
self-help, social, communicative, and academic skills. Here,
standard instruments such as the Kauffman Brief Intelligence
Test (K-Bit) (8), Vineland Survey Scales (9), British Ability
Scale (BAS) and the British Picture Vocabulary Scales (BPVS)
(10) may be sufficient without the need to obtain more spe-
cialist psychometry such as the Wechsler Intelligence Scale for
Children (WISC) or detailed language assessments. For many,
school is the most demanding time that they will encounter. It
can reveal disabilities that, although contributing to their diffi-
culties, might otherwise remain unidentified.

5. Their medical history—physical problems are easily overlooked
or misinterpreted because of limited communication, which
prevents them from telling others how they feel and giving a
history, let alone cooperating (11). Epilepsy is particularly fre-
quent and, even when identified, more subtle, sensory, subclin-
ical, or modified seizures may be missed in the desire not to
ascribe every symptom to it—diagnostic overshadowing works
both ways.

6. Their physical state—which includes genetic stigmata as well as
evidence of physical disorder and illness. Fast-changing tech-
nologies mean that it is worth consulting the local service as to
how far previous genetic testing precludes further and routine
tests. The individual’s difficulty with reporting symptoms, the
risk that these will be overshadowed by behavioural signs and
the likelihood of future medication make a case for a baseline
series of routine medical investigations.

Given sufficient information, the clinician makes a summary diag-
nosis, a provisional hypothesis that will explain their plan of man-
agement. However, everything changes over time, and this diagnosis
should be regularly reviewed and explicitly modified or discarded as
it becomes inappropriate or no longer useful.

The process, multidisciplinary and multiagency, defines a com-
munity of people around the young person that includes family,
carers, and professionals. The last may include psychologists (edu-
cational and clinical), teacher, support worker, speech and language
therapist, occupational therapist, community nurses (the young
person and the parents may each have their own), social worker,
various doctors, as well as other key figures, such as people from the
voluntary agencies and clergy. Someone, often the clinician, has to
orchestrate and conduct this network.

The family

Family work is fundamental, its nature depending on when the
disability was recognized. Severe forms of ID may be identified in
pregnancy or soon after birth, but it might not be until adolescence
that mild ID is recognized when the child starts failing at school, or
when a similar disability shows in a sibling. Its arrival can overturn
a family’s world, bringing a large number of appointments in varied
places with multiple professionals and over a long time. It can alter

access to the community and to work, make going to the shops a
complicated adventure, isolate people from friends and dominate
the family, sometimes to the detriment of siblings (12). Genetic in-
vestigation can intrude, dividing families and demanding difficult
decisions about future pregnancy.

The response to discovering that your child has a disability varies,
but a bereavement model has been helpful, provided it is recognized
that it is not an inevitable process (13). Complicating this is the ef-
fect of psychosocial adversity, a frequent accompaniment to ID (14)
which, coupled with disturbance in the child (15), contributes to in-
creased levels of parental psychiatric disturbance. However, caus-
ality is not straightforward as exampled by the association of ASD
with maternal depression which can predate her child’s arrival (16).

The diagnostic assessment can be the start of planning to help
the child and their family; the gateway to a range of special services
from education, social services, and health as well as to the various
associations dedicated to particular disorders. Close behind should
come support for the family, taking many forms and delivered in the
community by a multidisciplinary team. Whatever the treatment, its
delivery must be consistent. This means that the initial focus is often
on marital and family issues to ensure that the family are comfort-
able enough to put programmes into practice. Parental confidence is
fundamental; the knowledge that they are in control of their child’s
circumstances, disorder, and future. In ID psychiatry, the placebo ef-
fect is a powerful element that can contribute usefully to a treatment
programme (17, 18).

Much depends on the level of community support and the ability
to help parents cope, not just with an unhappy child, but also diffi-
cult living circumstances, critical neighbours, siblings under stress,
and each other (19).

The parental phenotypes may have elements that echo their child’s
disability and call for joint work between child and adult services.
This can be very effective, provided it is recognized that it extends
the network of people that the family have to cope with.

Medication

Given the increased frequency of medical disorder, particularly epi-
lepsy, it is not easy to disentangle the extent to which psychotropic
drugs are prescribed inappropriately. The same principles apply both
to ID and to paediatric prescribing where consent is a recurrent dif-
ficulty, increasing the prescriber’s responsibility to ensure that its
benefits outweigh its risks. Medication is introduced at a low dose,
gradually increased (‘start low, go slow’), closely monitored with the
expectation of the unexpected, and constantly reviewed with the in-
tention of its eventual withdrawal (20). The better the available re-
sources, including education, social care, and alternative treatments,
the less medication is likely to be needed.

Neuroleptics and stimulants may be prescribed more frequently
than for the mainstream population (11, 21, 22) but this may simply
reflect the higher prevalence of disorder. There are no published au-
dits of paediatric prescribing in this population but, given that psy-
chiatric prescribing is usually long-term and its adverse effects may
only emerge after some years, it has to be approached with caution.
In February 2019, concern about misuse of medication led the Royal
College of Paediatrics and NHS England to launch the STAMP
(Supporting Treatment and Appropriate Medication in Paediatrics)
programme.
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Research is beginning to identify which drug is most likely to be
effective for a specific disorder or symptom, suggesting, for example,
that glutamate antagonists may be a starting point in Fragile-X or
oxytocin in autism. However, the response by a specific individual
to a specific drug is so idiosyncratic as to encourage experimental,
off-licence and oft-label prescribing.

Outcome measures

The measures developed for mainstream use may not be appropriate,
relevant, or ethical, particularly where they influence funding. Any
measure must be sensitive to the (sometimes small) changes that
can be significant for a child or their family. Change may be hidden
by a ‘ceiling effect’ related to the underlying disability. While there
are some specific routine outcome measures for children and ado-
lescents with ID, they are still unproven and norms have yet to be
established.

Services and their boundaries

Disability brings entry into a service maze within which people have
to navigate through the shifting responsibilities of a variety of agen-
cies. Their evolution in England is a typical example: the care and
education of people with a disability originally fell to health services
with the emphasis on the physical leaving little room for mental
health. Although dominated by hospital care, only 20 per cent of
the ID population were admitted; most people remained at home
with their parents in a system that worked while the population
was substantially paediatric. In 1970, Social Services and Education
began to take responsibility for their components with the inten-
tion of replacing segregated, specialist schooling with integration
into mainstream education in line with the philosophy of normal-
ization. The process, see-sawing with the rabid enthusiasm required
for change, has arrived at a mix of provision, which ranges from the
specialist and sometimes residential to the all-inclusive mainstream
school, the latter using different forms of extra support in an effort
to match the kaleidoscope of individual need (23). The original,
discrete population, tidily grouped into special schools became dif-
fused across a wider network along with the professionals serving it.

The voluntary bodies, many established by parents, played a
prominent part. The Charity for the Asylum of Idiots established
five large asylums across England in the 1850s. Camphill (a Rudolf
Steiner school) started its first community in Aberdeen in 1940, the
National Association of Parents of Backward Children (later to be-
come Mencap) started in 1946 and the National Autistic Society in
1962. Other forms of disability led to the Royal National Institute for
the Blind (1868), the National Deaf Society (1944) and the Spastics
Society (1952), which has since become Scope. These and many others
have developed services dedicated to specific disabilities, promoted
research, the concept of neurodiversity, and a more tolerant society.

However, these categorical boundaries have been blurred by our
better recognition of the overlaps in neurodevelopmental disability.
In turn, this has coloured diagnostic practice and given us a jigsaw
of services.

ID Psychiatry was established as a separate speciality, delivering a
lifespan service to which the limited life expectancy lent a paediatric
bias and the assumption that the demands of disability overrode
those of age. However, improved survival, the move to community
care, and the arrival of other psychiatric specialities all combined to
change both the service’s structure and the clinician’s role. Increasing

standards, expectations, and demands together with a different style
of clinical practice, personnel, and specialist services led to the all-
age ID Psychiatrist being replaced, first by the generic (all-ability)
Child Psychiatrist and more recently, by the hybrid specialist in the
Psychiatry of Child and Adolescent ID, although recruitment and
training opportunities have limited the last. Besides the question as
to how such a specialist might get the appropriate training and rec-
ognition, there is the question of how they should relate to other
areas of the child mental health service; whether they should be a
stand-alone service or be incorporated within the broader Child
and Adolescent Mental Health Services (CAMHS) (24). This has
been a long-running discussion, with the underlying ethos that
people with ID should not be excluded from mainstream (generic)
services (25). These shifts are reflected in the successive revisions of
the advice published by the Royal College of Psychiatrists over the
last 25 years (26). The style of the hybrid specialist service differs
substantially from that of mainstream CAMHS in its emphasis on
working in the community rather than the clinic, being part of the
network of care around the child, largely within the home, schools,
respite/short break units, and in coalition with a variety of statutory
and independent agencies. In addition, there is the marked med-
ical bias which helps knit it together with developmental paediatrics,
community child health, and other specialities such as neurology
and genetics which, in overstretched or informal services brings the
risk of gaps in medical responsibility (19).

The downside of these changes has been a weakening of the
links with adult ID services, affecting the process of that transition.
The other effect, in line with the change in mainstream children’s
services, has been the reduction of inpatient resources and their re-
placement by intensive community provision. However, delay in this
has led to a growth in residential admissions to schools as well as
hospitals in far-flung places (19, 27).

The school

The basis for the management of much disorder, whether it is pre-
dominantly neurodevelopmental, emotional (e.g. anxietyand anger),
or behavioural, is educational. Teaching is a blend of compensatory
(to make up for the learning that most acquire informally) and re-
medial (to correct innate deficits, such as social skills, emotional lit-
eracy or language). This approach sits well with treatment derived
from a more formal behavioural analysis with, for example, Rewards
Based Learning, already familiar in the world of autism, which has
translated into ID practice as Positive Behavioural Support.

Such teaching may be delivered across a wide range of circum-
stances from the child in a mainstream school with additional
support (a class-room assistant or a withdrawal unit) through to sep-
arate specialist schools that deal with a certain category of disability.
Understandably, the more specialist the school the more likely it is to
take young people with psychiatric disorders and the more skilled its
staff with those individuals. Such a school can become a cornerstone
of the community psychiatric service and, where residential, may
have much in common with a hospital unit. Consequently, a key at-
tribute of the clinician is the ability to develop a sustained liaison
with school staft and the wider educational system.

Transition

Transitions take many forms as the young person moves towards
adulthood and increased autonomy, but change is inevitable,



CHAPTER 4 Children and Adolescents with Intellectual Disability

involving not just new personnel, places and bureaucracy, but a
shift in style, usually with the emphasis moving from the family to
the individual and from care to support. Discharge from hospital
or a change to a more open ward brings changes in the degrees of
supervision and structure. Geographical change, often to a very
different setting may come with a move to a far-distant college
or adult placement. Less obvious are administrative changes, for
example in funding or the rationalization of a community team,
which can be sufficient to unseat a family or, at least, to affect their
relationships.

Adult Learning Disability services do not mirror those for younger
people, particularly for those who have a mild ID or whose impaired
functional ability is largely the result of some other disorder (such as
ASD). Many of the elements of the young person’s service, notably
schools and colleges, do not have adult equivalents and, in particular,
the very active part that can be played by the school health service,
which includes not just paediatrician and nurse, but also the speech,
occupational, and physiotherapists, who can form a longstanding
team that includes a school’s teachers and carers.

Therefore the change in people and place may be profound and
must be managed carefully, safely and with sufficient time. It needs
to include all the major agencies and be prepared far enough in
advance to be a natural progression with little uncertainty. For ex-
ample, once a child has been identified as having additional needs in
England, an Education, Health, and Care Needs Plan is prepared and
then revised annually until they are 25 years old (by which time they
should have engaged successfully in their new, adult services) (28).
Perhaps the most important element in this is the transparency that
allows the individual and family to understand what is happening,
where things are going, and to see that their worries are understood
by all.

It is easy to underestimate the time required: the more complex
a case is, the longer the required transition period. For example, if
a young person is to move to a bespoke, residential placement (as
against being fitted into an existing vacancy), it can take up to a year
to find the accommodation, to recruit and train the staff, and to plan
the actual move. Autism, in particular, can make an individual ex-
quisitely sensitive to change so that a relatively seamless continuity
may need to go beyond simple discussion to funding an overlap
of existing staff with the new; something that can be cost-effective
where it holds a tenuous gain, averting relapse or readmission.

However, no matter how good the intention, transition fre-
quently turns into a dislocation for the young person and their
family, destabilizes a hard-won mode of life and reveals unsus-
pected fragility.

Childhood’s legal framework

Young people are subject to a range of legal frameworks which, while
varying with jurisdiction, have common, underlying principles.
The United Nations Convention on the Rights of the Child has
shaped legislation to ‘put children first’ and has been important in
encouraging services that minimize discrimination and encourage
integration and inclusion. It has been incorporated into national le-
gislation such as the Children and Social Work Act (2017), which is
about the social care of vulnerable children; children with disabil-
ities being of special concern in child protection.

Increasing awareness of the individual’s capacity to give or with-
hold consent to a particular decision has led to a steady reduction in
the required age for competence, exemplified by the decision in the
case of Gillick (29). In this erosion of the extent of parental authority,
it is noteworthy that the threshold for the acceptance of treatment is
lower than for its refusal.

Legislative concepts are evolving as they are defined and clarified
by statute and case law. In England, at present, the Mental Capacity
Act (2005) and its safeguards only apply to those above 16-years-
old while the Mental Health Act (2007) applies irrespective of age,
Consequently, even where a young person is considered capacitous
and they and their families desire hospital admission, they may well
be detained if they need an intrusive level of supervision.

Consent for clinical research has always been a contentious issue
and, historically, has been worked around by getting a proxy con-
sent from a parent or the legal guardian. With the development of
the concept of capacity, the inclusion of children in research has be-
come more subject to scrutiny. It is relatively straightforward where
it is in the individual’s best interests to be included in a project if,
for example, it allows access to a treatment that otherwise would be
unavailable. However, where there is no direct benefit to the indi-
vidual, for example where the child is only in the placebo arm of a
therapeutic trial, it becomes more problematic. Where the project
has little impact on the child, the same rules apply as to children of
normal ability, research involvement requiring parental permission,
an independent assessment of the balance of benefit against harm,
and the child’s assent (30). However, the presence of disability can
affect the child’s perception and make minor procedures, such as
phlebotomy, intolerable.

Forensic issues

Common issues run through ID irrespective of age, including fit-
ness to be interviewed, fitness to plead, and the reasonable adjust-
ments to be made by the Criminal Justice System. However, young
offenders are served by a separate system, balanced between edu-
cation (e.g. residential schools and colleges with varying degrees of
security), criminal justice settings (e.g. youth offender institutions),
social services (e.g. secure children’s homes), and mental health (e.g.
community forensic services, and low and medium secure inpatient
settings).

A number of disabilities appear to be associated with offending
behaviour such as an association with genetic conditions or an en-
vironment that promotes impulsivity, irritability, or aggression.
ADHD, particularly with conduct disorder appears a predictor of
adult offending (31). The suggestion that autism might predispose
someone to offending behaviour (32, 33) is controversial and there
is a strong case for the protective effect that comes with a preference
for rule-bound regularity.

Common threads are:

e A misinterpretation of rules and social situations which may be
linked to a failure to foresee either the seriousness or the likely
outcome of their actions.

e A failure to appreciate the need to change or a rigidity that makes
change especially difficult.

e A sense of immunity, the result of being excused from the conse-
quences of their previous actions because of their disability.

e A greater level of supervision keeps many out of trouble.
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A maladroit response by the police may compound these issues,
whether they hide the problem by failing to proceed or amplify it by
an inflexibly standard response.

Child abuse

Children are open to abuse and those with disability even more so,
even if the ID is mild in severity (34). Their intimate dependency
on adults, their use of residential placements for respite, residential
care or treatment, and their limited communication, combine to
make them vulnerable. Children, the focus of paedophilic interest,
are likely to be targeted by a group that differs from those who abuse
adults with ID. Additionally, the experience of being a victim of
abuse, particularly sexual abuse, is associated with later becoming a
similar offender (35).

Case study 1: The contribution
of developmental delay

A 6-year old boy has not settled into school. He is different to the
other children and does not get involved in their play, but his com-
prehension and his self-help skills are within normal limits. He is
always on the go, fidgety and restless; he is unable to concentrate on
anything for more than a couple of minutes. He has an unusually
strong interest in a children’s TV character, a repetitive style of
speech and, when excited, he flaps his hands.

Likely diagnoses: ASD and ADHD. While he is unlikely to have
ID, he may well have one or more developmental learning disorders
(specific learning difficulties) such as dyslexia, as well as other
neurodevelopmental disorders such as developmental coordination
disorder. His strong interest in the TV character, coupled with his
repetitive communication and his hand flapping suggest that he may
have ASD. His inattentiveness and hyperactivity probably indicate
ADHD which, of itself, may interfere with his peer relationships.
While ASD and ADHD often co-occur, it may require the treatment
of the ADHD before it is clear whether ASD is present.

The same six-year-old as before but with a more pronounced, two
year developmental delay. This was recognized when he was three
years old and he is now about two years behind his peers.

Likely diagnoses: Mild ID, possibly ASD and ADHD. The important,
clinical judgement is how far a Mild ID might be responsible for the
symptoms of ADHD. A four-year-old should be able to sit still for
periods of time and, when interested, can concentrate for longer than
a few minutes. While ADHD is a possibility here, it is not normally
diagnosed in a child below a developmental age of five years unless it
is very clear. Hand flapping is not unusual with emotional overflow
and a strong interest in a children’s TV character may be less abnormal.
However, the repetitive language suggests that ASD may also be present.

The same six-year-old child but developmentally four years
behind.

Likely diagnoses: Moderate/Severe ID. At this degree of ID there is
likely to be very limited vocabulary with all of the above symptom-
atology and, to consider ASD, there needs to be additional symp-
tomatology (e.g. of social isolation and poor non-verbal language)
to support an additional diagnosis of ASD.

Learning point: A knowledge of childhood development, normal
and delayed, is essential in the diagnosis of neurodevelopmental
disorder. This must take account of chronological age and intellec-
tual ability in order to tease apart and interpret the significance of a
symptom.

Case study 2: The multifactorial underlay

to behavioural disturbance

Over the last year, a 15-year-old girl who has severe ID, ASD and
no functional language, has had episodes lasting several hours,
during which she will cry, hold her abdomen, bang her head repeti-
tively, and lash out at others. Some of these episodes occur after shift
changes in the residential unit where she has regular respite care and
some appear to be in response to noise. Yet others occur at no par-
ticular time and for no obvious reason. Her sleep has been disturbed
for several months.

Assessment: This requires a comprehensive history which includes
her development, physical health and her social relationships and
circumstances, as well as focusing on her symptoms and any poten-
tial triggers. She should have a physical examination and her behav-
iour should be observed in different situations. The aim is to come to
a formulation which includes differential diagnoses and the poten-
tial function of her behaviour.

Additional information: Physically, she has poor dentition, con-
stipation, and her abdominal holding appears to coincide with her
menstrual cycle. Her urinalysis was clear but she was found to have
chlamydia. Closer observation found that she appeared to become
very anxious in response to a variety of events and that this was fol-
lowed by anger and aggression. These events included unplanned
changes of circumstance (transitions), certain noises (such as a
vacuum cleaner), or simply a sudden, loud noise. She would also
appear more distressed when certain male staff were on duty at the
respite unit.

Formulation: She has ID which entails comprehension and com-
munication difficulties. It seems likely that she might have discom-
fort from constipation, her menstrual periods and her teeth. Her
ASD might account for her difficulties with change and a sensory
intolerance of noise. In addition, the chlamydial infection suggests
the possibility of sexual abuse.

Management: Her physical complaints should be treated appro-
priately. Speech and language therapy should be asked for help in
improving communication and occupational therapy should be
asked for advice on her sensory issues. She should have psycho-
logical work to assess and reduce her anxieties which may be helped
by offering stability and predictability across her life. The possibility
of sexual abuse should be investigated within her local authority’s
safeguarding process by social services and possibly the police.

Learning points: An ill-defined pattern of distress may be the re-
sult of a number of contributory factors and there should be a con-
scious consideration of the possible biological, psychological, and
social factors that might be in play. Abuse should always be con-
sidered as a potential factor when exploring behavioural change in
vulnerable young people.



MULTIPLE CHOICE QUESTIONS
Questions
Please select the most appropriate answers.

1. Epilepsy is present in approximately how much of the
population?

A. 3 per cent of those with ASD

B. 50 per cent of those with Severe Intellectual Disability
C. 6 per cent of the general population

D. 7 per cent of those with Mild Intellectual Disability

E. 12 per cent of those with ADHD

2. What is the prevalence of psychiatric and behavioural dis-
order in children and young people (5-16 years old) with ID?
A. 24 per cent
B. 50 per cent
C. 16 per cent
D. 36 per cent

3. The UK term of Mild Intellectual Disability is the equivalent
of what?

. Mild Learning Disabilities in the USA

. Mild Learning Difficulties in the UK

. Mild Learning Disabilities in the UK

. Moderate Learning Difficulties in the UK

. Mild Mental retardation in ICD-10

Abuse of children with ID is:

. Less frequent than in the general population because the

children require constant supervision

B. Less often noticed because the child is isolated by difficulties
with communication and peer relationships

C. More frequent because of the child’s intimate dependency on
adults.

D. Less frequent because the child has numerous profes-
sionals teaching/caring for them who might detect its
occurrence.

E. Very unlikely in a well-managed residential school

> mgoOwp

5. Child and adolescent psychiatry of ID is characterized by

working with (rank the following):

A. Very dependant young people, held in an unusual network
of care, who are vulnerable to a variety of forms of abuse

B. Families that are coping with disability and the specialist
world of disability

C. Specialist networks within health, education and social care

D. A series of transitions over time, from home, to school, to
adult services

E. Psychiatric disorders which have a basis of physical disorder

E Special educational provision

Answers

1. A and D. Epilepsy is present in approximately 3 per cent of
those with ASD and 7 per cent of those with Mild Intellectual
Disability
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2. E. Psychiatric and behavioural disorders are present in about
36 per cent of 5-16 year olds with ID

3. C,D and E. ICD-11 has replaced Mental retardation with
Disorders of Intellectual Development but the grading,
from Mild through to Profound, remains the same. A Mild
Disorder of Intellectual Development is equivalent to
Moderate Learning Difficulties.

4. B & C. Child abuse is more common than in the general
population because of the child’s dependency, the oppor-
tunities with multiple carers and the isolating effect of its
disabilities.

5. All these points are characteristic and different clinicians
attach different weight to them in their contribution to their
enjoyment of the speciality—so effectively a question to
make people think (all answers are correct).

The complexity of this area, both of the conditions experienced by
the individual and their family and of the services to support and
treat them means that it is developing into a separate specialism
working with a specialist network.

The skills required are a composite of those derived from both
child and adolescent psychiatry and ID psychiatry. The psychiatrist
has to assess, formulate/diagnose and treat children and adolescents
with ID, using a framework that combines the medical, psycho-
logical and social elements and draws on a wide range of community
resources, particularly education and social care.

This is an under-researched field, so that the evidence to support
the treatments used is very limited, and there is a greater reliance on
the therapeutic trial than in other areas of psychiatry.
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Introduction

In this chapter, we describe commonly used rating scales and in-
struments to measure outcomes of children and adults with intel-
lectual disability (ID). This is not an easy task, as the assessment of
outcomes in ID poses much greater problems than measuring out-
comes in those without ID. For most assessments of outcome it is
traditional to include both self-ratings and observer ones. It is also
sensible to do this, because clearly many symptoms such as depres-
sion and anxiety are best rated by the person who is suffering from
them. For those with profound ID self-ratings are precluded, and so
other assessments have to do their best to compensate for this.

There has been a tendency for those involved in research in this
area to generate outcome measures of their own rather than use
standard accepted ones. Ideally one needs to have common out-
comes with standard instruments if data are to be combined in sys-
tematic reviews and meta-analyses. In this chapter we are confining
discussion to those measures that are both psychometrically valid-
ated and also used frequently in research studies. Those instruments
that have not been cited since their publication are not included un-
less they are extremely recent and naturally do not yet have the op-
portunity to be cited even though they may be novel. Because it is
important for the discipline of ID to have standard outcome scales
we have also taken the liberty of giving our ‘best buy’ recommenda-
tions in each area of outcome. We realize that there is an element of
subjectivity in making such recommendations and so we have tried
to justify the choices wherever possible.

We have decided to exclude some instruments that are less com-
monly used and relatively outdated, such as the Reiss Screen for
Maladaptive Behaviour (1) and the Psychopathology Instrument for
the Mentally Retarded (PIMRA) (2). ‘Every scale has its day} but
when new knowledge is gained even the best of scales have to make
way for new ones.

The decision on which scales to include a minimum degree of
psychometric measurement has been set by us. The essential re-
quirements are internal consistency (often measured by Cronbach’s

alpha [a]), inter-rater reliability (agreement) (using a variety of cor-
relation measures) and, in some cases, test retest reliability. The in-
terpretation of the statistical measures used are based on standard
guidelines (3-5).

Challenging behaviours

We start with challenging behaviour (often described as ‘behaviour
that challenges’) because, arguably, it presents one of the most diffi-
cult aspects for clinicians, families, and other caregivers. These be-
haviours may include physical abuse, self-injury, destruction, verbal
aggression and sexual behaviours. They are not considered to consti-
tute a diagnosis (although this is currently a matter of dispute), but
they can have devastating effects on the individual, caregivers and,
for those in institutions or care homes, other residents.

As well as being mindful of known factors that increase the risk
of displaying challenging behaviour, such as mental ill-health,
visual impairment, or restrictive social environments, there are
many rating scales and instruments in the public domain, some
of which are recommended in general guidance (6-8), to help
with screening, monitoring, and management strategies. Rating
scales to assess behaviours provide a more objective means of
establishing what triggers the individual’s behaviour, helping to
put suitable management strategies in place and also to assess
whether these strategies have been successful. They are particu-
larly important in applied health and social care research, given
the need for research studies to use robust, objective methodology
that can be replicated.

As with all of the rating scales and instruments to which we refer in
this chapter, the degree of personal reflection required to assess one’s
own behaviour often precludes the use of self-report instruments in
this population. Instead, many of the measures are designed to be
completed by caregivers which, of course, can be problematic since
challenging behaviour is a social construct and one person’s inter-
pretation of behaviour that is ‘challenging’ differs from another’s.
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Aberrant Behaviour Checklist (ABC)

The Aberrant Behaviour Checklist (ABC) (9, 10) is probably the
most widely used instrument (currently cited in Scopus 632 times)
to assess challenging behaviour among children and adults with in-
tellectual disability. It is completed by an informant and has com-
ponents for both community and residential settings. The checklist
contains 58 items with five sub-scales for agitation; lethargy, social
withdrawal, stereotypies, hyperactivity/non-compliance and in-
appropriate speech. Behaviour ratings are scored from 0 (not a
problem) to 3 (severe) and include measures of frequency and dis-
ruption of the behaviour to daily activities and people concerned.
The ABC has been found to have good to excellent internal consist-
ency (a = 0.86-0.95) across the sub-scales, excellent test-retest reli-
ability (Spearman-Rank correlation; rho = 0.96-0.99) and moderate
inter-rater reliability (rho = 0.63) (10).

This is a good instrument for screening for challenging behav-
iours and monitoring their worsening or improvement over time;
it can also assess changes in outcomes after introducing an inter-
vention. However, it is lengthy and may not always be suitable for
clinical trials that require repeated measures or are linked to a range
of other assessment tools. There are also only a few items for each
‘behaviour cluster’ which may compromise reliability.

AAMD Adaptive Behaviour Scales—Residential

and community

The Adaptive Behavior Scales (ABS:RC2), developed by the
American Association on Mental Retardation (AAMD), are also
commonly used to measure how individuals with intellectual dis-
ability cope with the demands of their environment (11). The scales
are designed to be completed by an informant (either independently
or via interview) and have versions for school and community/resi-
dential settings. The second part of the instrument relates to challen-
ging behaviours. This contains 41 items (each with up to 12 items)
and eight sub-domains: social behaviours (including verbal and
physical aggression), conformity (including rebellious behaviours),
trustworthiness (including destructive behaviours), stereotypies
and hyperactive behaviours, sexual behaviour, self-abusive behav-
iour, social engagement, and disturbing interpersonal behaviours.
Behaviour ratings are scored by frequency (‘never, ‘occasionally,
‘frequently’). The instrument has good to excellent test-retest reli-
ability (intraclass correlation coefficient; ICC = 0.81-0.94 across the
domains).

The ABS:RC2 covers a range of behaviours so is a good outcome
measure to assess the efficacy and effectiveness of interventions.
However, it may not be a good screening tool (12) and, like the ABC,
has only a few items for each ‘behaviour cluster’ so may not be as re-
liable as some other measures.

Behaviour Problems Inventory

The most recent version of the Behaviour Problems Inventory (BPI-
01) (13) isdesigned to be rated by an informant and contains 52 items.
There are three sub-scales: self-injurious behaviours, stereotypic

behaviour, and aggressive/destructive behaviour. Items are rated on
a 5-point frequency scale and a 4-point severity scale. There is also
a short form (14). The instrument has good internal consistency,
excellent inter-rater reliability (Pearsons product-moment correl-
ation; r = 0.91), and good test-retest reliability (r = 0.76).

The instrument is purported to be useful as a clinical assessment
for people who are ‘at risk’ of challenging behaviour, as an outcome
for intervention studies, and to explore the epidemiology of specific
behaviours. Moreover, by focusing in more depth on specific be-
haviours, the instrument is likely to be more reliable than the two
previous instruments (as shown by the high inter-reliability correl-
ation). However, it cannot be used as an overall assessment of chal-
lenging behaviours.

Challenging Behaviour Interview

The Challenging Behaviour Interview (CBI) was developed in 2003
by Oliver et al. (15) to assess the severity of challenging behaviour in
children and adults with ID who are already displaying some of these
behaviours. The instrument involves an interview with an informant
(member of staff), has 14 items and two parts relating to self-injury,
verbal aggression, disruption of the environment, and inappro-
priate vocalization. Behaviours are measured by their severity and
frequency in the previous month. The instrument also incorporates
measures on the duration of episodes, effect on the individual and
the caregiver, and the management strategies undertaken. Each item
is coded on a Likert scale. Test-retest reliability has been found to be
moderate to excellent (kappa = 0.70-0.91) across the sub-scales for
Part 1 and moderate to good (r = 0.66-0.85) for Part 2. Inter-rater
reliability is variable for Part 1 and Part 2 (kappa = 0.50-0.80) and
again for Part 2 (r = 0.02-0.77) (15).

The developers’ rationale for the instrument is that the identifi-
cation of challenging behaviour varies between settings and those
who are more able to manage severe behaviours will not find the
behaviours ‘challenging’ As a consequence, this scale is good for as-
sessing the significance of challenging behaviours to services and the
individuals themselves. The downside is that it cannot be used as a
screening instrument as it is designed for people who already display
some behaviours (regardless of whether or not they are deemed to
be challenging). It is also unlikely to be adequately sensitive to allow
for differences in identification of challenging behaviour within set-
tings, such as where staff members’ views differ.

Diagnostic Assessment for the Severely
Handicapped scale

The Diagnostic Assessment for the Severely Handicapped (DASH-
II) scale is a revised version of the DASH (16, 17) and measures
mental ill-health and challenging behaviours in people with severe
and profound ID. It is informant-based, has 84 items and 13 sub-
scales. Items on behaviour are scored on a 3-point scale, according
to severity, frequency, and duration of the identified behaviour. Test-
retest reliability of the DASH-II (proportion agreement) has been
found to range from 0.84 to 0.95 for the subscales (18), but the scale
has only poor to moderate internal consistency (a = 0.53-0.84) (19).
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The DASH-II is perceived to be a good measure for screening and
diagnosis of overall mental ill-health, but only challenging behav-
iours that are related to anxiety can be assessed and the DASH-II has
been found to be inferior to the ABC in terms of monitoring changes
in challenging behavior (20).

Health of the Nation Outcome Scales-LD

The Health of the Nation Outcome Scales-LD (HoNOS-LD) (21) are
modified versions of the HoNOS (22). The scales are clinician-led
and are designed to measure areas of behaviour and functioning that
are relatively stable to enable the assessment of treatment effects. The
scales comprise 18 items which are graded on severity on a 5-point
scale. The behaviour components of the scale include behaviour
towards others, self-injurious behaviours, destructive behaviours,
problems with personal behaviours, stereotypies, panic, phobias,
obsessive or compulsive behaviours, other behaviours, problems
with sleeping, and problems with eating or drinking. Moderate to
good inter-rater reliability has been found across items and time
points (kappa = 0.58-0.86) (21).

The HoNOS-LD is perceived to be a good screening and diag-
nostic instrument to identify challenging behaviour and to monitor
changes in challenging behaviour over time. However, it has not
been subject to the same reliability and validity testing as some of
the other measures and is probably inferior to them.

Modified Overt Aggression Scale (MOAS)

The Modified Overt Aggression Scale (MOAS) (23, 24) is a short
and simple to use informant-related scale comprising four items on
the frequency and severity of verbal aggression, aggression towards
property, ‘auto aggression’ (self-injury) and physical aggression
occurring during the past week. The scores range from 0 (no aggres-
sion) to 4 (severe aggression) and responses are weighted for behav-
iours thatare more likely to affect the physical and social environment
or the quality oflife of the individual and the caregivers (i.e. most for
physical aggression, least for verbal aggression). The inter-rater reli-
ability of the MOAS in adults with intellectual disability ranges from
fair to excellent (ICC = 0.49-0.90; kappa = 0.65-0.90) (25).

The MOAS is particularly useful in clinical trials and other re-
search studies where it is important to assess outcomes without
overly burdening the caregivers. However, it is restricted to specific
behaviours and requires an understanding of what these mean (e.g.
verbal aggression might encompass a range of behaviours) which
compromises reliability.

Motivation Assessment Scale (MAS)

The Motivation Assessment Scale (MAS) (26) is a functional
informant-rated assessment scale, designed for children and adults
with ID to identify situations where an individual is likely to behave
in a certain way. It requires the informant to identify a specific be-
haviour and to rate this behaviour on 16 items according to their own
observations. The scale comprises 16 items with four sub-scales: at-
tention (seeking positive or negative reactions from others), sensory

(self-stimulation), tangible (trying to acquire/reacting to the loss of a
physical object), and escape (avoiding tasks or demands). Behaviours
are rated by frequency on a 7-point Likert scale from 0 (never) to 6
(always). Among children (teacher-informed), test-retest reliability
of self-injurious behaviours was good (rho = 0.82-0.89) and inter-
rater reliability was moderate to excellent (rho = 0.66-0.92).

This scale is useful as an initial screening assessment. It can also be
used to monitor changes in challenging behaviours once new man-
agement strategies have been introduced. However, the reliability of
this scale appears to vary across studies,(12, 27-29).

Questions About Behavioural Function
scale (QABF)

The Questions About Behavioural Function scale (QABF) (30-31)
is another informant-rated functional assessment used to identify
functions important in maintaining behaviour among children
and adults with ID. The scale has 25 items and five sub-scales: at-
tention, escape, non-social, physical, and tangible. Behaviours are
rated on a 4-point Likert frequency scale from 0 (never) to 3 (often).
Internal consistency has been found to be excellent for the indi-
vidual subscales (a = 0.90-0.93) and reliability measures vary from
good to excellent (rtho = 0.80-1.00) for test-retest reliability and fair
to excellent (rho = 0.64-1.00) for inter-rater reliability.

The scale is relatively short, taking approximately 20 minutes to
complete. The developers also suggest that the QABF can be used
in a hierarchical model of functional analysis and this has been sup-
ported in more recent research (32). However, as with the MAS,
which appears to measure similar constructs, other researchers have
failed to replicate the reliability findings in different populations (29,
33-35).

Problem Behaviour Check List (PBCL)

The Problem Behaviour Check List (PBCL) is a new scale (36) devel-
oped to identify the severity of challenging behaviours over a longer
period with frequent assessments. It identifies seven behaviours—
personal violence, violence against property, self-harm, sexually
inappropriate, contrary, demanding, and disappearing behaviour—
and these are all scored on a five-point scale. It takes only five min-
utes to complete in most cases. Although it covers all aspects of
challenging behaviours, factor analysis has shown that demanding,
violent, and contrary behaviour account for most of the variance.
The tool has excellent inter-rater reliability (weighted kappa = 0.91)
and validity testing against the MOAS has also shown high sensi-
tivity (97%) and specificity (85%).

It is too early to assess the usefulness of this scale but it does have
the major advantage of speed.

On the basis of comprehensiveness and extent of use, the Aberrant
Behaviour Checklist and the ABS:RC2 are the two preferred choices,
together with the Challenging Behaviour Interview when children
with already manifest challenging behaviour are being assessed.
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Mental ill-health

There are a range of assessments for mental ill-health designed for
adults with ID, but we have narrowed the list down substantially for
this chapter. It is worth noting that the DASH-II scale (17) described
in the previous chapter is also perceived to be a good measure for
screening and diagnosis of overall mental ill-health, although it per-
haps not as well validated as some of the measures described.

Overall mental ill-health

Mini Psychiatric Assessment Schedule for Adults with a
Developmental Disability (Mini PAS-ADD)

The Mini Psychiatric Assessment Schedule for Adults with a
Developmental Disability (Mini PAS-ADD) (37) is derived from
the PAS-ADD semi-structured interview for caregivers to observe
possible psychiatric symptoms in adults with ID. It has 86 psychi-
atric symptoms and seven subscales for: depression, anxiety, ex-
pansive mood (bipolar disorder), obsessive-compulsive disorders,
psychosis, unspecified disorder (including dementia), and autism
spectrum disorder. Psychometric properties of the instrument re-
veal good to excellent internal consistency (a = 0.80) for depression,
expansive mood, psychosis and autism, fair internal consistency
(a = 0.73) for anxiety, but unacceptable internal consistency (a <
0.70) for obsessive compulsive disorder and unspecified disorder
(38). The depression (r = 0.62), obsessive-compulsive disorder
(r =0.52), psychosis (r = 0.61) and autism (r = 0.65) sub-scales have
moderate inter-rater reliability. However, the anxiety (r = 0.36), ex-
pansive mood (r = 0.37) and unspecified disorder (r = 0.32) have
relatively poor inter-rater reliability. The schedule is also relatively
lengthy such that the PAS-ADD Checklist (below) has been found
to be more favourable for adults with ID when administered with
other assessments (39).

