
Index

Aberrant Behaviour Checklist 227, 232
Adderall, ADHD treatment 16
Addison’s disease 92
adenoma sebaceum 294
adrenoleukodystrophy (ALD) 89, 90

cerebral (CALD) 92
childhood cerebral (CCALD) 90–2, 93–4
neonatal 89
see also X-linked adrenoleukodystrophy (XALD)

adrenomyeloneuropathy (AMN) 92, 94
affective disorders, autism and 148–9

see also depression
aggressive behaviour

fragile X syndrome 203
hemiplegic cerebral palsy 118
Smith-Magenis syndrome 316, 319, 320
specific learning difficulties and 65

alternative therapies, autism 153
reasons for seeking 154

Alzheimer’s disease, Down syndrome and 172, 179,
180, 188–9

Angelman syndrome (AS) 220–3, 230–5
behavioural and cognitive phenotype 231–2
comparison between deletion and disomy 233
diagnostic criteria 231
genetic basis 221–3

anorexia nervosa, hemiplegic cerebral palsy and
119

antisocial behaviour, specific learning difficulties
and 65

see also social interactions
anxiety disorders

hemiplegic cerebral palsy and 117
language impairment relationship 39–40
specific learning difficulty outcomes 64–5
Williams syndrome 305, 307, 309–10

apneusis, Rett disorder and 256–7
ashleaf macules 293
aspartyl-glycosaminuria 99
Asperger syndrome 136, 205

criminal offending and 152
hemiplegic cerebral palsy and 118, 126
in adulthood 142–3

affective disorders and 148

schizophrenia and 146–7
prevalence 138
see also autism

ataxia 112
attention deficit hyperactivity disorder (ADHD)

1–19
aetiology 4–5
assessment 11–14

adults 13–14
children and adolescents 11–13

comorbidity 3, 6–9
fragile X syndrome 204–5
hemiplegic cerebral palsy 118

diagnostic classifications 1–3
in adulthood 10–11
in childhood 7–9

adolescence 9
transition into adolescence 8–9

nature of disorder 3–4
treatment 14–18

effectiveness 17–18
pharmacological intervention 15–16
psychological approaches 16–17

autism 136–61
autism-specific problems 139–41

communication difficulties 140
ritualistic and stereotyped behaviours 141
social abnormalities 140–1

causes 138–9
early indicators 139
factors related to outcome 143–4
fragile X syndrome and 203, 205, 210–11
hemiplegic cerebral palsy and 118–19, 126
improvements in prognosis over time 144–5
in adulthood 141–3, 145–53

affective disorders and 148–9
behavioural deterioration/loss of skills

145
criminal offending 150–3
epilepsy and 145–6
interventions 155–6
mortality 146
rates of psychiatric disorders 149–50
schizophrenia and 146–7, 150
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autism (cont.)
interventions 152–8

importance of appropriate education 155
in adolescence and adulthood 155–6
intensive home-based behavioural

programmes 155
pre-school interventions 154
principal components of 156–8
reasons for seeking alternative therapies 153

learning disabilities and 138
prevalence 136–8
Smith-Magenis syndrome and 313–14, 316–17
tuberous sclerosis and 282–3, 286

medication 292
see also Asperger syndrome

autonomic regulation defects, Rett disorder 256–7

behavioural inhibition 3–4
bipolar disorders, autism and 149
bone marrow transplantation (BMT)

adrenoleukodystrophy treatment 92–3, 94
lysosomal storage disorders and 102, 103

brain abnormalities
ADHD and 5
fragile X syndrome 202
reading difficulties and 58–9
Rett disorder 243–5
tuberous sclerosis 272–3, 274–5, 279–80

breathing dysrhythmia, Rett disorder 256–7, 264
Bright Start Programme 156
buspirone, Rett disorder management 264–5

café-au-lait spots 294
cerebral adrenoleukodystrophy (CALD) 92
cerebral palsy (CP) 112–13

see also hemiplegic cerebral palsy
childhood cerebral adrenoleukodystrophy

(CCALD) 90–2, 93–4
cholesterol ester storage disease 97
cobalamin metabolism, homocystinuria and 84, 87
cognitive deficits

