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A

3C (craniocerebellocardiac) syndrome
(Ritscher—Schinzel syndrome) 67
22q11 deletion syndrome 76, 85, 175, 183,
366, 490-2, 521
see also del (22q11), DiGeorge syndrome,
Shprintzen or velocardiofacial syndrome
(VCFS)
45, X/46, XY 544
46, XX/46, XY 544
47, XXX (Triple X syndrome) 494
47, XXY (Klinefelter syndrome) 496-7
47, XYY (XYY syndrome) 498-9
Aagenaes syndrome (cholestasis—
lymphoedema syndrome) 198
Aarskog syndrome (faciogenital dysplasia) 57,
196-7, 224, 243
abdominal wall defects, anterior 5667
abetalipoproteinaemia 53, 232, 233
acanthosis nigricans 211
achalasia—addisonianism-alacrima (AAA)
syndrome (Allgrove syndrome) 264
achondrogenesis 631
achondroplasia 57, 136, 2601, 631
achromatopsia 190, 406
acricephaly 212
acrocallosal syndrome (Schinzel syndrome)
215, 219, 249, 250
acrocephalopolysyndactyly type Il (Carpenter
syndrome) 219, 289
acrodysostosis 57
acrofacial dysostosis 229
with limb defects 153
acromesomelic dysplasia (AMD) 57
Adams-Oliver syndrome 153, 236
Addison disease 264
adenosine deaminase deficiency 364
adoption 2-3
genetic issues relating to 2-3
genetic testing of children 29
ADPKD (adult polycystic kidney disease) 624,
625

adrenoleukodystrophy 97, 264
see also X-linked adrenoleukodystrophy
(X-ALD)

adrenomyeloneuropathy 264

adult cerebral adrenoleukodystrophy 264

AEG syndrome
(anophthalmia—oesophageal-genital
syndrome) 177, 201

aganglionic megacolon (Hirschsprung disease)
352-3

agenesis of the corpus callosum 248-9

agnathia—holoprosencephaly (agnathia—HPE)
131

Aicardi syndrome 83

Aicardi-Goutieres syndrome 107, 151

Alagille syndrome 86, 221

albinism 126-7, 190

albinoidism 126

Albright hereditary osteodystrophy (AHO)
57,161,193

alcohol, cancer risks 462

Alexander disease 97, 150, 163

Allgrove syndrome
(achalasia—addisoninism-alacrima (AAA)
syndrome) 264

alobar holoprosencephaly 130

alpha-1 antitrypsin deficiency 220-1, 2667

Alport syndrome 268-9

Alstrom syndrome 61, 190, 194, 233

amblyopia 100, 224
amelogenesis imperfecta 257-8
amenorrhoea, female infertility and 586—7
amniocentesis 602
amniotic bands 153
amyoplasia 49
anaesthetic agents, sensitivity to 410-11
anal anomalies 42—4
anal atresias 42, 43
androgen insensitivity syndrome 270-1, 586
anencephaly 392, 395f
recurrence risks 394f
aneuploidy 610
Angelman syndrome (del 15q11) 53, 127,173,
272-3, 408, 521
angiofibromata 420
angiotensin-converting enzyme inhibitors (ACE
inhibitors), in pregnancy 584
aniridia 46
anocerebrodigital syndrome (Pallister—Hall
syndrome) 43, 131,215
anomalies, minor congenital 180
anophthalmia 176-8
anophthalmia—oesophageal-genital syndrome
(AEG syndrome) 171, 201
anterior segment eye malformations 46-7
see also glaucoma
aortic root dimensions, normal range 684-6
APC (adenomatous polyposis coli) mutations
445
Apert syndrome 254-5, 289
aplasia cutis congenita 236-7
apple peel syndrome 202
arachnoid cysts 135, 249, 643
ARC syndrome 49, 222
Arnold—Chiari malformations 135
ARPKD (autosomal recessive polycystic kidney
disease) 624, 625
arrhythmogenic right ventricular
cardiomyopathy (ARVC) 361, 378-9
arrhythmogenic right ventricular dysplasia
(ARVD) 361, 378-9
arthrogryposis (arthrogryposis multiplex
congenita) 48-9, 123
arthrogryposis multiplex congenita—spinal
muscular atrophy association 49
ARX (Aristaless related homeobox) gene
abnormalities 165
Ashkenazi jews 444
colorectal cancer in 436
Asperger syndrome 275
asphyxiating thoracic dystrophy (Jeune
syndrome) 215
asplenia syndrome 148
assisted reproductive technology (ART)
568-70
association, definition 4
ataxia
in adults 501
in children 524
Ataxia telangiectasia 51, 304, 305
ataxic cerebral palsy 53, 70, 71
athetoid cerebral palsy 70, 71
ATR-16 syndrome (del 16p) 549
ATR-X syndrome (X-linked a-thalassaemia
mental retardation syndrome) 165, 182,
272
atresia, oesophageal and intestinal 200-2
attenuated familial adenomatous polyposis
(FAP) 444
autism 97, 166, 274—6
autism spectrum disorders 2746

autoimmune
polyendocrinopathy—candidiasis—ectodermal
dystrophy (APECED) 620

autosomal dominant (AD) disorders 6-7, 50

autosomal dominant chondrodysplasia
punctata 73

autosomal dominant Emery—Dreifuss muscular
dystrophy 375

autosomal dominant HPE 131

autosomal dominant polycystic kidney disease
262-3

autosomal dominant retinitis pigmentosa 407

autosomal recessive (AR) inheritance 8-9

autosomal recessive disorders, carrier
frequency and carrier testing 650—1

autosomal recessive hypercholesterolaemia
(ARH) 358

autosomal recessive immunodeficiencies 367t

autosomal recessive polycystic kidney disease

2

autosomal recessive retinal dysplasia 230
autosomal reciprocal translocations
background 500-2
familial 504
postnatal 506
prenatal 508-9
Axenfeld-Rieger syndromes 46