PAS-ADD Checklist

The PAS-ADD Checklist (40) can be used by untrained healthcare
professionals and consists of 29 symptoms of psychiatric disorders
scored on a four point scale that combine to produce three scores
for affective/neurotic disorder, possible organic disorder and psych-
otic disorders. The internal consistency of the affective/neurotic dis-
order score is good (a = 0.84), but the remaining two scores have
unacceptable internal consistency (a = 0.63 for organic disorder and
a = 0.51 for psychotic disorders). The inter-rater reliability varies
from moderate (r = 0.55 for organic disorder; r = 0.60 for psychotic
disorders) to good (r = 0.76; affective/neurotic disorder).

Depression

Glasgow Depression Scale for people with a Learning
Disability (GSD-LD)

The Glasgow Depression Scale for people with a Learning Disability
(GSD-LD) (41)* is a self-report instrument that measures depres-
sive symptoms among people with mild or moderate ID. The GDS-
LD comprises 20 items, with 16 of these observable via the caregiver
version (GDS-CS). The tool is short to administer and has excellent

internal consistency (a = 0.90). Test-retest reliability is also excellent
(r=0.97). The carer version has good internal consistency (o = 0.88)
and excellent test-retest (r = 0.98) and inter-rater reliability (r = 0.98)

Personality disorders

There are no really good accepted measures for assessing person-
ality disorder and as a consequence the range of prevalence levels is
unacceptably large (42). One of the main difficulties of assessment
is the degree of allowance that is made for intellectual impairment.
Severe and profound ID is very frequently associated with challen-
ging behaviours that overlap with personality disturbance but have
avery different cause.

Standardized Assessment of Personality (SAP)

One of the most frequently used instruments which determine per-
sonality disorders is the Standardized Assessment of Personality
(SAP) (43)®. The SAP is a semi-structured informant-based inter-
view conducted face-to-face or via telephone and has been found
to have good inter-rater reliability (kappa = 0.76) and moderate to
good test-retest reliability (kappa = 0.54-0.75) (44, 45). It has been
used in samples of adults with ID (46), but has not been formally
validated.

Revised NEO Personality Inventory (NEO PI-R)

The revised NEO Personality Inventory (NEO PI-R) (47) is a com-
monly used measure of the ‘Big Five’ personality traits, or the five
factor model (FFM). The observer-report version (Form R) com-
prises 240 questions, each one rated on a five-point scale. It pro-
duces scores for the five factors, or domains, of general personality
functioning: neuroticism/emotional instability, extraversion, open-
ness to experience, agreeableness, and conscientiousness. Each do-
main has six facets, and the instrument can provide scores for all
30 facets (such as ‘angry hostility, altruism, self-discipline, ‘open-
ness to aesthetics’ and ‘gregariousness’). The NEO PI-R has good to
excellent internal consistency (a = 0.86-0.92) across the domains.
Inter-rater reliability of the NEO PI-R observer rating is also good
to excellent at both the facet (ICC = 0.71-0.98) and domain levels
(ICC =0.94-0.97).

Reiss Profile of Fundamental Goals

and Motivational Sensitivities Mental
Retardation Version

The Reiss Profile of Fundamental Goals and Motivational
Sensitivities Mental Retardation Version is a relatively widely-
used observer rating scale instrument based upon Reiss’s theory
of fundamental motives (48). This theory emphasizes the role of
intrinsic, universal motives in human behaviour. It is noteworthy
that the theoretical conceptualization of motives and their role
in behaviour is the same for people with and without intellectual
disabilities.
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Reiss Profile Mental Retardation/Developmental

Disability (MR/DD) Version

Autism Diagnostic Observation Schedules 2nd
Version (ADOS-2)

The Reiss Profile MR/DD is an informant-rated instrument devel-
oped for use with adults with intellectual and/or developmental
disabilities, based upon the Reiss Profile of Fundamental Goals and
Motivational Sensitivities (for adults of typical intellectual func-
tioning, It constitutes 100 items across 15 scales (e.g. food, helping
others, frustration, acceptance). Ratings are based on a five-point
Likert scale. Internal consistency is good (average a = 0.84) and inter-
rater reliability evidence is fair (average ICC = 0.52) (49). The Reiss
Profile MR/DD has been used in person-centred planning interven-
tions and crisis planning as well as roommate-matching (50).

The forthcoming ICD-11 classification of personality disorders is
aradical departure from former classifications (51), but is planned to
have strong clinical utility and be helpful in assessing those with ID.
The simplest format (52) has been found to be useful in identifying
personality disorder in those with challenging behavior (53).

Autism spectrum disorders

Diagnostic Interview for Social and Communication Disorders
(DISCO)

The Diagnostic Interview for Social and Communication
Disorders (DISCO) (54) is a clinician-led, semi-structured inter-
view with a caregiver or subject that focuses on level of devel-
opment, behaviours, disabilities, and needs. The interviews are
lengthy, containing more than 300 items (90-180 minute admin-
istration time), but there is an abbreviated version containing 68
items (55). Evidence suggests (ninth version) that inter-rater reli-
ability is good to excellent (kappa or ICC = 0.75) for more than 80
per cent of the items.

Autism Diagnostic Interview-Revised (ADI-R)

Like the DISCO, the ADI-R (56) is a clinician-led semi-structured
interview. However, the interview is informant-based only and fo-
cuses more fully on current behaviours, primarily in the three do-
mains of social interaction, language, and communication, and
repetitive or stereotyped interests or behaviours. The interview com-
prises 93 items and takes approximately 90 minutes to administer.
Test-retest and inter-rater reliability are generally excellent (most
ICC > 0.90).

Social Communication Questionnaire (SCQ)

The SCQ questionnaire is a short, 40-item screening questionnaire
for caregivers to identify children and adults who require further as-
sessment with the ADI-R or DISCO (57). It was originally developed
to accompany the ADI-R and focuses on reciprocal social inter-
action, language, and communication, and stereotyped patterns of
behaviour, taking approximately 10 minutes to administer. The un-
acceptable levels of internal consistency (a < 0.50) in the language
and communication domain (58, 59) preclude its use as a diagnostic
instrument, but it is likely to be useful for screening those whose
early developmental history is uncertain.

The ADOS-2 (60) is a direct observation measure to determine
whether participants demonstrate ‘autistic-like’ behaviour during
a series of rated tasks that evaluate communication, social func-
tioning, creativity, imagination, stereotyped, and restricted inter-
ests. Validity of the first version of the ADOS (Module 1) with the
DISCO and ADI-R has shown promising results among adults with
ID, when compared with the DISCO and ADI-R (sensitivity 0.67,
specificity 0.88) (61). However, the ADOS-2 does not consider sen-
sory symptoms, so clinicians may need to supplement the tool with
additional information to align with DSM-5 (62) and future ICD-11
criteria.

Best buys

The Mini PAS-ADD appears to be the best tool for screening for the
presence of overall mental ill-health, rather than a specific disorder.
However, given the difficulties in diagnosing psychotic disorders in
people with ID owing to its complex, varied, and subjective symp-
toms, this tool may also provide the best option for identifying these
disorders in the absence of other clinical investigation. For more
specific disorders, we recommend the GDS-LD for self-reported
depression, the SAP for personality disorders, and the ADOS-2 or
DISCO for autism spectrum disorders.

Dementia

Dementia is a clinical diagnosis that requires evidence of cognitive
decline sufficient to impair function in daily life over a period of
at least six months (62). When diagnosing dementia in adults with
ID, the focus should be to recognize change and decline in rela-
tion to premorbid level of functioning. There are no agreed reliable
screening instruments but there are valid and reliable tools that aid
diagnosis, which are either administered to informants or rely on
direct assessment of the subject.

Informant-based assessments

Informant-based reporting has been shown to be effective in
facilitating dementia diagnosis (63). In studies comparing informant
reports to direct cognitive tests, informant reports have been shown
to be more effective than cognitive assessments (64-66).

Dementia questionnaire for people with learn

disabilities (DLD)

The Dementia Questionnaire for People with Learning Disabilities
(DLD) (67) has been suggested as the most promising informant-
rated screening tool in most adults with ID (68). It contains 50 items
divided into eight subscales (working memory, long-term memory,
orientation, speech, practical skills, mood, activities, and behav-
ioural disturbance) and takes between 15-20 minutes to administer.
Overall inter-rater reliability is excellent (r = 0.94), but is low for the
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subscale ‘behavioural disturbance’ (r = 0.44); there is also a floor ef-
fect on more severe ID. The sensitivity and specificity for detecting
Alzheimer’s Disease (AD) in Down syndrome was 92 per cent.

Dementia scale for Down syndrome (DSDS)

The Dementia Scale for Down Syndrome (DSDS) (69) is one of four
instruments suggested by NICE for assessing severity of dementia
in people with ID (70). It is designed to detect cognitive decline in
people with ID, especially at the lower range of functioning, and
contains 60 questions divided into three categories to indicate the
stage of dementia. Behaviours (present for at least six months) are
rated as ‘present;, ‘absent, ‘not applicable’ or’ typical, with only those
marked ‘present’ contributing to the score. The scoring system is
not simple. The DSDS has a specificity of 89 per cent and a sen-
sitivity of 85 per cent in identifying dementia in people with ID.
Restrictions on its use apply but it has been used by other mental
health professionals.

Dementia Screening Questionnaire for Individuals

with Intellectual Disabilities (DSQIID)

The 53 items of the Dementia Screening Questionnaire for
Individuals with Intellectual Disabilities (DSQIID)”" cover areas
such as loss of memory, confusion, loss of skills, social withdrawal,
behavioural changes, psychological symptoms, physical symptoms,
sleep disturbance, and speech abnormalities. The questionnaire has
three parts related to the persons ‘best’ ability, behavior, or symp-
toms and comparative questions (such as ‘speaks (signs) less’ and
‘seems generally more tired’). Scores from part two and three are
added to provide a total score. The questionnaire takes 10-15 min-
utes to administer and has a fixed cut off of 20. It has excellent in-
ternal consistency (average a = 0.91), inter-rater (ICC = 0.90) and
test-retest reliability (ICC = 0.95). However, its fixed cut-off may
compromise its usefulness in people with more severe ID or ad-
vanced dementia (72).

Subject-based assessments

The opinions and views of informants and family members some-
times affect the ratings that are used in informant-based schedules.
The advantage of testing subjects directly is that assessments are
more accurate and not influenced by others’ memories and percep-
tions. For an accurate assessment the subject being tested needs to be
in a cooperative mood and able to engage with the assessor.

The Prudhoe Coghnitive Function Test (PCFT)

The Prudhoe Cognitive Function Test (65) is designed for the direct
assessment of cognitive abilities in people with Down syndrome and
is used serially to detect cognitive decline over time. It takes no more
than 45 minutes to administer, but its two shorter versions only take
10 minutes to administer and have excellent correlations (more than
0.97) with the longer version, so are preferable (73). The instrument
covers the major domains of cognitive functioning including orien-
tation, recall, language, praxis and calculation.

The PCFT has been validated against The Kaufman Brief
Intelligence Test (K-BIT) (74) and shown good correlations between
the verbal and performance sections (r = 0.85 and r = 0.78 respect-
ively)(73). Inter-rater and test-retest reliability are both excellent
(ICC = 0.99 for both) (75), but there is a floor effect in the more
intellectually disabled.

The Test for Severe Impairment (TSI)

The Test for Severe Impairment (TSI) (76) was originally designed
to assess people with severe dementia in the general population.
It has particular value for those with more severe levels of ID. The
test takes approximately 10 minutes and has no significant ceiling
or floor effect (77). It includes assessment of motor performance,
language production and comprehension, memory, conceptualiza-
tion, and general knowledge. Only eight out of the 24 items available
require the person to answer a question verbally. The test has good
internal consistency (a = 0.89) and excellent inter-rater and test-
retest reliability (rho = 0.97 and rho = 0.98 respectively). Inter-rater
and test-retest reliability are also good among those with severe ID
(rho = 0.81 and rho = 0.84 respectively) (78).

Cambridge Cognitive Examination-Down

Syndrome (CAMCOG-DS)

The Cambridge Cognitive Examination-Down Syndrome
(CAMCOG-DS) (79) is a modified version of the CAMCOG, the
neuropsychological component of the Cambridge Examination
for Mental Disorders in the Elderly (CAMDEX) (80) and has been
validated in people with Down syndrome (81, 82). CAMCOG-DS
consists of a group of neuropsychological tests covering all areas
of cognitive function that characteristically decline with the onset
of dementia. The domains assessed include orientation, language,
memory, praxis, attention/calculation, abstract thinking, and per-
ception. There are few floor effects (83). Inter-rater reliability is good
(kappa >0.8) for 91 per cent of the items and fair (kappa >0.6) for the
remaining items.

The DLD is recommended on the basis of the extent of its use and
coverage of both cognitive and behaviour symptoms. The TSI is also
recommended for its lack of ceiling and floor effects for people with
moderate and severe ID.

The promotion of positive well-being among people with ID is cru-
cial to global policies (84). It is also an indicator of the quality of
service provision and can be used as an outcome measure to evaluate
changes in service provision or to evaluate the impact of new inter-
ventions. Well-being is most commonly measured using ‘quality of
life’ assessments, but they are all subject to the same challenges as
the other measures collected in adults with ID in that they can only
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be self-reported in people with mild or moderate ID and thus rely
on proxy report which, although believed to have some merit (85),
is sometimes unreliable (86, 87). Whilst there have been attempts
to develop subjective quality of life measures specifically for people
with profound ID (e.g. Lyons et al. (88)), we have focused on those
instruments that are commonly used and have been validated.

Comprehensive Quality of Life Scale—Intellectual

Disability Form (ComQol-I15)

The Comprehensive Quality of Life Scale—Intellectual Disability
Form (ComQol-I5) (86) was designed for people with ID or some
other form of cognitive impairment. It contains both objective and
subjective measures. The subjective sub-scale is designed for the
interviewee alone or with one close friend, while the objective sub-
scale is designed to be completed by both the interviewee and a non-
disabled friend, family member, or staff member. There is also a scale
for proxy interviews (subjective interview from the primary carer).
Each objective and subjective axis comprises seven domains which
cover the quality of life components: material wellbeing, health,
productivity, intimacy, safety, place in the community, and emo-
tional wellbeing. The subjective internal consistency and test-retest
reliability are good (a = 0.81; test-retest ‘correlation’ 0.82-0.87 for
the sub-scales), but the proxy response is less reliable (86).

Quality of Life Questionnaire (QoLQ)

Similar to the ComQol-15, the Quality of Life Questionnaire (QoLQ)
(89) can be completed by the client with or without assistance or
by proxy by someone who knows the person well. It is designed to
measure self-perceived quality of life and has 40 items and four sub-
scales measuring satisfaction, competence/productivity, empower-
ment/independence, and social belonging/community. Items are
rated on a three-point scale from one (poor quality of life) to three
(good quality of life). The instrument has good internal consist-
ency (a = 0.83) and good inter-rater reliability (r = 0.83), but there
is little agreement between client and proxy measures with regard to
the empowerment/independence domain which tends to be over-
estimated by carers (87).

Personal Wellbeing Index—Intellectual Disability
(PWI-1D)

One disadvantage with the ComQol-I5 and the QoLQ is that they
cannot be used in the general population so the scores cannot be
compared with the general population. Cummins et al. (90) have
attempted to address this gap by developing the Personal Wellbeing
Index—Intellectual Disability (PWI-ID), a parallel version of the
Personal Wellbeing Index for adults in the general population (91),
but with more concretely worded questions. The tool begins with
pre-testing to determine whether the individual can reliably re-
spond to questions and understand more abstract concepts. There
are then questions on eight life domains: standard of living, personal
health, life achievement, personal relationships, personal safety,
community connectedness, future security, and spirituality/religion

(added more recently). Evidence suggests that the tool has good
internal consistency (a = 0.76) and moderate test-retest reliability
(ICC=0.57;r=0.58) (92).

EuroQol Five Dimensions Questionnaire (EQ-5D)

The EuroQol Five Dimensions Questionnaire (EQ-5D) (93) is a
widely used generic health-related quality of measure that is recom-
mended for economic evaluations that use Quality-Adjusted Life
Years (QALYs) (e.g. NICE (94)). It is a short and simple measure that
contains five items and three levels relating to mobility, self-care,
usual activities, pain/discomfort, and anxiety/depression. To date,
the EQ-5D has not been validated in people with ID, but validation
work is current being undertaken (95). In the meantime, the youth
version of the EQ-5D (EQ-5D-Y) (96) is sometimes deemed to be
more suitable for this population.

36-item Short Form Survey (SF-36)

As with the EQ-5D, the 36-item Short Form Survey (SF-36) is a
generic health-related quality of life measure that is often used for
economic evaluations in the general population (97). The survey
has eight subscales that measure: physical functioning, the effect of
physical health on work or other daily activities, bodily pain, gen-
eral health, vitality, social functioning, the effect of mental health
on work or other daily activities, and mental health. Jones et al. (98)
conducted pilot work on the SF-36 using ‘minimal adaptation’ to
make it suitable for adults with ID who were living in small commu-
nity homes. Internal consistency was good (a = 0.92) and inter-rater
reliability was moderate (r = 0.63; range 0.31-0.89).

Best buys

For subjective quality of life measures, we would recommend the
ComQol-I5, based on its extensive use, and the PW-ID where gen-
eral population comparisons are required. More work is needed to
assess the validity of informant-based measures in this population.

Lifestyle

To date, there are no validated lifestyle and health behaviour ques-
tionnaires that are suitable for people with ID. Therefore, we have
not included any scales in this section.

MULTIPLE CHOICE QUESTIONS
Questions

Please select the single most appropriate answer.

1. What is a good assessment tool to assess overall mental ill-

health in people with intellectual disabilities?

A. Mini Psychiatric Assessment Schedule for Adults with a
Developmental Disability (Mini PAS-ADD)
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B. Diagnostic Interview for Social and Communication
Disorders (DISCO)

C. Glasgow Depression Scale for people with a Learning
Disability (GSD-LD)

2. Why is it important to have standardized instruments to

measure outcomes in people with ID?

A. To enable researchers to decide on an agreed outcome that
effectively measures improvement

B. To be able to combine and compare research findings

C. To improve the skills and techniques of the assessors using
them

D. To ensure that all assessors using the same standard

E. So that observer and self-rating scales can be compared
mathematically

3. Which of the following psychometric properties are
not important when evaluating the value of self-reported
instruments?

A. Measures of internal consistency

B. Test-retest reliability

C. Content validity

D. Inter-rater reliability

E. Acceptability of instrument to those being tested

4. Why are standardized adult psychiatric rating scales

not generally suitable for assessing people with intellectual

disabilities?

A. People with intellectual disabilities have different mental
conditions from those without intellectual disabilities

B. Scales for assessing adults without intellectual disabilities
do not compensate for the difficulties in rating behaviour in
those with intellectual disabilities

C. They use different norms from those instruments developed
in assessing intellectual disabilities

D. They use language that is too complicated for those with in-
tellectual disabilities to understand

E. Standardized scales are only appropriate in a specific popula-

tion and cannot be generalized to others

5. Which self-report instrument is considered to be the most

appropriate for assessing the presence and severity of de-

mentia in those with severe intellectual disabilities

A. Cambridge Cognitive Examination (CAMCOG-DS)

B. Dementia Screening Questionnaire for Individual with
Intellectual Disability (DSQIID)

C. Dementia Questionnaire for People with Learning Disabilities
(DLD)

D. Test for Severe Impairment

E. Prudhoe Cognitive Function Test

Answers

1. A. The Mini PAS-ADD. The DISCO and GSD-LD are
to assess specific mental health disorders (autism and
depression).

2. B. Although assessors who use standardized instruments
may be technically more competent, this is not the main
reason that they are employed.

3. D. Inter-rater reliability cannot be carried out when a self-
report instrument is being developed. There is only one
person completing a self-report scale and it is not possible
for another person to rate responses.

4. E. Standardized rating scales are developed in a particular
defined population and are not suitable when outside this
specific group as they have not been applied in a different
setting.

5. D. The CAMCOG-DS, DSQIID and the DLD are all
schedules that rely on an informant. The Test for Severe
Impairment has little to no floor effect and can be adminis-
tered successfully to individuals with severe and profound
intellectual disabilities
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6
Types of Mental Disorders in People

with Intellectual Disability

Sally-Ann Cooper

Introduction

Mental disorders are common in people with intellectual disability
(ID). People with ID can experience the full range of mental dis-
orders that occur in the general population, though presentations
can differ from those found in the general population, and hence
diagnostic classification manuals have been developed specifically
for people with ID (1, 2). Additionally, people with ID experience
some mental disorders that are infrequent in the general popula-
tion, such as self-injurious behaviour, pica, and other problem be-
haviours. The aetiology of mental disorders in this population is
typically multi-factorial, though some specific causes of ID are asso-
ciated with specific types of mental disorders (‘behavioural pheno-
types’); other factors can also influence presentations of behavioural
phenotypes.

Mental disorders are not usually isolated conditions; multi-
morbidity is the norm in this population. A range of neuro-
developmental conditions tend to co-occur, for which the term
ESSENCE has been coined (Early Symptomatic Syndromes Eliciting
Neurodevelopmental Clinical Examination) (3). ESSENCE includes
major problems in motor skills, general development, speech and
language, social interaction and communication, behaviour, hyper-
activity or impulsivity, hypoactivity, inattention, sleep or feeding dif-
ficulties (3). Genetic data also increasingly supports the clustering of
neuro-developmental (including epilepsy) and mental disorders (4).
Physical health disorders and disabilities, and sensory impairments
are also common in people with ID, and important for mental health
clinicians to be aware of, as they impact on mental disorder presen-
tations and treatment decisions, and differential diagnosis is always
important to carefully consider.

Views differ as to whether or not challenging behaviours should
be considered as mental disorders. In this chapter they are con-
sidered as such. This is because they have multi-factorial aetiology
which includes biological factors (as seen in some of the behavioural
phenotypes, see Chapters 2, 3, and 23 for more detail), and are influ-
enced in their precipitation and maintenance by psychological and
social factors such as life events (5), and by their physical environ-
ments and social interactions (5). They also can remit and relapse. In

these regards they have characteristics that are very similar to other
mental disorders such as depression. Statistical investigation also
supports this approach; a study using exploratory and confirma-
tory factor analyses on two large datasets of psychopathology in
adults with mild-profound ID (n = 457; n = 274) extracted a model
of psychopathology with five factors: depressive, anxiety, cognitive
decline, psychosis, and affect dysregulation-problem behaviour (6,
7). The affect dysregulation-problem behaviour factor had good dis-
criminate validity, face validity, and predictive validity (over a five-
year follow-up period).

Prevalence and incidence

Mental disorders are more common in children and young people
with ID than in children and young people within the general popu-
lation (8). Mental disorders are also common in adults with ID (9).
This is perhaps not surprising, given the complex mix of biological
factors, psychological and social disadvantages, and additional
developmental factors that people with ID have and are exposed
to (10).

Reported rates of mental disorders in children and young people
(including problem behaviours) range from 30 per cent (11, 12) to
50 per cent (13). Robust UK private household surveys reported a
prevalence of 36 per cent in 641 children and young people (aged
5-16 years) with ID compared with 8 per cent of 17,774 children
without ID, which reveals that the children and young people
with ID accounted for 14 per cent of all children with mental
disorders (14).

The largest adult population-based prevalence study in which
each person (aged 16 years and over) was individually assessed
included 1,023 adults with ID (15). It reported a point preva-
lence of mental disorders of 40.9 per cent, or 28.3 per cent when
excluding challenging behaviours. Its methods were more robust
than previous smaller population-based studies (16-19), which
had reported rates from 14.5 per cent (excluding problem behav-
iours, attention-deficit hyperactivity disorder (ADHD), autism, de-
mentia, personality disorder, people aged 65 and over, and people
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with severe ID (16)) to 43.8 per cent (adults with moderate to pro-
found ID only (17)).

Prevalence of mental disorders in children and young people with
ID is reported to be higher than for other children and young people
for 27 out of 28 International Classification of Diseases version 10
Classification of Mental and Behavioural Disorders (ICD-10) (20)
categories (14).

Some types of mental disorders are more common in adults with
ID than in the general population, including schizophrenia (21, 22),
bipolar disorder (23), dementia (particularly in adults with Down
syndrome (24, 25), but also in people with ID not due to Down syn-
drome (26, 27)), autism (14, 28, 29), and ADHD (14). Challenging
behaviours, which do not have an obvious general population com-
parator, are also common. A population-based study of 1,023 adults
aged 16 years and over reported 22.5 per cent had challenging be-
haviours (15); 10 per cent had aggressive behaviour (including phys-
ically aggressive behaviour to others, verbally aggressive behaviour,
and destructive behaviour to property) (30)); and 5 per cent had
self-injurious behaviour (31). Depression and anxiety are common
in people with ID; maybe not more so than in the general popu-
lation (23, 32), though longitudinal studies suggest they may be
more enduring conditions in people with ID, albeit with there being
small numbers of people with ID within these longitudinal studies
(33-35).

Regarding the course of mental disorders in childhood, an
Australian cohort followed children and young people with ID, aged
4-19.5 years, over 14 years. Hyperactivity was more prominent at
younger ages and persisted for longer in children and young people
with more severe degrees of ID. Emotional disorders emerged later
in childhood (36-38). Similar findings have been reported from lon-
gitudinal studies with children in the Netherlands (39, 40).

Regarding the course of mental disorders in adults, the incidence
of mental disorders, excluding challenging behaviours, has been re-
ported to be 12.6 per cent over a two-year period; 8.3 per cent for
affective disorders, 1.7 per cent for anxiety disorders, and 1.4 per
cent for psychotic disorders (5, 22). The incidence of challenging be-
haviours is reported to be 4.6 per cent (5); 1.8 per cent specifically
for aggressive behaviour (30) and 0.6 per cent specifically for self-
injurious behaviour (31). At age 65 years or older, the standardized
incidence ratio for dementia is reported to be 4.98 (41), showing it is
much higher in adults with ID—it is even higher still in adults with
Down syndrome. Full remission of psychosis after two years was re-
ported to be only 14.3 per cent (22), for aggression it was 27.7 per
cent, and self-injury 38.2 per cent (30, 31). These findings suggest
that whilst incidences are higher than those found in the general
population, much of the current high prevalence of mental ill-health
is due to enduring disorders rather than new episodes; though the
evidence-base is limited in quantity.

Differences are found between reported rates in different studies.
These are largely accounted for by the types of mental disorders in-
cluded in the studies (particularly whether or not challenging be-
haviours and autism are included); the methods used to identify
mental disorders; the classification system used for mental dis-
orders; whether rates reported are point prevalence, period preva-
lence, or lifetime prevalence; and the population that the samples are
drawn from including their ages, level of ID, and whether the sample
is population-based or a clinical population.

Different study methodologies have different advantages. For ex-
ample, the study of 1,023 adults quoted above has the advantage of
being both population-based and that detailed mental health assess-
ments were undertaken. However, it did not have a direct general
population comparison. Scotland’s Census, 2011 provides informa-
tion on a much larger population (believed to be 97% of all Scotland’s
population) and allows direct comparison between people with ID
and the rest of the population. However, it relies on self/proxy re-
ports of mental disorders, and hence reports lower rates. It found
that 5,038/21,115 (23.9%) of adults with ID were reported to have
mental disorders compared with 224,584/4,357,930 (5.2%) of all
other adults (42).

Mental disorders experienced by people with ID typically have
multi-factorial aetiology, and this can be considered on biological,
psychological, social, and developmental dimensions; and in terms
of predisposing, precipitating, and maintaining factors. Aetiology
of mental disorders has been represented in detail graphically
across the life course by ACORNS’ (Accessible Cause-Outcome
Representation and Notation System) (43). Some of the multiple,
interacting aetiologies are transactional; and linear cause and ef-
fect directions cannot usually be inferred. Considering aetiology is
helpful in finding ways to prevent or reduce mental disorders, or to
aid recovery.

Consideration of aetiology of mental disorders is therefore similar
to that for the general population, but with additional complexity.
This includes the addition of the developmental dimension, with
parental bonding and development of attachments at early age, im-
pairments in attentional control, and communication limitations.
There are transactional effects of the person with ID and carers
(mental disorder in the person with ID affecting the carer-person
with ID interaction, and carer stress and health, in turn further af-
fecting the mental health of the person with ID; a spiralling vicious
circle can be established). Being dependent on others in daily tasks
can be restrictive upon what one can achieve and aspire to, which
may impact upon health.

Further complexity stems from people with ID having a greater
burden in all of the dimensions, such as the behavioural phenotypes
of some causes of ID; additional physical disorders and disabilities;
psychological factors associated with ID; and multiple social disad-
vantages. Abuse, neglect, or exploitation has been shown to predict
mental disorders in adults with ID. Life events are more common
for people with ID, and when they do occur they tend to be mul-
tiple, for example, the death of a parent-carer leading to multiple
changes in the person’ life and care, moving their home, and dis-
location from former environment, family friends, and occupa-
tions. Lone parent family, poor family functioning, lack of parental
educational qualifications, income poverty, and households with no
paid employment have been shown to be associated with mental
disorders in children and young people with ID. Social disadvan-
tages experienced by people with ID also include lack of paid em-
ployment, poverty of environment and recreational opportunities,
social exclusion, and experience of bullying, harassment, stigma,
and hate crimes.
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Multi-morbidity

Whilst this text book is focused on the psychiatry of ID, it is neither
possible nor desirable to consider mental disorders in isolation of
physical disorders, because physical disorders are very common, and
coexistence of mental and physical disorders is therefore typical in
people with ID. This renders assessments for mental disorders more
complex, as mental disorders, physical disorders, and drug side ef-
fects can mimic each other, and mental disorders may therefore be
misattributed. It also results in people with ID having problems with
polypharmacy, and also potential problems with disease-disease,
disease-drug, and drug-drug interactions. People with ID may not be
able to self-report drug side effects, and are reliant on others observing
these, hence pharmacovigilance is essential. Anticholinergic burden
due to polypharmacy can be an issue for people with ID, with poten-
tial negative side effects such as further impairments of cognition (44).
Physical disorders that are more common in children, young
people, and adults with ID than in the general population include
epilepsy (25% (45)), visual impairments (50%), hearing impairments
(40%), impacted cerumen, gastro-oesophageal reflux disorder (50%
(46)), dysphagia (47), constipation, diabetes, thyroid dysfunction,
osteoporosis, contractures, mobility and balance impairments, in-
juries, eczema, xerosis, obesity, heart failure, and possibly asthma
(48-51). Some physical disorders relate to the person’s underlying
cause of ID (e.g. thyroid dysfunction and Down syndrome), but life-
style and environmental factors, sub-optimal support and health
care are also important contributors. Some problems predispose to
others; for example, psychotropic drugs (prescribed to about 20%
of adults with ID (52)) can increase diabetes risk, as can obesity
which is common (53), and sedentary lifestyles, which are also more
common in people with ID than in the general population (54).

Assessment and classification; DC-LD and DM-ID2

Distinguishing between types of mental disorders, co-occurring
mental disorders, physical disorders, and drug side effects requires
careful assessment. Communication is a two-way process, and it is
important for the professional conducting the assessment to opti-
mize this, and also to adjust for hearing and visual impairments. It
is essential to involve carers in assessments, as well as the person
with ID. This may include paid carers for details on current symp-
toms, or several paid carers depending upon how well information
is shared within and across staff teams (e.g. day carers, night carers,
carers at the person’s home and in day opportunity provisions), and
family carers for the background information needed to conduct a
developmental assessment, and to ensure that state symptoms can be
distinguished from long-standing traits.

When assessing psychopathology, it is important to consider that
paid carers may spontaneously report the psychopathology that is
most challenging for them, such as aggressive behaviour. Hence
after the person with ID (if they are able to) and their carers have
described the symptoms they are experiencing, it is important
to specifically enquire about all other possible psychopathology.
Psychopathology and course of the mental disorder is classified
using standard manuals; in the general population, typically the
ICD-10 (21) is used in the UK and the Diagnostic and Statistical

Manual of Mental Disorders, fifth edition (DSM-5) (55) in the USA.
ICD-10 and DSM-5 do not provide clear categories for challen-
ging behaviours and also include some symptoms within required
symptom counts that are not experienced by people with ID due
to the developmental level of their cognitive functioning, and in
some categories require developmental history details that might no
longer be available for adults with ID. For these reasons, strict appli-
cation of ICD-10 or DSM-5 criteria under-reports mental disorders
in people with ID. Consequently, diagnostic manuals for mental
disorders have been designed specifically for use with people with
ID. DC-LD (Diagnostic Criteria for Psychiatric Disorders for Use
with Adults with Learning Disabilities/Mental Retardation) (1) was
designed to be used to complement ICD-10, and the Diagnostic
Manual-Intellectual Disability 2 (DM-ID 2) (2) was designed to in-
terpret how to apply DSM-5 criteria.

DC-LD provides three axes: 1. Severity of ID, II. Cause of ID,
and III. Psychiatric disorders. Axis III is divided into five levels: A.
Developmental disorders, B. Psychiatric illness, C. Personality dis-
orders, D. Problem behaviours, and E. Other disorders. It also pro-
vides information on behavioural phenotypes, other associated
medical conditions (ICD-10 chapters other than V), and factors
influencing health status and contact with health services (ICD-10
chapter XXI). It providesinstruction on how to use the manual and its
hierarchical approach to diagnosis, provides diagnostic approaches
to ‘organic’ disorders and behavioural phenotypes, cross-references
between DC-LD, ICD-10, and DSM; and provides additional infor-
mation on the stages of psychiatric diagnosis, and additional diag-
nostic considerations that are needed for people with ID. Further
information about the concepts and evidence behind DC-LD were
provided in a special edition of the Journal of Intellectual Disabilities
Research, in September 2003, volume 47, supplement 1.

The structure of DM-ID 2 adheres to that of DSM-5, with back-
ground information relevant to people with ID provided for each
diagnostic category, and additional tables provided to interpret the
DSM-5 criteria of use for people with ID. It additionally provides
chapters on assessment and diagnostic procedures with people with
ID, and on behavioural phenotypes. There are two versions, one
also being a textbook, providing updated information on each of
the types of mental disorders. The previous edition of DM-ID 2 was
field-tested and found to have good clinical utility (56).

Final considerations

Children, young people, and adults with ID have high rates of
mental disorders, and working with them and their carers is com-
plex, interesting, and highly rewarding. People with ID experience
considerable health and health care inequalities compared with
other people, and knowledgeable practitioners who work carefully
and empathically can make important differences in the lives of in-
dividuals and their families.
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Autism Spectrum Disorder

Mary Barrett and Traolach S. Brugha

Intellectual Disability (ID) requires an IQ below 70 associated with
impairment in two or more areas of adaptive functioning which
began in the developmental period (i.e. before 18 years of age).
Autism Spectrum Disorder (ASD) refers to the triad of impairments
described by Lorna Wing (1) encompassing differences in social
interaction, social communication, social imagination, and difficul-
ties adjusting the behavioural repertoire to the changing demands
of new social situations. Again, the importance of impairment in
functioning must be acknowledged. Both these conditions repre-
sent part of the neurodevelopmental spectrum and overlap in fea-
tures can occur. A diagnosis of ASD is therefore only appropriate in
ID practice if the features seen are out of keeping with the person’s
developmental stage.

Descriptions of individuals who appear to manifest the features of
ASD are scattered through the literature dating back centuries, for
example Victor of Aveyron (c1788--1828), a French feral child.
Descriptions by Kanner (2) and Asperger (3) heralded the start of
modern-day awareness and thinking, albeit only being brought to
wider attention and rigorous study by the efforts of Lorna Wing and
Judith Gould (4). Further important developments in understanding
were the recognition of ASD as a lifelong condition (5, 6, 7) and
awareness of the variety of its presentations, the latter reflected in
changes in classification systems, most recently with the merging of
social interaction and social communication domains in DSM-5 (8).

Terminology

The term Autism Spectrum Disorder is here used to encompass a
range of conditions including Childhood Autism, High Functioning
Autism and Asperger Syndrome and will be used here in that con-
text, albeit many patients still wish to use the terms Autism and
Asperger Syndrome, finding these labels more meaningful. A move
towards a unitary term is in line with the recent publication of DSM-
5 (8), ICD 11 still being awaited.

A further debate centres on the utility of diagnosing ‘Autistic
traits; that is, presence of certain features in the absence of a ‘full
house’ of symptoms. We often ape medicine too thoughtlessly (diag-
nosis = cause = treatment): the issue, some say, is surely to identify
what impact Autistic traits (whether or not they cross some arbitrary
diagnostic threshold) have on functioning, well-being and mental
health, and what can be done about it. For example, being unable to
express affection to the degree that it distresses the person’s partner
sufficiently to jeopardize that vital supportive relationship does
matter (and could be addressed) regardless of whether full criteria
are met. The ICD-10 (9) coding ‘Atypical Autism’ can be used for
individuals who fail to fulfil the full diagnostic criteria or the age
of onset criteria. It is argued in ICD-10 that this is a useful concept
in its own right, particularly for individuals with more significant
levels of ID who necessarily may not have the behavioural reper-
toire to demonstrate abnormalities across all domains, or who may
not have early developmental history available. In clinical practice,
it can also be a useful concept for more able individuals who experi-
ence significant impairment(s) in one or two of the core aspects of
ASD but do not meet full criteria, albeit the label can also be a cause
of frustration if it is deemed to fall below the ‘threshold’ for receipt
of Statutory Services. Clinical judgement and a discussion with the
person and their family is therefore required when any diagnostic
label is applied, as making a diagnosis that is helpful to the person,
fairly reflects their difficulties and allows them access to much
needed support are all important considerations.