Angelman syndrome 231–2
fragile X syndrome 201–2, 206–7
language impairment impact 36–8
Prader–Willi syndrome 226
reading disorders and 59–60
Smith-Magenis syndrome 312–15
Williams syndrome 301–2

communication impairment 27
autism 140, 158
Rett disorder 259–60
see also language impairments; speech difficulties

conduct disorders
comorbidity 7
hemiplegic cerebral palsy and 117–18
specific learning difficulty outcomes 65–6

Conductive Education, autism therapy 153
Conners Rating Scales 12
contiguous gene syndrome 236
cortical tubers (CT), tuberous sclerosis 272

criminal offending, autism and 150–3
see also delinquency

cystathionine �-synthase (CBS) deficiency 84, 85–7

Daily Life Therapy, autism 153
delinquency, specific learning difficulty outcomes

65–6
see also criminal offending

dementia, Down syndrome and 188
see also Alzheimer’s disease

depression
autism and 148–9
Down syndrome and 187–8
hemiplegic cerebral palsy and 117
maternal, language impairments and 30
specific learning difficulty outcomes 64–5
Williams syndrome and 305

deprivation, language impairments and 31
desipramine, ADHD treatment 16
dexamphetamine 292

ADHD treatment 16
Diagnostic Interview for Social and

Communication Disorders 316
dietary intervention

galactosaemia 82
phenylketonuria 76–7

diplegia 112
Direct Instruction model for specific learning

difficulties 67
disorder of written expression 57

see also specific learning difficulties (SLD)
Down syndrome 169–89

ageing and 178–80
Alzheimer’s disease 172, 179, 180, 188–9

causation 171
effect on families 173–5
future prospects 185–9

further education and employment 185–6
medical and psychiatric aspects 186–9

general health and 171–2
lifestyles 172–3
mental health and 178
prevalence 170
progress from child- to adulthood 175–8

academic attainments 176–7
intellectual abilities 175–6
motor performance 177
temperament and behaviour 177–8

treatment and remediation 181–5
antenatal screening 181–2
early intervention 182–4
educational approaches 184–5

dyskinesia 112
Rett disorder 255–6

dyslexia 58
see also language impairments; reading difficulties

(RD)
dysmyelination 75
dysostosis multiplex 95
dyspraxia, Rett disorder 255
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eating behaviour
anorexia nervosa, hemiplegic cerebral palsy and

119
Prader–Willi syndrome 224–6
see also feeding difficulties

education
autism and 156, 158
Down syndrome and 184–5
fragile X syndrome and 210–11
Williams syndrome and 307–8

elastin 300
employment

Down syndrome and 186
specific learning difficulties and 62
Williams syndrome and 304, 309

epigenetic effects 236
epilepsy

autism and 145–6
hemiplegic cerebral palsy and 114, 122–3
Rett disorder and 257–8, 264
tuberous sclerosis and 274, 281, 285–6

medication 291

Fabry disease 95, 96
facial angiofibromas 294

tuberous sclerosis and 287, 288
Facilitated Communication, autism therapy 153
Farber’s disease 97
feeding difficulties, Rett disorder 250–2

see also eating behaviour
fenfluramine, autism therapy 153
fetal alcohol syndrome 28
fluoxetine 211
folate metabolism, homocystinuria and 84, 87
foramen of Monro 294
fragile X mental retardation 1 (FMR1) gene 198,

199, 201, 206
fragile X syndrome 198–213

behaviour 202–5
clinical phenotype 199–202

cognitive features 201–2
physical features 199–201

interventions 210–13
adulthood 212–13
childhood 210–12

neuropathology 202
outcomes in adulthood 206–10

cognitive abilities and attainments 206–7
physical problems 209–10
social and emotional adjustment 207–8

premutation 205–6
fucosidosis 98

galactosaemia 80–4
aetiology 80–1
clinical features 82
outcomes 82–4

adulthood 83–4
childhood 82–3

treatment 82

galactose-1-phosphate uridyl transferase (GALT)
deficiency 80–1

galactosialidosis 98
gametogenesis 235–6
gangliosidosis 96
gastrointestinal problems, Rett disorder 251–2
Gaucher disease 95, 96
General Health Questionnaire (GHQ) 125
genomic imprinting 221–3, 229, 235
glycogen storage diseases 98–9
group therapy, language impairments 42
growth abnormalities, Rett disorder and 248–50

hamartomas 294
hearing loss, language impairments and 29
hemiplegia 112, 113

acquired 113
congenital 113

hemiplegic cerebral palsy (CP) 113–33
associated psychological difficulties in childhood