bad news, breaking 10

Baller—Gerold syndrome 228

Bannayan—Riley—Ruvalcaba syndrome 211, 442

Bannayan—Riley—Ruvalcaba/Cowden syndrome
160, 162, 207

Bardet—Bied| syndrome 193, 215, 232, 625

Barth syndrome 61

Bartter syndrome 117

basal cell naevus syndrome (Gorlin syndrome)
162, 452-3

Batten disease 233

Baye'’s theorem 646-7

Beal syndrome (congenital contractural
arachnodactyly) 380

Beare—Stevenson syndrome 289

Becker disease 389

Becker muscular dystrophy 302, 308—11, 323,
374

Beckwith—-Wiedemann syndrome 61, 79, 128,
141, 206, 278, 487, 625

behavioural pattern profiles 648-9

Beighton scoring system 138

benign childhood epilepsy with centrotemporal
spikes (BCECTS) 315

benign familial chorea 354

benign familial haematuria 269

benign familial neonatal-infantile
seizures 315

benign joint hypermobility syndrome 138-9,
313

Bethlem myopathy 376

bilateral acoustic neurofibromatosis
(neurofibromatosis type 2) 65, 160, 210,
397, 470-1

bilateral periventricular nodular heterotopia

biliary atresia 220

Binder syndrome 73, 182
biotinidase deficiency 188
bladder exstrophy 566
blepharophimosis 224
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Blepharophimosis—ptosis—epicanthus inversus
syndrome 225, 620
Blomstrand dysplasia 144
Bloom syndrome 304, 305, 487
blue cone monochromatism, X-linked 190
body wall complex (body stalk anomaly) 566
bone density, increased 144-5
bone marrow transplantation, HLA tissue
typing for 569
BOR syndrome (branchiootorenal syndrome)
92,109, 113, 262, 624
Borjeson—Forssman—-Lehmann syndrome 165
Boston craniosynostosis 289
Bourneville disease (tuberous sclerosis) 208,
239,262, 275, 420-3
bowed limbs 572-3
boys, pubertal stages 698
brachycephaly 212
brachydactyly 56-7
type B 58
type D 58
type E 58
branchiooculofacial syndrome
(Haemangiomatous branchial cleft
syndrome) 83
branchio-otorenal syndrome 92, 109, 113, 262,
624
BRCA1 and BRAC2 426-9
BRCA1 and BRCA2 mutations, likelihood of
identifying 432t
breast cancer 426, 427, 428, 430-3
criteria for evaluating a family history of 432t
in men 430
breast MRI 434-5
breast surveillance 434-5
brittle bone disease (osteogenesis imperfecta)
122

broad thumbs 58-9

Bruck syndrome 123

Brugada syndrome 378-9

Bruton disease (X-linked
agammaglobulinaemia) 365

butyrylchoninesterase deficiency 410

C

CADASIL 296
café au lait spots 210
campomelic dysplasia 39, 572
Camurati-Englemann syndrome 145
Canavan disease 97, 150, 163
cancer 425-88
confirmation of diagnosis 440
lifestyle factors 462
patterns of 690-2
surveillance methods 434-5
Cantu syndrome 79
carbamazepine, and fetal anticonvulsant
syndrome 591
carbimazole, in pregnancy 584
carbimazole/methimazole embryopathy 183
carbohydrate-deficient glycoprotein syndrome
67,180, 233
cardiac rhabdomyoma, isolated 421
cardiofaciocutaneous syndrome 61, 117, 163,
402
cardiomyopathy, dilated 302-3
Carey—Fineman—Ziter syndrome 254
Carmi syndrome 236
Carney complex 160, 467, 470
carnitine deficiency 61
Carpenter syndrome (acrocephalopoly-
syndactyly type Il) 219, 289
carrier status, testing for 28-9
cat-eye syndrome 43, 82, 109, 177, 552
cataracts 64-5
catecholaminergic polymorphic ventricular
tachycardia 379
caudal regression 43
CDA0 ligand deficiency (X-linked hyper-IgM
syndrome) 365
cell division 510-13

Cenani-Lenz syndrome 255
centile charts for head circumference
boys 0-18 years 660
girls 0-18 years 661
centile charts for height, weight and head
circumference 652-61
boys 01 yr 653
boys 0-20 yrs 655
boys 1-5 yrs 654
boys pre-term 652
girls 01 yr 657
girls 0-20 yrs 659
girls 1-5 yrs 658
girls pre-term 656
central neurofibromatosis (neurofibromatosis
type 2) 65, 160, 210, 397, 4701
central-core disease 410
cerebellar anomalies 66-8
cerebellar ataxia, autosomal dominant 191
cerebellar haemangioblastoma 485
cerebellar vermis aplasia 66
cerebello-oculo-renal syndromes 67
cerebral adrenoleukodystrophy
adolescent 264
childhood 264
cerebral palsy 70-1
cerebrooculofacioskeletal syndrome (COFS)
49, 65, 177, 304, 305
cerebrocostomandibular syndrome (Rib-gap
syndrome) 175
Charcot-Marie-Tooth disease (hereditary
motor and sensory neuropathy) 3446,
349
CHARGE syndrome 82, 86, 109, 113, 177, 201
Charlevoix—Saguenay syndrome 53
Chediak—Higashi syndrome 127, 365
Chemotherapy 622
Chiari Il malformation 66, 392
Chiari malformations 66
chickenpox (varicella) 640
CHILD syndrome 73
childhood ataxia with central hypomyelination
151
children
with ataxia 52—4
cardiomyopathy in under-10s 60-2
developmental regression 96-8
with dysmorphic features 102—4
genetic testing for 29
severe deafness in early childhood 90-3
choanal atresia 183
choledochal cysts 220
cholestasis—lymphoedema syndrome
(Aagenaes syndrome) 198
cholesterol biosynthetic defects 188
chondrodysplasia punctata 65, 72-3
choriocarcinoma 556
chorion villus sampling, and placental biopsy
600

choroideraemia 233
chromosomal mosaicism 210

postnatal 514-15

prenatal 516-19
chromosomes 489-563

haploid autosomal lengths 676

ring 538-9
chronic granulomatous disease 365
chronic progressive external ophthalmoplegia