Aetiology

There is increasing evidence for ASD being a familial condition but
with incomplete penetrance, with the X chromosome having the
strongest association, as well as links to 15q and 7q. In many cases,
the ‘full blown’ condition is not seen passing through the gener-
ations, rather it appears that traits will pass down the generations
and enquiry as to whether other family members display any of the
features can often prove fruitful. Alongside the genetic propensity,
the importance of environmental factors must be considered (See
Box 7.1), with researchers favouring an interaction between an early
environmental insult and a genetic predisposition. Care should be
taken when considering some of the below causations, for example
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Box 7.1 Environmental factors implicated in ASD

e Advanced parental age (M>F)
o Gestational diabetes

e Shorter gestation

e Bleeding prepartum
Maternal stress

Insufficient dietary folate pre-conception
Infections e.g. rubella, CMV
Valproic acid

Foetal alcohol syndrome
Low birth weight

Birth hypoxia

a difficult birth could be the cause of brain damage, but equally an
abnormal foetus may be more prone to a difficult birth.

Well-publicized proposed causations which have subsequently
been discredited include the ‘Refrigerator Mother’ hypothesis cham-
pioned by Bruno Bettelheim in the 1950s and 1960s, or more re-
cently the MMR vaccine. Research evidence has not supported the
efficacy of secretin treatment, or of gluten and casein-free dietary
regimes.

Prevalence

Debate continues as to whether there has been a true increase
in prevalence of ASD over time, or whether this is a product of
increasing awareness and change in diagnostic criteria. Miller et al
(10) recently re-examined the Utah child cohort (11) and found
that when DSM-IV-TR criteria were applied to the previous re-
cords, more individuals met diagnostic criteria for Autism than
at original assessment using DSM-III. One of the most reliable
sources of data in recent years is Brugha et al’s population-based
study (12) which estimated the overall prevalence of Autism
in England to be 1.1 per cent (95% CI 3-19/1000). Male gender
was only a strong predictor of Autism for those with no or Mild
ID (Adjusted OR = 8.5, 95 per cent CI 2.0-34.9; interaction with
gender, P =0.03).

Many studies have shown frequent coexistence of Autism and
ID—more commonly than is formally documented in clinical
practice—suggesting a degree of under-recognition and/or label-
ling by services. Interestingly, Miller et al (10) in the study detailed
above, found that the later diagnostic criteria better identified
cases of ASD with ID, with 84 per cent of the newly-identified
cases having intellectual impairment. Recent population-based
work by Brugha et al. (12) has found the prevalence of ASD in
adults with moderate to profound ID living in communal care
establishments to be 31 per cent and in private households to be
35.4 per cent. Clinicans should clearly be mindful of this high
degree of comorbidity whenever they assessing an individual
with ID.

Autism has not been found to be causal for ID, nor ID for Autism
and it is thought that the high rate of co-occurrance is due to both
conditions arising from a common cause (13). This notwithstanding,
Brugha et al. (12) found the prevalence of ASD to increase as IQ
decreases and particularly as verbal IQ decreases. Interestingly,

reduced verbal IQ has also been found to be strongly associated with
Autism in more able adults in the general population (14). It is also
notable that sex differences are less marked in adults with ID, with
the divide closing as IQ goes down (60% males vs 43% females with
Profound ID), likely due to increasing influence from the greater de-
gree of cognitive impairment.

Even when a full clinical diagnosis is not possible, autistic traits
are commonly seen in people with ID and important to recognize
in their own right due to the impact they have on the person’s func-
tioning as well as the adjustments needed in management strategies.
Bhaumik and colleagues (15) looked at the prevalence of autistic
traits amongst adults with ID in Leicestershire. They looked at five
different traits, namely lack of empathy, poor social interaction,
marked stereotypies, elaborate routines and minimal speech/echo-
lalia. 46.2 per cent of the population had one or more of these traits,
with lack of empathy being the most common. The study found
an association between autistic traits and severe to profound ID,
younger age, living apart from the family, use of additional medica-
tion, presence, and severity of challenging behaviour, causing phys-
ical hurt to others and hurt to the extent of needing attention and use
of constant or close supervision.

Core cognitive difficulties

In order to understand the presenting features in ASD, it is helpful to
first consider what are currently thought to be the underlying cog-
nitive difficulties, namely impaired theory of mind, lack of central
coherence, and difficulties in executive functioning.

Theory of mind

Theory of mind refers to the ability to attribute mental states
(including beliefs, intents, desires, knowledge, and pretence) to both
oneself and other people, and to understand that others have beliefs,
desires, and intentions that are different from one’s own. The most
well-known test used to demonstrate difficulties in this area is the
‘Sally Ann Test’ (16), however a note of caution must be used here,
as more able individuals with ASD can learn how to intellectually
‘pass the test’ Difficulties in this area are better demonstrated by en-
quiring how a person functions in real-life social situations, where
they are required to apply their understanding in an uncontrolled
and unrehearsed setting, noting the degree of extra effort this costs
the person.

Central coherence

Central coherence is the ability to assimilate all the information at
hand, along with using relevant prior knowledge, to see the ‘bigger
picture’ It is a necessary process to allow information to be taken
in context. Difficulties in this domain mean that people with ASD
naturally tend to focus in on minor details and think about things
in the smallest possible parts but ‘cannot see the wood for the trees’
(17). Consequently, they may miss important information or misin-
terpret situations due to failing to understand the full circumstance,
however it can also prove a useful skill, for example, the occasion-
ally seen individual with ID with an ability to draw highly detailed
and accurate scenes from memory, play a musical instrument or re-
tain detailed factual information at a much higher ability level than
would be expected by their IQ.



Executive functioning

Executive functioning is employed for activities such as sequencing,
organising and planning ahead. Lack of awareness and internal
monitoring of time and space in people with ASD can render them
less likely to think in a sequential framework and thus understand
and predict the world. As a consequence, even those who are highly
intellectually able can struggle to attend to their ‘day to day’ func-
tions such as scheduling, keeping up with household chores and
managing money, as well as more major challenges.

Clinical presentation

Core features

Each individual who meets diagnostic criteria for an ASD will
display differences across the domains of social communication,
social interaction, social imagination, and fixed repetitive behav-
iours. In turn, within each domain there a spectrum of impair-
ment (Figure 7.1) which present in different combinations in
different individuals. Generally, a person with ID is more likely
to present with those features at the more severe end of each spec-
trum domain, and more intellectually-able individuals with the
less severe features. Lorna Wing (18) described three subtypes of
social impairment which appear to correlate to different levels of
functioning. The aloof group are the most impaired, showing no
interest in social interaction aside from getting their needs met;
in addition there is usually severe impairment in or absence of
verbal and non-verbal communication. The passive group gen-
erally has a higher level of skills than the aloof group—they may
copy peers and assume everyone who speaks to them is a friend,
putting them at risk of exploitation by others. The ‘active but odd’
group demand social attention in inappropriate ways and their
physical touching and clinging can become physically aggressive
if demands are not met. They have more skills, however their be-
haviour interferes with their achievements, in addition their ap-
parent sociability and talkativeness can lead to an overestimation
of abilities and underestimation of handicaps. Volkmar et al (19)
suggested that these subtypes may be mainly related to IQ, with
the aloof group being mainly lower functioning, the passive group
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Imagination spectrum

Social
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Active but odd
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Sociable with one
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Spectrum imaginary world
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Figure 7.1 A spectrum perspective
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at an intermediate level and the active but odd group having the
highest level of functioning. However, Wing and Gould’s study in
Camberwell (4) found some individuals with Profound ID who
clearly fell into the sociable category, therefore IQ cannot be the
only factor involved.

Social interaction and social communication

The integration of these domains within DSM-5 has been helpful,
as they are clearly inter-related concepts that hard to tease out. In
line with this approach, the following differences may be commonly
observed:

Social-emotional reciprocity

e Difficulties initiating/responding appropriately to social interaction.

e Problems with two-way social conversation, particularly ‘small
talk.

* Problems recognizing/responding appropriately to social and
emotional cues from others—for example that they are upset or
bored—resulting in the person appearing rude or insensitive.

Nonverbal communicative behaviours used
for social interaction

e Difficulties with eye contact—often reduced or avoided, also
staring

e Limited/odd use of gesture and facial expression.

e Difficulty reading and understanding others’ facial expressions
and body language.

Developing, maintaining, and understanding relationships

e Difficulties in this area range from lack of interest in forming
friendships and/or relationships, through to problems making
and/or keeping them going.

e Failing to understand the social hierarchy and adjust behaviour
according to the social context (e.g. pub vs church) is common
and becomes an increasing issue with age as social expectations on
the person increase.

Social imagination and fixed, repetitive behaviours

Difficulty reading and understanding other people’s thoughts and
emotions and thus empathy problems are a likely consequence of the
differences observed in social imagination. In addition it presents
challenges in ‘thinking outside the box which can be manifest as dif-
ficulties in predicting what will or could happen next, preparing for
and coping with change or new/unfamiliar situations. Generalizing
learning from theory to practice, or between situations is difficult,
as is engaging in imaginative activities/play that is spontaneous or
requires novel creativity. More intellectually-able individuals may
have an elaborate and complex fantasy world/engage in play, but it
is likely to be set and repetitive in content, or may be directed by
others, including participating in drama.

Fixed, repetitive behaviours are often a way to help the person
make sense of the world in which they live; the need to deviate from
the planned behaviour—even in a minor way—can be a source of
extreme anxiety. Conversely, the person can gain a sense of pleasure
and satisfaction from fulfilling the behaviours; that is to say they are
egosyntonic, differentiating them from the rituals seen in Obsessive
Compulsive Disorder (OCD) which are egodystonic with the
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person feeling compelled to undertake them to ward off negative
consequences.

Activities are usually limited to one or a few circumscribed themes
which may persist or change over time, but always have the quality
of being all-consuming of the person’s interest and time. Examples
are sticking to a strict daily routine, or alternatively not planning
or organizing anything even when there is a requirement to do so,
keeping belongs arranged ‘just so, arranging objects in a set way, for
example in lines, and complex rituals with no clear practical purpose
(e.g. series of movements carried out before crossing a threshold).
Collecting objects or facts, potentially resulting in large storage
problems, is common; more able individuals may have Special
Interests which are all-consuming and ‘more than just a hobby’, for
example space, trains, tigers, history, computer coding.

Common additional features

Sensory sensitivities

Recent years have seen a growing awareness of the frequency and
importance of sensory differences in people with ASD, to the ex-
tent that they are now included in the core diagnostic features in
DSM-5. Differences can be of under (hypo) sensitivity or over
(hyper) sensitivity, in any modality. In general, individuals with
a greater degree of ID are more likely to be hyposensitive, whilst
those with normal or higher IQ levels tend to be hypersensitive,
however any combination of differences can be seen. These differ-
ences are more commonly reported in children, however, if ques-
tioned, many adults still experience difficulties, albeit they may
have learned ways to cope/mask the problem, for example, wearing
headphones when in a noisy environment or actively avoiding
situations where they know they will be exposed to the stimulus.
Table 7.1 lists common presentations of sensory differences in each
modality.

In addition to sensitivities, sensory likes and dislikes can occur,
for example sparkly lights, furry fabrics, tumble dryer vibrations,
and the smell/feel of hair. Management problems can occur if the
person vigorously pursues or avoids the stimulus, especially once
they reach teenage and adult years.

Table 7.1 Signs of sensory difference

Vision Touches everything Looking down most of time
Repeatedly moving objects Focus on detail
before eyes
Hearing Enjoying loud noises Fear of sudden sounds
Screeches, claps Dislike of
high-pitched sounds
Covering ears
Touch Likes firm pressure Clothing/shoes Personal care
High pain threshold difficult
Balance Spinning, swinging, rocking Difficulty with uneven
Lying on ledges surfaces/stairs
Fear of feet leaving ground
Smell/Taste Licking objects Restricted food choices

Dislike of certain smells
Toileting problems

May eat anything

Sleep problems

Difficulty settling, poor quality sleep, frequent awakenings, and day-
night reversal are all seen and often a major cause of stress for carers.
Establishing a consistent end of day routine and regular bedtime is
vital, along with strategies such as blackout blinds. Increasingly, con-
sideration is being given to the use of Melatonin for difficulty set-
tling, albeit this remains off-licence in the UK, aside for short term
treatment in the over-55 age group.

Dietary preferences

Marked preferences are common, with the person restricting their
food choices, for example to certain flavours (e.g. very bland or very
spicy), food types or brands; dislike of certain textures and refusal
to try new foods. This commonly requires adaptations within the
living environment, for example the person being prepared separate
meals, and in its extreme form to concerns about low BMI and mal-
nutrition. Other specifications may be foods not touching on the
plate and only using specific crockery and cutlery which no-one else
can touch.

Motor abnormalities

Repetitive movements such as hand flapping, rocking, bouncing up
and down, screeching and/or gyration are seen, most commonly
in children but also can continue in adult life particularly if there
is a situation of high emotion. The movements may have a com-
forting quality for the person, and/or be done for sensory purposes
(‘stimming’).

Comorbidities

In clinical literature and practice, ASD is commonly comorbid
with a wide range of conditions which will inevitably impact on
both its presentation and outcome; indeed, it has been stated that
comorbidity is to be expected and occurs both directly and indir-
ectly (20). To date, comorbidity has not been studied in general
population samples in adulthood, only in those who present to clin-
ical services, so the reported associations may be partly due to this
being a self-selected population.

Whatever the ability level of the individual being seen, there is the
potential for diagnostic overshadowing, with all symptoms being at-
tributed to the ASD. Clinicians must therefore remember the high
chances of comorbidity and screen thoroughly for additional con-
ditions, particularly if there has been a change in functioning/be-
haviour. The value of an initial assessment by a clinician with a wide
range of experience cannot be underestimated, particularly with the
ASD population where communication difficulties impact on the
person’s ability to understand and express their emotional state and
experience.

Conversely, a neurodevelopmental or psychiatric disorder that
does not respond to treatment as expected should lead to consider-
ation of an underlying comorbidity, including ASD.

ID

ID has been reported to influence the nature of ASD (21). Certainly
the presence of ID will make it more difficult for an individual to
learn new skills and overcome problems and in addition there may
be associated physical impairments, such as speech or sensory im-
pairments and physical disabilities, which are likely to have a multi-
plicative rather than additive effect on the ASD. These difficulties



all impact on learning and thus the presence of a ID may result in
an individual remaining ‘more autistic’ than would otherwise be the
case (22).

The level of ID should always be taken into account when consid-
ering whether suspected ASD features are significant, for example
behaviours such as rocking, jumping, and flapping of hands can
be seen during routine child development; if the person with ID is
functioning at that developmental level then the behaviour may be
judged to be in keeping with that expected for ID. When ASD is
being considered in the context of ID, the clinician should therefore
be confident the features represent ‘difference not just delay’

Other neurodevelopmental disorders

Studies have found a number of other neurodevelopmental disorders
to occur comorbidly with ASD and to show considerable overlap in
symptomatology; a review of the literature by Gillberg and Billstedt
(20) reported evidence for Attention Deficit Hyperactivity Disorder
(ADHD), DAMP and Tourette’s syndrome in children and adoles-
cents, while Wing and Shah (23) described catatonia in adolescents
and adults with ASD. Clinicians are well aware of the challenges
presented when trying to untangle the significance of overlapping
symptomatology, for example whether a tendency to social gaffes
and bluntness are due to a lack of social understanding with its ori-
gins in ASD, as opposed to the wandering attention and ‘Tack of
filter’ more likely due to ADHD. Management of dual diagnosis also
presents additional challenges, for example, treatment of ADHD
then allowing the person with ASD to pursue their routines and rit-
uals with increased focus.

Specific learning difficulties (dyslexia, dyspraxia, and dyscalculia)
all occur in clinical practice more commonly than would be ex-
pected by chance in individuals with ASD and should not be missed
due to the significant additional burden they place on the individual
trying to negotiate everyday activities, whether it be coping in the
classroom environment, filling in paperwork or even tying shoe-
laces. Conversely, consideration of the possibility of ASD may be
wise in an individual with a specific learning difficulty whose prob-
lems spread more widely, for example problems socializing with
peers or communicative misunderstandings. The practitioner needs
to be mindful however that the features of the specific learning diffi-
culty can have wider-reaching effects in their own right, for example
the slower cognitive processing speed and difficulty holding infor-
mation in working memory seen in dyslexia may impact on social
functioning, for example, keeping up with a group conversation,
particularly in a busy environment.

Psychiatric disorders including challenging behaviour

It is notable that Kanner described mood symptoms in his first re-
port of autism in 1943 (2); more recently Abramson et al’s (24) pre-
liminary study of adults identified through specialist ASD clinics
found that the rates of affective disorder may be as high as 33 per
cent. A wide range of other disorders have been reported in asso-
ciation with ASD in such settings, including schizophrenia, para-
noia, delusional disorder, catatonia, obsessive-compulsive disorder,
Tourette syndrome and anorexia nervosa (20, 25), but in clinical
practice, anxiety and mood symptoms are the most commonly en-
countered and should always be enquired about.

The relationship between ASD and personality disorder (PD) is
an interesting and under-researched one, given the commonalities
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seen, for example impaired relating to others and affective regula-
tion. Anckrsiter et al. (26) examined the impact of ASD and ADHD
on personality development and concluded that both conditions
were associated with an increased risk of PD. In clinical practice
ASD and PD are rarely diagnosed together: the reasons for this are
unclear, whether it be diagnostic overshadowing, lack of clinician
awareness, or other factors. This notwithstanding, the presence of the
combination—particularly with Emotionally Unstable or Antisocial
PD—presents a major management challenge for services, with such
individuals potentially requiring involvement from other branches
of Psychiatry such as Forensic Services.

Most studies of psychiatric illness in ASD to date have looked at
relatively high functioning individuals. It is widely acknowledged
that a different approach is needed for the detection of psychiatric
disorder in low functioning individuals, for example increased ag-
gression, irritability, self-injury, and challenging behaviour or re-
duction in communication can all indicate psychiatric illness in this
group (27).

A wide range of behavioural difficulties has been reported in asso-
ciation with ASD, including suicidal acts, hyperactivity, aggression,
temper outbursts, antisocial behaviour, unusual fantasy, preoccupa-
tion with weapons and violence, firesetting, inappropriate sexual be-
haviours, school refusal, enuresis and encopresis, elective mutism,
illicit substance use, and appetite and sleep disturbances (25).

Individuals with ASD and ID are reported to have particularly
high rates of challenging behaviour (28); aggression and self-injury
have been found to be particularly common in those with an aloof
social interactional style and low ability levels and in those with se-
vere expressive communication difficulties (29). Those with severe
ID, ASD, and little speech have been reported to develop behav-
ioural swings in adolescence consisting of periods of excitement and
overactivity alternating with apathy. These can also have a profound
impact on a persons social life, with both extremes interfering with
social interaction however, they do tend to become less intense with
age (28).

In general, behavioural difficulties have been shown to cause
a range of problems, including limiting the level of independence
achieved (22), limiting community integration and being a major
reason for institutional care (30), as well as being offputting to
others, further exacurbating problems with social relationships (28).

Studies suggest a striking similarity in psychiatric and behavioural
symptom patterns in children/adolescents and adults with ASD,
suggesting a continuity of clinical disorders across the lifespan. It
is likely that adults with ASD present for psychiatric attention more
frequently than previously recognized and some patients with re-
sistant chronic psychiatric illness may actually have an undiagnosed
ASD (31). Clinical evidence suggests that the presence of psychiatric
disorder, especially depression, may affect the long-term outcome of
ASD in its own right, with symptoms leading to social withdrawal
and oppositional/aggressive behaviour; this can interfere with com-
munity placements, impact on families, and depression has even re-
sulted in moves to institutional care (32).

Medical disorders

ASD have been associated with a wide range of medical conditions
including epilepsy, Fragile X Syndrome, Tuberous Sclerosis, un-
treated Phenylketonuria, maternal rubella infection, Rett Syndrome
and sensory impairments (4, 20, 33). Each of these conditions may
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change the presentation of ASD, influence health and mortality, and
have a lifelong impact on the individual (33). Rai et al (34), using
data from the 2007 APMS study, found epilepsy was strongly asso-
ciated with ASD (odds ratio [OR] 7.4, 95% CI 1.5-35.5). Fragile X
Syndrome has been reported in up to 10 per cent of the population
with Autism and usually occurs in association with ID and up to 25
per cent of those with Tuberous Sclerosis have Autism. People with
Rubella Syndrome are reported to become ‘less autistic’ over time
and some of the resemblence to ASD is felt to be related to sensory
impairments and the presence of severe ID.

Both visual and hearing impairments occur at higher rates than
would be expected in the general population, in particular it has
been reported that 10-20 per cent of people with autism have at
least a moderate hearing deficit (20). Awareness of these issues is
important in two respects, firstly because of the impact that they
may have on a person’s development, for example, further hindering
social interactional opportunities, and secondly because their pres-
entation may overlap with symptoms of ASD, potentially contrib-
uting to misdiagnosis (35).

Assessment and diagnosis

NICE guidelines CG128 (36) ‘Autism spectrum disorder in under
19s: recognition, referral and diagnosis’ and CG142 (37) ‘Autism
spectrum disorder in adults: diagnosis and management’ set out
current guidance and standards for the assessment process across
the lifespan and should be referred to by the reader in conjunc-
tion with this text. The importance of a comprehensive, team-based
assessment by trained professionals, assessment of developmental
status, and screening for comorbidities is highlighted in both docu-
ments. CG128 (36) and CG142 (37) fully list the elements to be
included in the assessment process for children and adults respect-
ively and should be referred to if the reader is unfamiliar with the
process.

Box 7.2 Testing for ASD in adults with moderate to severe ID

o difficulties in reciprocal social interaction including:

— limited interaction with others (e.g. being aloof, indifferent or
unusual)

— interaction to fulfil needs only
— interaction that is naive or one-sided

e lack of responsiveness to others

e little or no change in behaviour in response to different social
situations

e limited social demonstration of empathy

e rigid routines and resistance to change

o marked repetitive activities (for example, rocking and hand or finger
flapping), especially when under stress or expressing emotion.

If two or more of the above categories of behaviour are present, offer a
comprehensive assessment for autism.

© NICE (2012) Autism spectrum disorder in adults: diagnosis and management.
Available from www.nice.org.uk/Guidance/CG142. All rights reserved. Subject to
Notice of rights.

NICE guidance is prepared for the National Health Service in England. All NICE guid-
ance is subject to regular review and may be updated or withdrawn. NICE accepts no
responsibility for the use of its content in this product/publication.

Assessing ASD in ID

Assessing ASD can prove challenging at times for even the most
experienced clinicians, especially when faced with disentangling
the features from other comorbidities. The presence of ID means
that there will necessarily be developmental delay; therefore a diag-
nosis of ASD will require the clinician to be satisfied that there is
in addition developmental difference across the core domains of
social interaction, social communication, social imagination, and
fixed/repetitive behaviours that cannot be better explained by that
underlying delay.

Screening

Autism is not included in national and NHS recommendations for
screening. CG142 (37) provides some helpful pointers when testing
for possible ASD in an adult with at least moderate ID.

Diagnosis

The clinician needs to consider what adaptations need to be made
to the assessment process. Practicalities such as the location of the
assessment, suitability of the assessment room, impact of disrupting
the person’s usual routine to attend the appointment, difficulty
coping with a new situation, difficulty waiting, length of the appoint-
ment, communication difficulties, and challenging behaviours—to
name but a few—must be considered and reasonable adjustments
made. Awareness of sensory sensitivities (e.g. dislike of bright lights)
and obsessions (e.g. collecting anything plastic) can allow simple
adjustments to be made, which allow the assessment to proceed as
smoothly as possible.

Assessment should take account of all the key areas listed
above, including core and additional features, as well as common
comorbidities, risk, and capacity issues. It must include those elem-
ents relevant to both ASD and ID, for example, presence of epilepsy,
sensory impairment, challenging behavior, and communication
level including ability to communicate pain and make choices, all of
which will impact on level of functioning and outcome.

Diagnosis is usually possible on the basis of a good developmental
history and observations, using ICD-10 (9) or DSM-5 (8) criteria.
Appendix C (pp. 40-50) of CG128 (36) helpfully sets out features
suggestive of possible ASD at three different key developmental
stages in their equivalent mental ages (Preschool; Primary 5-
11 years; Secondary i.e. older than 11 years) to guide clinicians in
the context of ‘normal’ development. Clinicians assessing individ-
uals with ID may find this helpful to reference when making diag-
nostic judgements in the context of developmental delay.

In more complex cases the use of formal assessment tools should
be considered. The PDD-MRS (38) is a simple diagnostic aid which
is easy to administer and can be used to inform clinical judgement.
Structured history taking tools such as the Diagnostic Interview for
Social and Communication Disorders (DISCO) (39) and Autism
Diagnostic Interview—Revised (ADI-R) (40) which both require
a detailed interview with a parent or carer who has known the
person over their lifespan, are suitable for use in ID, as is the Autism
Diagnostic Observation Schedule 2 (ADOS-2) (41) which is a prac-
tical tool involving a series of tasks designed to elicit features of ASD
in the clinic setting and has a range of modules for different levels
of communicative ability. The DISCO, ADI-R and ADOS-2 all re-
quire specific training before the clinician is accredited in their use,
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therefore are necessarily reserved for the more complex cases, not
least because of the time-intense nature of their completion. A fur-
ther note of caution is that assessment in the clinic setting does not
necessarily represent how a person will perform in a ‘real life’ setting,
indeed the quiet and ordered setting of a clinic where engagement
takes place on a one to one basis may allow the person to perform at
a higher level than they would do as a rule. The importance of ob-
servations carried out in the person’s natural setting—or failing that
collateral information gathered from those who support the person
day to day—should not be underestimated.

One of the most challenging areas to accurately assess is that of
imaginative ability, however this is key when considering issues of
risk and capacity. A thorough developmental history can provide
useful evidence of whether the person engaged in imaginative play
as a child; checking the person’s ability to predict consequences of
actions and to cope with the unexpected (e.g. what would you do if
the bus didn’t come?) is also helpful. Tasks requiring novel creativity,
such as the ‘creating a story’ task in the ADOS assessment can pro-
vide valuable evidence of how more able individuals actually func-
tion when put ‘on the spot’

Differential diagnosis

Earlier in the chapter we discussed commonly occurring comorbid

conditions, many of which also now need to be considered here as

part of differential diagnosis. The approach here, however, is to es-

tablish whether the features seen better fit an alternative diagnostic

picture and in this instance an ASD can then be discounted.
Common differentials include the following:

ID

Abnormalities of social interaction, language development and
stereotyped behaviour can be found in some children with ID, es-
pecially those with an IQ < 50 (4), which can lead to diagnostic con-
fusion, especially in older individuals where early developmental
information is incomplete, making it difficult to ascertain whether
social and communicative abnormalities are out of keeping with de-
velopmental age (35).

Anxiety disorders

Social anxiety is an important differential, where the root of the dif-
ficulty is a fear of scrutiny, whereas in ASD the anxiety stems from
difficulty understanding the social situation.

ocCD

Is marked by recurrent obsessional thoughts or compulsive
acts: these occur in a stereotyped fashion that the person resists
finding them unpleasant and are differentiated from the rigidity and
repetitive behaviours of ASD that the person finds consoling and
prefers not to give up.

Psychosis

Odd ideas and difficult to follow trains of thought, catatonic be-
haviours, social withdrawal and apathy/self-absorption can be seen
in both Schizophrenia and ASD. A key differential is age of onset,
highlighting the importance of the early childhood developmental
history.
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PD

The pattern of pervasive difficulty engaging and interacting with
the world, abnormal maladaptive behaviour patterns that impact on
social situations and problems in occupational and social perform-
ance seen in PD can be mistaken for ASD. Deficits in non-verbal
communication described in ASD are absent in PD, not do repeti-
tive, routine bound behaviours form part of the clinical picture. Age
of onset may not be a useful differentiator, because such individ-
uals often report a difficult early upbringing with poor attachments
and social difficulties and, consequent to this, may be unable or
unwilling to provide an informant history, making differentiating
the two conditions challenging.

ADHD

Attention and concentration difficulties along with impulse control
problems all can lead to social difficulties, with the person failing to
pick up social cues, follow the thread of conversation, and make in-
appropriate comments. This can lead to social isolation from peers,
which further compounds the problem.

It is vital that the needs of adults with a dual diagnosis of ID and
ASD are recognized and appropriately managed, both because of the
complexity of their presentation and also because it is likely there
will be heightened vulnerability and risk.

CG142 (37) and CG170 (42) provide guidance on management
of ASD in adults and children respectively and should be referred
to by the reader. In addition, the reader is referred to two recently
published specialist ID texts: “The Frith Prescribing Guidelines for
People with Intellectual Disabilities’ (43), Chapter 10, reviews the
evidence base around medication and provides practical advice on
prescribing for ASD in association with ID, and ‘Clinical Topics in
Disorders of Intellectual Development (44) in Chapters 10 and 11
detail the research and evidence base around pharmacological and
psychological strategies in ASD respectively. The focus here will be
more on the practicalities of day to day issues for the person with ID
and ASD.

Social interventions

This is the key management domain, forming the basis of the
person’s support system and often the ‘make or break’ factor when
crises occur. Appropriate education, training, or work is important
for providing structure, routine, and meaningful activity: support to
obtain and maintain this is usually required.

Suitable accommodation (location, resident mix, noise levels, etc)
with the right level of support is key to maximizing the person’s in-
dependence. Social support and networks need to be put in place,
if not already present, with opportunities to engage in activities in
the wider community. For more able individuals, opportunity to en-
gage with others through a club or society in line with their special
interest may open doors to friendship and satisfying occupation.

Understanding the value of money and wider financial manage-
ment such as budgeting may require ongoing support and guidance,
while vulnerability to exploitation must be monitored in individ-
uals who are managing their own money. Support may be needed
to obtain benefits, with traditional assessment methods failing to
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highlight the hidden needs of those with ASD, for example the need
for repeated prompting to follow a daily routine to get out of the
house in the morning.

Carer support is vital to prevent burnout and crises, including as-
sessment of entitlement to benefits and often access to respite and
suitable activities or occupation for the person. CG142 highlights
the importance of offering both an assessment to carers in their own
right and offering/signposting them to appropriate help, support,
and training. Respite care should be considered to allow a break for
family carers, and may also provide the opportunity to gently start
transitioning out of the family home.

Within the UK, the growing awareness of ASD through lobbying
has led to legislation requiring services to adapt how they support
people with ASD. The Disability Discrimination Act 1995, Autism
Act 2009, Adult Autism Strategy 2014, and recently published
Statutory Guidance (45) are of particular relevance here. Within the
UK NHS local authority social services departments and planning
and commissioning teams are the local NHS lead for supporting
adults with ASD, however any care provided is subject to the same
access to care eligibility rules that apply to disability in any indi-
vidual seeking support from services.

The language of ‘Reasonable Adjustments’ is becoming more
widespread, from simple measures such as offering early appoint-
ments to avoid waiting, through cinemas offering autism friendly
screenings and on to environments being designed in an ‘Autism
friendly’ way (e.g. plain walls and low lighting). A key area of dif-
ficulty for people with ASD highlighted in the literature is coping
with transitions between life stages (46). Problems such as loneli-
ness and communication difficulties can compound the challenge
of negotiating life experiences such as puberty, the menopause and
old age in this group (33). Due to the difficulties people with ASD
experience around change it is essential to plan transitions further
in advance than typically would be the case, whatever the develop-
mental stage (46). The transition period of 16 to 25 years of age is a
high-risk period for mental disorders in the general population and
the risks are further increased in people with developmental disabil-
ities. A particular stressor noted at this time is the move from edu-
cation to adult services and the related life changes this brings (47).

Psychological interventions

Use of psychological interventions in people with ASD has grown
over the years but unfortunately the evidence base remains limited;
most studies focus on children with normal IQ, with adults and those
with ID receiving limited attention. Reitzel et al in Woodbury-Smith
(Ed) (44) summarize the current evidence base for well-known tech-
niques such as Applied Behaviour Analysis (ABA), and Cognitive
Behaviour Therapy (CBT) in ASD, and www.researchautism.net is
a good up to date source for evidence of what works (and also what
does not work).

The literature also contains reports of interventions in individ-
uals with ASD plus ID including anxiety management, relaxation,
and desensitization, as well as individual psychotherapy for higher-
functioning individuals for insight-related understanding, low
mood, anxiety, and obsessive-compulsive symptoms (48). The need
to modify the content and delivery of therapy such as CBT is widely
acknowledged in ID, and also now in ASD, for example using ‘Easy
Read’ formats, shorter sessions incorporating breaks, simplifying
language, and regularly checking understanding.

Functional analysis of challenging behaviour is highlighted as an
integral part of ASD assessment in adults (37), with guidance on
psychosocial approaches to its management as first line. Simple
strategies widely used in clinical practice include providing clear
structure and boundaries, use of timetables and communication
support systems.

Social Stories™ (49) are a further technique worthy of consider-
ation, helping individuals to understand a social situation and act
appropriately. Again, the evidence base is primarily in children with
ASD, in some cases with associated ID, however recent work has
started to look at the role of the technique in adults with ID (50).

Pharmacological interventions

It is important to begin this section by acknowledging the clear lack
of RCT-based evidence for the risk-benefit of pharmacological treat-
ments that have been tested in the non-ID, non-ASD adult popula-
tion. Therefore recommendations are necessarily based on collective
clinical experience, rather than the levels of evidence demanded in
the general population. Given this, it is vital that the practitioner
always considers how to prescribe as safely as possible and also re-
mains in dialogue with patients, carers, and colleagues to ensure they
are engaging in shared clinical decision-making and not working in
isolation.

Useful key principles whenever medication is considered in this
population are (i) assess mental capacity and follow the best inter-
ests process if found to lack capacity, (ii) use medication as a last
resort, when other techniques have failed/proved insufficient, (iii)
obtain baseline parameters before commencing, both any necessary
physical monitoring and also recording of the targeted symptoms,
(iv) use only in conjunction with other approaches, for example,
psychological treatment, (v) apply a ‘start low and go slow’ dosage
regime, closely monitoring for side effects and (vi) monitor and re-
view regularly, including considering dose reduction/withdrawal at
each meeting.

NICE guidance for both children and adults deems the role of
medication to be in the treatment of associated diagnoses, such as
depression, and should not be used for the core features described
above. Barrett and Bradley in (43) discuss the current evidence base
for individual medications, which again is limited for this popula-
tion, highlighting the pragmatics of management of this challenging
patient population, including the difficulties of limited communi-
cation and understanding of emotional states. In day to day clinical
practice, melatonin for sleep latency, SSRIs for mood and anxiety
and in some cases low-dose risperidone (Or increasingly certain
other antipsychotics e.g. Aripirazole) for agitation and aggressive
behaviour most commonly form the mainstay of the psychotropic
treatment armoury. It should be noted that due to lack of trial data to
date, much of prescribing practice is done off-licence and based on
best clinical consensus among practitioners specializing in this area;
however, the importance of using medication to support effective
management of ASD-associated anxiety in this patient population
should not be underestimated.

There has been relatively little work on the drug treatment of psy-
chiatric disturbance in adults with ASD, with or without ID. Drug
treatment tends to play a central role in managing psychotic and af-
fective disorders (33) and there is some evidence for the efficacy of
antidepressants, including SSRIs, in heightening mood in depression.
In addition, beta blockers have been shown to help with panic attacks
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in some individuals (51). More recently there has been growing
interest in treating ADHD in ASD, with some evidence emerging for
the use of Immediate Release (IR) methylphenidate, although cau-
tion should be exerted as there is a higher reported incidence of side
effects and lower rate of efficacy than in the general population (see
Elvins and Green in 44). The interplay of ASD and ADHD should
also be considered here—once ASD is treated the person may be in a
better position to engage in social interaction and learn more skills in
this area, however on the flip side they may develop better focus on
their obsessions and actually appear ‘more autistic’ as a consequence.

Capacity and risk issues

The impact of ASD on a person’s ability to make everyday decisions—
as well as more complex judgements—should not be underesti-
mated. When ID with its limited cognitive reserve is added into the
mix, the difficulties are further compounded. Careful assessment
of both the person’s theoretical understanding and also their ability
to translate this into ‘real life’ situations is equally essential for any
clinician faced with such a dilemma. Box 7.3 highlights some of the
common difficulties encountered in everyday clinical practice and
management suggestions:

Box 7.3 Capacity and risk issues in ASD

e Level of understanding
— Assumptions cannot be made from the person's general ability
level or performance in other situations
— A specific assessment of the situation in question must be made
e Predicting consequences of actions
— The person may struggle to think of alternatives outside a known—
and potentially pre-rehearsed—set of circumstances
— Support to think through the possible alternatives may be required
e Translating theory into practice
— Understanding a situation on paper is different to experiencing it
in ‘real life" where unexpected occurrences and unplanned inter-
actions may occur
— Assessment of the person in ‘real life’ situations may be required to
fully determine capacity
e Problem solving
— The ability to ‘think outside the box’ may be challenging due to
the above issues
— In addition, problems prioritizing and focusing on the whole task
at hand (rather than certain minor details) may occur
— Specific support and teaching may be needed to help with
these issues
e Decision-making ability
— This may be impacted by the above factors, as well as others such
as anxiety levels
— Time, support and specific teaching may be required
e Vulnerability and risk
— The person may be naive to others’ social intentions or alterna-
tively prioritize the need for social approval over any potential
risks to himself/herself
— Formal assessment of risk and capacity may therefore be needed
— The person may be unaware of the needs/sensibilities of others
and pursue their own interests to the detriment of others
— Social skills training and use of Social Stories™ may be helpful
— Again, assessment of risk and capacity may be required if the
person is placing others/or his/herself at risk as a consequence of
the behaviour
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Prognosis

There have been few studies to date looking specifically at the course
of ASD over time and the work done has been based on clinic popu-
lations: a group whom, by virtue of their being in need of specialist
services, are more likely to have a greater level of impairment. Rutter
etal (52) conducted a five to 15 year follow up study of 63 children with
amean IQ of 62 and a diagnosis of ‘infantile psychosis. Seventeen per
cent achieved a good level of adaptation, a further 17 per cent showed
fair adaptation while 64 per cent had an outcome was classed as poor
to very poor. Two key factors were predictive of a good outcome in
adulthood, namely higher IQ and the presence of spoken language at
age five. More recent work by Howlin et al (53) has found that individ-
uals with a childhood performance IQ of 70 and above had a signifi-
cantly better outcome than those with an IQ below 70, however within
the normal IQ range outcome was very variable and neither verbal nor
performance IQ proved to be consistent prognostic indicators.