114–19
anorexia nervosa 119
anxiety 117
autistic disorders 118–19
difficult behaviour 117–18
early studies of 114–15
inattention and overactivity 118
misery 117
obsessions and compulsions 119
psychotic illnesses 119
reasons for 120–1
recent studies of 115–17
treatment of 121–4

impact on parents 131–2
in adulthood 124–31

psychiatric disorder in young adult life 125–6
psychosocial adjustment in young adult life

126–31
service-related costs 132
treatment of psychiatric/psychosocial

disorders 133
mind-reading skills and 119–20
social relationships in childhood 120

hemispherectomy 114
Holding Therapy, autism 153
Home Situations Questionnaire (HSQ) 12–13
homocystinuria 84–9

aetiology 84–5
clinical features 85–7
outcomes 88–9

adulthood 88–9
childhood 88

treatment 87
Hunter syndrome 100, 102
Hurler syndrome 100, 102
hydrops fetalis 95
hyperactivity 1, 9

see also attention deficit hyperactivity disorder
hyperacusis, Williams syndrome and 302, 307
hyperhomocystinaemia 84, 85
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hyperkinetic disorder (HKD) 2–3
hemiplegic cerebral palsy relationship 114–15

hyperphenylalaninaemia 75
hypomelanotic macules 293

inborn errors of metabolism 74
see alsospecific disorders

infantile spasms 294
tuberous sclerosis and 285–6

involuntary movements see dyskinesia
IQ levels

autism 138, 144
Down syndrome 175–6
fragile X syndrome 201, 206–7
galactosaemia 82–3
hemiplegic cerebral palsy 121, 128
homocystinuria 88
phenylketonuria 75, 77, 79
Smith-Magenis syndrome 315
tuberous sclerosis 280–1
Williams syndrome 301, 302–3

joint deformities, Rett disorder 253–5

Kaufman Assessment Battery for Children (KABC)
202

Klinefelter syndrome 242
Krabbe’s disease 96, 102

language impairments 26–7, 66
ADHD and 6
autism and 140
fragile X syndrome and 202, 210
Williams syndrome and 301, 306
see also communication impairment; reading

difficulties (RD); specific language impairment
(SLI); specific learning difficulties (SLD);
speech difficulties

language therapy
Smith-Magenis syndrome 318
Williams syndrome 306

learning disabilities (LD) 57
autism 138
definition 57
fragile X syndrome 198–9
phenylketonuria 75
Smith-Magenis syndrome 312–13
tuberous sclerosis 280–1, 285–6
Williams syndrome 301, 302
see also language impairments; specific learning

difficulties (SLD)
Lennox–Gastaut syndrome 285, 294
lipidoses 96–7
lysosomal storage disorders 95–103

clinical features 95
outcome 102–3
treatment 95–102

mania, autism and 149
mannosidosis 99

Maroteaux–Lamy syndrome 101, 102
maternal depression, language impairments and 30
mathematics disorder 57

see also specific learning difficulties (SLD)
MECP2 gene 241, 242, 260
menstruation, Rett disorder and 263–4
mental retardation 57

language impairments and 29
see also IQ levels

metachromatic leukodystrophy 96, 102
methylphenidate 292

ADHD treatment 15–16, 17
Williams syndrome and 307–8

mind-reading skills
autism and 140
hemiplegic cerebral palsy and 119–20

Minnesota Multiphasic Personality Inventory
(MMPI) 14

Morquio syndrome 101, 102
mortality, autism and 146
mucolipidoses 98
mucopolysaccharidoses (MPS) 100–1
Multimodal Treatment Study of Children with