(CPEO) 385
classical lissencephaly (type | lissencephaly) 156
cleft lip and palate 74-7
cleidocranial dysostosis 147
Clouston syndrome 257
clover leaf skull (Kleeblattschaedel) 212
club-foot (talipes) 574
coagulation disorders, inherited 338—40
cobblestone lissencephaly (type Il
lissencephaly) 156

cocaine, in pregnancy 584
cochlear implants 93
Cockayne syndrome 97, 233, 304, 305
Coffin-Lowry syndrome 79, 165
Coffin-Siris syndrome 79, 257

COFS (cerebrooculofacialskeletal syndrome)
49, 65, 177, 304, 305
Cohen syndrome 193,233
coloboma 82-3
colobomatous microphthalmia 82
and clefting 177
non-syndromic 177
colonoscopy 434
colorectal adenomas 436, 444
colorectal cancer 436-8
family history criteria for risk groups 437t
odds ratio and lifetime risk of dying from
437t
see also familial adenomatous polyposis;
hereditary nonpolyposis colorectal cancer
(HNPCQ)
colour blindness 190
common variable immunodeficiency (CVID)

complete hydatidiform mole 556
conductive deafness 90
cone dystrophy 232
confidentiality, of genetic information 12
confined placental mosaicism 516
congenital absence of uterus and vagina
(CAUV) 586
congenital adrenal hyperplasia (CAH) 39,
282-3, 586
congenital adrenal hypoplasia 282
congenital agranulocytosis (Kostmann
syndrome) 365-6
congenital anomalies, minor 180
congenital bilateral absence of the vas deferens
(CBAVD) 606
congenital contractural arachnodactyly (Beal
syndrome) 380
congenital contractural archnodactyly 49
congenital cystic lung lesions 576
congenital diaphragmatic hernia 578-9
congenital fibrosis of the extraocular
muscles 224
congenital heart disease 84-7
maternal illness and the risk of 84t
teratogens and the risk of 84t
congenital hydrocephalus 134-6
congenital idiopathic motor nystagmus 191
congenital insensitivity to pain with anhidrosis
(CIPA) 252
congenital intestinal aganglionosis
(Hirschsprung disease) 352-3
congenital leptin deficiency 194
congenital limb defects, classification 152
congenital magnesium malabsorption 188
congenital malformation, consultation with a
child with 4-5
congenital myopathy 119
congenital myotonic dystrophy 119, 388
congenital rubella syndrome 628
congenital urethral obstruction 625
connexin 26 90
connexin 30 90
conotruncal anomaly face syndrome (22q11
deletion syndrome) 85, 175, 366,
490-2
Conradi-Hiinermann syndrome (X-linked
dominant chondrodysplasia punctata) 72
consanguinity 284-6
developmental delay in the child with
consanguineous parents 94-5
contiguous gene deletion involving
TSC2-ADPK1 421
conversion charts, from English to metric units
for height and weight 664-5
convulsions
benign familial neonatal 315
benign neonatal 188
corneal clouding 47, 88-9
corneal dystrophies 88
de Lange syndrome 154, 578, 631
corpus callosum, agenesis of the 248-9
Costello syndrome 61, 79, 117, 163, 207,
402-3
Cowden syndrome 442-3



craniodiaphyseal dysplasia 144
craniofrontonasal dysplasia 183, 196, 289
craniometaphyseal dysplasia 144, 145
craniosynostosis syndromes 113, 136, 213,
288-90
creatine kinase, levels in carriers of Duchenne
muscular dystrophy 662
Cri du chat syndrome (del 5p) 548
Crigler-Najjar types 1 and 2 221
Cross syndrome 127
cross-linking agent repair 304
Crouzon syndrome 183, 289
cryptophthalmos 176, 224
Currarino syndrome 43, 576
cutis laxa 313
cyclic neutropenia 366
cystic fibrosis 202, 2924
male infertility and 293, 606
pregnancy in women with 293-4
cystic hygroma 618
cystinosis 127
cytogenetic diagnoses, subtle rearrangements
602