Looking next at the course of the core triad of impairments in
ASD over time,Rutter et al (52) found that most subjects showed
some decrease in features and increase in flexibility over time, but
social impairment, in particular, tended to persist. Rumsey et al.
(54) reported a similar picture. More recently, Beadle-Brown et al.
(55) reported on the Camberwell Cohort 25 years on; repetitive be-
haviours, steretypies, and insistence on sameness all improved with
time, however social impairment was ongoing. Shattuck et al. (56)
conducted a prospective study which echoed these findings, but also
reported improvements in verbal communication in 51 per cent
of those with speech. The scenario of an individual who becomes
‘less autistic’ over time is recognized in clinical practice: often due
to the person learning strategies to manage and mask their difficul-
ties, which latterly may only manifest at times of particular stress.
In contrast, other individuals are seen whose difficulties become
more marked over time: here the consequence of increasing social
demands exceeding the person’s limited capacities.

Puberty is a particularly significant time in development for people
with ASD and often the most difficult stage of life for the individual
to negotiate (13). The onset of puberty is not usually delayed (18) and
many of the physical and psychological changes of adolescence will af-
fect the person’s social and interpersonal behaviour (28). There may be
an increased self-awareness, bringing with it a desire for independence
and a reluctance to accept authority, although manifestations in people
with ASD may be odd or unexpected (28). In individuals with limited
abilities, feelings of frustration may result in a return to former behav-
ioural problems such as temper tantrums and aggressive outbursts but
these are now more difficult to manage as the individual is older and
stronger. A further major difficulty for adolescents with ASD is that
as they mature, like their counterparts without ASD, they tend to lose
interest in childhood activities, however unlike their peers they may
not have the skills to develop new interests or to occupy themselves
constructively, increasing the chances of inappropriate behaviours. The
concerns of adolescence are reported to continue long into adult life for
people with ASD, compounded by the fact that adults tend to look and
behave much younger than their years, however increasing age eventu-
ally brings with it calmer and more appropriate behaviour (18).

Moving on to cognitive abilities, adolescence brings a mixed pic-
ture with some children making major gains but slightly more re-
ported to undergo significant developmental losses (35).
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The move into adulthood tends to be characterized by a slowing
down in the capacity to learn, but this needs to be taken in the con-
text of difficulties with transferring skills and the need to develop
new attachments (33). Studies have shown that a subgroup of indi-
viduals with ASD will show a decline in intellectual ability during
or after adolescence and that these individuals usually have low
IQ (13).

Opverall it appears that long term outcome in ASD is to a great
extent dependent on the persons innate cognitive, linguistic, and
social abilities; in addition, outcome can be improved by the pres-
ence of additional skills and interests to assist in a person’s social
integration (27). On a related note, the onset of epilepsy during pu-
berty may be a poor prognostic sign, possibly through an impact on
social adaptation, but this is not such a clear indicator (13).

One particularly under-researched area is that of the effects
of maturation and ageing in autism and little is known about the
function and development of people with autism as they reach
old age (13). To date there have been no longitudinal studies fol-
lowing people through into old age, however a study looking at
the prevalence of ASD in the elderly population with ID found
no decline in the 65-plus age group compared to a control
group aged 20 to 64, suggesting that autism is likely to persist
throughout life (57).

Case study 1

Bill is a 68-year-old man with mild ID living with his elderly
mother. He and his mother support each other and attend bingo
with a neighbour twice a week at the local community centre. Bill
was not known to health or social care services until his mother
fell ill and was taken into hospital. The neighbour becomes con-
cerned when Bill starts attending the bingo sessions in an agitated
and dishevelled state and contacts Bill's GP, who makes a referral to
the mental health team.

Bill is seen by his local mental health team. He makes poor eye
contact and talks at length about the numbers he likes on the bingo
cards. He is very anxious about coming to the clinic, complains
that the lights are too bright and insists he needs to leave after 25
minutes to get home in time to watch his usual TV programme
schedule.

He accepts a worker visiting him at home the next day. Bill shows
the worker his considerable collection of bingo cards and memora-
bilia. He then stands rocking on the spot and humming to himself.
The worker finds that Bill has run out of fresh food and milk and has
not been shopping as ‘Mum always told me not to go out on my own.
He has not changed his clothes or had a shower in the last week as
‘Mum always reminds me to do it.

The worker, in discussion with Bill's mother, arranges a package of
care to support him with activities of daily living. The allocated carer
reports Bill is uncooperative with personal care and becomes agi-
tated when asked to help with household chores. The mental health
worker has developed a good rapport with Bill, so visits to try and
assess the problem. Bill says that the carer arrives late and ‘doesn’t
understand the routine’ and this makes him stressed. The worker
spends time with Bill and the carer talking through Bill’s usual pat-
tern of activities and the need to stick to time. Two weeks later Bill
is engaging well with his support, attends bingo in good spirits and
tells his neighbour “Things are good’

Case study 2

Anne is 18 and has moderate ID and ASD. She is in her last year at
school and plans to move to the local college to study life skills. At
the start of the last term at school she becomes increasingly anxious
and starts hitting and biting her hand. She also pushes another pupil
over and hits her teacher when he intervenes. She is also unsettled at
home and her parents report she is not sleeping or eating as well as
usual and sometimes becomes tearful.

Anne is referred to the ID psychiatry team and is allocated a
psychiatrist and a nurse. The nurse observes Anne at school and
home and notices there have been a number of changes in the staff
team at school. She also observes that Anne is more unsettled in the
busy communal areas. The nurse works with the school to establish
a consistent staff team for Anne and advises them on her sensory
difficulties. The nurse also attends the transition planning meetings,
looking at how to prepare Anne for the move to college, and seeks
help from the ID team speech therapist to create accessible informa-
tion about the move for Anne.

The psychiatrist meets with Anne and her parents, with the nurse
present, to discuss the concerns around mood, anxiety, and behav-
iour and it is noticed that the problems are usually worse just before
Anne’s menstrual period. Anne goes to see the GP for review of her
menstrual cycle and also a general health check to rule out any other
underlying physical issues.

Despite all these interventions, Anne continues to display chal-
lenging behaviour, tearfulness, and sleep disturbance and the ID
team suspect underlying depression and anxiety. A trial of an SSRI is
agreed under best interests principles. After some initial irritability,
Anne shows a steady improvement and within three months is back
to her usual self. She attends all the end of term activities without any
problem and is looking forward to starting college in the autumn.

MULTIPLE CHOICE QUESTIONS
Questions
Please select the single most appropriate answer

1. Which one of these statements is correct regarding the core

cognitive difficulties in ASD?

A. People with ASD have strong central coherence

B. Theory of mind refers to the ability to attribute mental states
to self and others

C. The Sally Ann test is good for demonstrating theory of mind
difficulties in people with ASD of all ability levels

D. People with ASD find it easy to keep track of the passage
of time

E. Special skills (sometimes referred to as ‘savant’) do not occur
in people with ASD who also have ID

2. With regard to mental health and behaviour in people with

ASD, which one of these statements is correct?

A. Psychiatric disorders are less common in people with ASD
compared to the general population

B. Mood symptoms are rarely seen in ASD

C. Anxiety in ASD is based in a fear of scrutiny by others

D. Anxiety should be considered as an underlying cause for
aggression in ASD



E. ASD is less common in people with Down syndrome
(Trisomy 21)

3. When carrying out an assessment of ASD, which one of the

following is correct?

A. Diagnosis can be made on the basis of a good historical
account

B. The detailed schedules recommended in clinical practice, for
example, DISCO, ADI-R are not suitable for assessing ASD
in a person with ID

C. Informant history and observation of the person are both
required for assessment

D. When assessing the person, reasonable adjustments can not
be made as this will invalidate the findings

E. The DISCO, ADI-R or similar schedule must be used for all
assessments

4. When considering sensory differences in ASD, which one of

the following is correct?

A. People with ASD plus ID are more likely to be oversensitive
to sensory stimuli than those with ASD and normal range/
high IQ

. Are uncommon in ASD

. Usually disappear by adulthood

. Spinning and rocking can indicate balance hypersensitivity

. Are included in the core DSM-5 diagnostic criteria

i mggoOw

. Management and outcome
Please select the single most appropriate answer.

A. Pharmacological treatment is not recommended for the core
features of ASD

B. There is a strong evidence base for psychological treatment
in adults with ASD

C. Social support needs are likely to reduce during times of
transition

D. ‘Reasonable adjustments’ to support attendance for treat-
ment are good practice but not recognized in law

E. IQis not an important predictor of outcome

Answers

1. A. People with ASD have weak central coherence, tending
to focus on the detail, rather than seeing the picture ‘as a
whole’

B. Correct

C. More able people with ASD can ‘learn to pass the test intel-
lectually, despite still having profound underlying difficulties
with perspective taking

D. Time is an abstract concept and its passing is therefore diffi-
cult for people for ASD to naturally process

E. Special skills can occur in people with ASD who are within
the ID range, usually those with mild ID and less commonly
in those with moderate ID

2. A. Psychiatric disorders are more common in the ASD
population.
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. Mood symptoms are common and should always be asked

about, albeit the person may have difficulty understanding
and articulating their mood state. A change in behaviour
could indicate an altered mood state.

. This refers clinically to social anxiety. People with ASD with

some insight into their difficulties may however worry about
getting things wrong in a social situation.

. Correct.

E. ASD is more common in people with Down syndrome but
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can be missed due to public perception of the Down syn-
drome personality as ‘happy go lucky’ and sociable.

. A. This is important but insufficient—the clinician also needs

to ascertain current functional difficulties and have observa-
tional evidence to corroborate the history.

. These schedules are all valid for assessing ASD in people

with ID.

. Correct

. Reasonable adjustments should be made to allow the person

maximum chance to participate. These adjustments should
be noted in the assessment report, and any potential impact
on the process considered in the diagnostic discussion and
formulation, for example, use of an interpreter when as-
sessing social communication.

. These are detailed, gold-standard tools which can be used to

support clinical judgement in complex cases, but may not be
required—or practicable—in all cases.

. A. As a general rule, people with ID and ASD are more likely

to be undersensitive, but equally some such individuals are
oversensitive in one or more modalities, or there may be a
mix of the two.

. Sensory differences are common and may be missed unless

specifically considered during assessment. Behavioural reac-
tions may be linked to a sensory stimulus.

. Sensory differences often persist into adulthood; more able

adults may find ways of masking the impact of these, for ex-
ample, wearing headphones to cut out background noise.

. These can indicate balance undersensitivity.

. Correct

. A. Correct

. There is very little evidence for either psychological or

pharmacological treatment in adults with ASD and much of
the evidence used is extrapolated from studies in children.

. Transition is a time of increased change and stress, so sup-

port needs are likely to increase.

. The Equality Act (2010) has made it a legal requirement for

organizations to make reasonable adjustments, if an indi-
vidual declares that they have a disability.

. IQ and presence of spoken language by age 5 are both im-

portant factors in predicting outcome.
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Introduction

Attention Deficit Hyperactivity Disorder (ADHD) is a common
condition and its clinical significance has long been established in
the paediatric population. More recently it has been acknowledged
that, in a large proportion of cases, ADHD symptomatology per-
sists into adulthood, causing significant impairment (1-2). The
association between ADHD and intellectual disability (ID) is well
established (3-7), however, partially due to the difficulties in ap-
plying established rating scales in this population, it is only recently
that recognition and management of the condition in individuals
with an ID, especially when considering adults, has attracted clin-
ical and academic attention (6-8). The validity of the diagnosis of
ADHD in individuals with ID has thus been the focus of research
(5-7). Similarly, the co-existence of ADHD and autism spectrum
disorders, as well as other psychiatric comorbidities, has been exten-
sively studied (5, 9--11). It has been established that children, and
adults, with ID are more likely to have ADHD and the combination
may be associated with a poorer prognosis overall (12-13).

Epidemiology

It is difficult to be exact about how frequently ADHD occurs in
individuals with ID. Prevalence rates of ADHD in both children
and adults with ID vary; a number of factors contribute to this
finding. Variance in ADHD rates in the general population can
be explained by differences in operational criteria and the cut-off
points of symptoms, for example, full syndromal ADHD vs. par-
tial remission. When considering adult epidemiology, uncertainty
about the diagnostic criteria of ADHD beyond childhood and ado-
lescence remains problematic. The current classification systems
offer very limited guidance on making this diagnosis in the adult
population with ID [14, 15]. In addition to the factors contributing

to the general variability of ADHD prevalence, differences in diag-
nostic criteria and cut off points of intellectual functioning used to
establish a diagnosis of ID, along with other methodological differ-
ences between studies, compound the variance. There exists little
guidance about diagnosing ADHD in children and adults with an
ID. A significant attempt to bridge this gap has been made in the
United Kingdom by establishing diagnostic criteria for a range
of mental disorders, including ADHD, as presented in individ-
uals with ID, namely the DC-LD: Diagnostic Criteria Learning
Disabilities (16).

In the general paediatric population a prevalence of ADHD be-
tween 4-5 per cent is often quoted. This prevalence rate has been
found to be eight-fold increased in children with ID (17). In a longi-
tudinal study of ADHD in children, with and without ID, ADHD was
found to be over three times as prevalent in the ID group compared
to the non-ID children (12). A further study, utilizing a screening
tool for neurodevelopmental-neuropsychiatric disorders, the five to
fifteen questionnaire, found approximately 50 per cent of children
with mild ID had clinically relevant diagnosis of ADHD (8). One
US study suggested that, at the very least, 15 per cent of children
with severe and profound levels of ID may meet diagnostic criteria
for ADHD, even when mental age has been taken into account (18).

In adults epidemiological studies are limited. A meta-analysis,
regarding the persistence of ADHD into adulthood, in the general
population, established a prevalence of 4.5 per cent. (19) A further
meta-analysis showed the persistence of ADHD from childhood
into adulthood to be 15 per cent, 65 per cent when partial residual
symptoms were taken into account (20).

When considering adults with ID prevalence rates of 15% for
ADHD are commonly quoted. A study of a modest sample of adults
with ID, with varying degrees of severity, quoted an ADHD posi-
tive rate of 16.9% (21). Prevalence rates are significantly higher, ex-
ceeding 50%, from studies, which only measure target symptoms,
such as hyperactivity, poor concentration and impulsivity. (18)
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Assessment and diagnosis

Validity of ADHD diagnosis in intellectual disabilities

The validity of the diagnosis of ADHD in children and adults has
been established (2). The clinical presentation of ADHD in people
with an ID is less well established and diagnostic disagreement
amongst clinicians is common (22). Although mental health prob-
lems in general often have an atypical presentation in individuals
with ID, the clinical presentation of ADHD is actually similar across
individuals with different intellectual levels in childhood. This holds
true for individuals with high IQ (23) and children with an ID. (24)
It has been demonstrated that children with ID and ADHD show
a characteristic pattern of symptoms, similar to those observed in
children without ID diagnosed with the disorder (24). Additionally,
no statistically significant difference has been found in the presenta-
tion of DSM-IV symptoms of ADHD in children with ID, compared
with children without ID (10). Furthermore, a case control study
established a negative linear relationship between ADHD symp-
toms and IQ in adolescents with mild ID (25). Neither the profiles of
ADHD symptoms, nor the comorbidity with emotional and behav-
ioural problems, differed according to the presence of ID.

There is evidence that children with ID and ADHD exhibit the
characteristic symptoms of ADHD, such as poor selective attention
(26), oft-task behaviour and fidgeting, when compared to their ID
peers without ADHD symptoms (27). An analysis of data of three
samples of children with ID found a small, but significant, negative
association of mental age and ADHD symptom ratings. These find-
ings supported the diagnosis of ADHD in children with ID (28).
A study comparing two groups of children, ID and non-ID, who met
criteria for ADHD at age five, found that there was no significant dif-
ference in the number of inattentive, hyperactive/impulsive or total
ADHD symptoms endorsed (13).

A study examining the clinical presentation, developmental
course and functional impairment of adolescents with ID, compared
to a group without ID, found similar presentations of ADHD in the
two groups (4), thus further supporting the validity of ADHD diag-
nosis in children with ID group.

Comorbidities

Conditions associated with ADHD include mental illnesses, for ex-
ample, mood disorders, as well as substance use disorders and per-
sonality disorders in addition to other developmental disorders,
including autism (5). Both ADHD and ID are independently asso-
ciated with increased lifelong rates of psychiatric morbidity, for ex-
ample, adults with ID have increased rates of schizophrenia (29),
and adults with ADHD experience higher rates of affective, anxiety,
and substance use disorders (30). The fact that neurodevelopmental
disorders tend to cluster together is also well established. The avail-
able data indicates that the co-occurrence of ID and ADHD further
increases the risk of other psychiatric morbidity, particularly behav-
ioural disorders. When compared to peers with ADHD and normal
intellectual ability, children with ADHD and ID have similar, if not
increased, risk for persistence of ADHD from childhood into ado-
lescence (31). Additionally, comorbid anxiety disorder is found
more often in this group, and they are more likely to have more re-
strictive educational placements (32). The comorbidity of ADHD
and ID is associated with challenging behaviour; a cross sectional

study found increased rates of oppositional defiant disorder in chil-
dren with both conditions (33). A study following up 51 people with
ADHD and moderate to borderline ID found that many continued
to have behavioural problems, and take prescribed medication, at 1
to 5 years follow-up (34). A study of medication for disruptive be-
haviour in children with ID also reported high rates of comorbid
ADHD (32).

Diagnostic evaluation

The diagnostic evaluation of ADHD symptoms is based on both
cognitive and behavioural symptoms. Both these categories of
symptoms are often present in individuals with ID without ADHD.
This is not surprising, given that ID is often accompanied by deficits
in attention and executive functioning; these abilities are highly cor-
related with intelligence. It is known that in childhood a decreasing
IQ is associated with a reduced capacity for impulse control and an
increase in mental health problems (12, 13). Some evidence exists of
anegative correlation of IQ with ADHD symptoms severity in adults
across the intellectual ability range (28, 35).

A comprehensive diagnostic evaluation is based on detailed his-
tory, including developmental history, and mental state examination.
The former aims to establish a childhood diagnosis of ADHD and,
where appropriate, the persistence of symptoms and impairment
into adulthood. The accuracy and utility of historical information is
increased by gathering both written and oral information from mul-
tiple sources. It is greatly assisted by educational records, previous
health records and psychiatric and behavioural history. The mental
state examination may be unremarkable or may reveal symptoms of
inattention, hyperactivity and/or impulsivity. This should be com-
plimented by symptom and impairment rating scales, of both child-
hood and adulthood. In cases where doubt still exists a structured
diagnostic interview may be necessary to reach a diagnostic con-
clusion. Neuropsychology may be of some value in the diagnostic
assessment process. This is more likely to be in its contribution to
the formulation of symptomatic and impairment dimensions for the
individual affected.

Studies have shown individuals with ID and comorbid ADHD
exhibit more severe neuropsychological deficits in comparison
to those who have ADHD without ID, particularly with regard to
executive impairment (36-38). Other studies, which have focused
more directly on aspects of attention, including selective and sus-
tained, suggest that the combined effects of ADHD and ID have a
greater detriment on these domains than either condition alone
(39-41). A study of adults with ADHD found that general intellec-
tual functioning has a substantial effect on attentional and response
inhibition functioning. The effect was greater in ADHD/ID patients
compared with ADHD/non-ID. Moreover, this effect remained sig-
nificant when the analysis specifically controlled for the contribu-
tion of intelligence (35).

Treatment and management

With regards to the context of management, although treat-
ment should be tailored to the individual’s needs, multiagency-
multidisciplinary involvement is typically necessary. The general
principle of the management of individuals with ADHD and ID
starts with the collection of detailed information concerning the
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nature and outcome of previous interventions. Outpatient treatment
is the norm, although in some complex cases inpatient assessment
and treatment may be necessary; some rare cases may, perhaps, ne-
cessitate use of the legal framework of the Mental Health Act, if the
legal criteria for its use are met.

With regards to specific treatment approaches, NICE guidelines
provide detailed guidance for the management of ADHD in chil-
dren and adults in the general population. Although no specific
guidance exists some references are made within the NICE guide-
lines to people with ID (42). Whilst the clinical team may combine
treatment modalities, only one treatment should be introduced at
a time, so that its implementation and effectiveness/safety can be
evaluated.

Pharmacological

There is some evidence that ADHD can be successfully treated
with medication in individuals, mainly children, with ID (43-44).
A recent literature review recognized that the majority of the ID re-
search focuses on children with ADHD. It found, although ADHD
medication can be helpful, response rates are lower and adverse side
effects increased in individuals with ID/ADHD comorbidity (45).
Medication used includes stimulants, for example, methylphenidate
and dexamfetamine, and non-stimulants, including atomoxetine
and risperidone.

Similar to ADHD in the general population, methylphenidate is
considered an efficacious treatment for both cognitive and behav-
ioural symptoms in ADHD in people with ID. A randomized con-
trolled trial (RCT), conducted in children, suggests methylphenidate
performs favourably compared with placebo in terms of symptom
improvement. Typical side effects, seen in the general population,
were observed (46). There is limited research examining ADHD
treatment outcome in adults with ID. One retrospective study of
patients treated with stimulants in a clinic specializing in develop-
mental disabilities has shown good results (47).

A meta-analysis has shown thatamphetamine, prescribed either as
the D-isomer (dexamfetamine) or as a mixture of L- and D-isomers
(mixed amphetamine salts), has been shown to be moderately more
effective than methylphenidate in the treatment of ADHD in chil-
dren and adolescents (48). When considering its efficacy in people
with ID and comorbid ADHD, however, a RCT studying 15 children
with ADHD and ID or Fragile X Syndrome found this treatment
had no significant effect on symptoms compared to placebo. The
amphetamine was also associated with increased reports of adverse
effects, predominantly mood lability and irritability (49).

In terms of non-stimulant medication, atomoxetine is a noradren-
aline reuptake inhibitor which, according to NICE guidelines, is the
recommended second line treatment for ADHD. Studies regarding
atomoxetine use in children, or adults, with ID and ADHD, are
lacking. A review of studies of the use of this treatment in young
people with developmental disabilities, predominantly focused
on individuals with comorbid autism spectrum disorder (ASD)
and ADHD, found improvement in symptoms overall but, as with
stimulants, adverse effects were reported more commonly (50).
Until there exists RCTs in children, or adults, with ID and ADHD
for atomoxetine, its use as a treatment in this population lacks sup-
portive research based data.

It is estimated that just under one-third of people with ID are pre-
scribed antipsychotic medication; this is commonly for psychiatric

disorders or challenging behaviours such as aggression and self-
injury (51). A prescribing survey, conducted in the USA, reported
far greater rates of antipsychotic prescribing compared to stimu-
lants in children with intellectual and developmental disabilities
(52). Risperidone is an atypical antipsychotic drug that has been
associated with greater reductions in ADHD symptoms than me-
thylphenidate in children with ADHD and ID. A four-week, single-
blind, parallel-group trial in this group showed that risperidone
was associated with greater reductions in ADHD symptoms. Of
note there was a significant weight reduction in the methylphen-
idate group and a weight gain in the risperidone cohort (53). There
exists a poverty of randomized controlled trials investigating the
efficacy of risperidone for the treatment of ADHD in individuals
with ID (54).

The fact that available clinical evidence is mostly based on small,
open-label trials or retrospective studies is an obstacle in developing
specific guidelines for the pharmacological management of ADHD
in this population. Good quality, independent research is required
to determine the efficacy and safety of pharmacological treatments
of ADHD in people with ID. The comorbidities present in people
with ID represent a further diagnostic challenge and may influence
both the types of treatment offered and its efficacy.

Psychosocial interventions

Psychosocial interventions are recommended by NICE either as a
first line treatment in children or an adjunct to pharmacotherapy in
adults. In some cases, for example, patient expressed preference or
unacceptable risk of side effects, psychosocial interventions may be
considered first line treatment for adults.

A wide range of approaches have been used for the treatment of
ADHD in the general population. These mainly focus on behavioural
therapy, psychoeducation, cognitive behavioural therapy (CBT) and
coaching approaches. In terms of their therapeutic targets they com-
monly include anger management, social skills training, and anxiety
management. Most of these interventions are delivered in a group or
individual setting.

Although research evidence is largely limited to management
of children and adolescents some evidence relating to the effect-
iveness of psychosocial interventions in adults, but not specifically
with ID, exists (55). Such approaches, appropriately modified, may
be suitable for application in people with ID. Current UK guid-
ance supports the efforts of mainstream psychological services, for
example Improving Access to Psychological Therapies (IAPT), to
make ‘reasonable adjustments’ to accommodate the therapeutic
needs of people with ID (56).Whilst mainstream (generic mental
health or specialist ADHD) services should be considered, where
appropriate, there is still a role for specialist ID, community based
services in the management of those individuals with comorbid
ADHD and ID. This option should be considered when it is felt that
despite reasonable adjustments use of mainstream services would
not be adequate to meet the person’s needs. This is typical in cases
where systemic ID specific issues form part of the management plan
and are not available in mainstream services. For example, when
working with the wider educational or residential network is con-
sidered necessary. In this context, positive behavioural support
teams often have a role in the symptom modification and support
of individuals with ADHD and ID and their families/care network
(57-58).
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Although psychosocial interventions are available for adults with
ADHD, there is a poverty of research evidence regarding these treat-
ments for the population of adults with co-existing ID (59-60).

Although it has become increasingly established that ADHD symp-
toms often persist into adulthood, it remains true that the severity of
symptoms, and associated impairment, tend to improve over time.
This, in part, is unrelated to treatment and attributed to a combin-
ation of brain and psychosocial maturation processes. People with
ID have a poorer prognosis when they present with mental health
problems in general (61). In the case of ADHD, people with ID may
present with a decreased ability to develop coping strategies because
of their cognitive deficits; as a result ADHD symptoms may manifest
more severely and persist longer. This is supported by a longitudinal,
case control study, and cross sectional analysis, which concluded that
ADHD persistence into adulthood is related to lower IQ (31, 62).

Regarding ADHD symptom trajectory within childhood a study
observed similar changes in both ID and non-ID children with
ADHD. In both groups, hyperactive/impulsive symptoms decreased
significantly from age 5-8 years, while inattentive symptoms re-
mained relatively stable (12).

However, a retrospective study based on informant-rated
symptom scales, looking at the trajectory of symptoms from child-
hood into adulthood, found that the improvement of symptoms in
adulthood was less pronounced in the ADHD/ID group compared
to the ADHD/non ID group (35). This indicates that, not only do
people with ID may have more severe symptoms but these symp-
toms show a lower tendency to improve over time when compared
with non-ID peers.

Case study 1

Kate is a 20-year-old woman with mild ID and a history of having
had a traumatic childhood, where she had lived in a variety of in-
stitutions from her early adolescence, following a number of short-
lived foster placements. This was due to aggressive and disruptive
behaviour. In her late teenage years she was placed in a secure ac-
commodation, following an incident during which she set a fire,
in the context of an impulsive reaction to being bullied. She was
prescribed antipsychotic medication and when she became 18 she
was admitted to an adult ID secure unit. She was offered, and to
an extent engaged in, a wide range of psychosocial interventions,
including social skills training, anger and anxiety management, and
psychoeducation around fire setting. During this period a diagnosis
of ADHD and emerging emotionally unstable personality disorder
(borderline subtype), were made. Treatment with stimulant medica-
tion was started. This was followed by a significant decrease in her
impulsivity, improved adherence to psychological treatments and
a dramatic reduction of behavioural disorder. Although the direct
stimulant effect is likely to have exerted a therapeutic effect, it is
also possible that the diagnostic formulation itself (and associated
care plan) played a role in her own behaviour and the professionals’
responses to it.

Case study 2

Henry is a 19-year-old man with a moderate ID and severe autism.
Disruptive behaviour at school, and later college, triggered a referral
to the ID psychiatry team. Careful collateral history taking, from
his parents and school, combined with behavioural observations in
both settings, provided evidence of extreme hyperactivity/impul-
sivity together with life-long inattention. It is likely that the autism
was deemed an exclusionary criterion, and the severity of his im-
pairment due to autism and the ID had overshadowed the symptoms
of ADHD in childhood, thus impeding diagnosis. The prescription
of a stimulant medication was followed by a modest, but noticeable,
improvement in his hyperactivity and attention span, with a conse-
quent increased ability to sustain his attendance at educational and
therapeutic activities at college. The monitoring of physiological side
effects, blood pressure, and pulse, on a regular basis presented a chal-
lenge. The implementation of a sensory programme, and incorpor-
ation of the vital signs monitoring in this programme, allowed for
better cooperation and facilitated the continuation of treatment.

Clinical implications

Current research findings support the notion that individuals with
ADHD and ID face ‘double vulnerability’; they experience both
the deficits imposed by ADHD and those associated with ID (63).
People with ID are at increased risk for ADHD and they may ex-
perience a greater symptom severity than non-ID individuals with
the condition. Moreover, it is likely that the course of the disorder
will be longer, and more persistent, and associated with increased
impairment.

Despite these findings ADHD is underdiagnosed in both children
and adults with ID. There is a risk that hyperactivity and inattentive
behaviour are automatically attributed to ID, through the process
of ‘diagnostic overshadowing, rather than the co-existing problems
in need of targeted intervention. Identification of the contribution
of ADHD and any comorbidities to the overall impairment is im-
portant as ADHD symptoms can be managed, with both pharma-
cological and non-pharmacological treatments, leading to everyday
life improvement. With regards to pharmacotherapy and psycho-
social interventions, more outcome research is required, specifically
in people with ID.

It is clinically important to consider a diagnosis of ADHD in indi-
viduals with ID when the relevant symptoms are present. This is be-
cause ADHD is commoner amongst people with ID than the general
population, is associated with challenging and potentially offending
behaviour, carries a high risk of psychiatric comorbidity, is a source
of financial burden and stress to families, but is a potentially treat-
able condition.

e ADHD is more prevalent in both children and adults with ID.
e Diagnostic overshadowing is a barrier to effective diagnosis and
treatment of individuals with an ID and ADHD symptoms.



CHAPTER 8 Attention Deficit Hyperactivity Disorder (ADHD) in People with Intellectual Disability 79

o Although atypical presentation is possible, the clinical symptom-
atology of ADHD is similar in individuals across different intel-
lectual abilities. Individuals with ADHD and ID have a decreased
ability to develop coping strategies, and ADHD symptoms can be
more severe and persist longer.

e Pharmacological treatment may be helpful for individuals with
comorbid ADHD/ID, however, response rates may be low and ad-
verse side effects increased.

e Psychosocial interventions have a significant role in management
of individuals with ADHD/ID, especially in the event of lack of
response, or sensitivity, to medication.

e More research evidence is needed for both pharmacological
and psychosocial interventions, specifically within the ID
population.

MULTIPLE CHOICE QUESTIONS
Questions

Please select the single most appropriate answer.

1. What are the approximate prevalence rates of ADHD in
non-ID adults and ADHD in ID adults?

A. Non-ID—15-65 per cent ID—50 per cent

B. Non-ID—4.5 per cent ID—50 per cent

C. Non-ID—4.5 per cent ID—15 per cent

D. Non-ID—4.5 per cent ID—50 per cent

E. Non-ID—15-65 per cent ID—15 per cent

2. ADHD in non-ID individuals is typically associated with

which co-morbid conditions?

A. Schizophrenia and anxiety

B. Anxiety disorders, affective disorders, and substance misuse

C. Behavioural disturbances and eating disorders

D. Schizophrenia, behavioural disturbances, and affective
disorders

E. Substance misuse and schizophrenia

3. Which of the following medications are classed as
stimulants?

. Atomoxetine and risperidone

. Methylphenidate and risperidone

. Methylphenidate and clonidine

. Methylphenidate, dexamphetamine, lisdexamfetamine
Atomoxetine, dexamphetamine and lisdexamfetamine

Which of the following statements is false?

. Individuals with comorbid ADHD/ID are more likely to
have restrictive educational placements

B. Prognosis for individuals with comorbid ADHD/ID is better
than their non-ID peers

. Stimulants can be used in the treatment of ADHD in ID

. Co-morbid ADHD/ID has a greater detriment on selective
and sustained attention than either condition alone

E. Individuals with ADHD/ID comorbidity have less pro-

nounced improvement of symptoms in adulthood compared

to their ADHD/non ID peers

>E mOUOWR
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Which of the following statements is true?
. ADHD cannot be diagnosed in individuals with a severe ID
. Presentation of ADHD symptoms varies significantly ac-
cording to the level of IQ of the individual
C. Stimulant medication is not helpful in individuals with
comorbid ADHD/ID
D. The LD-DC does not provide diagnostic criteria for ADHD
E. Untreated ADHD in individuals with an ID is associ-
ated with challenging behaviour, family financial burden
and stress

eI

Answers

1. C. Prevalence rates of comorbid ADHD/ID in children
are significantly higher when compared to the non-ID
paediatric population. This heightened risk extends into
adulthood with individuals with comorbid ADHD/ID
occurring at least 3 times more frequently compared to
non-ID peers.

2. B.Individuals with adult ADHD in the general population
are at increased risk of developing comorbid anxiety, sub-
stance misuse, affective disorders, and personality disorders;
this is also applicable to adults with comorbid ADHD/ID.
Intellectual disability additionally carries the increased risk
of schizophrenia and behavioural disturbance; these are not
as commonly found in non-ID adults with ADHD. The best
answer from the options is, therefore, B.

3. D. Only methylphenidate, dexamfetamine and
lisdexamfetamine are stimulant medications. Risperidone is
an antipsychotic medication, atomoxetine a noradrenaline
reuptake inhibitor, and clonidine is an alpha-2 adrenergic
receptor agonist.

4. B. Whilst adult ADHD is an established condition in the
general population for individuals with comorbid ADHD/
ID the symptoms are found to be more severe and perva-
sive. Severity of adult ADHD symptoms is correlated with
decreasing IQ, likely related to difficulties in the development
of strategies to manage symptoms in those with cognitive
deficits.

5. E. Despite individuals with comorbid ID/ADHD carrying
the risk of more severe and pervasive symptoms treat-
ment can be effective. Untreated ADHD in individuals
with ID is associated with psycho-social inequality
including challenging behaviour and family financial
burden and stress.
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Dementia and Other Disorders

Associated with Ageing in People
with Intellectual Disability

Andre Strydom, Karen Dodd, Nwamaka Uchendu, and Suzanne Wilson

Ageing in individuals with Intellectual disabilities

In keeping with improvements in medical and social care, people
with intellectual disabilities now have a substantially increased mean
life-expectancy compared to the earlier part of the twentieth century
(1). Itis predicted that over a third of this growing and ageing popu-
lation will be over 50 years of age by 2020 (2), and 40 per cent of
those with Down syndrome in the UK are now aged 40 and older (3).
However, while individuals with mild intellectual disability have life
expectancies approaching those of the general population, people
with more severe intellectual disabilities continue to die at relatively
young ages (4).

Older people with intellectual disabilities may develop age-related
problems at a younger age and at a higher rate than their peers in the
general population because of syndrome-specific conditions in add-
ition to exposure to the same age-related risks as the general popula-
tion (5). The causes for health problems are likely multi-factorial and
in addition to genetic factors in some individuals, social factors such
as poor housing, diet, and a sedentary lifestyle are also implicated
(5). Furthermore, people with intellectual disabilities continue to
have difficulties accessing equitable healthcare, and are more likely
to have treatable conditions undiagnosed (6, 7).

The prevalence of cataracts and visual problems, hearing prob-
lems, diabetes, and musculoskeletal conditions increases with age in
those with intellectual disabilities and impacts on pre-existing func-
tional impairments. Rates of cardiovascular diseases on the other
hand are similar or possibly lower to those in the general population
(5, 7) and rates of smoking and alcohol use were lower than in the
general population in a recent European survey of older individuals
with intellectual disabilities (8). Clinical recognition of all health
conditions can be complicated by atypical presentations influenced
by poorly managed pain, sensory impairments, mental health prob-
lems, and side effects of medication.

All those working with adults with intellectual disability should
therefore be aware of their needs related to the ageing process and
also be aware of current recommendations and developments

concerning maximizing access to health care and treatment. Person-
centred support that is responsive to needs that change with age and
any progressive illnesses, the quality of family and other support,
communication needs, life events including any history of trauma
and abuse, and suitability of the home environment are all important
considerations when providing health and social care for older indi-
viduals with intellectual disabilities (9).

Epidemiology of dementia in older people

with intellectual disability

Dementia is defined as a chronic, progressive brain disorder which
particularly affects higher cortical functions such as memory, lan-
guage, and orientation and is associated with considerable mor-
bidity and mortality (10). Age is a strong risk factor, and dementia
rates are therefore expected to increase with improved life expect-
ancy in people with intellectual disabilities.

Alzheimer’s pathology is probably universal in older individuals
with Down syndrome (trisomy of chromosome 21) due to their
having three copies of the amyloid precursor protein (APP) gene
resulting in overproduction of the toxic amyloid-p, which eventu-
ally forms amyloid plaques (11). The consequence is that dementia is
exceptionally common in older adults with Down syndrome, with a
sharp increase in prevalence rates between ages 40 and 60, from less
than 10 per cent by age 49 to more than 30 per cent by age 60 (10).
Prevalence rates are however likely to underestimate overall risk
because dementia is now a common cause of death in people with
Down syndrome (12), and the cumulative incidence for Alzheimer’s
dementia in people with Down syndrome has been estimated to be
more than 90 per cent by age 65 (13).