Attention Deficit Hyperactivity Disorder
17

muscle tone, Rett disorder and 253
music therapy

autism 153
Rett disorder 261

neonatal adrenoleukodystrophy 89
Niemann-Pick disease 97

obesity, Prader–Willi syndrome and 224–6, 227
obsessive–compulsive behaviour

fragile X syndrome and 204
hemiplegic cerebral palsy and 119
Prader–Willi syndrome and 228
Williams syndrome 302, 304–5, 306
see also ritualistic behaviour

offending see criminal offending
olanzapine 211
oppositional–defiant disorder

comorbidity 7
hemiplegic cerebral palsy and 117–18
see also conduct disorders

osteoporosis, Rett disorder and 252–3
otitis media, language impairments and 29

parent–child interaction, language impairments and
30

see also social interactions
peer relationships

ADHD and 7–8, 10
autism and 140–1
hemiplegic cerebral palsy and 120
see also social interactions

percutaneous feeding, Rett disorder and 251
pervasive developmental disorders (PDD) 2, 138

hemiplegic cerebral palsy and 126
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see also Asperger syndrome; autism
phakomatoses 294
phenylalanine hydroxylase deficiency 75
phenylketonuria (PKU) 74–80

aetiology 75
clinical features 75–6
outcomes 77–80

adulthood 79–80
childhood 77–9

treatment 76–7
Picture Exchange Communication System (PECS)

156, 210
Pompe’s disease 95
posture, Rett disorder and 253
Prader–Willi syndrome (PWS) 220–30, 233–5

behavioural and cognitive phenotype 224–6
cognitive abilities 226
eating behaviour and obesity 224–6
sleep abnormalities 226
speech 226

behavioural problems persisting into adulthood
226–8

maladaptive behaviours 226–8
obsessions and compulsions 228
psychiatric disorder 228

diagnostic criteria at different ages 223–4
genetic basis 221–3, 233

deletion vs disomy comparisons 228–9
linking gene expression to brain function and

behaviour 230
pragmatics 27
premature birth, language impairments and 28–9
psychotherapy

ADHD 16–17
language impairments 42–3

psychotic illnesses
autism and 146–7
fragile X syndrome and 208
hemiplegic cerebral palsy and 119
Prader–Willi syndrome and 228
schizophrenia 146–7, 150

pyridoxine, homocystinuria and 84, 87

quadriplegia 112
quetiapine 211, 212

reading difficulties (RD) 56–7
nature of 57–8
outcomes in adults 60–4

cognitive and academic outcomes 60–1
gifted students 62–3
predictors of 63–4
self-perceptions and aspirations 64
vocational outcomes 62

underlying deficits 58–60
biological factors 59
brain abnormalities 58–9
core cognitive deficits 59–60

with ADHD 6, 7
see also language impairments; specific learning

difficulties (SLD)
Rett disorder 241–66

behaviours that may disturb others 261–2
care provision 265–6
classic syndrome 245
contact and communication in adults 259–60
developmental patterns in early childhood

246–7
epidemiology 245–6
feeding and nutritional abnormalities in adults

250–2
osteoporosis 252–3

growth abnormalities 248–50
implications of recent genetic discoveries 242
management and medication 264–5
mood changes 259
muscle tone, posture and mobility in adults

253–8
defective autonomic regulation 256–7
dyspraxia 255
epileptic seizures 257–8, 264
involuntary movements 255–6
joint deformities 253–4

music appeal 261
nervous system defects 243–5
periodic comprehensive reassessment 264
sexual preference, menstruation and fertility

263–4
sleep disturbance 243, 258–9
strengths of Rett disorder patients 262
transition to adulthood 248

rhabdomyoma 294
risperidone 211, 212
ritualistic behaviour, autism and 141, 158–9

S-adenosylmethionine 85
San Fillipo syndrome 100, 102
Schedule for Schizophrenia and Affective Disorder

– Lifetime (SADS-L) 125
Scheie syndrome 100
Schindler disease 99
schizophrenia, autism and 146–7, 150
School Situations Questionnaire (SSQ) 13
sclerosis 294

see also tuberous sclerosis
scoliosis, Rett disorder and 254
screening, for Down syndrome 181–2
secretin infusions, autism therapy 153
seizures see epilepsy
selective mutism 205
selective serotonin reuptake inhibitors (SSRIs)

fragile X syndrome management 211, 212
tuberous sclerosis management 292

self-injury
Prader–Willi syndrome and 227–8
Smith-Magenis syndrome 313, 319, 320

semantics 27
separation anxiety, hemiplegic cerebral palsy and

117
Shagreen patch 294
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sleep abnormalities
Prader–Willi syndrome 226
Rett disorder 243, 258–9
Smith-Magenis syndrome 314, 317, 319–20