cytomegalovirus (CMV) 580-1

D

Dandy-Walker malformation (DWM) 66, 582

dating ultrasound scanning, for prenatal
diagnosis 598

de Grouchy syndrome (del 18q) 549

de Lange syndrome, mild 243

de Morsier’s syndrome (septo-optic dysplasia)
204, 243,249

deafness 268

due to mutations in mitochondrial DNA 90
severe deafness in early childhood 90-3

del (1p36) 548

del (1p44) 548

del (2p) 548

del (2q) 548

del (2q37) 57,255

del (3p) 548

del (3q) 548

del (4p) (Wolf-Hirschhorn syndrome) 82,
173,183, 548

del (4q) 548

del (5p) (cri du chat syndrome) 548

del (5q) 548

del (15911-13) (Prader—Willi syndrome) 117,
119,127, 192-3, 521

del (6p) 548

del (6q) 548

del (7p) 548

del (7q) 548

del (7q11.23) (Williams syndrome) 79, 85, 117,
402, 521

del (8p) 548

del (8q) 548

del (8q24) (Langer—Giedion syndrome) 161,
521

del (9p) 548

del (9q) 548

del (10p) 549

del (10q) 549

del (11p) 549

del (11p13) WAGR 39, 143, 486, 521

del (12p) 549

del (13q) 549

del (14q) 549

del (15q) 549

del (15q11) (Angelman syndrome) 53, 127,
173, 272-3, 408, 521

del (16p) (ATR-16 syndrome) 549

del (16q) 549

del (17p11.2) Smith—Magenis syndrome 57, 79,
193, 521

del (17p13.3) (Miller-Dieker syndrome) 157,
158, 521, 549

del (17q) 549

del (18p) 549

del (18q) (de Grouchy syndrome) 549
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del (19p) 549
del (19q) 549
del (20p) 549
del (20q) 549
del (21q) 549
del (22q11.2) DiGeorge syndrome 76, 85, 175,
183, 366, 490-2, 521
del (22q13.3) 207,272, 549
del (Xp) 549
del (Xq) 549
del (11p13) WAGR 39, 143, 486, 521
deletions 520-2
molecular diagnosis 602
Delleman syndrome (oculocerebrocutaneous
syndrome) 113,236
dementia 296-7
dental pits 420
dentatorubropallidoluysian atrophy (DRPLA)
50, 354
dentinogenesis imperfecta 258
Denver Developmental Screening Test 666
Denys—Drash syndrome 486
developmental delay
in child with consanguineous parents
94-5
consultation with a child with 4-5
obesity with and without 192—4
seizures with 23840
developmental regression 96-8
diabetes, maturity-onset diabetes of the young
299
diabetes mellitus 298-300, 331
diabetes mellitus and diabetic embryopathy,
maternal 612-13
diagnosis
communicatinga 10
confirmation of 14
Diamond-Blackfan anaemia 219, 228
diastematomyelia 392
diastrophic dysplasia (dwarfism) 631
DiGeorge syndrome 366, 521
see also 22q11 deletion syndrome, Shprintzen
or Velocardiofacial syndrome (VCFS)
diploid mosaicism 514
diploid triploid mosaicism 255, 556
distal arthrogryposis type 149
distal spinal muscular atrophy 346, 412
dizygotic twins (non-identical twins)
636-7
DNA repair defects 65, 117, 172-3, 304-7,
366
dolicocephaly 212
dominant-negative mutation 19
Donnai-Barrow syndrome 578
Donohue syndrome (leprechaunism) 79, 117,
299
DOOR syndrome 219, 257
dopa-responsive dystonia (Segawa syndrome)
107, 349, 405
doublecortin 157
Down syndrome (trisomy 21) 524-5
Drash syndrome 39-40, 143
drugs, in pregnancy 584-5
Duane radial ray syndrome (Okihiro
syndrome) 100, 153, 228
Duane retraction syndrome (Duane anomaly)
100
Dubowitz syndrome 117,225
Duchenne muscular dystrophy 308-11
creatine kinase levels in carriers 662
duplications 520-2
dysmorphic children 1024
dysmorphism, consultation with a child with
4-5
dysmorphology
definition 4
examination checklist 670
dysosteosclerosis 145
dysplasia 4
dysraphism 392
dystonia 106-7
dystrophica myotonica (myotonic dystrophy)
65, 161,224, 322, 388-90
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ear anomalies 108-10
ear tags and pits 180
echogenic bowel (hyperechogenic bowel) 594
ectrodactyly, autosomal dominant 154
ectrodactyly—ectodermal dysplasia—clefting
syndrome (EEC syndrome) 76, 154, 257
Edwards’ syndrome (trisomy 18) 526-7
EEC syndrome (ectrodactyly—ectrodermal
dysplasia—clefting syndrome) 76, 154, 257
Ehlers—Danlos syndrome 138-9, 312-13
hypermobility type 380
vascular type 380
Ellis—van Creveld syndrome 215
embryonic fetal development, overview 672-3
Emery-Dreifuss muscular dystrophy 302, 323,
375
EMG syndrome (Beckwith—Wiedemann
syndrome) 61,79, 128, 141, 206, 278, 487,
625

emphysema 266
encephalocele 392
encephalopathy, neonatal 186-9
enchondromatosis 161
endocrine abnormalities 141
endosteal hyperostosis 145
endrometrial surveillance 434
Englemann syndrome 145
epicanthic folds 180
epidermolysis bullosa dystrophica 237
epidermolysis bullosa-pyloric atresia
201,236
epilepsy 23840, 318-20
classification 318t
epileptic seizure classification 318t
in infants and children 314-16
epiloia (tuberous sclerosis) 208, 239, 262, 275,
420-3
episodic ataxia 50
epispadias 142
espressivitiy 6
Evans myopathy 410
exercise, cancer risk reduction 462
exomphalos (omphalocele) 566
eyelid anomalies 224-6
eyes
anterior segment eye malformations
467
cataracts 64-5

F

Fabry disease 88, 361

facial asymmetry 112-14

facial features, coarse 78-80

facioauriculovertebral syndrome (Goldenhar
syndrome, oculoauricularvertebral
spectrum) 109, 112-13, 175,177, 201

faciogenital dysplasia (Aarskog syndrome) 57,
196-7, 224,243

facioscapulohumeral (facioscapuloperoneal)
muscular dystrophy (FSHD) 322-3,
376

factor IX—haemophilia B 338

factor V Leiden, testing for 417t

factor VIl deficiency 339

factor VIII deficiency 339

factor X deficiency 339

factor XI deficiency 339

Fahr disease 107

failure to thrive 11617

Falconer’s polygenic threshold model 24

familial adenomatous polyposis 160, 444-8,
450, 460

see also colorectal cancer, hereditary
nonpolyposis colorectal cancer

familial angiolipomatosis 160

familial brachial plexus neuropathy (hereditary
neuralgic amyotrophy) 346

familial defective apoB-100 (FBD) 358

familial exudative vitreoretinopathy 230
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familial hypercholesterolaemia 358