Though less common than in individuals with Down syn-
drome, increased rates for dementia have also been found in
other elderly people with intellectual disability in the UK (14,
15). Dementia prevalence was estimated to be approximately 13
per cent among people with intellectual disabilities aged 60 and
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older, and 18 per cent among those aged 65 and older. Alzheimer’s
disease was the most common type of dementia found and three
times more common than comparable general older adult popu-
lation rates, with a prevalence of 12 per cent (7.1-18.5%) among
those aged 65 and older. Other dementia subtypes such as Lewy
body and fronto-temporal dementias can also be identified in in-
dividuals with intellectual disabilities (15). Incidence rates were
also found to be increased compared with those in the general
population (16).

Assessment of dementia

Assessment of dementia in people with intellectual disabilities is
complex, and requires the clinician to undertake 3 functions: 1)
gather a detailed clinical history; 2) establish that the person has
had a change in function from a known baseline; and 3) undertake
a differential diagnosis and exclude other conditions or issues that
may mimic dementia (9). People with intellectual disabilities cannot
be assessed using mainstream norm-based assessment tools such as
the mini-mental state examination (MMSE) as they assume the pre-
morbid level of functioning to have been within the average range
(17). To overcome this, the functioning of each person with an intel-
lectual disability must preferably be compared to their own baseline
level taken when the person was healthy (18). It is therefore sug-
gested that baseline assessments for people with Down syndrome
should be in place before the onset of decline (9), which often occurs
after 35 years of age (19).

Assessing people with intellectual disabilities for dementia re-
quires specialist skills and expertise and should therefore preferably
take place within specialist intellectual disability services or clinics
rather than in mainstream services (9). A dementia care pathway
which identifies the sequence of events required from referral and
the professionals who are required to undertake the steps in the pro-
cess may be useful (20). Careful consideration should be given to
where assessments are carried out to maximize performance and in-
clusion of the person with intellectual disabilities and to minimize
anxiety and distress. This should include how the assessment pro-
cess is explained to the person and consent obtained (9).

Assessment process

The assessment process should include:

o File review and systematic history gathering from the person and
key people who support them who have known the person for
a significant time. This will include an exploration of the nature
of the presenting issues, medical and mental health history, and
psycho-social issues. Establishing a significant change in cogni-
tive abilities such as memory and day-to-day functioning is an im-
portant aspect of dementia diagnosis.

Mental state examination, to exclude other mental disorders such
as depression—which may include use of specific measures to aid
diagnosis (21-23).

Evaluation of memory and other cognitive functions: although
there is currently no agreed battery of assessments, direct cog-
nitive testing with the person using tools suitable for individuals
with intellectual disabilities is recommended wherever possible,

to aid diagnosis and demonstrate change over time. Information
can also be gathered from informants using standardized ques-
tionnaires to elicit changes in memory functioning and other cog-
nitive abilities (24-29).

e Physical examination and investigations to exclude other causes
of decline (such as hypothyroidism in individuals with Down syn-
drome) is essential. This should include cardiovascular, endocrine,
and neurological investigations and, optionally, neuroimaging,
electroencephalograms, and electrocardiograms (9).

e Environmental assessment including suitability of the physical
and social environment, staffing levels, and competencies, as well
as of the current support package.

Only once causes of decline other than dementia have been excluded
can a formulation and diagnosis of dementia be made. Sequential as-
sessment will usually be required to establish change in function and
cognitive abilities, and its underlying causes. Under certain circum-
stances it may be possible to establish the diagnosis from a single as-
sessment when there is good historical data and a very clear clinical
picture.

Dementia criteria and diagnosis

Early diagnosis helps to ensure that people get the right treat-
ment and support and an adequate plan is made for their future.
Several diagnostic systems are currently in use. The International
Statistical Classification of Diseases and Related Health Problems
(ICD)-10 criteria include decline in memory, together with de-
cline in other cognitive abilities such as organization, judgement
and information processing and decline of emotional control and
social behaviour such as emotional lability and apathy; all present
for at least six months (30). The ICD-10 was modified in 2001 by
the Royal College of Psychiatrists for use with people with intel-
lectual disabilities (31), but will soon be replaced by the ICD-11
criteria.

The Diagnostic and Statistical Manual (DSM) system is an alter-
native to ICD-10 criteria, currently in its fifth version (DSM-5) (32).
The previous version (DSM-IV-TR) was found to be more inclusive
than ICD-10 or DC-LD when used in individuals with intellectual
disability (15). Although both ICD10 and DSMIV-TR criteria were
found to be reliable, predictive validity were less good when used
in individuals with more severe intellectual disability and sensory
deficits than in the general population (16).

The DSM-5 has renamed dementia as ‘major neuro-cognitive
disorder’ (major NCD) and there is recognition of early cognitive
change using new diagnostic criteria for ‘mild NCD’ Diagnosis
of dementia is based on presence of significant (major NCD) or
modest deficit (mild NCD) in one or more of the following six
domains—complex attention such as sustained attention and infor-
mation processing speed; executive function such as planning and
decision-making; learning and memory such as semantic and auto-
biographical long-term memory; language such as object naming
and fluency; and perceptual-motor function such as visual percep-
tion and social cognition. Additionally for major NCD symptoms
are sufficient to affect functional ability, and other mental disorders
need to be considered (33).
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Dementia subtypes

Diagnosis of dementia is followed by investigation of potential
causes to assign a subtype. Common subtypes include Alzheimer’s
disease, frontotemporal dementia, dementia with Lewy bodies, and
vascular dementia.

An area of future research being considered is the use of bio-
markers for earlier diagnosis and subtyping. This could have im-
portant implications for treatment and prevention.

Sharing the diagnosis

Careful consideration needs to be given on how to share any diag-
noses with the person and their families and /or staft support (20).
The patient has a right to know their diagnosis but explaining the
diagnosis and care plan can be difficult given cognitive difficulties,
hence the need to use appropriate communication tools, and plan it
carefully. It may be particularly difficult to share dementia diagnoses
with individuals with severe impairments.

Pharmacological management

Pharmacological management is part of a range of interventions avail-
able to meet the needs of a person with intellectual disability and de-
mentia. In dementia there is degeneration of nerve cells in the brain
with resulting loss of neurotransmitters. The neurotransmitter acetyl-
choline that plays a role in information processing and consolidation
in the brain is particularly affected in Alzheimer’s disease (34). Anti-
dementia medication with the exception of memantine prevents the
breakdown of acetylcholine by blocking the action of acetylcholin-
esterase or butylcholinesterase (34). Existing medications do not
cure Alzheimer’s disease and cannot significantly affect the patho-
logical process, however symptoms are alleviated and the early stages
of clinical progression can be slowed. Medication is mainly used in
Alzheimer’s disease however improvements have also been seen in
other types of dementia, particularly Lewy body dementia.

Available evidence for the use of medication in dementia is from
research in the general population. There is no conclusive result
from studies in people with intellectual disability (35-37) however
there could be initial improvement in global functioning in people
with Down syndrome and dementia (38). Acetylcholinesterase in-
hibitors include donepezil, galantamine, and rivastigmine, (39,
40). They are used for mild to moderate stages of dementia. Side
effects may include unwanted dose-related cholinergic effects and
include: nausea, vomiting, hallucinations, sleep disturbance, dizzi-
ness, and agitation. Acetylcholinesterase inhibitors are well tolerated
in individuals with Down syndrome, though lower doses may be
required (38).

Memantine is a glutamate receptor antagonist, which is approved
in the UK for use in moderate Alzheimer’s dementia in patients
who are unable to take acetylcholinesterase inhibitors and in se-
vere disease. Side effects include constipation, headache, dizzi-
ness, and hypertension. Memantine was found not to be beneficial
in a trial for the treatment of dementia in older adults with Down
syndrome (35).

Medication for dementia in individuals with intellectual disabil-
ities is to be initiated by specialists. Once started, treatment should
be carefully monitored to assess benefit in relation to side effects.
Medication may need to be stopped when tolerability decreases as
dementia progresses. Combination of acetylcholinesterase inhibitor
and memantine is not recommended.

Non-pharmacological and behaviour

management approaches

Non-pharmacological management of dementia or possible de-
mentia should commence immediately after diagnosis (see Box
9.1). All interventions should be individualized and focused on
supporting the person to live well and maintain their skills and
interests as the dementia progresses (9). Interventions and support
may be undertaken directly with the person, or through the family
or staff who support the person. A social model holds that people
with dementia are further disabled by the way they are treated or
excluded from society (39). Caregivers should therefore be sup-
ported to understand that symptoms associated with dementia is
not the fault of the individual and encouraged to focus support on
remaining skills as well as on compensating for functional impair-
ments. Ensuring that the psychosocial environment is supportive
and providing professionals, families and staff with a person-centred
philosophy of care ensures that the person is understood and re-
sponded to appropriately (41).

It is also essential that families and staff understand that dementia
is a progressive disease. This means that the person’s functional abil-
ities and therefore their care needs will be constantly changing. As

Box 9.1 Non-pharmacological approaches for each stage
of dementia

Early stages of dementia

e Support should be aimed at retaining abilities through prompts, aids,
and simplification of routines and activities, for example, picture
timetables to stay oriented in time, place and person

e Alife story book with photos may improve communication, self-
esteem, and help to delivering person-centred care while assisting
with reminiscence (41).

e Cognitive and functional skills can be maintained through ongoing
engagement in regular activities, for example, continuing attendance
at day centres

e Cognitive stimulation and reminiscence therapy could be adapted
for use in individuals with ID (42)

Later stages of dementia

e Preserve elements of abilities and functioning for as long as possible

e Over time memories 'roll back’ and activities and objects from earlier
parts of life become prominent. Families and staff need to then use
reassurance and distraction rather than challenge the person’s beliefs
to avoid distress

e Ensure complications such as dysphagia, falls due to mobility issues
are monitored and prevented

e Manage additional physical health issues, for example, chest infec-
tions and seizures as they occur (43).

e Asthe dementia advances towards end of life, the focus on health and
supportive care becomes more prominent, but even at this stage fam-
ilies and staff should interact with the person throughout the day (44).
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the person’s cognitive and functional abilities decline, the level of
support will need to be adapted to enable the person to continue to
live well with dementia (20). Ongoing training and support for fam-
ilies and staff is essential so that they can adapt their approach as the
dementia progresses (20, 41).

Management of behavioural problems associated

with dementia

In those presenting with behavioural issues, management should
begin with a review of the person’s physical and mental health needs
(including pain) and a medication review to eliminate treatable
causes. Positive behaviour support approaches (or applied behav-
iour analysis) is recommended as the first line approach to guide
the prevention, understanding, and management of behaviours in
people with dementia. This approach places the emphasis on pro-
active and preventative approaches rather than reactive strategies.
This will include simplifying activities/skills, ensuring that people
are not stressed by being asked to do things above their current level
of capability and enhancing functioning as far as possible (39, 41,
42). The behaviour should be viewed as a form of communication,
and often only simple solutions are needed to resolve or manage
problems (42).

Psychotropic medications have a very limited role as a last re-
sort when the risk from symptoms such as agitation or psychosis
is assessed as high, or causing significant distress. Treatment with
an anti-psychotic drug may be offered, as long as target symptoms
are identified and monitored and treatment is time limited (9). In
general, starting doses should be low, and increased slowly (38).
Carbamazepine or Valproate can be used for significant mood fluc-
tuations (34). People with Lewy body dementia may be more sus-
ceptible to side effects of antipsychotic medication.

Environmental issues

A ‘dementia-enabled’ physical environment refers to the adaptations
that need to be made to meet the needs of individuals with dementia.
Noise and disturbance should be reduced while maintaining suitable
stimulation. Routines should be predictable and familiarity of the
environment is advantageous. Safety is an important consideration
to avoid falls and other accidents, and facilities such as bathrooms
should be clearly signposted with pictures, while toilets and furni-
ture should contrast with the background colour to aid those with
visual problems. Many individuals with dementia tend to wander;
safe wandering can be encouraged using uncluttered corridors in the
building and circular paths in a garden (45).

Course and prognosis

Understanding the progression of dementia and its consequences
offers an important framework for understanding and appropri-
ately responding to a person’s experience and to inform adequate
provision of care and support (9); (Boxes 9.1 and 9.2). In the early
stages of dementia, there are subtle changes in level of function, cog-
nition, behaviour and mood (46, 47). In the middle stages, there is

more pronounced decline in cognitive domains along with severe
impairment in functional abilities, and increasing severity of be-
havioural and psychiatric symptoms such as personality changes,
disinhibition, apathy or agitation, wandering, sleep problems, and
occasionally hallucinations or delusions (48). In late stage, there is
worsening of above difficulties, problems with eating and drinking
and increasing incontinence, myoclonus, or seizures (particularly in
individuals with Down syndrome), increased risk of infections, dif-
ficulties with mobility, and the person may become bed-ridden and
need 24-hour support.

End of life care

Knowing the prognosis in dementia is important in facilitating good
end of life care (52). Generic breaking-bad-news models do not
meet the needs of an individual with intellectual disability and diag-
nostic information may need to be broken down and communicated
over time appropriate to the person’s current framework of know-
ledge, and understanding (52).

Good practice requires working with the individual with de-
mentia, their families and carers to ensure that all those involved
understand the diagnosis and the associated decisions, issues, and
care needs from the time of diagnosis onwards (41). Decision-
making capacity issues, and dealing with these within the Mental
Capacity Act 2005, need to be considered as the dementia progresses.
Wherever possible, the person’s views about current and future care

Box 9.2 Common health conditions associated with advancing

dementia in people with intellectual disability

Epilepsy—occurs frequently in people with Down syndrome and de-
mentia, and onset of seizures in older age should trigger assessment
for dementia. Seizures are commonly myoclonic or tonic-clonic types
and can be a presenting symptom in this population in contrast with
the general population where it tends to occur in late stages of de-
mentia. Sodium valproate, topiramate, or lamotrigine can be used to
manage seizures associated with dementia in Down syndrome (49).

Pain—poor recognition and treatment of pain is common in this popu-
lation for a variety of factors including diagnostic overshadowing
and staff attitude to behaviours that challenge (50).

Sleep disorders—reversal of sleep-wake cycle is typical in dementia
(9) and can be associated with challenging behaviour, respiratory
disease such as sleep apnoea (a common comorbidity in Down
syndrome), sensory impairments, psychiatric conditions and use of
some types of psychotropic medication (47). Management involves
understanding the problem, offering appropriate intervention and
monitoring progress.

Depression is common in people with dementia including those with
intellectual disabilities, and can be treated with antidepressants.

Gastrointestinal disorders—Dementia is associated with dysphagia and
swallowing difficulties and active screening for swallowing difficulties
is indicated to avoid aspiration pneumonia. If dysphagia develops,
input from a speech and language therapist is required to assess risk
and develop eating guidelines that may include a soft food diet and
thickening of liquids to prevent aspiration. Percutaneous Endoscopic
Gastrostomy (PEG) feeding was not found to improve outcomes in
dementia (51).

Infections—People with dementia have higher rates of infection and any
sudden change in presentation should prompt assessment particu-
larly for urinary tract or respiratory infections.
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should be established before their illness progresses, including how
and where they will be supported at the end of life and when dying.
In discussion with the person, their family and carers, consideration
needs to be given to the person’s preference with respect to use of
invasive treatments in the advanced stages of dementia, future man-
agement of financial affairs, and the making of a will, and funeral
arrangements. This can be summarized in an advanced care ‘When
I Die’ document (9).

People with intellectual disabilities still underuse palliative care
services and may not receive effective and coordinated end of life
care (53). Joint and informed working and training in palliative care
across services is beneficial to both the individual and staff (52).

Palliative and end of life care should aim to support quality of life,
addressing psychological and physical needs, as well as social, cul-
tural, and spiritual needs in addition to symptom management (54,
55). Areas that may require particular attention towards the end of
the person’s life include eating and drinking, pain relief, and posture.
Essential services need to be available at all times within the care
setting so that unnecessary hospital admissions can be avoided (55).
When best interest decisions about resuscitation are required these
should be formulated in partnership with palliative care services.

e Older adults with intellectual disabilities face obstacles in ac-
cessing health services.

e Some health problems (such as hearing problems, cataracts, and
diabetes) are more common than in the ageing general population

e Individuals with Down syndrome are all potentially at risk for
Alzheimer’s disease due to triplication of the amyloid precursor
gene on chromosome 21. Dementia prevalence and incidence is
also more common in individuals with intellectual disability com-
pared to the general population

e Baseline ability assessments by age 35 are recommended in in-
dividuals with Down syndrome. Comprehensive assessments
(including consideration of health comorbidities and social fac-
tors) are necessary to aid the clinician in eliminating other causes
of decline

e Management of dementia should take a person-centred and
holistic approach. Polypharmacy should be avoided and non-
pharmacological management should involve both the individual
and their carers and family members

o All staff working with older adults with intellectual disabil-
ities must be aware of important issues relevant to ageing and
end-of-life care.

MULTIPLE CHOICE QUESTIONS
Questions
Please select the single most appropriate answer.

1. The point prevalence for dementia in adults with Down
syndrome in their fifth decade is estimated to be:

A. <5

B. 5-10 per cent

C. 11-20 per cent

D.
E.

21-40 per cent
>40 per cent

2. With regards to the incidence rate for dementia in older
adults with Down syndrome it:

A.
B.
G

D.
E.

3.

Continues to increase with age

Remains static with age

Is comparable to their age-matched peers in the general
population

Increases to age 60, then becomes static

Increases to age 60, then reduces

A dementia care pathway for individuals with intellectual

disabilities should be based upon key principles?

A.

Mg 0w

4.

Transfer to a nursing home as soon as possible after
diagnosis

. Support that is aimed at improving abilities

. Dementia information aimed at carers rather than patients
. Access to palliative care in later stages

. Focus on home-based activities to reduce risk of falls

A 52-year-old man with Down syndrome has an eight

month history of memory problems and decline in abilities
suggestive of dementia.

A.
B.

C.

D.
E.

5.

Sleep apnoea is an unlikely differential diagnosis
Treatment with acetyl cholinesterase inhibitors will be less
effective than usual

Heart block is a potential side effect if treated with an acetyl
cholinesterase inhibitor

Memantine is the first line medication treatment option

He has a 15 per cent chance of developing seizures

Looking at Dementia criteria according to current classifi-

cations in older individuals with intellectual disabilities:

A.
B.

C.

D.

E.

They have poor inter-rater reliability

They have less good predictive validity compared to the gen-
eral population

They are not useful because dementia presentation tends to
be very different

ICD-10 dementia criteria will diagnose more cases than
DSM criteria

DSM 5 has retained the term dementia

Answers

1.

B. Individuals with Down syndrome develop dementia at
much younger ages that their peers in the general popula-
tion, with mean age of diagnosis of approx. 54, IQR 50-59.
Lifetime risk has been estimated to be >90 per cent by age 65.
However, dementia rates are relatively low in their 40’s, and
other causes for cognitive decline should be considered in
this age range.

A. Just as in other individuals, dementia rates continue to
increase with age in individuals with Down syndrome.

D. This is the most appropriate answer because a dementia
care pathway will always adhere to the principles of being
person-centred, involving the individual and their family in
all significant decisions in a way that is consistent with the
Mental Capacity Act, sensitively sharing the diagnosis and
prognosis in a way that maximizes understanding, providing
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medical interventions and physical, environmental, and
personal support that minimizes distress and maximizes
functioning at every stage, planning for the future and pro-
viding palliative and end-of-life care consistent with personal
wishes and culture and religion.

a. This is unlikely to be person-centred and does not maxi-
mise function

b. This is not consistent with the diagnosis and is likely to
stress the individual leading to challenging behavior.

c. This goes against all national guidance concerning
involving individuals as well as carers. It is not
person-centred

d. This goes against person-centred support, it is restrictive
and risk-adverse.

. C. Individuals with Down syndrome and dementia should

not be excluded from treatment with anti-dementia drugs,
which are recommended by the current NICE guidance.
Acetyl-choline esterase inhibitors is the first option, and
likely to be as effective as in other individuals with dementia,
but memantine has been shown to be ineffective in an RCT.

. B. Dementia criteria (ICD-10, DSM-IV and others) have

been shown to have good inter-rater reliability, but some-
what less good predictive validity compared to their per-
formance in the general population as severity of intellectual
disabilities or comorbid sensory impairment may have an
impact on the validity of diagnoses.
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Introduction

Schizophrenia is one of the top 10 illnesses contributing to the
global burden of disease (1) and can be extremely disruptive
to a persons functioning and quality of life (2). Schizophrenia
spectrum disorders (SSD) are generally considered to be more
prevalent in people with intellectual disabilities ID (3) and al-
though study estimates vary, consensus tends to converge around
3 per cent, three times that in the general population. There is
even a suggestion that like other psychopathology in ID this
may well be an underestimate, due to the problems of diagnostic
overshadowing (4).

Until more recently, studies on schizophrenia in people with ID
have been relatively sparse, and the bulk of established literature
on psychotic disorders often explicitly excludes the ID population.
The reasons for this are manifold, not least due to the challenges
and limitations inherent in conducting and interpreting research
in people with ID. There is considerable heterogeneity, not only in
the cause and degree of underlying disability and comorbid con-
ditions, but also variation in communication ability and adaptive
behaviour. Different countries have divergent concepts of what
constitutes ID, and terminology used in research can also differ.
This is notwithstanding problems with sample size and ethical
considerations.

Due to its relatively high prevalence and societal burden the ma-
jority of the literature on psychotic disorders in the general popula-
tion has historically focused on schizophrenia; in light of this we will
focus the content of this chapter on schizophrenia with broader ref-
erence to SSDs, which present in a similar manner to schizophrenia.
We will be discussing diagnosis and classification, aetiology, assess-
ment, epidemiology, and the link between ID and schizophrenia.
The chapter ends by looking at the current thinking on management
and service provision.

Diagnosis and classification

There has been a longstanding debate about the diagnosis and
classification of schizophrenia, but current consensus is reflected
in the operational criteria of the diagnostic manuals most widely

used: International Classification of Diseases Tenth version (ICD-
10) in the UK (4) and Diagnostic and Statistical Manual 5™ Edition
(DSM-5) (5). The current direction of classification is slowly
moving away from distinct categorical constructs to a more di-
mensional approach; defining disorders along a spectrum, with a
gradient of symptoms and continuum of severity (6). Therefore,
some of the subtypes of schizophrenia in DSM-5 have been re-
moved due to limited diagnostic stability, low reliability, and poor
validity.

Schizophrenia can be difficult to diagnose, particularly in people
with ID, where there may be additional communication challenges.
Despite advances in the field of genetics and neuroimaging there
is yet to be a definitive test to confirm schizophrenia. It therefore
remains a clinical diagnosis, based on clinical interview and ob-
servation. Despite some criticisms around interview bias, research
suggests that there is good inter-rater reliability amongst experi-
enced clinicians diagnosing in psychosis in people with mild to
moderate ID (7).

SSDs are disorders whose predominant feature is psychosis
(e.g. hallucinations, delusions) and they include schizophrenia,
schizoaffective disorder, persistent delusional disorder, and schizo-
typal disorders.

The manifestations of SSDs are diverse but they generally have one
or more of the following core features: delusions, hallucination, dis-
organized thinking, motor disturbance (sometimes conceptualized
as ‘positive’ symptoms) emotional blunting, avolition, anhedonia,
and poverty of speech (‘negative’ symptoms). Positive symptoms
generally represent changes in behaviour and thought. Negative
symptoms represent withdrawal or loss of function. As clinicians,
the terms ‘positive and negative’ help to define the condition and aid
with diagnosis and management approaches. However, in practice,
the terms can be confusing and easily misinterpreted by the patient
(is a ‘positive symptom’ a good thing?) and so use of that termin-
ology is best avoided if possible (8).

ICD-10 (Table 10.1) and DSM-5 classification can be used in
people with ID, but their reliability and validity is best in those with
mild ID and reasonable verbal ability, as their presentation is broadly
similar to their peers of average intelligence (10).
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Table 10.1 Schizophrenia spectrum disorders defined in ICD-10

Schizophrenia As the archetypal psychotic illness, schizophrenia is a disorder of markedly distorted thinking, perception, and affect. Main
symptoms include thought disorder, delusions, hallucinations, and negative symptoms. Cognitive deficits develop over
time. Subtypes have been delineated by course and major features.

® Paranoid schizophrenia
The most common subtype. Paranoid or persecutory delusions and auditory hallucinations dominate.

® Hebephrenic schizophrenia
Delusions and hallucinations are less prominent. Behaviour is grossly disorganized and emotional response is lacking
or inappropriate.

® Catatonic schizophrenia
Bizarre motor manifestations are the hallmark of catatonia. These include, but are not limited to, posturing, waxy
flexibility, stupor, and mutism.

® Residual (and simple) schizophrenia
A slow but progressive decline in functioning accompanies social withdrawal and the appearance and deepening of
negative symptoms.

Schizotypal disorder Sometimes considered a form of personality disorder, schizotypal disorder is characterized by social and interpersonal
deficits. There may be suspiciousness, odd beliefs, eccentric behaviour, and unusual perceptual experiences, though no

single feature predominates. The disorder runs a chronic course.

Persistent delusional disorder Chronic, frequently lifelong delusions occurring in the absence of other psychotic symptoms.

Acute and transient psychotic disorder  Psychotic symptoms develop rapidly and are not due to intoxication or an organic condition. There is an equally rapid

and usually spontaneous recovery.

Induced delusional disorder Occurs when a delusional belief, and sometimes other psychotic symptoms, are shared by two or more people with close

emotional links. The sufferers are typically socially or physically isolated from others. Symptoms resolve in at least one of

the sufferers following geographical separation. The illness is also known by the French term folie a deux (9).

Schizoaffective disorders

A disorder with prominent, persistent mood (affective) symptoms and episodic psychotic symptoms, not clearly

coinciding with periods of extremes of mood.

Reproduced from Journal of Applied Research in Intellectual Disabilities, 7, 4, Clarke DJ, Cumella S, Corbett] et al., Use of ICD-10 Research Diagnostic Criteria to Categorise Psychiatric
and Behaviourial Abnormalities Among People with Learning Disabilities: The West Midlands Field Trial, pp. 273-285. Copyright (1994) John Wiley & Sons Ltd. DOI: https://doi.org/

10.1111/.1468-3148.1994.tb00131 x.

Those criteria are less generalizable to those with the greatest de-
gree of disability (severe/profound ID), in which it is not possible to
make a diagnosis of SSD (10). Diagnostic manuals have been devel-
oped to better serve the population with severe and profound ID,
namely the Diagnostic Manual-ID (DM-ID) (11) and Diagnostic
Criteria-LD (DC-LD) (12), which are adaptations of the DSM and
ICD manuals respectively.

DC-LD criteria suggest that early signs of psychotic illness could
be a new challenging behaviour, especially if odd/bizarre/unchar-
acteristic for that person or increased frequency/severity of pre-
existing behaviour. It gives less significance to negative symptoms
than criteria in the general population.

Definitions within DC-LD include:

— Schizophrenic/delusional episode or disorder (Box 10.1)
— Schizoaffective episode or disorder
— Other non-affective psychotic disorders.

Epidemiology

Incidence

In one of the biggest epidemiological studies, the two-year incidence
for psychotic disorders has been reported to be 1.4 per cent, and for
first episode of psychosis, 0.5 per cent, giving a standardized inci-
dence ratio for first episode psychosis of 10.0 (13).

There is some evidence to suggest that the onset of schizophrenia
tends to be somewhat earlier in people with ID than in the peers
with average intelligence. Bouras reported an increased incidence of
psychosis in mild ID compared to more severe ID (14).

Prevalence

A recent systematic review and meta-analysis of 25 cross-sectional
studies estimated the prevalence for all psychotic disorders in this
population was 3.46 per cent (15). This confirmed results of previous
studies, implying the higher prevalence rate in ID is a true finding.
There was observed to be a variation in prevalence depending on the
severity of ID, with higher rates reported in mild compared to severe
ID (5.55% in mild vs 0.88% respectively).

In line with the general population, prevalence estimates were
broadly similar in male and female patients, in contrast with a
previous study (16) which suggested that it was more common in
women. One study, looking at the population of prison inmates with
ID, showed that they were twice as likely to have psychosis as the in-
mates of average intellectual ability (17).

However, the literature is subject to some limitations due to
omitting populations from low and middle income (LAMI) coun-
tries, containing significant variation in service delivery and there-
fore ascertainment and variation in sampling frames between the
studies. Further research is required to delineate whether this re-
flects a common underlying genetic aetiology, only affecting those
with mild/moderate ID and schizophrenia, or whether the differ-
ence can be accounted for by the inherent difficulties in making a
diagnosis of schizophrenia in severe ID.

Aetiology

There is no one clear underlying cause of schizophrenia, with
increasing evidence in support of an interaction between genetic
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Box 10.1 Summary of DC-LD criteria for Schizophrenic/

delusional episode

A Adisorder with prominent, persistent mood (affective) symptoms
and episodic psychotic symptoms, not clearly coinciding with
periods of extremes of mood. The symptoms/signs are not a result
of any other psychiatric or physical disorder or a result of prescribed
or illegal drugs.

B The criteria for schizoaffective episode are not met. (In DC-LD,unlike
ICD-10, a diagnosis of schizoaffective disorder trumps a diagnosis of
schizophrenic/delusional episode)

C One item of groups 1, 2, or 3 are met:

1 One of the following symptoms present on most days for at least
two weeks:
a. Third person auditory hallucinations discussing the person
amongst themselves
b. Hallucinatory voices coming from some part of the body
c. Impossible/fantastic delusions
d. Thought insertion or withdrawal or broadcasting, or thought
echo or delusions of control, influence or passivity, or delusional
perception or hallucinatory voices giving a running commentary
2 One of the following present for most of the time during
one month:
a. Delusions which are not mood congruent
b. Hallucinations (in any sensory modality) which are not mood
congruent
3 Two of the following present on most days for at least two weeks:
a. Delusions which are not mood congruent
b. Hallucinations which are not mood congruent
c. Catatonic symptoms
d. Negative symptoms
e. Disordered form of thought, where there is evidence that this is
a change from the individual's premorbid state

Reproduced from Intellectual Disability Psychiatry: A Practical Handbook, Hassiotis A,
Andrea Barron D, Hall | (eds). Copyright © 2009, John Wiley and Sons.

and environmental components (18). The leading hypothesis is that
schizophrenia represents a disorder of neurodevelopment. Other
theories include the aberrant connectivity hypothesis and the stress-
vulnerability diathesis (19).

The relationship between cognition and schizophrenia remains
complex and to an extent unclear. Various hypotheses have been
postulated such as:

1. A common underlying aetiology (20)

2. Deficits related to ID increase the risk of psychosis (21)

3. A combination of ID and schizophrenia represents a severe form
of schizophrenia (22)

Evidence from epidemiological studies supports a shared genetic
risk for lower IQ and schizophrenia, with the strength of the gen-
etic effect increasing with decreased IQ (23). A similar complexity
underlies the association between ID, autism, and SSD (24, 25).
Historical attempts to separate them may have been premature
(26,27).

Possible reasons behind an overlap:

1. ASD and psychoses could be on the same spectrum with a
common origin. For example, childhood onset schizophrenia
is comorbid with ASD in 30-50 per cent with common family
genetic imaging findings (28). Recent molecular genetic studies

strongly indicate that the genetic predisposition to schizophrenia
is also shared with autism and ID (29).

2. ASD could be a risk factor for achizophrenia.

3. Diagnostic confusion because definitions or symptoms overlap
(e.g. negative symptoms, social interaction/communication dif-
ficulties and repetitive stereotyped behaviours).

Biological
Familial

In the general population it is estimated that about 80 per cent liability
for schizophrenia is due to inherited factors (29), though the mode
of transmission is not well understood. Rigorous studies of SSDs
suggest that the genetic risk for schizophrenia is more likely to be
continuous rather than categorical and does not follow a Mendelian
pattern of inheritance (30). Recent years have seen increasingly con-
vincing evidence from genome-wide association study (GWAS) that
genetic risk for schizophrenia is largely polygenic (23). This may well
be a promising field for future research in people with ID.

Genetic

There are a number of rare inherited or arising de novo gene vari-
ants (Copy Number Variants, CNV) that have been implicated in
schizophrenia and confer significant risk (odds ratios 2-60) (31).
Mounting evidence suggests that such genes do not operate inde-
pendently but interact with each other in biologically meaningful
ways (epistasis).

There is strong evidence from a meta-analysis of 32 genome-wide
linkage studies (32) for the involvement of chromosomes 1q, 5q, 6p,
69, 8p, 10p, 13q, 15q, and 22q. There is also evidence of involvement
of genes associated with dopamine D2/3 receptors, NMDA receptor
signalling complex and the MHC locus (33).

Many CNVs also increase the risk for other neurodevelopmental
disorders. In a study of 39,000 people referred to a diagnostic labora-
tory, about 1000 had a CNV at one of the loci identified in schizo-
phrenia. Main clinical presentation included psychiatric disorders,
developmental delay, ID and autism related disorders. Examples
of neurodevelopmental genes implicated in schizophrenia include
genes that regulate cell growth and behaviour, such as DISC1, NRG1,
DTNBPI1, KCNH2, AKT1, PAK7, and RGS4.

Genetic syndromes

VCES on chromosome 22 has been implicated as a locus for genes
important in schizophrenia following studies on people with Velo-
Cardio-Facial Syndrome (also known as DiGeorge Syndrome)
(34, 35). VCF Syndrome is a relatively common genetic disorder
(1:4000) and one of the strongest known risk factors for psych-
osis. Schizophrenia develops in about 40 per cent of cases (36). It is
often associated with ID (usually mild-moderate) and other clinical
features.

There are a number of other genetic syndromes linked with ID
that have been associated with SSDs, including fragile X syndrome
(37), Klinefelter syndrome (38), Prader-Willi syndrome (39, 40),
Dandy Walker (41, 42), Nieman Pick disease (43), Usher syndrome
(44), Williams syndrome (45) and Charlexois ARSACS (46). A re-
cent study reported a higher rate of psychosis reported in adoles-
cents and young adults with Down syndrome (47), though further
research in this area is needed.
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Neuroanatomical

There is some evidence from imaging studies in the general popu-
lation of structural brain abnormalities that correlate with genetic
predisposition to schizophrenia. First degree relatives of those with
schizophrenia show changes in regional brain volumes that are
intermediate between those affected with schizophrenia and unre-
lated healthy controls (48).

Imaging studies are sparse in people with ID and SSDs, but those
that are available appear to support the neurodevelopmental model.
Many of the changes in gross brain morphology demonstrated in
schizophrenia in the general population (enlarged ventricles, dila-
tation of cortical sulci and reduction in brain volume with propor-
tionately greater loss in amygdala and hippocampus) are also seen in
people with ID. However, imaging studies appear to show that the
brains of people with ID and schizophrenia are more similar to the
brains of those with schizophrenia in the general population than
those with ID alone, suggesting a common pathophysiological pro-
cess at work (49).

Histological

Alteration in synapses and dendrites have been observed in specific
populations of neurons and glia in the cerebral cortex, hippocampus,
and thalamus, suggesting differences in synaptic connection, in
keeping with the aberrant connectivity hypothesis (50).

Neurochemical

Multiple biochemical pathways are likely to contribute to schizo-
phrenia, so identifying a single abnormality is difficult. A number
of key neurotransmitters have been linked to schizophrenia,
including dopamine, glutamate, serotonin, noradrenaline,
GABA, and glutamate. Some abnormalities in these pathways
are also associated with ID (51) and comorbid conditions such as
autism (52).

Neurophysiological

EEG studies demonstrate decreased synchronization/coherence of
electrical activity in the pre-frontal cortex, reflecting noisy/ineffi-
cient cortical processing. Individuals with schizophrenia consist-
ently demonstrate reduced sensory gating ability in the auditory
evoked potentials P50 and P300 (53). Deficits in eye tracking
have also been consistently observed. Evidence from functional
neuroimaging shows a pattern of hypofrontality (a decrease in the
cerebral blood flow) in the prefrontal cortex, seen in chronic medi-
cated patients with schizophrenia (54).

Perinatal factors

Numerous perinatal factors are associated with an increased risk
of neuropsychiatric outcomes that can involve both ID and schizo-
phrenia (55). These include nutrition deficiencies (56) or viral
illness in pregnancy (57), being born in winter months, changes in
intrauterine environment (such as increased maternal cytokines re-
sulting from hypoxia or infections), being born under 36 weeks ges-
tation and with a low birth weight (58).

Stress

There is preliminary evidence that people with ID have higher rates
of inflammatory cytokines and increased levels of oxidative stress,
suggesting that allostatic load may be an underpinning mechanism

for poor mental health (59). Current research in schizophrenia in
the general population is focusing on the role of inflammation, oxi-
dative stress, neuroimmune, and autoimmune influences.

Cannabis misuse

Research suggests that heavy cannabis use between the ages of 15-
17 years may hasten onset of psychosis in those at high risk (60).

Ethnic minority status

There is an association between ethnic minority status and higher
rates of schizophrenia but the relationship is complex (61).

Psychological

Increased vulnerability in terms of cognitive deficits (difficulty pro-
cessing information, poorer problem solving, and planning skills),
as well as emotional and social deficits, combined with increased
levels of stressors can be an explanation for the association between
ID and schizophrenia (62).

Social/environmental

Life events may occur more frequently for people with ID and are
more likely to be multiple due to the numerous disadvantages they
experience (63). These include birth trauma, stressful family cir-
cumstances, social exclusion, unemployment, deprivation, lack of
self-determination and lack of supportive friendships and intimate
relationships (64). People with ID may be victims of bullying, har-
assment, and hate crimes.