Sly disease 101
Smith-Magenis syndrome 299–300, 311–21

aetiology 311–12
cognitive and behavioural characteristics in

childhood 312–15
in adulthood 315–18
intervention 318–21
presentation 311–12

social interactions
autism 140–1, 156, 158
fragile X syndrome 203–4, 207–8
hemiplegic cerebral palsy 120

psychosocial adjustment in young adult life
126–31

language impairment impact 38–40
Rett disorder 259–60
Williams syndrome 302, 304
see also antisocial behaviour; parent–child

interaction; peer relationships
social skill deficits, specific learning difficulties and

66–7
see also social interactions

socio-economic status, language impairments and
30

spasticity 112
specific language impairment (SLI) 26–48

causes of 27–31
brain functioning 28
child temperament 29
deprivation 31
genetic factors 28
mental retardation 29
neurodevelopmental immaturity 29
parent–child interaction 30
peri- and postnatal factors 28–9
socio-economic status 30

impact of in adulthood 35–40
cognitive and academic deficits 36–8
psychiatric disorder 38–40
social functioning 38–40

intervention approaches 40–6
adults 43–6
psychotherapy 42–3

persistence into adolescence and adulthood 31–5
underlying processes 31
see also language impairments

specific learning difficulties (SLD) 56–8
clinical implications of 68
interventions 67–8
mental health outcomes 64–6

anxiety 64–5
conduct disorders/delinquency 65–6
depression 64–5

nature of 57–8
outcomes in adults 60–4

cognitive and academic outcomes 60–1

gifted students 62–3
predictors of 63–4
self-perceptions and aspirations 64
vocational outcomes 62

social competencies 66–7
see also language impairments; reading difficulties

(RD)
speech difficulties 26

Angelman syndrome 230, 231–2
autism 140
fragile X syndrome 202, 210
Prader–Willi syndrome 226
with ADHD 6
see also language impairments

speech therapy
Smith-Magenis syndrome 318
Williams syndrome 306

static encephalopathy 112
stereotypic behaviour, autism and 141
Strategy Instruction model for specific learning

difficulties 67
Strengths and Difficulties Questionnaire (SDQ)

12
subependymal giant cell astrocytomas (SEGA),

tuberous sclerosis 272, 280, 287
subependymal nodules (SEN), tuberous sclerosis

272, 279–80
substance abuse 9
syntax 27

Tay-Sach’s disease 96
TEACCH programme 156
temperament

Down syndrome and 177–8
language impairments and 29

tetraplegia 112
Theory of Mind 119
trisomy 21 see Down syndrome
tuberous sclerosis (TSC) 139, 272–93

across the lifespan 284–90
adolescence 287–9
adulthood 289–90
infancy and pre-school period 285–6
school years 286–7

brain abnormalities 272–3, 274–5, 279–80
clinical CNS manifestations 280–4

behavioural, psychological and psychiatric
problems 281–4

epilepsy 274, 281
learning disabilities 280–1

diagnostic criteria 275–6
genetic basis 272, 277–8
historical overview 274–5
interventions 290–3

medication 291–2
special investigations 292–3

physical phenotype 278–9
twin studies

ADHD 5
specific language impairment 28
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uniparental disomy (UPD) 221, 228–9, 231, 233, 235

very long chain fatty acids (VLCFA) 89–90, 93
vigabatrin 291
vocational outcome see employment

Wender Utah Rating Scale (WURS) 14
West syndrome 285, 295
Williams syndrome 299–310

aetiology 300
cognitive and behavioural characteristics in

childhood 301–2
in adulthood 302–5
interventions and educational/training

approaches 305–10

presentation 300–1
Wolman disease 97

X-linked adrenoleukodystrophy (XALD) 89–94
aetiology 89–90
clinical features 90–2
outcomes 93–4

adulthood 94
childhood 93–4

treatment 92–3

Yale–Brown Obsessive Compulsive Scale
228

Zarit Burden Inventory (ZBI) 131–2
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