familial infiltrative fibromatosis 445

familial isolated hyperparathyroidism 467

familial macrocephaly 162

familial medullary thyroid cancer 352, 466

familial partial lipodystrophy (Dunnigan variety)
299

familial progressive intrahepatic cholestasis
21

familial Wilms tumour 486, 487

family tree sheet and symbols 674-5

Fanconi anaemia (FA) 219, 228, 304, 305-6,
487

Fanconi syndrome 631

fatty acid oxidation, and ketogenesis disorders
11

Feingold syndrome 201

female infertility and amenorrhoea 586-7

femur—fibula—ulna complex 154

fertility, pregnancy and 565-644

fetal akinesia sequence 49, 131

fetal alcohol syndrome 116-17, 177, 225, 243,
588-9

fetal anomaly scanning 598

fetal anticonvulsant syndrome 590-1

fetal echocardiography 598

fetal hydrocephalus 643

fetal hydrops 618

fetal magnetic resonance imaging 598-9

fetal sexing 598

fetomaternal alloimmunization 592-3

FG syndrome 43

fibrodysplasia ossificans progressiva 161

Filippi syndrome 255

FLAIR sequences 694

flexible sigmoidoscopy 434

Floating Harbor syndrome 183, 243

floppy infants 118-20, 139

fluconazole, in pregnancy 584

FMR1 (fragile X syndrome) 162, 163, 166, 275,
324-6

focal dermal hypoplasia (Goltz syndrome) 82,
177,209, 236

focal dystonia 106

folinic acid-responsive seizures 188

fontanelle, large 146-7

forehead fibrous plaque 420

fostering 2-3

fractures, during childhood 1224

fragile X pre-mutation carrier 620

fragile X pre-mutation tremor/ataxia syndrome
51

fragile X syndrome (FRAX) 162, 164, 166, 275,
324-6

Fraser syndrome 177,225, 624

Frasier syndrome 40, 143, 486

Friedreich’s ataxia (FRDA) 51, 53, 61, 346, 349,
361

frontometaphyseal dysplasia 145

frontonasal dysplasia 183, 196

frontotemporal dementia with parkinsonism,
autosomal dominant 296

Fryns syndrome 88, 201, 230, 578

FSH receptor mutations 620

Fukayama congenital muscular dystrophy
(FCMD) 157,158

G

gain-of-function mutations (activating
mutations) 19

galactokinase deficiency 65

galactosaemia 64, 221, 620

Gardner syndrome (familial adenomatous
polyposis) 160, 444-8, 450, 460

gastric cancer 450-1

gastrointestinal surveillance 434

gastroschisis 566

geleophysic dysplasia 57

genetic code, and mutations 18-19

genetic information, confidentiality 12

genetic testing 3, 28-9
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consent for 16-17

genetics consultation, communication skills 10

genitalia, ambiguous 3841, 282

genomic imprinting 201

germline mosaicism 6, 32, 34

Gerstmann-Straussler disease 51

gestational trophoblastic tumour 556

Gilbert syndrome 221

Gillespie syndrome 47, 67

girls, pubertal stages 698

glaucoma 328-9, 382

see also anterior segment eye malformations

glomus tumours, autosomal dominant 160

glucose-6-phosphate dehydrogenase deficiency
21

glutaric aciduria 252

glutaric aciduria type 1162

glycogen storage disease 61

GM1 gangliosidosis 150, 198

GM2 gangliosidosis 150

Goldenhar syndrome (oculoauriculovertebral
spectrum, facioauricolovertebral syndrome)
109, 112-13, 175, 177, 201,

Goltz syndrome (focal dermal hypoplasia) 82,
177,209, 236

gonadal agenesis/dysgenesis 586

Gorlin syndrome 162, 452-3

Greig cephalopolysyndactyly 58, 196, 21415,
219

Griscelli syndrome 127

Gryns ‘anophthalmia plus’ syndrome 177

gyrate atrophy of the choroid and retina
233

H

Haddad syndrome 352
HADHB deficiency 61
haemangiomatous branchial clefts
(branchiooculofacial syndrome) 83
haemochromatosis 330-2
haemoglobin C B-thalassaemia 336-7
haemoglobin E B-thalassaemia 337
haemoglobinopathies 334-7
haemophilia 338-40
hair, unusual 256-8
Hallermann-Streiff syndrome 65, 177
hand—foot-genital syndrome 57, 143
haploid autosomal lengths 676
haploinsufficiency 19
Hardy—Weinberg equation 650
hearing aids 93
heart disease, congenital 84-7
hemiatrophy 128
hemifacial microsomia (oculoauriculovertebral
spectrum) 109, 112-13,175, 177, 201
hemihyperplasia 113
hemihypertrophy
isolated 128-9, 487
and limb asymmetry 128-9
Hennekam syndrome 198
hereditary arthro-ophthalmopathy (Stickler
syndrome) 65, 73, 76, 139, 175, 182, 380,
414-15
hereditary diffuse gastric cancer 450
hereditary haemorrhagic telangiectia (HHT)
342-3
hereditary motor and sensory neuropathy
(HMSN) 344-6, 349
hereditary multiple exostoses 161
hereditary neuralgic amyotrophy (familial
brachial plexus neuropathy) 346
hereditary neuropathy with liability to pressure
palsies (HNPP) 346
hereditary nonpolyposis colorectal cancer, see
also colorectal cancer, familial
adenomatous polyposis
hereditary nonpolyposis colorectal cancer
(HNPCC) 450, 454-8
Amsterdam diagnosis criteria 456
clinical definition 456t
tumour risk 455t