Assessment

The assessment of someone with ID suspected to be suffering with
a psychotic illness is similar to that in those without ID. It involves
taking a thorough history from the patient and collecting detailed
collateral information from those who know the person well. It is im-
portant to gain an understanding of the person’s pre-morbid state in
order to make an assessment of how things have changed. In people
with mild ID the symptoms and clinical features of schizophrenia
are broadly the same as the general population (17). For those with
more severe 1D, information from collateral sources including re-
cent behavioural changes is especially important.

A full physical examination should be performed, including
heart rate, blood pressure, temperature, and blood tests, looking for
common causes of infection or chronic disease that may be associ-
ated with abnormal mental states.

Relevant investigations should be considered to exclude important
differential diagnoses that may present with psychotic symptoms.
This might include performing a septic screen to look for evidence
of infection underpinning a presentation of delirium. If there are
suspicions of intracranial pathology (which may be particularly im-
portant in cases of first episode psychosis), computer tomography
(CT), or magnetic resonance imaging (MRI) of the brain may be in-
dicated. If there is a suspicion of epilepsy an electroencephalogram
(EEG) may prove helpful. Urine toxicology may be needed if use of
illicit substances is suspected.

When choosing investigations it is important to consider the risk
versus benefit and how likely the person with ID is to tolerate them.
There are several easy read guides to help people with ID understand
investigations and medical consultations, and such materials should
be available in all primary and secondary health services.
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Table 10.2 Challenges in diagnosing SSD in people with ID

Challenge Why

Severe or profound 1D

Developmental age
series plots as if real)

Lack of verbal skills and general ability to report internal thinking processes or emotional states

Symptoms may be appropriate for level of development (e.g. mention of imaginary friend, talking about TV

ASD Stereotypies, rigid patterns of thinking, strange interests and ideas, suspiciousness, and inability to engage
during interview can be seen as negative symptoms

Symptom presentation

Low self-esteem or inability to understand others’

actions perceived stigma

The input of family or paid carers who know the person well is
invaluable in the assessment. A description of behaviours that are
outside the person’s repertoire is important, including any changes
observed in a variety of different contexts and settings.

When making a diagnostic formulation it is imperative to
consider the developmental level of the patient (certain symp-
toms may be developmentally appropriate). It is also important
to consider underlying cause of ID (if known) (65) (Table 10.2).
Knowledge of past treatments and the individual’s current life cir-
cumstances, including any change or other psychosocial stressors
is vital.

There needs to be a thorough risk assessment to identify inten-
tional or unintentional risks to the person or others. This will help
to identify where treatment may be most safely given in the least
restrictive manner.

Important considerations

Differentiating psychosis from the baseline features of ID can be dif-
ficult. Some of the difficulties relating to ascertaining mental illness
and psychosis in particular are shown below.

Diagnostic overshadowing

This is a tendency to attribute all presentations to the ID, thereby
leaving other co-existing conditions undiagnosed. Individuals with
ID can have problems understanding and self-reporting psychiatric
symptoms, and the resulting distress may result in behaviour which
may be the only presentation of psychotic illness.

Confounders

ID is frequently associated with difficulties in communication,
working memory, and insight, all of which are necessary to respond
accurately to detailed questioning about inner emotional states and
thoughts.

Developmentally appropriate behaviour (e.g. self-talk, fantasy,
and talking to an imaginary friend), may be hard to distinguish
from true delusional beliefs and hallucinations. Thoughts expressed
simply and concretely can sound like hallucinations.

Apparent negative symptoms can be misattributed to a psych-
otic disorder but could in fact be due to other factors (e.g. autism),
which shows the importance of obtaining a detailed developmental
history (66).

Previous negative experiences of being bullied/rejected can result
in hypersensitivity to how one is perceived by others, and this can
present as paranoia.

Possibly explained by physical illness or other stress (e.g. trauma)

May be shown as increased sensitivity towards others bordering on paranoid thinking; may be a response to

Often people with ID express their thoughts in a way that appears
jumbled, and this can be misattributed as disordered thinking in
psychosis.

Cognitive and functional decline can present in schizophrenia as
it can also be a feature of ID. Time of onset and course are important
in differentiating long term traits from onset or relapse of illness.

Atypical presentation

There is some evidence to suggest that the onset of schizophrenia in
people with ID is earlier than in the general population (67).

One particular study showed that people with SSDs or schizo-
phrenia and ID have more observable psychopathology and nega-
tive symptoms when compared to a group without ID, and be less
likely to have complex systematized delusions or report complex
subjective symptoms (e.g. passivity) (68). Another showed that first
rank symptoms are difficult to reliably assess in ID (69).

There is some evidence to show that people with ID and schizo-
phrenia may present with social withdrawal, fearfulness, and sleep
disturbance and appear frightened, worried, or perplexed. People
with ID are more likely to be persuaded of the falseness of their be-
liefs, but will then continue to restate such beliefs (70, 71).

Some authors have suggested that dissociative symptoms may
be more frequent in ID with psychosis (e.g. over breathing, pseudo
seizures, gait disturbance, and Ganser state) (9).

Further details of the clinical presentation of schizophrenia in ID
can be found in a systematic review by Welch et al. 2011 (72).

Behavioural observations

Early signs of psychotic illness could be the onset of new challenging
behaviour, especially when odd or uncharacteristic, or an increase in
frequency or severity. Behavioural disorganization has been found
to be an especially reliable and valid indicator of schizophrenia in
people with ID. Examples include staring to the side or blankly into
space, nodding, glaring with anger, running in circles, and hiding
from previously trusted others.

Assessment scales

Problems of diagnosis have improved in recent years with the devel-
opment of standardized assessment instruments (73, 74). Emphasis
remains on clinical interpretation of the results. Below, we report on
some of the most established and validated instruments developed
or adapted for people with ID and mental disorders.

1. Psychopathology  Instrument for Mentally Retarded
Adults (PIIMRA) is a screening instrument to aid in the
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differential diagnosis of people with ID. It is an observer rating
scale of psychopathology based on DSM III criteria, including
schizophrenia (75).

2. Psychopathology Assessment Schedule—Adults with Develop-
mental Disabilities (PASADD). Clinical interview is a compre-
hensive semi-structured diagnostic interview suitable for direct
use with people with ID and separately with informants to aid
diagnosis aligned to diagnostic criteria specified in the ICD or
DSM. PASADD has two other shorter versions; a 25-item ques-
tionnaire, PAS-ADD checklist, designed for use by carers/family
members and an informant-based semi-structured interview
aimed at case identification, Mini PASADD.

3. Diagnostic Assessment for the Severely Handicapped-Revised
(DASH-II) is an 84-item scale for use in people with severe and
profound ID. It has been demonstrated to be useful in screening
for schizophrenia in this group (76).

Differential diagnosis

It is important to rule out any potentially reversible causes in a pres-
entation of psychosis. One must always consider first whether there
might be an underlying physical health problem (77).

1. Delirium—can be differentiated from functional illness by
the speed of change in mental state, a fluctuating course, co-
incident presentation with physical illness.

2. Epilepsy—is more common in people with ID, with a
prevalence of about 22 per cent (40% if mild ID is excluded).
It can be difficult to differentiate temporal lobe epilepsy
from schizophrenia. Ictal changes can be mistaken for psych-
osis (78).

3. Migraine—for example, visual aura in complex migraine.

4. Medication (side effects and polypharmacy)—examples in-
clude corticosteroids, dopamine agonists, ketamine, some anti-
convulsants including vigabatrin.

5. Psychoactive Substances—for example, cannabis, cocaine,
amphetamine, LSD.

6. Alcohol—intoxication or withdrawal

7. Other mental illness: psychotic symptoms may also be seen in
affective disorders (severe depressive or manic episode which
are often mood congruent) severe anxiety, flashbacks in post-
traumatic stress disorder, personality disorder. Apparent nega-
tive symptoms may be explained by depression or medication
side effects.

8. ASD—recent research suggests that the presentation of SSD
in people with autism is more atypical, with a different pheno-
type of psychosis compared to schizophrenia in people without
ASD (79).

9. Pain, which may present as behavioural disturbance, for ex-
ample, toothache, earache, sinusitis, gastro-oesophageal reflux
disease, constipation, menstrual pain.

10. Sensory issues—for example, visual impairment, hearing im-
pairment, impacted cerumen.

Management

The approach to management generally follows a bio-psycho-social
format with care planning tailored to the individual. The best results
are generally obtained by combining medication and psychosocial

treatments. Treatment of the acute phase of illness and longer term
management address different priorities.

In the acute phase the priority is often accessing appropriate
services, adequate risk assessment, and ensuring safety of the pa-
tient and others. This is where the initiation of medication would
be considered. Admission to hospital may be needed if risks are too
high and symptoms florid, impacting the quality of life of the person
and his/her family. Occasionally, inpatient admissions may need
to be under the Mental Health Act 1983 (amended 2007) (80). It is
generally believed that prompt treatment may well improve long-
term prognosis. After the resolution of the acute phase, longer-term
management including insight related work and relapse prevention
planning can begin.

Clinicians should explain the treatment options to the patient
in a format and language suited to the patient’s needs. Capacity to
consent to treatment should always be assessed and clearly docu-
mented. An independent advocate can be offered and families and
carers consulted where appropriate. Patients should be supported by
independent mental health advocates and empowered to make their
own decisions where possible.

Medication

Guidelines for pharmacological management of schizophrenia are
based on the NICE guidelines for the general population (81) but
with adaptations for those with ID (82). Given the genetic deficits
likely to be present in people with ID, additional care to titrate
and monitor psychotropic medication and side-effects is needed.
Therefore, whilst the guidelines may provide the overall treatment
principles, reasonable adjustments relating to communication and
cognitive deficits in people with ID must be made. When deciding
the initial dose and subsequent increases, aim for the lowest ef-
fective dose. Take account of both potential side effects and difficul-
ties the person may have in reporting them, and the need to avoid
sub-therapeutic doses that may not treat the mental health problem
effectively.

Typical antipsychotics include haloperidol, chlorpromazine, and
flupentixol. Atypical antipsychotics include risperidone, olanzapine,
quetiapine, amisulpiride, and clozapine amongst others. Atypical
antipsychotics have largely replaced older antipsychotics as the first
line treatment and seem to be better tolerated (83). They can be cat-
egorized into typical (first generation) and atypical (second gener-
ation) classes. The exact mechanism of action of antipsychotics is
incompletely understood, but the effects of the second generation
antipsychotics appear to be mediated by different subtypes of the
dopamine and serotonin receptors, with varying affinities for other
receptor subtypes, accounting for the variation in side effects. Long
acting injectable (depot) medication is available if non-adherence
is an issue.

Side effects

Antipsychotics are associated with a number of side effects, such
as QTc interval prolongation associated with potentially fatal ar-
rhythmias. It should also be noted that antipsychotics may pro-
duce gastric side effects, especially those with inherent muscarinic
activity. A number of antipsychotics can cause an increase in the
serum prolactin levels, which can lead to sexual dysfunction,
which is one of the main causes of non-adherence to antipsychotic
medication.
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Typical antipsychotics are more associated with extrapyramidal
side effects (EPSEs), which include parkinsonism, acute dystonia,
akathisia, and tardive dyskinesia, thought to be a result of blockade
of dopamine receptors in the striatal system. Such side-effects can
be persistent, impair quality of life, and may be mistaken for core
symptoms of ID. One study shows that people with brain path-
ology are more likely to develop tardive dyskinesia than people in
the general population (84). A rare but potentially fatal side effect
is neuroleptic malignant syndrome (presenting as hyperthermia,
fluctuating consciousness, muscle rigidity, and autonomic dysfunc-
tion), for which urgent medical treatment is required. There is some
evidence that the risk of NMS may be increased in people with ID
on antipsychotics (85).

Atypical antipsychotics are not as strongly associated with EPSEs,
although there is evidence that those with ID who take atypical anti-
psychotic drugs remain at increased risk of developing abnormal
movement disorder (86). An important side-effect of atypical anti-
psychotics is the metabolic syndrome, comprising obesity, insulin
resistance, impaired glucose tolerance, and dyslipidaemia (87).
A long-term perspective on atypical antipsychotic use in people with
ID is still not yet possible in the same way as it is with typicals (88).

The Matson Evaluation of Drug Side-Effects (MEDS) has been
developed as a comprehensive informant-based measure that can
be used to assess side-effects of psychotropic medication in people
with ID (89).

Clozapine

The atypical antipsychotic clozapine is effective in improving symp-
toms in treatment-resistant schizophrenia. It is licensed where there
has been no response to two adequate trials of alternative anti-
psychotics. Studies suggest that clozapine is safe and efficacious in
people with ID (90). However, due to the risk of serious side-effects,
including potentially fatal agranulocytosis, and the necessity of
regular blood tests, clinicians can be hesitant to prescribe.

ECT

There is little published data for ECT in SSDs in people with ID and
SSDs (91, 92).

Interactions

The risk of drug/drug interactions must be considered, as many in-
dividuals with an ID are likely to be on other medications for asso-
ciated health comorbidities. Important interactions include lithium,
antiepileptic drugs, and antidepressants.

Physical health recommendations

Monitoring of certain biological indices is important and includes
measuring of blood pressure, ECG at initiation of medication,
weight and BMI, cholesterol and a documented care plan in the pre-
ceding 12 months.

There are indications that people with ID frequently do not receive
such investigations (92, 93, 94). The role of community ID teams to
facilitate access to care is crucial in this respect. Those with schizo-
phrenia and SSD on antipsychotic medication should be offered a
programme of healthy eating and physical activity by their mental
health provider. They also should be given help to stop smoking
(even if previous attempts have failed). Nicotine affects the metab-
olism of other drugs, especially olanzapine and clozapine.

Medication should be prescribed at the smallest effective dose.
If the clinical response is not satisfactory within a reasonable time-
scale (4-6 weeks of optimum dosage) or if unacceptable side effects
emerge consider switching antipsychotic medication or reviewing
the diagnosis.

Duration of treatment for psychosis depends on the response to
medication. After the first episode the consensus is to treat for at
least a two-year symptom-free period.

Psychosocial interventions

There is limited evidence so far on the use of psychological inter-
ventions in schizophrenia and SSD in people with ID (95). Therapy
should be tailored to the developmental level of the individual and
appropriate adaptations to the therapeutic environment and treat-
ment framework should be considered. The involvement of family
members (if they are not in conflict) may be particularly important
to facilitate engagement. For people with severe or profound ID it
may be particularly useful to help manage the person’s environment
to reduce stressors or help them manage change.

Research from the general population has shown some positive
results for CBT therapy in psychosis. A case series of CBT in mild
ID and psychosis showed positive improvements in symptoms and
behaviour (96). A study of a psychoeducation group for dual diag-
nosis in adults with mild/borderline ID and psychosis was found to
be helpful in the participants’ understanding of their condition and
helped prepare them to cope better (97). Other promising areas of
psychological intervention in the general population include insight
related work, adherence therapy, family/carer work, and relapse pre-
vention (98). It is likely that similar approaches will be beneficial in
people with ID with appropriate modifications.

In addition to psychological interventions, assessment of social
care needs are important regarding accommodation, daytime activ-
ities, and occupational opportunities. Family carer assessment and
support should also be offered. Provision of care under the Care
Programme Approach (CPA) may be needed for those with severe
mental illness and complex needs requiring long-term support.

People with ID and schizophrenia/SSD should also be protected
from abuse and neglect via safeguarding and risk management.

Services

People with ID have the right to access the same health services as the
general population (99). Compared to other people with ID alone,
those with a comorbid diagnosis of SSD are likely to be heavy con-
sumers of resources (100), and one study showed they are 15 times
more likely to be admitted to hospital (101). There is evidence to
show that compared to the general population hospital admissions
for this group cost more (102) and last longer, although are fewer in
frequency. At discharge they are likely to need more support than
those without a diagnosis of ID.

Mental health services are required to make reasonable adjust-
ments to accommodate the needs of this group of patients. When a
patient with ID is in crisis, it is accepted that crisis and home treat-
ment teams are likely to be involved in joint assessments and shared
decision-making about management.

The policy direction in the UK is to maintain and support care in
the community to avoid unnecessary hospital admissions. However,
there is as yet a lack of high quality evidence about clinically and
cost effective service models for people with ID and mental illness
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(103). A study of consensus building on service elements important
in treating schizophrenia in adults with ID showed that need for
local integrated care pathways, strong leadership, and collaborative
working were central to delivering good care (104).

Outcome/Prognosis

Schizophrenia is a major cause of functional disability worldwide,
and tends to run a chronic course which can impair relationships,
functioning, and quality of life. As with the challenges of diagnosis
in the ID population it can be similarly difficult to define outcomes;
predictors of outcomes can be remarkably heterogeneous. Available
evidence in the ID population shows that people with comorbid ID
and schizophrenia may have worse long-term outcomes, which are
associated with lower quality of life, more severe psychotic symp-
toms and reduced functioning compared to those with schizo-
phrenia and higher IQ (105).

There is some evidence that outcomes may be better when people
with ID and psychosis are treated by specialist rather than generic
services (106). A study in British Colombia noted that three factors
improved prognosis in youths with ID and SDD: low rates of alcohol
and substance misuse, increased compliance with medication and
good psychosocial supports (107). More longitudinal data is needed
to further substantiate our understanding of outcomes in those with
ID and schizophrenia.

International perspective

Available research suggests that the prevalence of SSDs in ID is uni-
formly high across the world (108, 109). The WHO survey (110) sug-
gests that inpatient care, primary care, and specialist services are now
available in most nations. However, ensuring their availability and ac-
cessibility for individuals with ID should be an international priority.
There is a vast variation in the provision of mental health care, with
low income countries having a lower provision and access to care. This
discrepancy highlights the importance of initiatives such as the WHO
Mental Health GAP Action Programme (mhGAP) (110) in improving
awareness and reducing stigma of mental illness in LAMI countries.

Case study 1

Angelaisa22-year-old lady with a mild ID. She lives with her mother,
her parents having recently separated. She works as a cleaner at a
local pub, which she enjoyed very much until approximately two
months ago. She was referred to the ID service by the GP following
concerns from her mother regarding a change in her behaviour. The
history suggested that she had fallen out with most of her work col-
leagues as she was accusing them of talking about her, passing rude
remarks about her and that they were ‘out to get her’ She further felt
her thoughts and actions were being controlled by the landlord of
the pub. She stopped going to work which her mother put down to
stress at work and that a break would do her good. However, once
at home the situation deteriorated further, with Angela becoming
suspicious of the neighbours talking about her, and that she could
hear them through the walls planning to hurt her and calling her
names. She would draw the curtains to her room and refuse to leave
the room. Things came to a head one evening when she went across
to the neighbour’s home and challenged them. Her mother also no-
ticed that she was not sleeping at night and would stay awake in her

room talking to herself and appearing to be apparently responding
to voices. She stopped eating food cooked by her mother, becoming
suspicious of her, eating only cereals from the boxes, and in the pro-
cess lost significant weight. On mental state examination she was a
tall young lady who looked underweight. She looked suspiciously at
the doctor and the accompanying community nurse, and became
distressed when asked about her experiences. She had thought dis-
turbances in the form of thought insertion, for which she blamed
the landlord, and also delusions of control regarding him. She had
persecutory delusions about her neighbours and workmates, and
this recently had also extended to her mother. She had auditory hal-
lucinations of the neighbours talking ill about her. She lacked insight
into her illness. Given her presentation and mental state a diagnosis
of paranoid schizophrenia was made and she was commenced on
antipsychotic medication. She responded remarkably well and was
soon able to return to her job.

Case study 2

Colin is a 56-year-old gentleman with moderate ID. He has been
residing in a care home for the past six years. He had regular con-
tact with his elderly parents whom he visited during the weekends.
Six months ago his father suddenly passed away and his mother was
taken into care, due to her inability to care for herself. His contact
with her reduced and eventually ceased, as his mother felt distressed
whenever he visited her. Since then the staft at Colin’s care home no-
ticed a gradual change in his presentation. Four months ago he began
to isolate himself, avoiding contact with other residents, not commu-
nicating with the staff as he normally did and refusing activities such
as the day centre and social outings. Over a period of time the staff
noticed that his sleep gradually deteriorated and he would stay awake
all night. He would also complain of a bad smell, but the staft did not
take much notice of this. One night the staff noticed that he was in a
fellow patient’s bedroom, stood over him with a rod in his hand. The
staff were able to intervene in time and sought an urgent referral to
the ID service. He was seen in outpatient clinic as an emergency the
following day. He presented as a middle-aged man of medium build
and dressed appropriately. Further questioning revealed that he be-
lieved the other residents and staff were against him and were plotting
to kill him. He also started believing that a foul smelling poisonous
gas was being sent in through the vents in order to suffocate him. He
said he had meant to attack the resident next door in order to protect
himself. He had no other delusional beliefs. He also had olfactory hal-
lucination of poisonous gas, which was of a more recent origin. Given
the presentation a diagnosis of delusional disorder was made, and in
order to manage the risks he was presenting with he was admitted to
the inpatient unit. He was started on antipsychotic medication on ad-
mission. He made a gradual uneventful recovery and was able to be
discharged back to the care home with an enhanced package of care.

MULTIPLE CHOICE QUESTIONS
Questions
Please select the single most appropriate answer.

1. When considering a diagnosis of a schizophrenia spectrum
disorder (SSD), which of the following statements is true?
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A. A diagnosis of SSD can never be made in people with intel-
lectual disability (ID)

B. A diagnosis of SSD can be made in people with autism spec-
trum disorders

C. A diagnosis of SSD can be made in up to 10 per cent of
people with ID

D. A diagnosis of SSD is not compatible with attention deficit
hyperactivity disorder

E. Itis easy to make a diagnosis of SSD in people with severe to
profound ID

. Which of the following statements regarding SSD is true?
. SSD always present with changes in EEG in people with ID
. SSD are not associated with cannabis use in people with ID
. SSD do not have genetic causes in people with ID

. SSD may share a common pathway with ID

SSD present in the same way in people with ID as in the
non-ID population

MO Ow >N
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. In assessing a person with ID and SSD which of the fol-
lowing steps is essential?

A. You must always carry out an IQ test

B. You must ask about his/her physical health status

C. You must admit him/her into hospital to avoid a crisis

D. You must carry out an autism diagnostic interview

E. You must differentiate the symptoms from those of dementia

4. When treating a person with ID and SSD, which statement

below is the most appropriate?

A. Always prescribe low doses of antipsychotic medication in
order to avoid side effects

B. Consider the ease of reporting of medication side effects by
the person and carers

C. Only review medication once a year

D. Prescribe high dosage antipsychotics to help control
symptoms

E. Use clozapine

5. Which of the following statements is true regarding

antipsychotic treatment of SSD in people with ID?

A. They always suffer with epilepsy as a result of antipsychotic
medication side-effects

B. They are unlikely to recover from an episode of SSD

C. They do not have capacity to consent to treatment with
antipsychotic medication

D. They must stop antipsychotic medication two years after
initiation of treatment

E. They suffer higher rates of motor side effects than the
population with SSD without ID

Answers

1. B. Schizophrenia Spectrum Disorders (SSD) are generally
considered to be more prevalent in people with ID: ap-
proximately three times of that in the general population.
Evidence is accumulating that individuals with ASD are at
greater risk of developing psychotic illnesses than those in
the general population. ADHD is a common condition and
likely a common comorbidity with schizophrenia. There is
some evidence to suggest that people with ADHD are more
likely to develop psychotic disorders. Patients with severe

and profound ID and autism cannot report their symptoms
when they experience a psychotic condition so assessment
and treatment must be based on thorough observations of
behavioural characteristics.

. D. The clinical significance of EEG changes in patients with

functional psychoses is not yet clearly defined and EEGs

do not form a routine part of assessment of SSD. Research
suggests that heavy cannabis use between the ages of 15-

17 years may hasten onset of psychosis in those at high

risk. There is no evidence to suggest that people with ID

are protected from this risk. There are a number of gen-

etic syndromes linked with ID that have been associated
with SSDs, including Velofacial cardio syndrome fragile X
syndrome, Klinefelter syndrome and others. The leading
hypothesis is that schizophrenia represents a disorder of
neurodevelopment and there is evidence that there may be a
common pathogenesis in intellectual disability co-occurring
with schizophrenia. Reliability and validity of ICD-10 and
DSMS5 classification is best with those with mild ID and rea-
sonable verbal ability as the presentation is broadly similar
to average intelligence peers. Modified diagnostic manuals
for ID (DM-ID/DC-LD) suggest other behavioural indica-
tors used to diagnosis psychosis including new challenging
behaviour, especially if odd/bizarre/uncharacteristic for that
person.

. B. Undertaking an IQ test or autism diagnostic interview

would not be appropriate for someone presenting with acute
psychosis as this would affect the accuracy of the test. It is
important to rule out any potentially reversible causes in

a presentation of psychosis. For example one must always
consider first whether there might be an underlying physical
health problem. Admission to hospital to avoid crisis would
usually be considered a last resort. Dementia can be associ-
ated with psychotic symptoms but assessment for dementia
would depend on a clinical suspicion in the presentation and
would not be considered routine.

. B. When deciding the initial dose of antipsychotic medica-

tion and subsequent increases, aim for the lowest effective
dose. Take account of both potential side effects and dif-
ficulties the person may have in reporting them, and the
need to avoid sub-therapeutic doses that may not treat

the mental health problem effectively. When starting anti-
psychotic medication, evaluate response from two weeks,
and ensure optimum duration of four to six weeks before
switching unless adverse effects occur. The atypical anti-
psychotic clozapine is effective in improving symptoms in
treatment-resistant schizophrenia which is licensed where
there has been no response to two adequate trials of alterna-
tive anti-psychotics.

. E. All antipsychotic medications decrease the seizure

threshold to varying degrees but do not in themselves

cause epilepsy, which is neurological in origin. In those

with a comorbid diagnosis of epilepsy seizure potential is
dose-related, so high-dose therapy and rapid upward dose
titration should be avoided. Prophylactic use of an anticon-
vulsant may be necessary. Traditionally it is believed that the
course and prognosis of schizophrenia is divided into three
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categories: 25 per cent achieve full response to treatment
leading to recovery from first episode; 50 per cent have re-
current illnesses in the form of exacerbations and remissions;
25 per cent have an unfavourable course with incomplete
response and recovery from first episode. Having an intellec-
tual disability does not automatically preclude an individual
from having capacity to consent to medication. A person

is not to be treated as unable to make a decision unless all
practicable steps to help him do so have been taken without
success. After one psychotic episode treatment is often con-
tinued for 1-2 years after recovery. After another psychotic
episode antipsychotic treatment may be needed for longer,
up to 5 years. After several psychotic episodes antipsychotic
medication may be required long term. There is evidence
that people with intellectual disability are more susceptible
to movement side effects of antipsychotic drugs. Assessment
for movement side effects should be integral to antipsychotic
drug monitoring in people with intellectual disability.
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Introduction

Depressive disorders encompass a spectrum of low mood, loss of
interest in and/or enjoyment of daily life, associated with cogni-
tive, somatic, and psychomotor symptoms. Severity ranges from
‘subthreshold’ depression, dysthymia, to severe depression with
self-neglect, psychotic symptoms, catatonia, and/or suicide risk (1).
Depressive disorders are common in people with intellectual dis-
ability (ID), causing individual suffering, additional impairments
in adaptive behaviour and functioning, disruption of interpersonal
relationships, social exclusion, poor physical health outcomes and
sometimes death. Improvements in detection, diagnosis, and treat-
ment of depression have the potential to improve the well-being and
quality of life of people with ID, as well as reducing carer stress (2).

Epidemiology

Prevalence

The reported prevalence of depression in people with ID varies
considerably (3-5), depending upon the characteristics of the study
sample, method of case ascertainment—using one of the many
rating scales or by semi-structured clinical assessment (6), and the
diagnostic criteria used (5). The point prevalence of affective dis-
order in a large population study (5) (n = 1023), was 6.6 per cent
based upon expert clinical assessment, compared with 5.7 per cent,
4.8 per cent, 3.6 per cent for diagnoses made according to DC-LD
(7), ICD-10 DCR (8) and DSM-IV-TR (9) criteria respectively, and
is similar to the point prevalence of depression of ~5 per cent in
the general population (10). Similarly, the prevalence of depression
in population studies of older adults with ID is ~5-7 per cent, but
subthreshold symptoms occur in ~15 per cent (3,11). In a major
study of young people, the point prevalence of depression in chil-
dren and adolescents with ID (n = 641) was 1.4 per cent, compared
with 0.9 per cent in those who did not have ID (n = 17,774) (12).
However, other studies have found the prevalence of depression

It is with great regret that we report the death of Sabyasachi Bhaumik during the
production of this textbook.

is significantly higher in people with ID, up to four-fold in adults
with ID (13). The consensus is that depressive disorder is at least as
common in people with ID, and is likely to be more prevalent.

Correlates and risk factors for depression

Depression is the outcome of complex interactions between mul-
tiple biopsychosocial factors.

Many factors associated with depression have been identified, but
the aetiological significance, if any, and pathophysiological mechan-
isms are yet to be determined.

Biological
Physical characteristics and comorbid conditions

People with ID have very high rates of comorbid conditions which
may increase the risk for, modify the presentation of, and complicate
the treatment of depression. Depression in adults with ID is associ-
ated with the number of prior primary care appointments (3), which
might be a proxy measure for comorbidity, as well as female gender,
and increasing age, but not with severity of ID, obesity, or sensory
impairments (3, 5, 14, 15). Smoking is associated with higher point
prevalence of depression (5), and there is a link between substance
misuse and anxiety and depressive symptoms, especially in those
with mild to borderline ID, who also have other personality, emo-
tional, and behavioural problems (16, 17).

Depression in older adults with mild to borderline in ID is as-
sociated with anxiety, heart failure, stroke, chronic obstructive
pulmonary disease, coronary artery disease, diabetes mellitus, and
those with depression have lower scores on activities of daily living.
Depressive symptoms are very common in dementia, especially in
the early stages (3, 11, 18).

Genetics

A review of the genetics of psychiatric disorders concluded the her-
itability of major depressive disorder and bipolar disorder to be 0.37
and 0.75 respectively (1). The genetic disorders of ID are often asso-
ciated with other neurodevelopment disorders such as autism spec-
trum disorder (ASD), epilepsy, and mood and psychotic disorders.
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Box 11.1 DC-LD criteria for diagnosis of a depressive episode

A The symptoms/signs must be present nearly every day for at least
two weeks
B They must not be a direct consequence of drugs or other physical
disorders
C The criteria for mixed affective episode of schizoaffective episode
are not met
D The symptoms/signs must represent a change from the individual’s
premorbid state
E Itema or b must be present and prominent
a Depressed mood
Or Irritable mood
b Loss of interest of pleasure in activities
Or Social withdrawal
Or Reduction in self-care
Or Reduction in the quantity of speech/communication
F Some of the following symptoms must be present, so that at least
four symptoms from E and F are present in total:
a Loss of energy/ increased lethargy
b Loss of confidence
Or Increase in reassurance-seeking behaviour
Or Increase in anxiety or fearfulness
Increased tearfulness
d Onset of or increase in somatic symptoms/physical health
concerns
e Reduced ability to concentrate/ distractibility
Or Increased indecisiveness
f Increase in a specific problem behaviour
g Increased motor agitation
Or Increased motor retardation
h Onset of or increase in appetite disturbance
Or Significant weight change
Onset of or increase in sleep disturbance

(g}

Reproduced with permission from The Royal College of Psychiatrists

People with ID and co-existing ASD have higher rates of depres-
sion than those without ASD (19, 20). A meta-analysis of epilepsy
in people with ID yielded an overall prevalence of ~20 per cent,
increasing from ~7 per cent for less severe to ~40 per cent for more
severe ID (21) and there is a link between epilepsy and symptoms of
low mood (22). A prospective case control study found that adults
with ID and epilepsy had significantly higher incidence of psychiatric
disorder, including depression, than those without epilepsy (15).
Specific genetic syndromes confer an increased risk for depres-
sion, as illustrated by the following examples. People with Down
syndrome (DS) have lower overall rates of mental ill-health but the
prevalence of depression ranges from 5-13 per cent (1). This rela-
tive risk for depression is postulated to be due to deficits in mono-
amine neurotransmission, especially noradrenaline and serotonin
(23-26), which increase with age and the development of the neuro-
pathology of Alzheimer’s disease (27). The prevalence of depres-
sion is twice as common in adults with DS, who have early onset
dementia Alzheimer’s disease (38 per cent vs. 18 per cent), being
much more common in mid-stage than late stage dementia (48%
vs. 18%) (28). The prevalence of depression is around 20 per cent
in people with Prader-Willi syndrome and this is more common in
those with uniparental disomy. These individuals also have a very
high risk of bipolar and psychotic disorders (29-32). The prevalence

of depression in adolescents with 22q.11 deletion syndrome peaks at
40 per cent, preceding the onset of psychosis in young adults (33, 34).

Psychosocial correlates and risk factors

Depression in people with ID is associated with adverse social cir-
cumstances, disruptive life events (5, 35), low levels of social support,
social exclusion, perceived stigma, bullying (36, 37), poor social and
coping skills (38, 39), and high levels of interpersonal difficulties
and social strain (40). Cognitive factors such as hopelessness, low
self-esteem, reassurance seeking, negative self-appraisal, downward
social comparison, and automatic negative thoughts are highly cor-
related with depression (36, 41-43). The number of negative life
events, quality, and frequency of social support, self-esteem and
automatic negative thoughts are predictive of depression in people
with mild/moderate ID, accounting for 58 per cent of the variance
(36, 44-46). But negative self-appraisal, poor self-esteem, and hope-
lessness are not predictive of the future development of depression
(46) and there is no interaction between experiencing life stressors
and negative attributional style or hopelessness (45), suggesting that
cognitive variables are symptoms of, more so, than causes of depres-
sion. While depression is correlated with negative self-appraisal, this
is not so for negative appraisals of the world or the future, which
are common in people ID who are not depressed and reflect ad-
verse life circumstances, rather than being cognitive distortions to
be corrected (46, 47). People with ID do experience more adverse
social circumstances, including higher rates of physical, sexual, and
emotional abuse (48, 49), hate crimes (50), social exclusion and less
social support, including both formal and informal social networks,
loss of significant relationships due to circumstances beyond their
control, and few employment opportunities and financial insecurity,
as well as financial and emotional support (51, 52). Supportive
person-focused environments are essential for physical and mental
well-being (52-54) but in reality people with ID have limited real
control over their life circumstances and the environments in which
they live (2).

Assessment and diagnosis

Expert psychiatric assessment remains the gold standard diagnosing
depression in people with ID and has good inter-rater reliability (55).
Using standard diagnostic criteria results in the under-diagnosis of
depression in people with ID, less so in people with mild ID (56—
59). The Diagnostic Criteria for Psychiatric Disorders for Use With
Adults With Learning Disabilities/Mental Retardation (DC-LD)
(7) (see Box 11.1) and Diagnostic Manual: Intellectual Disability
(DM-ID) (60) have modified diagnostic criteria informed by the
evidence base and expert consensus, to account for differences in
presentation due to cognitive, communication, and functional im-
pairments. Using DC-LD increases the diagnostic yield (5, 57).
DM-ID criteria for depression are not been modified, although the
number of required associated symptoms has been reduced, and
is less effective in detecting depression (61). However, the manual
provides detailed guidance on the interpretation and application of
standard diagnostic criteria for people with ID.

Sadness, crying, tearfulness and sobbing, self-criticism, reassur-
ance seeking, social withdrawal, decreased communication, loss of
energy and tiredness, self-neglect, self-injury, screaming, irritability,
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verbal abuse, temper tantrums, and aggressive behaviour are ob-
served in depressive disorder in people with ID (36, 62-65)—but
which of these symptoms are core features versus associated fea-
tures of depression? Factor analysis of a carer completed depression
checklist of observable aspects of core and associated phenomena
of depression identified a depression factor with high loadings for
depressed mood, loss of interest and loss of enjoyment, and social
interaction and communication. Anxiety, irritability, and aggressive
behaviours did not load onto the depression factor but onto a second
factor (66). In another study of observed symptoms, depression was
characterized by depressed affect, as well as sleep disturbance, and
other features were stratified according to the level of ID. Symptoms
in mild ID included tearfulness, diurnal mood variation, loss of en-
ergy, loss of interest, loss of confidence, and weight loss. Social isola-
tion, self-injurious behaviour, reduced communication, and weight
loss characterized depression in moderate ID. Depression in people
with severe-profound ID can present with screaming, aggression,
self-injurious behaviour, and reduced communication (see Table
11.1) (67). Low mood in adults with severe-profound ID is asso-
ciated with more frequent and severe challenging behaviour, com-
pared with those who are euthymic, even when confounders such
as ASD, health, and sensory impairments were controlled for (68).
Aggression and challenging behaviours are frequent presenting
symptoms in depression (69, 70), though subside with treatment
(63, 64), allowing for the weaning of antipsychotics (71). However,
aggression is more likely to occur in mania, psychosis, and anxiety.

Table 11.1 Depressive symptoms typically found in patients
with different levels of ID

Mild Depressed affect
Anhedonia
Withdrawal
Agitation

Sleep disturbance
Tearfulness
Diurnal mood variation
Loss of energy
Loss of interest
Loss of confidence
Weight loss

Moderate Depressed affect
Anhedonia

Withdrawal

Agitation

Sleep disturbance

Social isolation
Self-injurious behaviour
Reduced communication
Weight loss

Severe/profound Depressed affect
Anhedonia

Withdrawal

Agitation

Sleep disturbance
Screaming

Self-injurious behaviour
Reduced communication

Adapted from Journal of Intellectual Disability Research, 4(1), 6, Marston G, Perry D,
Roy A, Manifestations of depression in people with intellectual disability, pp. 476~
480. Copyright (1997) John Wiley & Sons Ltd. DOI: https://doi.org/10.1111/}.1365-
2788.1997.tb00739 x.

Aggression and other challenging behaviours are non-specific as-
sociated features of depression and are not ‘equivalent’ to the core
features of depression (59, 66, 72-75).

For comprehensive guidance on conducting a psychiatric inter-
view with a person with ID, please refer to Chapter 2. Clinical
diagnosis is based upon history and mental state examination. The
symptoms of depression can be determined from talking with the
person with ID or from informants and careful clinical observa-
tion. People with ID can report or endorse symptoms of depres-
sion. When interviewed using the Glasgow Depression Scale (76)
patients report or endorse more cognitive and affective symptoms
of depression than do their carers (63, 77-79), although carer re-
ports tend to be more consistent (39). Self-report and information
rating scales can be used to screen for depression, identify depressive
symptoms—especially for inexperienced clinicians—and to monitor
response to treatment, but are no substitute for a thorough clinical
assessment. Reviews of instruments for the assessment of depres-
sion in people with ID (6, 80) are primarily focused on the utility
for research rather than on the availability, cost, and ease of use
in accommodation and clinical settings. The Glasgow Depression
Scale is brief, readily available, has good psychometrics, and self-
report and informant versions (76). The mood, pleasure and interest
questionnaire elicits observations pertaining to the core features of
depression in people with severe and profound ID and has clinical
potential when combined with clinical assessment (81). For further
details pertaining to use of clinical rating scales in people with ID,
please refer to Chapter 5.

Few people with ID are diagnosed and treated for depression by
their general practitioner or receive other mental health services
(36). Along the pathway to care a person must recognize a problem
and present for assessment. Many people with ID are reliant upon
others to recognize and or facilitate access to health services. Care
staff, who are often responsible for facilitating access to health care,
frequently fail to recognize sadness and other behaviours associ-
ated with depressed mood. Clinical care is sought for aggressive
and challenging behaviours, while sadness and tearfulness are often
overlooked (63, 77-79). When people with ID and depression pre-
sent to specialist services, many have been prescribed sedating and
antipsychotic medications, to contain associated challenging behav-
iour (69, 71, 82). Enabling caregivers, whether family or paid carers,
to screen for and identify symptoms of depression, and defining
pathways to care including providing clinical guidance for general
practitioners might improve detection, diagnosis, and treatment
of depression (36, 66, 83). The depression in adults with intellec-
tual disability checklist, with good concurrent validity with other
instruments, is a freely available tool to assist carers in identifying
and documenting observed features of depression, with a section
on the assessment and management of depression which is given to
the person’s general practitioner to assist in their clinical assessment
(66, 84).

Assessment should encompass the persons circumstances and
risk as well as diagnosis and management options. Suicide is not
common in people with ID. A population study of people with ID
(n =2369), over 35 years, identified only 10 suicides, and eight un-
classified deaths. All but one person had mild ID (85). However, we
need to acknowledge that there are some individuals with mild/bor-
derline ID who access generic mental health services may not have
been included in such studies. Risk factors for suicide in people with
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ID mirror those of the general population including major depres-
sion, a history of previous attempts, chronic mental illness, loneli-
ness, bereavement, social exclusion and lack of interpersonal and
social supports, and many were not receiving psychiatric care (85,
86). In one study a quarter of people with mild-borderline ID en-
dorsed suicidal ideation with one-third having thought of potentially
fatal methods and one-tenth reported suicide attempts of which a
quarter of informants were unaware (87). Inpatient care might be
required to manage suicide risk, severe self-neglect and poor oral
intake, catatonia, or complex medical and medication issues, or if
carers are not able to provide the level of support required.

Compounding the challenges of clinical assessment are the com-
plexity of each person’s neurodevelopment disorder and disability,
comorbid conditions, polypharmacy, and their social circumstances.
Physical illness and medication effects can mimic depression, or de-
pression can be mistaken for dementia. Inadequate social support
and lack of a good informant can make it difficult to establish base-
line functioning, changes from baseline and timelines.

Optimal management of depressive disorders in people with ID re-
quires a biopsychosocial multidisciplinary collaborative approach,
based on the best available evidence tailored to the needs and prefer-
ences of the individual. The management plan should be made col-
laboratively with the person and their carers, in liaison with other
professionals.

Pharmacotherapy

The current evidence for the effectiveness of antidepressant medi-
cations in people with ID includes small prospective open-label
studies (71), case series, and retrospective file reviews of all speci-
fied treatment episodes in specialist ID psychiatric services that pro-
vide an overview of naturalistic practice treatment in the context
of polypharmacy and high rates of comorbid conditions, including
epilepsy and cardiac conditions (82, 88-92). In the absence of popu-
lation specific randomized controlled trials (RCT) the National
Institute of Health and Care Excellence (NICE) recommends
evidence-based treatments for the general adult population be used
for people with ID (83). Selective serotonin reuptake inhibitors
(SSRIs) are recommended as first line treatment, and appear to have
similar efficacy to the general population and are better tolerated
than the tricyclic/tetracyclic antidepressants they have superseded
(71, 82, 88-92). Figure 11.1 provides an algorithm for the treatment
for depression in people with ID. People with ID have high rates of
comorbid physical and psychiatric comorbidity and the Frith pre-
scribing guidelines have published recommended antidepressants of
choice for specific patient groups (92) (Table 11.2).

Although treatment of depression in people with ID with anti-
depressants is generally effective and safe, there are significant levels
of adverse effects including seizures, sedation, weight gain, cardiac,
anticholinergic, and autonomic side effects, hyponatraemia, sero-
tonin syndrome, delirium, and discontinuation syndromes (71, 82,
88-92). The risk for seizures is higher with tricyclic antidepressants
(TCAs), compared to SSRIs and monoamine oxidase inhibitors
(MAOISs) (92). Prescribing the lowest effective dose of antidepressant
and careful monitoring of treatment effects is recommended (83).

People with ID have very high rates or polypharmacy. Central
nervous system prescriptions include anticonvulsants (around
30%) and antipsychotics (30-50%), often in combination (69, 71,
82,90). Drug-drug interactions need to be considered. For example,
paroxetine, fluvoxamine and fluoxetine, and less so sertraline, inhibit
cytochrome P450 enzymes involved in the metabolism of medica-
tions, including anticonvulsant and antipsychotic medications, and
environmental toxins. The addition of paroxetine, fluvoxamine, or
fluoxetine can cause clinically significant, sometimes dangerous,
increases in the serum levels of some antipsychotic medications,
causing sedation, akathisia, extrapyramidal side effects which could
be attributed to the antidepressants (93). Many antidepressants and
antipsychotic medications can increase the QTc interval and in-
crease the risk of sudden death. ECG monitoring of the QTc interval
is recommended (89).

The potential for treatment-emergent behavioural effects is sig-
nificant and evident up to six months after commencing treating,
and include agitation, increase in maladaptive behaviours and ag-
gression, and precipitation of hypomania/mania (71, 82, 88-92).
Assessment should include enquiry about a family history of bipolar
disorder and careful history taking to identify possible prior epi-
sodes of mania.

e Note 1: Drug treatment is indicated for patients with moderate to
severe depression. The choice of drug depends on the presence of
any comorbid psychiatric diagnoses and whether the person falls
into any special group (Table 11.2).

* Note 2: There are fewer dietary restrictions with moclobemide
that the other MAOIS, but restrictions still apply.

 Note 3: The Maudsley guidelines provide a number of alternative
treatments for treatment resistant depression (94).

Electroconvulsive therapy

Electroconvulsive therapy (ECT) is an established treatment for se-
vere depression, mania, psychosis, and catatonia (95). Treatment
of severe depression with ECT, when indicated, may be delayed or
denied because of diagnostic overshadowing, uncertain diagnosis,
limited guidance about efficacy and safety, and consent and legal
issues, and multiple trials of medications often precede ECT (96).
There are no RCTs or prospective studies of ECT in people with
ID. Reviews of collected case reports conclude that ECT is effective
(response rates ~80%) and safe in people with ID for the treatment
of severe depression, including depression with psychotic or cata-
tonic features. One-third of patients require maintenance treatment.
Pharmacotherapy continues post treatment. Side effects occurred in
10-15 per cent, including delirium, transient cognitive impairment,
respiratory conditions, seizures, and mania (97-99). Comorbid
medical and physical conditions, including alterations in head and
neck anatomy, poor dental health, and cardiopulmonary disease are
common, hence anaesthetic consultation is recommended before
commencing treatment (99).

Psychological

People with ID value warm, validating, empathic, supportive rela-
tionships with family, friends, carers, and clinicians, being able to talk
abouttheir feelings and problems, and learninghowto cope (100, 101).
Systematic reviews of small-scale studies of CBT for depression for
people with ID, using pre-test, post-test design with non-equivalent



CHAPTER 11 Depressive Disorders in People with Intellectual Disability

Depression (Note 1)

l l

Selective serotonin reuptake inhibitor (SSRI) at therapeutic Severe psychotic depression or serious suicide risk. Consider
dose or for at least four weeks ECT with concomitant antidepressant treatment + antipsychotid

, ] '

Effective, well tolerated | | Poorly tolerated | | Ineffective

v

Continue treatment for 6-9 months if Try anotherclass of drugs, Review di '
first episode; 2-5 years if recurrent e.g. SNRI, NARI eview diagnosis

Change antidepressant to another SSRI,
mirtazapine, trazodone or lofepramine.
Reassess after four weeks

Y

Effective, Ineffective,
well tolerated poorly tolerated

Change class of antidepressant, e.g.
venlafaxine or duloxetine, or augment
SSRI with mirtazapine

Y

Effective, Ineffective,
well tolerated poorly tolerated

Consider ECT |<—| Consider lithium augmentation

.

Ineffective, Effective,
poorly tolerated well tolerated

Effective, well

Try atypical tolerated.
MAOQIs (Note 2)| " |Maintain dietary
restriction

Effective |<—| Augmentation with T3 |<—| Ineffective |

Monitor thyroid function tests | Ineffective |—>| Putative treatments (Note 3) |
6-9 months

Figure 11.1 Treatment of depression in adults with 1D

Reproduced from Hiremath A, Gangavati S, Gumber R, Barrett M. Depression. In: Bhaumik S, Gangadharan SK, Branford D, Barrett M (eds). The Frith Prescribing Guidelines for
People with Intellectual Disability, 3rd edition. Copyright © 2015, John Wiley and Sons.
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Table 11.2 Antidepressant prescribing in specific patient groups

Patient group Recommended antidepressants

Women of childbearing age SSRIs, especially fluoxetine

Pregnant women

Adequate experience with imipramine and amitriptyline. Also consider SSRIs, especially

fluoxetine (risk with fluoxetine is reduced birthweight and preterm birth).

Breastfeeding women
Older persons

Down syndrome SSRIs

Epilepsy

Sertraline, paroxetine, nortriptyline, imipramine

SSRIs, especially paroxetine, citalopram, sertraline, and venlafaxine. Avoid TCAs and reboxetine.

SSRIs. Consider moclobemide, other MAQIs, reboxetine, tryptophan, agomelatine. Adjust dose

of antiepileptic drug if necessary. Avoid TCAs.

Cardiovascular problems
Renal impairment

Hepatic impairment

SSRIs. Avoid TCAs, especially dothiepin.
Sertraline and citalopram. Avoid lithium.

Imipramine, paroxetine, or citalopram.

Reproduced from Hiremath A, Gangavati S, Gumber R, Barrett M, Depression. In: Bhaumik S, Gangadharan SK, Branford D, Barrett M (eds), The Frith
Prescribing Guidelines For People With Intellectual Disability, 3rd edition. Copyright © 2015, John Wiley and Sons.

control conditions, have identified seven studies with high hetero-
geneity and various methodological shortcomings, concluding that
the current evidence is insufficient to confirm effectiveness, although
some studies have moderate to large effect sizes (102-111). However,
these reviews capturing different sets of studies, include studies of
CBT for anger (103, 112), or for anxiety and depression (104, 111),
or studies with control conditions with likely therapeutic effects (109,
113). A detailed review of six trials found effect sizes ranging from
negligible to large (102). Of the two trials with negligible effect size
the control conditions are likely to be therapeutic. One study com-
pared group CBT against behaviour strategies, or cognitive strategies
(109). The other study delivered individualized CBT for depression
and/or anxiety and the control condition being treatment as usual
by specialist ID services providing social and mental health care
(111). Four studies of CBT specifically for depression, with waitlist
or treatment as usual (with no expected benefit) as control condi-
tions, showed moderate to large effect sizes, with improvement main-
tained for months following completion of therapy (105, 106, 108,
110). These studies explored innovative modes of delivering group
CBT such as including caregivers in therapy sessions or training paid
carers to identify depression and deliver CBT. It could be argued that
the current evidence demonstrates that CBT specifically for depres-
sion is effective for people with ID. NICE has recommended CBT be
considered for people with mild ID (83).

There is increasing interest in adaptations to and the components
of CBT, such as the assessment of receptive language and ability to
participate, training in identifying emotions and linking emotions,
thoughts, and behaviours, and the use of Likert-type rating scales,
modification of language, use of visual aids, and manualized therapy,
behavioural vs cognitive components, mindfulness techniques, in-
dividual vs group, inclusion of carers, therapy by carers and more
sessions (104-110, 114). The Self-Assessment and Intervention
(SAINT) is a guided self-help tool for people with ID and depression
and anxiety designed to help a person to recognize and report emo-
tional states and develop coping strategies (115).

Social

The lack of social supports, resources, and opportunities can impact
upon the potential for psychosocial interventions for depression

(52, 116-118). It is important to consider environmental factors
enhancing and discouraging social participation such as summar-
ized in Table 11.3 (52).

Social interventions need to be tailored to the person’s preferences
and abilities. The importance of engagement in, or re-engagement
in previously enjoyed activities is demonstrated by a pilot study
for people with ID and depressive symptoms with a paid carer or
family member. They received a manualized course of behaviour
activation, focusing on meaningful activities and addressing avoid-
ance, and found a strong effect size maintained at follow up. The
programme was well received and is less reliant upon verbal com-
munication (119). It is important to involve family and carers who
can support the person and foster engagement is social and com-
munity activities, especially in the early stages of recovery from de-
pression when motivation might be low and avoidance high (83).
Other interventions might include training in social skills and social
problem solving, and action to address adverse social environments
and circumstances (120). The well-being and support of family and
carers is integral to the care of the person with ID.

Table 11.3 Environmental factors affecting community
participation in persons with 1D

Factors encouraging participation | Factors detrimental to
participation

® Opportunities to make choices ® |ack of transport

® Variety and stimulation of the ® Not feeling accepted
environment and facilities

® Opportunities for residential

involvement in policy making

Small residential facilities

Opportunities for autonomy

Vocational services

Social support

Family involvement

Assistive technology

Positive staff attitudes

Reproduced from Journal of Intellectual Disability Research, 53, 4, Verdonschot MM, De
Witte LP, Reichrath E, Buntinx W, Curfs LM, Community participation of people with an
intellectual disability: a review of empirical findings, pp. 303-318.© 2008 The Authors.
Journal Compilation © 2008 Blackwell Publishing Ltd. DO https://doi.org/10.1111/
j.1365-2788.2008.01144.x.
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People with ID have significant biopsychosocial risks for depression,
and depression is more common in this patient group than in the
general population. Standard diagnostic criteria might be used in
people with mild ID but modified diagnostic criteria that account
for impairments in cognition and communication but including
observational criteria and atypical presentation have been devel-
oped for use in people with more severe disability. Assessment
and management is complicated by comorbidity conditions and
polypharmacy There is a dearth of randomized controlled trials of
all treatment modalities, however, the available evidence indicates
that same range of treatment options for the general population are
effective for people with ID and depression, albeit with modifica-
tions and careful monitoring.

Case study 1

Jill is a 40-year-old female with mild intellectual disability and epi-
lepsy. Her grandmother, with whom Jill was especially close, passed
away four months ago after a short illness. Jill attended the funeral
with her family, and had been receiving some bereavement support
from Sue, her community intellectual disability nurse. Jill has no
previous history of depressive illness. Both Sue and Jill's family have
noticed a consistent change in her since her grandmother’s passing,
manifesting as pervasive low mood and frequent tearfulness, espe-
cially in the morning. Jill had become reluctant to attend day centre
and had stopped enjoying activities that she previously enjoyed,
including listening to music, going to the cinema and going out for
meals. She had been irritable with family members, which was out
of keeping with her usual personality. Jill also had lost weight as well
as having poor sleep, including early morning wakening. In the past
week she had disclosed to Sue that she had experienced thoughts
about ending her life, though had no imminent plans to act on such
thoughts.

1. What antidepressant agents might you consider?

Selective Serotonin Reuptake Inhibitors (SSRI’s) are the recom-
mended first line antidepressant agents in patients with intellectual
disability and comorbid epilepsy.

2. What are the issues related to prescribing antidepressant medi-
cation in individual’s with comorbid epilepsy?

Hyponatraemia is a potential issue secondary to antidepres-
sant therapy, which can cause fatigue and potentially further
seizures secondary to this electrolyte imbalance. Additionally,
some antidepressants can lower the seizure threshold, or interact
with Jill's antiepileptic drug regime. It is also possible that the
antidepressant medication could inhibit cytochrome P450 en-
zymes, impacting on Jill’s ability to metabolize her antiepileptic
medication.

3. Given that Jill has no prior history of depressive illness, how long
would she require antidepressant therapy for?

As this is Jill's first episode of depression, she would require anti-
depressant treatment for at least six months at the dose required to

achieve full remission (for episodes of recurrent depression, the dur-
ation would be 24 months).

Case study 2

David is a 32-year-old male with moderate intellectual disability and
autism spectrum disorder, with associated social anxiety. He is pre-
scribed low dose risperidone for long-standing challenging behav-
iours (mainly physical aggression to others and self-injury), as well
as sodium valproate for epilepsy. David also benefits significantly
from a strict adherence to his weekly routine; departure from this
has historically caused significant anxiety. David also has a commu-
nication passport, to help inform others on how best to support him.
Over the past three months, David has experienced increasingly fre-
quent and intense episodes of significant irritability and aggression,
manifesting as physical aggression toward others, damage to prop-
erty and increased frequency of self-injury, predominantly taking
the form of head-banging. This has happened with a background
of a planned closure of his care home in three years’ time; this has
never been directly discussed with David. Due to this, there have
been high rates of staff turnover, including staff whom David had
positive relationships with, leading to difficulties in maintaining a
structured routine pertaining to David’s care.

A thorough behavioural analysis assessment was conducted by
the community nursing team, to identify antecedents, behaviours,
and consequences pertaining to David’s episodes of aggression. On
analysing this, the need for a steady group of staff, structure, and
communication strategy was identified. However, despite these
measures being implemented, David’s symptoms got worse. The
clinical psychologist then provided further support regarding behav-
ioural issues, but this approach failed. Physical health comorbidities
were also ruled out.

The lack of improvement in David’s symptoms led to his
risperidone dose being increased, which did not help at all. On the
surface, there was no evidence of David demonstrating a depressive
mood state, with no sleep disturbance and no change in his appetite
from baseline (David has always been fussy with his eating). He was
also attending his regular daily activities. Additionally, David’s facial
expression did not appear to demonstrate evidence of underlying
depression, and whilst his eye contact was poor, this was consistent
with his baseline functioning.

However, on further probing it was found that there was a quali-
tative difference in David’s participation with daily activities; he was
now only participating passively, rather than enjoying them as he
would usually do. This, along with the evidence of significant agita-
tion, led to the consideration of David possibly experiencing depres-
sive illness and a therapeutic trial of sertraline. This was successful in
treating David’s depressive symptoms, and his risperidone dose was
soon reduced to the previous dosage.

1. What factors related to David’s medication regime could have
masked his underlying depressive illness?

David’s sleep could have remained undisturbed due to his sodium
valproate medication. Additionally, whilst David’s appetite has al-
ways been fussy with his eating, both his sodium valproate and
risperidone medications may have prevented it being further com-
promised upon the development of his depressive illness.
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2. What features related to David’s diagnosis of autism could have

masked his underlying depressive illness? 2. B. The risk of completed suicide is greatest in individuals

with mild ID.

3. D. You would be least likely to identify loss of confidence in
individuals with severe ID and depression.

David’s continued adherence to his routine, despite his depres-
sive illness, is likely in part attributable to his autism diagnosis.
Additionally, his facial expression failing to reveal his underlying
emotions is also consistent with autism. Finally, as his baseline level
of eye contact was also poor, a change in this was not seen upon the

4. E. You would generally avoid Lofepramine (a tricylic anti-
depressant) in patients with depression, ID, and epilepsy.

development of his depressive illness.

MULTIPLE CHOICE QUESTIONS
Questions
Please select the single most appropriate answer.

1. How does the presence of comorbid autism affect the risk of
depression in individuals with ID?

A. Has no effect on depression risk

B. Increased risk of depression

C. Reduced risk of depression

2. How is the risk of completed suicide affected by level of ID

in people with depression?

A. Increased risk of completed suicide with increasing
severity of ID

B. Risk of completed suicide is greatest in individuals with
mild ID

C. There does not appear to be a relationship between severity
of ID and risk of completed suicide

D. Risk of completed suicide is greatest in individuals with
moderate ID

E. People with ID do not undertake suicidal acts

3. Which of the following clinical features would you be least
likely to identify in a patient with severe ID and depression?
A. Agitation

B. Sleep disturbance

C. Screaming

D. Loss of confidence

E. Self-injurious behaviours

4. Which of the following antidepressants should be generally
avoided in patients with depression, ID, and epilepsy?

A. Citalopram

B. Sertraline

C. Reboxetine

D. Agomelatine

E. Lofepramine

5. Which of the following have not been found to encourage
community participation in individuals with ID?

A. Opportunities for autonomy

B. Variety and stimulation of the environment and facilities
C. Large residential facilities

D. Positive staff attitudes

E. Family involvement

Answers

1. B. Autism has been found to be associated with an increased
risk of depression in individuals with ID.

5. C. Large residential facilities have not been found to en-
courage community participation in individuals with ID
(increased community participation is associated with small
residential facilities).
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Introduction

Bipolar Affective Disorder (BPAD) encompasses a category of mood
disturbances characterized by both episodes of depression (with low
mood, anhedonia, and reduced energy and activity) and manic or
hypomanic episodes (with elevated mood and increased energy and
activity). Psychotic symptoms may also be present, and these are
typically mood congruent in nature, with a persecutory and/or ni-
hilistic quality during depressive episodes, and a grandiose quality
during manic episodes. However, repeated episodes of hypomania
or mania (without depressive episodes) also fall under the classifi-
cation of bipolar disorder (1). Some of the key terms required in
understanding BPAD are summarized in Box 12.1.

The World Health Organization (WHO) classified BPAD as the
sixth leading cause of disability worldwide (2), associated with a con-
siderable burden of both psychiatric impairment and socioeconomic
deprivation (3-5).

Historically, BPAD has often gone unrecognized in people with
Intellectual Disability (ID). This is likely in part due to communica-
tion deficits in this population. Additionally, the clinical presenta-
tion of BPAD can be somewhat different within this patient group,
particularly in those with more severe ID, raising questions about
the clinical utility of general (rather than ID-specific) diagnostic
classification systems (6).

Epidemiology

General

Data from large-scale general population surveys confirm the sig-
nificance of BPAD as a major public health issue. For example, in the
2014 UK-based Adult Psychiatry Morbidity Survey, 2.0 per cent per
cent of the population screened positive for BPAD, based on self-
completion of the Mood Disorder Questionnaire (11), a 15-item
scale based on DSM-IV criteria. No significant gender differences

It is with great regret that we report the death of Sabyasachi Bhaumik during the
production of this textbook.

were found, though BPAD was more prevalent among younger age
groups. In contrast, a replication of the US National Comorbidity
Survey of the general population found a 12-month prevalence
of BPAD of around 1.4 per cent, with a lifetime prevalence of 2.1
per cent, though an estimated further 2.4 per cent experience sub-
threshold BPAD symptoms during their lifetime (12). Finally, the
World Health Organization World Mental Health Survey Initiative,
conducting surveys on 61,392 adults across 11 countries, found 12-
month prevalences of 0.4 per cent for Bipolar I disorder, 0.3 per cent
for Bipolar II disorder, 0.8 per cent for subthreshold BPAD and 1.5
per cent for Bipolar Spectrum Disorders (10).

The prevalence of BPAD in people with ID has been estimated in
multiple community-based population studies. In administering the
mini PAS-ADD to 90 persons with ID, Deb et al (13) found a preva-
lence of 2.2 per cent for BPAD. In another study, involving 1023
persons with ID, Cooper et al (2007) (14) reported a point preva-
lence of 2.3 per cent for BPAD, of which 0.5 per cent were bipolar
depressive episodes, 0.6 per cent were manic episodes and 1.2 per
cent were bipolar disorder where the individual was euthymic at the
time of the assessment (in contrast, 4.1% of the participants were
found to have unipolar depression). In a much larger scale study,
Morgan et al. (2008) (15) found a prevalence of BPAD in persons
with ID of around 1.0 per cent among younger and 1.2 per cent
among older persons, representing a similar rate to that seen in the
general population (16).

With regard to Rapid Cycling Bipolar Disorder (RCBPAD), a lack
of related population survey evidence means that it is difficult to re-
liably estimate its prevalence (17), but cases have been reported in
the literature (18, 19), suggesting that this disorder is also evident in
individuals with ID.

Specific conditions

Prior to the late 1980s, individuals with Down Syndrome (DS)
were previously thought to be protected from developing mania
or hypomania (18). Though this theory is outdated, as multiple
cases of BPAD in DS have since been reported in the literature
(18, 20-23), the prevalence is not currently well established (24).
However, a more recent study involving 49 patients with DS and 70
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Box 12.1 Key terminology relating to BPAD. Please note

that bipolar type | and Il are DSM-IV" subtypes and are not
recognized in ICD-10?

e Hypomania is a disorder associated with persistent mild mood eleva-
tion, which is not of sufficient severity to cause marked impairment
of social or occupation functioning. The patient may have height-
ened energy and activity levels, as well as feelings of heightened
physical and mental efficiency. There is an absence of psychotic
symptoms (1).

e Mania demonstrates a more significant level of mood elevation than

hypomania, with significant impairment of the individual's social

and/or occupational functioning. In addition to elation, overactivity,
pressured speech, inattention, elevated self-esteem, disinhibition,
and a lack of need for sleep may be present. Psychotic symptoms

(delusions and hallucinations) may be present (1).

Mixed affective episodes represent the coexistence or rapid alteration

of manic and depressive symptoms (1, 8).

Rapid Cycling Bipolar Disorder (RCBPAD) describes patients who ex-

perience >4 episodes of mania or depression per year; this BPAD

subtype can be particularly treatment resistant (9).

Cyclothymia is described by ICD-10 as a persistent instability of

mood involving numerous periods of depression and mild elation,

none of which is sufficiently severe or prolonged to justify a diagnosis

of BPAD (1).

Bipolar | disorder describes patients who have had at least one manic

episode in the course of their illness (9).

Bipolar 11 disorder describes patients who have had a mixture of one

or more major depressive episodes and at least one hypomanic epi-

sode, with no episodes of full-blown mania (9).

Bipolar spectrum disorders encompass Bipolar |, Bipolar I

and subthreshold bipolar affective disorder, including

cyclothymia (10).

Reprinted from The Lancet, 381, Phillips ML, Kupfer D), Bipolar disorder diag-
nosis: challenges and future directions, pp. 1663-1671. Copyright © 2013 Elsevier
Ltd. All rights reserved. DOI:https://doi.org/10.1016/50140-6736(13)60989-7.

! Diagnostic and Statistical Manual of Mental Disorders, fourth edition
2 International Statistical Classification of Diseases and Related Health
Problems, tenth edition

with other IDs, found a significantly reduced prevalence of BPAD
among DS patients relative to their non-DS peers (4% vs. 29%)
(25). Furthermore, a population study of psychiatric comorbidity in
Western Australia appeared to suggest that psychiatric illness in gen-
eral was underrepresented in DS compared persons with non-DS
ID, with the notable exception of Alzheimer’s dementia (15). Indeed,
there is some evidence from post-mortem brain tissue examinations
that people with DS have reduced levels of noradrenaline, serotonin,
and cortisol at all ages (26-28), which could possibly explain both a
predisposition to unipolar depression and a relative, albeit not abso-
lute, protection from mania (18).

Though historically associated with an increased risk of schizo-
phrenia, there is some evidence to suggest that individuals with
velocardiofacial (DiGeorge) syndrome are also predisposed
to developing BPAD. A small cohort study of 25 patients with
velocardiofacial syndrome found that 64 per cent of them satisfied
DSM III-R diagnostic criteria for a spectrum of BPAD (29).

Aetiology

The aetiology of BPAD is multifactorial, involving a complex inter-
action of genetic, psychosocial and medical factors (30).

Genetic

Epidemiological research involving a combination of family, twin,
and adoption studies has provided substantial evidence to confirm
a genetic component to BPAD (31). As would perhaps be expected,
the risk of BPAD reduces with diminishing genetic relatedness to
the affected individual, ranging from a risk of 40-70 per cent for
a monozygotic twin, to about 5-10 per cent for a first degree rela-
tive, to around 0.5-1.5 per cent for an unrelated individual (31, 32).
Familial studies have similarly found a relationship between polar-
ities at the onset of BPAD among family members (33), which is
clinically important as polarity at disease onset is predictive of the
polarity of subsequent episodes. Additionally, ongoing genome-
wide association studies are identifying risk loci associated with
BPAD (34, 35), thereby progressively enhancing our understanding
of the molecular basis of the disorder.

In conducting a systematic review on published literature per-
taining to RCBPAD, Vanstraelen and Tyrer (17) found that the vast
majority of patients had a positive family history of affective dis-
order, particularly among those with more severe ID, suggesting a
genetic component to its aetiology. For 48 per cent of patients, the
onset of the first episode of affective disturbance was before 18 years
of age, potentially suggestive of genetic anticipation.

Environmental

Studies in the general population have found a relationship between
BPAD episodes and stressful life events, though it is difficult to dis-
cern whether such life events are the cause or consequence of such
relapse (36). The kindling hypothesis (37) suggests that psychosocial
stressors likely play a greater role in the onset or early relapses of BPAD,
whereas later relapse episodes are more autonomous in nature (i.e. less
dependent on environmental influence), though clinical findings are
only partially (rather than convincingly) supportive of this theory (38).

Medical

Though rare, manic episodes can occur as a consequence of phys-
ical illness, so-called ‘secondary mania. Conditions more frequently
reported to precipitate this include stroke (39), traumatic brain in-
jury (40) multiple sclerosis (41), epilepsy (42) and HIV (43). Though
there is a lack of research in this area, it is reasonable to consider the
possibility that people with ID may be at greater risk of secondary
mania, in light of the greater prevalence of neurological disease
among this group (44).

latrogenic

As in the general population, people with ID can potentially develop
mania secondary to prescribed drugs, most notably levodopa (pre-
scribed for Parkinsonism) and steroids, though other agents such
as thyroxine and other dopaminergic anti-Parkinsonian drugs are
more rarely reported causes (45).
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llicit substances

Ilicit substances, including amphetamines (46), cocaine (47), and
cannabis (48) may potentially precipitate manic symptoms.

BPAD is associated with high rates of psychiatric (49, 50) and phys-
ical comorbidities (51), which can complicate its presentation, as-
sessment, and treatment (52).

A meta-analysis, including worldwide data from 40 studies
involving 14,914 patients within the general population (50), found
a lifetime prevalence of anxiety disorder of 45 per cent among in-
dividuals with BPAD. Another study, based on DSM-IV diagnostic
interviews of patients with BPAD, found a similarly high rate of 42
per cent, as well as increased prevalence of substance misuse (42 per
cent), and, to a lesser extent, eating disorders (5 per cent), relative to
the general population (49). There is currently no available research
data on psychiatric comorbidity in individuals with both BPAD and
ID, though one would suspect that similar trends would be observed.

Additionally, it is increasingly recognized that people with Autism
Spectrum Disorders (ASD) are at increased risk of psychiatric
comorbidities, including BPAD. In a retrospective review of 42 pa-
tients with ASD within an inpatient forensic ID service, 4 (9.5 per
cent) were found to have comorbid BPAD (53).

With regard to medical comorbidity in BPAD, a study comparing
1,720 individuals with BPAD with 1,340 control subjects with no
history of affective disorder (51) found that they were statistically
significantly (P<0.05) more likely to have a wide range of conditions,
including asthma, type 2 diabetes, elevated lipids, epilepsy, gastric
ulcers, hypertension, renal disease, memory loss/dementia, mi-
graine headaches, rheumatoid arthritis, osteoarthritis, stroke, and
thyroid disease. Indeed, many of these conditions were still signifi-
cantly more prevalent when also compared with a cohort of 1,737
individuals with unipolar depression.

Clinical features

As there are no known biological markers for BPAD, the diagnosis is
currently based entirely on clinical history (including reports from
both patient and carers) and mental state examination. The relevant
NICE guidelines (54) state that staff and carers should consider the
possibility of a mental health problem if a person with ID exhibits
changes in their behaviour, including a loss in skills, irritability, agi-
tation, avoidance, social withdrawal, or a loss of interest in activities
that they previously enjoyed.

Even among the non-ID population, BPAD is notoriously diffi-
cult to diagnose accurately. This is partly due to the diagnostic re-
quirements for depressive episodes in BPAD being the same as for
unipolar depression, leading to BPAD often being mistaken for
this. Thus it is clinically important to enquire regarding previously
possible hypomanic or manic episodes in a patient presenting with
depressive symptoms. Additionally, even where both depressive and
possible hypomanic episodes have occurred, the absence of clear
manic episodes can lead to diagnostic ambiguity (7).

CHAPTER 12 Bipolar Affective Disorder in Intellectual Disability

Further challenges are present in making a BPAD diagnosis in
someone with ID, as they typically have greater difficulties in com-
munication, including readily expressing their thoughts and emo-
tions (6). Additionally, there is a risk of diagnostic overshadowing,
whereby symptoms in keeping with BPAD are misattributed to the
patients pre-existing ID, thus effectively denying them of timely
and appropriate treatment (55). Indeed, similar biases may be pre-
sent in some caregivers, leading to underreporting of symptoms to
clinicians or institution of inappropriate and/or ineffective forms of
treatment by the carers themselves (56). Other reasons may include
atypical presentation (57) and a lack of clarity regarding diagnostic
criteria, though attempts have been made to address this through
the development of diagnostic manuals designed specifically for
persons with ID (58), as well as rating scales (59) and identifying be-
havioural equivalents for mania (60) in those with more severe ID.

Behavioural equivalents of mania in individuals with ID include
excessive smiling, enthusiastic greeting of everyone, being easily
provoked to scream or swear, reduced sleep, rapid and pressured
speech, episodes of singing, pacing, and overly sexualized behav-
iours (61). Some of these features could undoubtedly manifest as
challenging behaviour, but it is important to distinguish from chal-
lenging behaviour secondary to a mental disorder such as BPAD
from those attributable to environmental factors. When clinically
making a diagnosis of BPAD, one needs to bear in mind that all of
these symptoms should represent a shift from the patient’s norma-
tive behaviours.

There have also been some efforts to identify behavioural equiva-
lents manifesting in persons with severe or profound ID. In a study
involving 45 such individuals (60), 15 of whom were also diagnosed
with BPAD, several symptoms were found to be statistically signifi-
cantly associated with a diagnosis of mania, including psychomotor
agitation (e.g. restlessness, agitation, motor activity), reduced sleep
(e.g. difficulties with sleep initiation, waking frequently through the
night, decreased need for sleep), mood disturbance (e.g. irritability
and elevated mood) and disruptive/aggressive behaviours. Such
findings demonstrate the importance of observation, and the patient
explicitly communicating their symptoms is not essential in order to
make an informed clinical diagnosis of BPAD. Table 12.1 summar-
izes the clinical features of mania according to level of ID.

Despite BPAD’s classical association with mania, it should be
noted that depressive symptoms are more prevalent in BPAD than
either mania or hypomania. Major depressive episodes in BPAD pre-
sent similarly to those seen in unipolar depression, though certain
features are more likely to be present, including psychomotor re-
tardation, feelings of worthlessness and atypical features, including
hypersomnia and weight gain (7). For a more comprehensive over-
view of the presentation of depression in people with ID, please refer
to Chapter 11.

Assessment and diagnosis

Individuals with ID and possible BPAD should be assessed by a
psychiatrist with specialist expertise in the assessment and treat-
ment of mental health problems in people with ID, as is the case in
all other forms of severe mental illness (54).
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Table 12.1 Clinical features of mania in patients with 1D, according to level of ID.

Clinical feature

Elevated mood

Pressured speech

Excessive energy/psychomotor restlessness
Elevated self-esteem/grandiosity
Irritability/agitation

Inappropriate social behaviours

Increased libido/sexual disinhibition
Inattention/ distractibility

Reduced need for sleep

Psychotic symptoms (reported)

AN N Y Y N N N N N NN

Psychotic symptoms (apparent on observation)

AN

Reckless behaviour

Severity of ID

'/'I

AN N NN Y N N NN
AN AN

N

' May be evident on observation, though unlikely to be explicitly reported by the patient.

As mentioned before, the diagnosis of BPAD is made clinically;
however, the criteria to make a diagnosis may be used, depending on
clinician’s choice. The diagnostic criteria for psychiatric disorders for
the use with adults with ID (DC-LD) (58) was produced by the Royal
College of Psychiatrists in 2001 to improve upon existing general
population psychiatric classification systems for the use with adults
with ID. Its utility may be somewhat contingent upon the severity
of ID in the individual being assessed; DC-LD may be seen as com-
plimentary to standard classification systems (ICD-10 and DSM-1V)
in persons with mild ID, whereas it can be considered as more of a
stand-alone text in those with more moderate-severe ID, whom pre-
sent less similarly to the general population. The DC-LD diagnostic
criteria for a manic episode are outlined in Box 12.2. For the DC-LD
diagnostic criteria for a depressive episode, please refer to Chapter 11.