hereditary persistence of fetal hemoglobin
(HPFH) 334

hereditary spastic paraplegis (hereditary spastic
paraparesis) 348-50

heredodegenerative dystonia 106

Hermansky—Pudlack syndrome 127

hernia, congenital diaphragmatic 578-9

heterotaxy 148

heterozygous B-thalassaemias 336

Hirschsprung disease 352-3

holoprosencephaly (HPE) 130-2, 642-3

holoprosencephaly polydactyly syndrome
(Pseudotrisomy 13) 131

Holt—Oram syndrome 86, 153, 219, 229

homocystinuria 127, 328, 380, 417

homozygous a-thalassaemias 336

homozygous B-thalassaemias 335-6

Hoyerall-Hreidarsson syndrome (HHS) 67

HSCR (Hirschsprung disease) 352-3

Huntington disease (chorea) 50, 296, 354-6

predictive testing 28

hyaline fibromatosis, juvenile 160

hydranencephaly 135, 643

hydrocephalus 1346, 642, 643

hydrolethalus syndrome 214, 219, 631

hydrometacolpospolydactyly syndrome 215

hydrops 618

17B-hydroxysteroid dehydrogenase
deficiency 40

hypercholesterolaemia 358

hyperechogenic bowel (hyperechoic bowel)
594

hyperechogenic (bright) kidneys 624

hyperglycinaemia, non-ketotic 187-8

hyperinsulinism, autosomal dominant 141

hyperlipidaemia 358-9

hypermobile joints 138-9

hyperostosis 144

hyperparathyroidism—jaw tumour syndrome
467, 487

hyperpyrexia 258, 410

hypertrophic (obstructive) cardiomyopathy
360-2, 378

hypochondroplasia 57, 243, 260

hypoglycaemia, in the neonate and infant
140~

hypogonadotrophic hypogonadism 586, 607

hypohidrotic ectodermal dysplasia,
X-linked 256

hypomelanosis of Ito 208, 210, 257, 514, 562

hypomelanotic macules 420

hypoparathyroidism, sensorineural deafness,
renal dysplasia syndrome 92

hypophosphatasia 122, 147, 252

hypoplastic left heart syndrome 596

hypospadias 142-3

hypothalamic disorder 194

hypotonia 118, 119

hypoxic ischaemic encephalopathy 187

ichthyosis, X-linked 604

idic(15) (inverted duplicated chromosome 15
syndrome) 275, 552

idic(22) 552

idiopathic epilepsy 319

idiopathic hyperphosphatasia 145

idiopathic intrauterine growth retardation 116

idiopathic torsion dystonia, adult-onset 107

IFNy receptor/interleukin 12 pathway defects
366

imaging in prenatal diagnosis 598-9

immunodeficiency and recurrent infections
364-8

immunoglobulin deficiencies, autosomal
recessive 365

imprinting centres 21

in vitro fertilization (IVF) 568

incest 370

incontinentia pigmenti 209, 210, 231, 257

infantile hypophosphatasia 572, 631



infantile receptor dystrophies 406

infantile systemic hyalinosis 160

infections, immunodeficiency and recurrent
364-8

iniencephaly 392

interleukin 7 receptor alpha deficiency*
364-5

intestinal atresia, isolated 202

intracranial aneurysm 263

intracranial anomalies, structural 248-50

intracytoplasmic sperm injection (ICSI) 568

invasive techniques, and genetic tests in
prenatal diagnosis 600-3

inversions 528-9

inverted duplicated chromosome 15 syndrome
(idic (15)) 275, 552

inverted nipples 180

ISCN nomenclature 6801

isolated cleft lip and palate 76

isolated tracheo-oesophageal fistula 202

isomerism 148

Ivemark syndrome 148

)

Janus-associated kinase 3 deficiency 365

jaundice, in neonates and infants 220-2

jejunal atresia (apple peel syndrome) 202

Jervell and Lange—Nielsen syndrome 378

Jeune syndrome (asphyxiating thoracic
dystrophy) 215

Johanson-Blizzard syndrome 117, 183, 236

joint hypermobility 138-9

Joubert syndrome 66-7, 215, 233

juvenile haemochromatosis 330

juvenile Huntington disease 354

juvenile hyaline fibromatosis 160

juvenile myoclonic epilepsy 315

juvenile osteoporosis 122

juvenile Paget disease 145

juvenile parkinsonism, autosomal recessive
405

juvenile polyposis syndrome 460-1

juvenile X-linked retinoschisis 231

K

Kabuki syndrome 76, 82, 86, 225, 243

Kallmann syndrome 586, 607

Kartagener’s syndrome 148

karyotypes 682-3

Kaufman-McKusick syndrome 215

Kearns—-Sayre syndrome 233, 385

Kenny-Caffey syndrome 145

KID syndrome (Keratosis-icthyosis-deafness
syndrome) 92

kidney disease 262-3, 624, 625

King-Denborough syndrome 410

kleeblattschaedel (clover leaf skull) 212

Klein-Waardenburg syndrome (WS3) 92

Klinefelter syndrome (47, XXY) 496-7, 606

Klippel-Feil anomaly (MURCS disorder) 100,
586, 624

Klippel-Trenaunay—Weber syndrome
128,198

Kniest dysplasia 414

Kostmann syndrome (congenital
agranulocytosis) 365-6

Krabbe disease 107, 151

Kugelberg-Welander syndrome (SMA Type IIl)
412

L

Lacrimo-auriculo-dental-digital (LADD)
syndrome 29, 58

lamotrigine, and fetal anticonvulsant syndrome
591

landfill sites, heritable diseases from residents
living near 622
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Landouzy—Dejerine muscular dystrophy
(facioscapulohumeral muscular dystrophy)
322-3,376

Langer-Giedion syndrome (del (8q24)) 161,
183,257, 521

Laron syndrome 141

Larsen syndrome 139

laterality disorders 148-9

learning disability see mental retardation

Leber congenital amaurosis 67, 190, 406

Leber hereditary optic neuropathy 385

Leigh encephalopathy (subacute necrotizing
encephalomyopathy) 372-3, 385

Leri-Weill dyschondrostosis (Leri-Weill
syndrome) 243

lentigines 211

Lenz microphthalmia syndrome 177

Lenz—Majewski syndrome 144

LEOPARD syndrome 61, 211, 360, 402, 475

leprechaunism (Donohue syndrome) 79, 117,
299

leptin receptor deficiency 194
lethal multiple pterygium syndrome 579
leukocyte adhesion deficiency 365
leukodystrophy 150-1
leukoencephalopathy 150-1
Lewy body dementia 296, 404-5
Lhermitte-Duclos disease 442
Li-Fraumeni syndrome 464, 487
limbs
hemihypertrophy and asymmetry 128-9
limb girdle muscular dystrophies 322, 374-7
limb reduction defects 152—4
short 630-2
lipodystrophy syndromes 117, 299
lipomas, autosomal dominant 160
lissencephaly 119, 156-8, 239
with cerebellar hypoplasia 67, 157, 158
lissencephaly sequence, isolated 157, 158
lithium, in pregnancy 584
lobar holoprosencephaly 130
Long QT syndrome 319, 378-9
loss-of-function mutation 19
Lowe oculo-cerebro-renal syndrome 65
lumps and bumps 1601
lymphoedema—distichiasis syndrome 198
Lynch syndrome see hereditary nonpolyposis
colorectal cancer

M

McCune-Albright syndrome 128, 210
macrocephaly 162-3
see also overgrowth
macrocephaly—autism syndrome 163
macrocephaly—cutis marmorata telangiectatica
congenital 207
macular degeneration (cone dystrophy) 232,
406
Maffucci syndrome 161
magnetic resonance imaging (MRI) 694
Majewski osteodysplastic primordial
dwarfism Il 183
male infertility, genetic aspects 606-8
malformation, definition 4
malignant hyperthermia 410
malignant peripheral nerve sheath tumours
399
malonyl-CoA decarboxylase deficiency 61
maple syrup urine disease 188
Marfan syndrome (MFS 1) 139, 380-3
and ectopia lentis 328
Ghent diagnostic criteria 381
neonatal MFS 382
Marfan syndrome type Il (MFS 2) 380
marfanoid habitus, with learning difficulties
382
Martin—-Bell syndrome (fragile X syndrome)
162, 164, 166, 275, 324-6
Martinez—Frias syndrome 201
Marshall syndrome 414
maternal age, infertility and 610