Box 12.2 DC-LD criteria for diagnosis of a manic episode

A The symptoms/signs must be present for at least one week

B They must not be a direct consequence of drugs or other physical
disorders

C The criteria for mixed affective episode of schizoaffective episode
are not met

D The symptoms/signs must represent a change from the individual’s
premorbid state

E Anabnormally elevated, expansive or irritable mood must be present

F Three of the following symptoms must additionally be present:

a Onset of or increase in overactivity; excessive energy

b Increased talkativeness/pressure of speech

c Flight of ideas

d Loss of usual social inhibitions (excluding sexual inhibitions) and
inappropriate social behaviour

e Reduced sleep

f Increase in self-esteem such that it is over-inflated; or grandiosity

g Reduced concentration/distractibility

h Reckless behaviour

i Increased libido/sexual energy, or sexual indiscretions that are out
of keeping with the person’s usual behaviour

Reproduced with permission from The Royal College of Psychiatrists.

However, despite the development of specific criteria for persons
with ID, diagnostic criteria used in the general population may still
have some clinical utility. A retrospective chart review over a 3-year
period of 166 adults with ID and comorbid psychiatric illness dem-
onstrated that DSM-IV criteria can be useful in both the diagnosis of
BPAD in ID, but also distinguishing it from other common psychi-
atric disorders, including schizophrenia and unipolar depression (6).

Matson and colleagues (60) investigated the use of two dif-
ferent rating scales for the evaluation of mania symptoms in people
with ID. These were the Diagnostic Assessment for the Severely
Handicapped-Revised (DASH-II), widely used in assessment of psy-
chopathology in individuals with ID, and the parents’ version of the
Young Mania Rating Scale (P-YMRS), the most frequently used scale
for assessment of children with mania in the non-ID population.
They found that both measures produced similar results, converging
on several symptom items as predictive of mania, particularly those
related to psychomotor agitation and decreased sleep.

As for any patient with ID and mental health problems, risk as-
sessment represents an essential component of the clinical assess-
ment process. This encompasses the patient’s risk to self and others,
and these can manifest in a myriad of ways dependent upon the in-
dividual. Some of the commonly observed risks in mania are that of
verbal aggression and physical aggression towards others, which in
turn put the patient at risk of retaliation, as well as sexual disinhib-
ition. It is important that strategies are implemented to mitigate such
risks, as well as any risk plan being communicated thoroughly to
both fellow professionals within the multidisciplinary team, as well
as formal and informal carers (54).

Differential diagnosis

It is important to also consider other conditions that could mani-
fest as over activity in someone with ID, such as Attention Deficit
Hyperactivity Disorder (ADHD) and brain damage. Collateral his-
tory from informants who have known the patient for a long period
can help distinguish between such these causes, which would be



long-standing in nature (or, in the case of brain injury, likely present
since the insult occurred), and thus not represent a shift from the
patient’s normative functioning, as opposed to in BPAD.

Another differential diagnosis is that of Emotionally Unstable
Personality Disorder (EUPD). The episodes of elation and low mood
in EUPD would be of shorter duration than would be expected in
BPAD (though equally, this renders the patient vulnerable to being
instead misdiagnosed as RCBPAD). Nevertheless, it can often be dif-
ficult to distinguish EUPD from BPAD, particularly the Bipolar II
subtype (62).

Clinical course/prognosis

Within the general population, BPAD is a chronic and enduring
mental illness, with a typical age of onset of 15-24 years, though
there is often a delay of several years before a diagnosis is made and
treatment is commenced (63). The risk of recurrence is high; a lon-
gitudinal study of 82 patients following a first BPAD episode found
that 73 per cent of patients had a manic or depressive relapse within
five years, with two thirds of these patients having multiple relapses
(64). A similar subsequent study involving 162 patients found 40
per cent to have a recurrent manic or depressive episode within
only a two-year period of follow-up (65). Over the course of a life-
time, around 10-15 per cent of patients will have >10 episodes of
recurrence (66).

There is a relative scarcity of research data on the course of BPAD
specifically within the ID population. However, a study by Wu and
colleagues (2013) (57), analysing the courses of hospitalization of
17,899 patients with BPAD (including 544 with ID), observed sig-
nificantly different outcomes in patients with ID relative to their
non-ID counterparts, including a longer length of stay, lower daily
dose of psychotropic medication, and a greater propensity for un-
successful discharge into the community.

As the published evidence on RCBPAD in ID focuses on short-
term aspects of the condition, there is a dearth of data on the clinical
course of these patients, although a systematic review found severe
ID to be statistically significantly associated with a greater number
of episodes per year relative to those with borderline-moderate ID
(17). However, based on the long-term follow-up findings of Coryell
et al (66) within the general population, patients with RCBPAD have
on average an earlier age of onset, as well as both a greater level of
depressive morbidity and risk of suicide attempts than those with
non-rapid cycling BPAD. Nevertheless, the rapid cycling resolved
within two years of onset in over 80 per cent of the 89 patients ob-
served in this study.

There is a lack of research evidence on the treatment of BPAD spe-
cific to the ID population, but the NICE guidelines on mental health
problems in people with learning disabilities (54) emphasizes the
importance of referring to evidence and guidance from the general
population under such circumstances. Additionally, it is essential
that patients and carers are as actively involved in treatment deci-
sions as possible, and that the management plan emerges from a
process of collaboration.
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Pharmacotherapy
General principles

In commencing pharmacological treatment for BPAD, the basic
principles for prescribing any psychotropic medication in an in-
dividual with ID should be followed. This includes taking account
of potential medication interactions and effects on comorbid con-
ditions, assessing the risk of non-adherence, establishing a review
schedule and monitoring both the therapeutic response as well as
emergence of any side effects (54).

One should also consider the impact of any mood stabilizing
medications on the patients physical health, such as the possible
effects of antipsychotic-induced weight gain and diabetes. As such,
the clinician may wish to avoid antipsychotics such as Olanzapine,
particularly in a patient who is already overweight and/or diabetic.
Additionally, some mood stabilizers have anti-epileptic properties
(e.g. sodium valproate, lamotrigine), whereas others can conversely
lower seizure threshold (e.g. lithium); thus, it is essential to con-
sider these factors in any patient with a history of epilepsy. However,
due to its teratogenic effects, sodium valproate should generally be
avoided in females of childbearing age.

The patient’s other medications should also be taken into account
to minimize the risk of drug interactions. For example, angiotensin
converting enzyme (ACE) inhibitors, thiazide diuretics (67) and
non-steroidal anti-inflammatory drugs (68) are all associated with
an increased risk of lithium toxicity.

There has been a gradual movement away from lithium therapy
in BPAD, in part due to patients living longer, and thus more likely
to experience chronic kidney disease as a consequence of such treat-
ment. Additionally, patients with ID may struggle to communicate
the associated side effects of polydipsia and polyuria, rendering
them vulnerable to hyponatraemia and seizures.

In commencing any medications for BPAD, one should always
consider the monitoring requirements (Table 12.2) (69), particu-
larly pertaining to blood testing, as needle phobia is prevalent among
persons with ID, particularly those with Autism Spectrum Disorder
(ASD) (70). Though desensitization interventions can be effective in
some individuals with needle phobia (71), one must balance the po-
tential therapeutic benefits against the distress for the patient caused
by regular blood testing. In the case of Lithium therapy, it is im-
portant not to commence this unless the patient is able to adhere to
the serum monitoring regime (69). The monitoring requirements
for medications commonly used in the treatment of BPAD are sum-
marized in Table 12.1.

In terms of the length of treatment course, the Frith prescribing
guidelines (69) recommend at least two years routinely following an
episode of BPAD, but up to five years if there are risk factors for a
higher likelihood of relapse. Such risk factors include a history of
recurrent relapses, associated psychotic symptoms, comorbid sub-
stance abuse, persistent significantly stressful life events and a lack
of social support.

First episode mania or hypomania

e Note 1: For acute treatment of a first episode of mania or hypo-
mania, antipsychotic medication (with possible use of a benzo-
diazepine as an adjunctive agent) has demonstrated therapeutic
efficacy. The treatment course should be of 6-12 months’ duration
(Figure 12.1).
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Table 12.2 Recommended list of monitoring requirements for medications frequently used in the treatment of BPAD

Monitoring for all Monitoring for specific drugs
patients

Test or
measurement

Annual
check-up

Initial
health
check-up

Antipsychotics

Carbamazepine

Thyroid v v At start and every 6 months, more
function often if evidence of deterioration
Liver function v At start and at At start and at 6 months
6 months
Renal function v At start and every 6 months,
more often if there is evidence
of deterioration or the patient
starts taking drugs such as ACE
inhibitors, diuretics or NSAIDs
Full blood 4 Only if clinically indicated At start and once during first At start and at 6 months
count 6 months
Blood glucose v 4 At start and at 3 months
(and at 1 month if taking
olanzapine); more often if
there is evidence of elevated
levels
Lipid profile v Over 40s At start and 3 months; more
only often if evidence of elevated
levels
Blood pressure v/ 4
Prolactin Children and Risperidone only at start
adolescents and if symptoms of raised
only prolactin develop
ECG If indicated At start if there are risk At start if there are risk factors for
by history factors for or existing or existing cardiovascular disease
or clinical cardiovascular disease
picture

Reproduced from Hiremath A, Gangavati S, Gumber R, Barrett M, Depression. In: Bhaumik S, Gangadharan SK, Branford D, Barrett M (eds), The Frith Prescribing Guidelines For People
With Intellectual Disability, 3rd edition. Copyright © 2015, John Wiley and Sons.

Without aggression With aggression Rapid tranquillization (Note 2)

Commence antipsychotic, one of the following, for example, Olanzapine, Risperidone, Aripiprazole,
Quetiapine

y !

| Poor response | | Good response
!
‘ Poor response |<— Add Benzodiazepine —>|
i (Note 3)
‘ Consider combination of antipsychotic + Sodium Valproate (Note 4) |
! !

‘ Poor response | | Good response

|

Consider Lithium
(Notes 5 and 6)

li
I_,|

Good response Continue ‘

Continue |

Figure 12.1 Treatment of first episode mania and hypomania in adults with 1D

Reproduced from Hiremath A, Gangavati S, Gumber R, Barrett M. Depression. In: Bhaumik S, Gangadharan SK, Branford D, Barrett M (eds). The Frith Prescribing Guidelines for
People with Intellectual Disability, 3rd edition. Copyright © 2015, John Wiley and Sons.
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e Note 2: Rapid tranquillization may be indicated during the
acute phase.

e Note 3: The use of benzodiazepines should not exceed four weeks,
in order to reduce the risks of physical dependency and tolerance
to the sedative effects (tolerance to the anxiolytic effects develop
much more slowly, over several months) (72).

¢ Note 4: Commence valproate at a dose of 200mg twice daily, with
gradual increases in dose according to therapeutic response.

Recurrent bipolar affective disorder

Figure 12.2 provides guidance on the treatment of adults with ID
who have recurrent episodes of BPAD.

In a study involving 10 patients with BPAD and ID, Carta and
colleagues (73) demonstrated a widespread positive response to
Gabapentin when used as an adjunctive agent, particularly with re-
gard to depressive and anxiety symptoms. However, further larger
scale and more scientifically robust trials are required to build on
these promising early findings.

e Note I1: Lithium treatment may take ten or more days before ex-
erting its antimanic effects. As such, adjunctive treatment with ei-
ther an antipsychotic or benzodiazepine medication is necessary.

e Note 2: If the patient is taking an antidepressant medication,
abruptly or gradually reduce this, depending on the associated
risk of discontinuation symptoms of the agent in question.

» Note 3: Before commencing treatment with a mood stabilizing
medication, baseline investigations should be performed,
including a Full Blood Count (FBC), Urea and Electrolytes (U+E),
Liver Function Tests (LFTs), Thyroid Function Tests (TFTs) and
an Electrocardiogram (ECG).

Note 4: The serum lithium concentration for prophylaxis is 0.4-
0.8mM, with dose adjustments often required to achieve this.

Note 5: Other mood stabilizing medications:

= Sodium valproate: Commence at 200mg twice daily, increasing
the dose according to therapeutic response.

= Carbamazepine: Commence at 100-200mg daily, again
increasing the dose according to therapeutic response.

= Antipsychotic medications, such as olanzapine, risperidone and
quetiapine

= Lamotrigine: May be useful for patients with BPAD presenting
with primarily depressive episodes

Note 6: Lithium has several contraindications. Firstly, it is a known
teratogen, and is thus contraindicated in pregnancy, where it is

| Mania/hypomania |

!

!

| Without aggression | |

With aggression

|—>| Rapid tranquillization (Note 8) |

|

If already on Lithium/other mood
stabilizer, augment the dose if
permissible; stop any
antidepressant (Notes 1 and 2)

Poor response to higher
dose of Lithium or other mood
stabilizer

|

| \

Good response, continue |

Commence a different mood stabilizer—one of the following:
Olanzapine, Risperidone, Aripiprazole, Quetiapine or Sodium,

Valproate, Carbamazepine

| |

| Poor response | |

Good response

| |

Poor response

Continue
Add prophylaxis

<| Benzodiazepine p»{ Good response P with mood
(Note 7) stabilizer(s)
(Notes 3-6)

4

Consider a different mood stabilizer or combination of mood stabilizer, for example,
Lithium + Sodium Valproate + antipsychotic drug

v

v

Poor response | |

Good response

Y

Y

Consider other drugs such as
Lamotrigine, Topiramate or Clozapine

Attempt to withdraw antipsychotic drug

Figure 12.2 Treatment of mania and hypomania associated with BPAD in adults with ID
Reproduced from Hiremath A, Gangavati S, Gumber R, Barrett M. Depression. In: Bhaumik S, Gangadharan SK, Branford D, Barrett M (eds). The Frith Prescribing Guidelines for

People with Intellectual Disability, 3rd edition. Copyright © 2015, John Wiley and Sons.
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associated with a 1 in 1,000 risk of Ebstein’s anomaly. However,
there may be situations where, after weighing the associated risks
of relapse against those of foetal abnormality, a decision to pre-
scribe lithium is made, though this should be done through using
the minimum effective dose, particularly during the first trimester.
In patients with epilepsy, lithium may induce electroencephalo-
gram (EEG) changes, as well as lowering the seizure threshold.
Lithium is also contraindicated in Addison’s disease, renal disease,
and cardiac disease.

Depressive episodes

In treating a depressive episode in BPAD, one should recognize the
risks of antidepressant-induced manic switch, and consider treat-
ment with an adjunctive manic agent (69). However, meta-analyses
conducted in the non-ID population have found that, contrary to
popular belief, antidepressant agents are not significantly associated
with a switch to mania, though they also demonstrate a lack of clin-
ical efficacy in the treatment of bipolar depression (69).

If a patient experiences a depressive episode whilst already being
prescribed mood stabilizing medication, one should first check com-
pliance, then consider increasing the dose where appropriate (69).

Mixed affective episodes

In the Frith prescribing guidelines (3rd edition), Michael et al (69)
recommend pharmacological treatment of mixed affective episodes
to be the same as that for an acute manic episode, recommending
against commencement of an antidepressant agent.

Rapid cycling BPAD

A systematic review of reported cases of RCBPAD in persons with ID
found that lithium, carbamazepine and sodium valproate were the
most commonly used medications, all of which had achieved mixed
results for the patients concerned (17). Michael and colleagues (69),
designed a treatment algorithm (Figure 12.3), as well as making
several general recommendations, including adopting a long-term
approach, with medication trials of at least six months’ duration, re-
viewing previous medications and considering further trials of any
agents that were incompletely adhered to in the initial trial.

Electroconvulsive Therapy (ECT)

Very little published research evidence exists on the use of ECT in
patients with BPAD and ID, though the small number of cases re-
ported (74, 75) suggest that it may have similarly positive effects to
those seen with treatment-resistant BPAD in the non-ID popula-
tion, where a study of 522 BPAD patients demonstrated response
rates of 75 per cent for mania and 68 per cent for bipolar depression
(76). Indications for ECT in patients with ID would be the same as
those for the non-ID population, including severe depression, cata-
tonia, or a prolonged, severe manic episode (77).

Psychological

The NICE guidelines for mental health problems in people with
learning disabilities (54) make no mention to psychological treat-
ments for hypomania or mania, though do recommend consid-
eration of cognitive behavioural therapy (CBT) for depression or
subthreshold depressive symptoms (such as those observed in cyclo-
thymia) in those with mild ID, provided they have been appropri-
ately adapted for the patient’s level of functioning.

| Withdraw any antidepressant and check for thyroid dysfunction |

! !

| No response | | Good response |—>| Continue treatment |

!

| Commence Sodium Valproate |

v v

| No response | | Good response |—>| Continue treatment |

| Treat with combination of Lithium and Sodium Valproate |

¥ !’

| No response | | Good response |—>| Continue treatment |

Stop Sodium Valproate and use high doses of Lithium alone
(up to the maximum therapeutic serum level 1.0 mmol/L)

v v

| No response | | Good response |—>| Continue treatment |

| Add Lamotrigine to either Sodium Valproate or Lithium |

v v

| No response | | Good response |—>| Continue treatment |

Add an antipsychotic, for example, Olanzapine, Risperidone, Aripiprazole,
Quetiapine or alternatively Levtiracetam or Topiramate or Thyroxine or
Nimodipine-see Maudsley guidelines

v v

| No response | | Good response |—>| Continue treatment

A
| Consider Clozapine |

Figure 12.3 Algorithm for pharmacological treatment of RCBPAD in
persons with 1D

Reproduced from Hiremath A, Gangavati S, Gumber R, Barrett M. Depression.

In: Bhaumik S, Gangadharan SK, Branford D, Barrett M (eds), The Frith Prescribing
Guidelines for People with Intellectual Disability, 3rd edition. Copyright © 2015, John
Wiley and Sons.

Social

Occupational interventions play an important role in treatment,
particularly during the recovery phase of BPAD, where patients
should be supported to engage in community activities and volun-
tary or paid work, wherever possible (54).

BPAD is likely prevalent in persons with ID at a similar rate as the
general population, though its diagnosis is often delayed or missed.
The evidence base specific to ID populations is scarce, and there is
a real need for larger high quality research, particularly pertaining
to epidemiology and management. One must recognize that BPAD
may present atypically in persons with ID, and consider their symp-
tomatology against the background of their communication skills



and level of ID. It is essential to avoid diagnostic overshadowing,
whereby new symptoms are attributed to the person’s ID, and con-
sider BPAD as a diagnostic possibility. The pharmacological treat-
ment approach for BPAD in ID follows the principles of those used
for the general population, though due consideration of the moni-
toring requirements of any medication, as well as any comorbid
psychiatric or physical illness, is of paramount importance in this
group. Treatment in general should be a collaborative, multidiscip-
linary process, with patients and their carers as active participants in
decision-making processes wherever possible.

James is a 32-year-old gentleman with moderate intellectual dis-
ability (idiopathic in aetiology and present since birth) and a ten-year
history of treatment-resistant Bipolar Affective Disorder (BPAD),
for which he takes lithium 1200mg once nightly, carbamazepine
400mg twice daily (mornings and evenings) and risperidone 2mg
twice daily (mornings and evenings). He takes no other medications
and has no physical health comorbidities. He lives in a bungalow as
the only resident, though receives 24-hour support from care staff,
many of whom have worked with him for several years. When in re-
mission, he accesses community-based activities on a regular basis,
including visiting cafes, farms, and going bowling.

The majority of his multiple historical relapses are manic in na-
ture, characterized by elation, pressured speech, motor restlessness,
irritability, and poor sleep. He is also physically aggressive to other
persons at such times, as well as sexually disinhibited, manifesting
as exposing his genitalia and trying to kiss others, particularly care
staff. His less frequent depressive episodes involve low mood, with-
drawal from activities he usually enjoys, frequent tearfulness, and
psychotic symptoms, including persecutory delusions (pertaining to
staff and members of the public trying to harm him) and derogatory
auditory hallucinations.

In the midst of James’s most recent manic relapse, he demon-
strated additional symptoms that had not been historically present,
including polydipsia and polyuria. He also appeared unsteady on
his feet, possibly suggesting dizziness, as well as demonstrating
increased slurring of his speech. His psychiatrist was concerned
about the possibility of lithium toxicity in addition to his manic
relapse. James had historically been needle phobic, but when tested,
he demonstrated a lack of capacity to make a decision pertaining
to serum lithium testing, so the views of James’s multidisciplinary
team, carers, and family was sought with a view to making a de-
cision in his best interests. A decision was made to take James’s
serum lithium levels, which, despite a concerted effort from the
clinical team, was significantly distressing for him. His levels were
subsequently found to be 1.52mmol/L (i.e. consistent with lithium
toxicity).

James’s lithium dose was subsequently reduced from 1200mg
once nightly to 800mg once nightly. In the weeks following this re-
duction, James’ manic symptoms persisted, though his polyuria and
polydipsia reduced somewhat. Additionally, further more frequent
blood testing (to ensure that James’s lithium levels were returning to
normal therapeutic range) continued to be distressing for him.

Following consultation with Jamess multidisciplinary team,
carers, and family, a decision was made to gradually discontinue
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his lithium. This decision was made because of his more frequent
relapses recently, suggesting that his current drug regime was
diminishing in effectiveness as well as the risk of side effects and
future toxicity associated with lithium. Additionally, the process of
taking James’s bloods caused significant distress for him, as well as
being detrimental to both his well-being and relationship with his
care team.

As the lithium dose was tapered off, James’s carbamazepine dose
was gradually increased from 400mg to 800mg twice daily. This
gradually brought about a stabilization of his mood, without the
need for concomitant lithium therapy. James’s BPAD has remained
in remission following these changes being made, and has started to
access and gain enjoyment from his community-based activities, in
keeping with his baseline functioning.

1. Why has there been a movement away from Lithium therapy in
persons with ID and BPAD?

Patients are living longer, and are thus more likely to experience
chronic kidney disease secondary to lithium therapy. Additionally,
patients with ID may struggle to communicate the associated side
effects of polydipsia and polyuria, rendering them vulnerable to
hyponatraemia and seizures.

2. Though James’s BPAD has stabilized, for how long would you
recommend him continuing his remaining pharmacological
treatment?

The Frith prescribing guidelines (69) would recommend James
continuing his medication regime for up to five years following his
recent relapse. This would be due to the presence of several risk fac-
tors, including a history of multiple relapses and associated psych-
otic symptoms.

MULTIPLE CHOICE QUESTIONS
Questions
Please select the single most appropriate answer.

1. What is the typical age of onset of Bipolar Affective
Disorder (BPAD)?

10-15 years

15-24 years

. 25-34 years

. 35-44 years

. =45 years

MY 0w

2. Which term best describes patients whom experience >4
episodes of mania or depression per year?

A. Mixed affective episodes

B. Cyclothymia

C. Bipolar I disorder

D. Rapid Cycling Bipolar Disorder

E. Bipolar II disorder

3. Which of the following physical illnesses is not associated
with development of ‘secondary mania’?

A. Diabetes

B. Multiple sclerosis

C. HIV
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D. Stroke
E. Epilepsy

4.

Which of the following symptoms are most prevalent in

individuals with BPAD?

A

. Manic symptoms

B. Hypomanic symptoms

C
5.

. Depressive symptoms

Which medication is recommended by the Frith pre-

scribing guidelines as a first line agent for first episode mania
in adults with ID?

A
B
C
D

. Olanzapine

. Lithium

. Sodium valproate
. Carbamazepine

E. Gabapentin

A

nswers

1. B. The typical age of onset of BPAD is between 15-24 years

of age.

. D. The description given is in line with that for Rapid Cycling

Bipolar Disorder.

. A. Diabetes is not associated with the development of sec-

ondary mania.

. C. Despite BPAD being perhaps classically associated with

mania, depressive symptoms are more prevalent in BPAD
than either manic or hypomanic symptoms.

. A. The Frith prescribing guidelines recommend the use of an

antipsychotic agent such as olanzapine as a first line agent,
possibly accompanied by a benzodiazepine as an adjunct).
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Anxiety and Related Disorders in People

with Intellectual Disability

Sherva Cooray and Avinash Hiremath

Introduction

Anxiety disorders are a category of mental disorders character-
ized by excessive fear, anxiety, and related behavioural disturbances
(DSM 5 2013) (3), with symptoms severe enough to result in severe
distress or cause significant impairment in personal, family, social,
educational, occupational, or other important areas of functioning.
These conditions are highly prevalent, with significant morbidity
and disability leading to substantial economic costs, but many who
might benefit from treatment remain unrecognized or untreated.
Anxiety disorders include generalized anxiety disorder (GAD),
panic disorder, agoraphobia, social phobia, specific, simple or iso-
lated phobia, somatic symptom related disorder, hypochondriasis,
separation anxiety disorder, and selective mutism.

To understand anxiety disorders, it is useful to define the terms or
phenomena associated with these disorders. Fear is defined as ‘the
emotional response to real or perceived danger’ whereas anxiety is
the ‘anticipation of future threat’ and worry is ‘apprehensive expect-
ation. It involves ‘unpleasant or uncomfortable thoughts that cannot
be consciously controlled by trying to turn the attention to other
subjects. The thoughts are often persistent, repetitive and out of pro-
portion to the topic worried about’(3). While many of these features
underlie most anxiety disorders, a key differentiating feature is the
stimulus, situation or the focus of apprehension. These could highly
specific as in specific phobias or much broader as in generalized anx-
iety, or social anxiety disorder (2).

Some disorders have a significant component of ‘worry’ in add-
ition to fear and anxiety. OCD involves recurrent thoughts, rumin-
ations, images, or impulses (obsessions) and/or physical or mental
rituals (compulsions) that cause interference with social and occu-
pational functioning. While the source of anxiety can be difficult to
establish in most of the anxiety disorders, PTSD is characterized by
a history of exposure to identifiable trauma (actual or threatened
death, serious injury, or threats to the physical integrity of the self
or others).

Apart from cognitive limitations, People with Intellectual
Disabilities (PWID) have a range of physical and psychological im-
pairments that affect their ability to interact with their environment.

The range and complexity of these impairments are covered in other
chapters in this book, but one of the main impairments is the ability
to comprehend and communicate. As clinical approaches and diag-
nostic criteria are based on the ability of the patients to describe their
subjective experiences, it becomes difficult to reliably apply these ap-
proaches to this population. Therefore, mental disorders are often
thought of as problem behaviours, consequently they are poorly
recognized (88). This issue has been described by Sovner (83), who
highlighted four factors reflecting the profound bio/psycho/social
effects of Intellectual Disabilities (ID) that may influence the diag-
nostic process which include:

e Intellectual distortion (diminished ability for abstract thinking
and effective communication),

e Psycho-social masking effect on content of psychiatric symptoms
due to limitations in social skills and real-world experiences)

e Cognitive disintegration (becomes easily disorganized under
stress)

e Baseline exaggeration (an increase in the frequency and inten-
sity of pre-existing maladaptive behaviours during the course of a
mental illness

There is also the phenomenon of diagnostic overshadowing, where
a tendency in the clinician to overlook symptoms of mental illness
by attributing them to ID may contribute to difficulties experienced
by clinicians (76). In addition, the population of PWID is signifi-
cantly heterogeneous, and without appropriate adaptations that take
note of the different levels of ID, formulating a diagnosis may be
difficult (16).

People with intellectual disabilities experience anxiety dis-
orders, but the prevalence and issues associated with anxiety dis-
orders are different to that of the mainstream population (16).
Matson et al. (61) concluded that people with more severe degrees
of ID experience difficulties in articulating key diagnostic concepts
of anxiety particularly with relation to more complex subjective
cognitive phenomena. In these people, anxiety may manifest as
behavioural disorders. However, behaviours may also be a reflec-
tion of other triggers in the environment, and it is therefore im-
portant to distinguish behaviours due to anxiety disorders from
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behaviours due to other causes. In diagnosing anxiety, Khreim
and Mikkelson (49) emphasized the relevance of phenomena such
as agitation, screaming, crying, withdrawal, regressive/clingy be-
havior, or freezing, which could be interpreted as manifestations
of fear in PWID.

To support the reliability of clinical diagnoses, a number of
guidelines and diagnostic tools have been developed (81, 21).
These include informant and self-report assessment instruments
of psychopathology, for example, Psychopathology Instrument for
Mentally Retarded Adults (PIMRA), based on DSM-III-R (59),
Diagnostic Assessment for the Severely Handicapped (DASH)
scale, based on DSM-III-R (60) and ICD-10 based Psychiatric
Assessment Scale for Adults with Developmental Disability (PAS-
ADD) (63). The concurrent validity of different informant and
self-report assessment instruments of psychopathology, both gen-
eral and specific for anxiety and/or depression, in adolescents with
ID, according to DSM IV criteria positively correlated with anx-
iety measures and with PIMRA and Child Behaviour Check List
(CBCL) total scores, as well as with the internalizing score of the
CBCL. However, the reliability of these instruments is variable and
the greatest unreliability when applying the PAS-ADD, is related to
symptoms of anxiety.

The Diagnostic Criteria for Psychiatric Disorders for Use with
Adults with Learning Disabilities/Mental Retardation (DC-LD)
(79), (Royal College of Psychiatrists, 2001, a consensus-based system
reflecting expert opinion), provides operationalized diagnostic cri-
teria for psychiatric disorders for use with adults with moderate,
severe or profound ID. This also complements the ICD-10 or DSM-
IV-TR in adults with mild ID. The Diagnostic Manual—Intellectual
Disability (DM-ID 2) was developed by the National Association for
the Dually Diagnosed (NADD), in association with the American
Psychiatric Association (APA) and outlines evidence-based guide-
lines for anxiety disorders in PWID aimed at facilitating the diag-
nosis of mental disorders in PWID from the perspective of clinical
utility (17).

Clinical features of anxiety-related disorders

Generalized anxiety disorder

Generalized anxiety disorder (GAD) is characterized by excessive
and inappropriate persistent worrying (lasting in excess of a few
months) and not restricted to particular circumstances. Patients ex-
hibit physical anxiety symptoms and key psychological symptoms
(restlessness, fatigue, difficulty concentrating, irritability, muscle
tension, and disturbed sleep).

Panic disorder

Panic disorder involves recurrent unexpected surges of severe anx-
iety (‘panic attacks’), with varying degrees of anticipatory anxiety
between attacks. Panic attacks involve discrete periods of intense
fear or discomfort, accompanied by multiple physical or psycho-
logical anxiety symptoms. Panic attacks typically reach their peak
within 10 minutes and last around 30-45 minutes. Most patients ex-
perience a fear of having further attacks.

Agoraphobia

Agoraphobia is defined as fear in places or situations from which es-
cape might be difficult or in which help might not be available, in the
event of having a panic attack. These include being in a crowd, being
outside the home, or using public transport. Consequently, they are
either avoided or endured with significant personal distress.

Social phobia

Social phobia consists of a marked, persistent, and unreasonable fear
of being observed or evaluated negatively by other people, in social
or performance situations, which is associated with physical and
psychological anxiety symptoms. Feared situations (e.g. speaking to
unfamiliar people or eating in public) are either avoided or are en-
dured with significant distress.

Specific phobia

Specific/simple/isolated phobias involve excessive or unreasonable
fear of (and restricted to) single people, animals, objects, or situ-
ations (e.g. dentists, spiders, seeing blood) which are either avoided
or endured with significant personal distress

Separation anxiety disorder

Separation anxiety disorder is characterized by fear or anxiety
concerning separation from those to whom an individual is at-
tached: common features include excessive distress when experi-
encing or anticipating separation from home, and persistent and
excessive worries about potential harms to attachment figures or
untoward events that might result in separation.

Hypochondriasis

Hypochondriasis (somatic symptom related disorder) is character-
ized by excessive or disproportionate preoccupations with having or
acquiring a serious illness, often leading to excessive health-seeking
behaviours and high levels of reassurance seeking.

Obsessive compulsive disorder

The main features of OCD can be described in terms of thoughts,
images, or ruminations that are repetitive, intrusive, distressing,
and ego-dystonic (obsessions), often associated with rituals or ac-
tions (compulsions). Mostly, the compulsive behaviours are related
to obsessions (e.g. repeated washing of hands in response to fears
of contamination) and are devised as a mitigating behaviour, but in
time become disabling in their own right. Commonly occurring ob-
sessions include fear of contamination, need for order or symmetry,
obsessive doubts, excessive conscientiousness (need to do the right
thing, fear of committing a transgression, often religious), and un-
wanted, intrusive sexual/aggressive thoughts. Commonly occurring
compulsions consist of hoarding, arranging and rearranging ob-
jects, reassurance seeking, list making, cleaning/washing rituals,
counting/repeating actions a certain number of times or until it ‘feels
right, and checking (e.g. locks, cooker, safety of family members).
OCD is a heterogeneous condition (91), and generally follows a
chronic course, waxing and waning in severity, having significant
comorbidity with major depression, anxiety (91), as well as tic dis-
order (24). The differential diagnosis of OCD includes obsessive-
compulsive personality disorder (OCPD). OCPD typically emerges
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in early adulthood and refers to individuals who are preoccupied
with orderliness, perfectionism, and mental and interpersonal con-
trol, at the expense of flexibility, openness, and efficiency.

Post-traumatic stress disorder

PTSD involves a history of exposure to a traumatic event that that
results in symptoms from each of four symptom clusters namely,
intrusion, avoidance, negative alterations in cognitions and mood,
and alterations in arousal and reactivity (3). Other requisites for a
diagnosis concern symptom duration; and non-attribution of symp-
toms to a substance or comorbid medical condition. The individual
initially responds with intense fear, helplessness, or horror to the
traumatic exposure, later developing a response characterized by
persistently re-experiencing the event, with resultant symptoms of
numbness, avoidance, and hyperarousal causing clinically signifi-
cant distress or functional impairment (70).

Clinical presentations of anxiety disorders in PWID

Matson et al. (61), investigating anxiety symptoms in individuals
with severe and profound ID concluded that worry, fear of par-
ticular stimulus, and avoidance could not be reliably assessed in this
group. Forte et al. (25) examined the content and salience of wor-
ries experienced by young people with mild ID during transition to
adulthood, and found that this group ruminated significantly more
about their worries and being more distressed by them. Hurley (38),
investigating the presentation of depression, reported that PWID
with anxiety disorders displayed significantly more fearfulness com-
pared with people with depression, whereas people with depres-
sion were reported to have significantly more withdrawal, sadness,
crying, anhedonia, aggression, and impulsivity than individuals
with anxiety.

The manifestation of fear can be observed in individuals who are
unable to self-report, through facial expression and or other physio-
logical or psychological (table 13.1) manifestations (85, 61, 68).
The DSM5 allows fear and anxiety in children to be expressed via
crying, tantrums, freezing or clinging, shrinking, or failing to speak.
Extrapolation of similar approaches using such modifiers to diag-
nostic criteria in adults with intellectual disability functioning at a
similar developmental level could facilitate diagnosis.

Avoidance or requiring the presence of a companion may be prob-
lematic in people with severe and profound ID since they may not
have opportunities to express choice and are invariably accompanied
whenever in the community by due their adaptive functioning such
as poor road skills, thereby making their phobic symptoms difficult
to elicit. With agoraphobia, individuals with severe/profound ID
are unlikely to express complex cognitions that drive their avoid-
ance such as escape being difficult, or help might not be available.
Similar problems arise in the criteria for panic disorder regarding
concepts of derealization, depersonalization, fear of losing control,
‘going crazy, or fear of dying. In GAD, symptoms such as poor con-
centration or mind going blank, or muscle tension are unlikely to be
described by people with profound ID. However, restlessness, being
easily fatigued, irritability, and sleep disturbance can possibly be ob-
served by others particularly if more marked. There is an association
of anxiety symptoms with self-injurious behaviours in people with
intellectual disabilities (74).

The features of generalized anxiety in adoloscents and young
adults with mild intellectual disabilities grossly parallel symptoms
experienced by people with a normal IQ (57). Anxiety disorders
typically first diagnosed in childhood include behavioural manifest-
ations in their criteria. For example in separation anxiety disorder
behavioural elements constitute half of the features of excessive fear
concerning separation while selective mutism is entirely behaviour-
ally defined. Facial expressions of children with severe and profound
ID may be more subtle and have been shown to be recognized more
frequently by parents compared with adults inexperienced in the
care of children with ID. Behaviours associated with anxiety such as
arguing, performing repetitive acts, and avoiding difficult tasks have
also been described in children with fragile X syndrome and mild
to moderate ID. Helverschou and Martinsen (33) explored the rec-
ognition of anxiety symptoms in people with ID and Autism from
a small sample and demonstrated informants’ ability to describe be-
havioural symptoms of anxiety in people with ID and autism, al-
though they seem to recognize the severity of physiological signs
less well.

ocD

Detection of OCD can be difficult in PWID. Vitiello (89) reported
that OCD can be considered in PWID despite the absence of rec-
ognizable ego dystonic characteristics and that emphasis should be
on the behavioural, externally observable components of the dis-
order, rather than on inner conflicts and anxiety. The assessment
of observable behaviour is demonstrated to have good reliability in
diagnosing OCD in such patients in diagnostic approach.

PTSD

Most of the current knowledge on PTSD has been extrapolated from
the general population and from case studies. PTSD is characterized
as age and developmental level specific (55). In the non-ID adult
population, the most common symptoms reported include night-
mares, trouble sleeping, and jumpiness (55). Misdiagnosis in PWID
may arise when symptoms of extreme stress reactions may be in-
terpreted as problem behaviour and flashbacks may be perceived as
hallucinations. Emotional numbing, as commonly seen in response
to trauma, may be confused with depression, lack of motivation, or
confused with the negative symptoms of psychosis.

Mevissen et al. (62) concluded from a literature review on the
prevalence, assessment, and treatment of PTSD in PWID, that in-
dividuals may be misdiagnosed when symptoms of extreme stress
reaction are mistaken for behavioural problems or flashbacks mis-
conceived as hallucinations. Rosenberg and colleagues (77) indi-
cated that the most frequent diagnoses preceding PTSD were either
no diagnosis or schizophrenia. Other candidates for misdiagnosis
include autism and Intermittent Explosive Disorder (IED). Co-
occurring diagnoses are likely to include depression, generalized
anxiety, and pathological grief (55).

Preval