INDEX

maternal diabetes mellitus, and diabetic
embryopathy 612-13
maternal phenylketonuria (PKU) 614-15
maternal serum oestriol 604
maternal uniparental disomy in chromosome
7,243
maxillonasal dysplasia 182
Mayer—Rokitansky—Kuster—Hauser syndrome
586
Meacham syndrome 578
Meckel syndrome 177, 393
Meckel-Gruber syndrome 214, 625
MECP2 mutations 166
megalocornea 47
meiosis 510-11
female 510-11
male 511, 512f, 513f
melanocortin 4 receptor 194
MELAS syndrome 386
Melnick-Needles syndrome 144-5
Menkes syndrome 127, 252, 257
mental retardation 168-71
with apparent X-linked inheritance 164-6
offspring risks 170t
recurrence risks for sibs 170t
seizures with 238-40
MERRF syndrome 386
metabolic disorders
investigation of lethal 678
late-onset 296
metachromatic leukodystrophy 150
methylmalonic aciduria 61
MHC class 2 deficiency (bare lymphocyte
syndrome) 365
microcephaly 172-3
microcephaly—lympoedema syndrome 198
microcornea 47
microdeletion chromosomal abnormalities
546-50
micrognathia 174-5
microlissencephaly 157
microphthalmia 176-8
with linear skin defects 209, 236
Miller syndrome 109, 153
Miller-Dieker syndrome (MDS) 157, 158, 521,
549

Milroy primary congenital lymphoedema
(Milroy disease) 198

minicore myopathy 410

minor congenital anomalies 180

miscarriages 610, 61617

mismatch repair genes, recessive mutation 211

missense mutations 18-19

mitochondrial DNA diseases 384-7

mitochondrial inheritance 22-3

mitochondrial myopathy 323

mitochondrial respiratory chain disorders
221

mitosis 510f

MMIH syndrome 625

Moebius syndrome 100, 113, 153, 254, 389

Mohr-Majewski syndrome 215

molar-tooth sign 66

molecular karyotyping using arrays 547

moles 211

monosomy 1p36 194

monozygotic twins (identical twins) 637-8

mosaic tetrasomy 12p (Pallister—Killian
syndrome) 79, 514, 518, 578

mosaic trisomy 2 516

mosaic trisomy 7 517

mosaic trisomy 8 514, 517, 530

mosaic trisomy 9 517

mosaic trisomy 13 517, 534

mosaic trisomy 15 517

mosaic trisomy 16 517, 532

mosaic trisomy 18 517, 5267

mosaic trisomy 20 517-18

mosaic trisomy 21 518, 524-5

mosaic trisomy 22 514, 518

mosaic Turner syndrome 198, 620

mosaic variegated aneuploidy 487,
514-15
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mosaicism
postnatal chromosomal 514-15
prenatal chromosomal 51619
sex chromosome 544-5
Mowat-Wilson syndrome 143, 173, 239, 249,
272,352
MSX1 mutations and non-syndromic cleft lip
and palate 76
Muenke syndrome 289
Muir-Torre syndrome 160, 454
Mulibrey-nanism syndrome 487
Miillerian aplasia 586
multicystic dysplastic kidney 624
multifactorial inheritance 24-5
multiple acyl-coA dehydrogenase deficiency
61
multiple carboxylase deficiency 188
multiple cutaneous and uterine leiomyomatosis

multiple endocrine neoplasia (MEN) 466-8

multiple endocrine neoplasia type 1 (MENT)
466

multiple endocrine neoplasia type 2 (MEN2)
466

multiple endocrine neoplasia type 2A 352

multiple pregnancies, prenatal invasive
techniques and genetic tests 602

multiple pterygium syndrome 224

multiple schwannomas (isolated familial
schwannomatosis) 470

multisystem disease 444

MURCS disorder (Klippel-Feil anomaly) 100,
586, 624

muscle—eye—brain disease 67, 135, 157, 230,
643

muscular dystrophy 61
congenital 119
distribution of muscle weakness in different
types of 668
mutation rates 6
mutations, genetic code and 18-19
MUTYH mutations 445
myasthenia gravis 224
myoclonic dystonia 107
myoclonic encephalopathy, early 188
myotonic dystrophy 65, 161, 224, 322, 388-90

N

naevoid basal cell carcinoma syndrome (Gorlin
syndrome) 162, 452-3
naevus anaemicus 208
Nager acrofacial dysostosis (Nager syndrome)
109, 175, 229
nail patella syndrome 257, 328
nails, unusual 256-8
Nance-Horan syndrome 65
nanophthalmos (or simple microphthalmia)
176, 328
NARP (neuropathy—ataxia—retinitis
pigmentosa) 386
nasal anomalies 182—4
Naxos disease 379
nemaline myopathy 322-3
neonatal alloimmune thrombocytopenia
592-3
neonatal diabetes 298
neonatal encephalopathy 186-9
neonatal haemochromatosis 221, 330
neonates, early infantile epileptic
encephalopathy 188
nephroblastoma (Wilms tumour) 39, 143,
486-8
nephropathy 268
non-syndromic 487
Neuhauser syndrome 47
neural tube defects 392-5
neuroacanthosis 355
neurofibromatosis type 1 (NF1) 128, 136, 160,
162, 163, 224, 396-400, 470
café-au-lait spots 210
diagnostic criteria 396t

frequency of complications 398t
glaucoma 328

neurofibromatosis type 2 (NF2) 65, 160, 210,
397, 4701

neuronal ceroid lipofuscinoses 97, 233

neuronal migration disorders 1568

Nicolaides—Baraitser syndrome 79, 257

Niemann-Pick disease type A 222

night blindness, congenital stationary 190

Nijmegen breakage syndrome (NBS) 304,
306

nomograms 684

non-accidental injury 252-3

non-disjunction 535f

non-syndromic Wilms tumour 4867

Noonan syndrome 60-1, 79, 85, 198, 224, 243,
360, 402-3

Norrie disease 230-1, 328

nuchal scanning 598

nuchal translucency 618

nucleotide excision repair 304

nystagmus 190-1

o

obesity
cancer risks 462
with and without developmental delay
1924
ocular albinism, X-linked 190
ocular colobomata 82
ocular hypertelorism 196-7
oculoauriculovertebral spectrum (Goldenhar
syndrome) 109, 112-13, 175, 177, 201
oculocerebrocutaneous (Delleman) syndrome
113,236
oculocutaneous albinism 126-7, 190
oculodentodigital dysplasia 183, 255
oculopharyngeal myopathy 224
oedema 198-9, 618-19
OEIS complex 43, 201, 566
oesophageal atresia 201
oesophageal cancer 450
Ohdo syndrome 225
Ohtahara syndrome 188, 314, 315
Okihiro syndrome (Duane radial ray
syndrome) 100, 153, 228
oligophrenin-1 166
Ollier disease 161
Ommen syndrome 364
Opitz FG syndrome 165
Opitz syndrome 434, 76, 143, 165, 183, 196,
201
optic nerve hypoplasia 190, 204
optic nerve pathway tumours 398-9
oral contraceptive pill, in pregnancy 584
oral-facial-digital syndromes 215, 255
type 1183,262
type 2183
type Mohr (Il) and Varadi (VI) 67
organic acidaemias 188
oromandibular—limb—hypogenesis syndrome
153, 175, 254
OSMED (Weissenbacher-Zweymiiller
syndrome) 414
osteodysplastic dwarfisms 172, 183
osteogenesis imperfecta (brittle bone disease)
122,123, 139, 252, 572, 631
osteopathia striata 145
osteopetrosis 144, 145
osteoporosis 122
osteoporosis—pseudoglioma syndrome 123,
230
otopalatodigital syndrome 145
type 1 (Taybi syndrome) 58
type 2 215
ovarian cancer 426, 427, 472-3
chance of identifying a BRCA1/2 mutation
72t
criteria for defining high-risk women
72t
ovarian surveillance 435

overgrowth 113,206
see also macrocephaly
oxycephaly 212

P

pachonychia congenita 257

pachytene diagram 500, 501f, 502f

Paget disease, juvenile 145

Pallister—Hall syndrome 43, 131, 215

Pallister—Killian syndrome (tetrasomy 12p) 79,
514,518,578

palmar creases, transverse 180

pantothenate kinase-associated
neurodegeneration syndrome 107

papillorenal syndrome 83

paracentric inversions 528

paragangliomas 478

parathyroid cancer, sporadic 467

parietal foramina syndrome 147, 236

Parkinson disease 355, 404-5

partial androgen insensitivity syndrome (PAIS)
40, 270

partial hydatidiform mole 556

Patau syndrome (trisomy 13) 534-5

paternity testing 688

Pearson syndrome 386

PEHO syndrome 67, 97, 198, 239

Pelizaeus—Merzbacher disease 151, 165-6, 191

Pena—Shokeir syndrome 177

Pendred syndrome 92

penetrance 6

pericentric inversions 528

periventricular nodular heterotopia 158, 421

Perlman syndrome 207, 487

permanent neonatal diabetes 298

peroneal muscular atrophy (hereditary motor
and sensory neuropathy) 344-6, 349

peroxisomal disorders 65, 188

persistent hyperinsulinaemic hypoglycaemia of
infancy 141

persistent hyperplastic primary vitreous 230

Perthes disease 414

Peter anomaly 46

Peutz—Jeghers syndrome 211, 450, 460, 474-6

Pfeiffer syndrome 58, 219, 289

phaeochromocytoma 478

phenylketonuria (PKU) 127

maternal 614-15

phytosterolaemia 358

piebaldism 208

Pierre-Robin sequence 74

pigmented naevi 211

plagiocephaly 21213

poikiloderma 211

Poland anomaly 153

polycystic kidney disease 262-3

polymerase chain reaction-based analyses 602

polymicrogyria 157, 158

polymorphisms 547

polyposis syndrome, juvenile 460-1

polysplenia syndrome 148

porencephalic cysts 643

postaxial acrofacial dysostosis syndrome 153

postaxial polydactyly 214-16

Potter sequence 175

Prader—Willi syndrome (del 15q11-13) 117,
119,127,192-3, 521

pre-implantation genetic diagnosis (PGD) 26,
568

pre-implantation genetic screening (PGS)
569

preaxial polydactyly 218-19

predictive testing 28

pregnancy
anticonvulsant therapy during 590-1
drugs in 584-5
and fertility 565-644

premature ageing 65

premature osteoporosis 122

premature ovarian failure 620-1

prenatal chromosomal mosaicism 516-19



prenatal diagnosis, invasive techniques and
genetic tests 600-3

primary AR microcephaly 172

Pringle disease (tuberous sclerosis) 208, 239,
262,275, 420-3

prion disease 296

pro-opiomelanocortin 194

progressive myoclonic epilepsy 97, 239

prophylactic laparoscopic salpingo-
oophorectomy 473

prophylactic mastectomy 428

prophylactic salpingo-oophorectomy 427

Proteus syndrome 128, 160, 207, 397

diagnostic criteria 129t

proximal 11p deletion syndrome 147

proximal myotonic myopathy 388-9

Prune-belly syndrome 625

pseudoachondroplasia 57, 261

pseudo-autosomal inheritance 32

pseudocholinesterase deficiency 410

pseudohermaphrodism 143

pseudohypoaldosteronism 282-3

pseudohypoparathyroidism 193, 243

pseudomosaicism 516

pseudoTORCH syndrome 135, 172, 643

pseudotrisomy 13 131

pseudo-warfarin embryopathy 73

PTEN hamartoma tumour syndrome (PHTS)
442

ptosis 224

puberty, staging of 698

purine nucleoside phosphorylase deficiency
364

pycnodysostosis 144, 147

pyelectasis, mild 625

Pyle dysplasia 145

pyridoxine-dependent seizures 188

R

Rabson-Mendenhall syndrome 299
radial ray defects, and thumb hypoplasia 228-9
radiation-induced heritable diseases 622
radiological investigations 694
Raine syndrome 144
recessive disorders, molecular diagnosis 602
Sa-reductase deficiency 40
Refsum syndrome 233
renal agenesis 624
renal cell carcinoma 485
renal coloboma syndrome 83
renal cysts 485
and diabetes 262
renal tract anomalies 624-6
Rendu-Osler—Weber syndrome (hereditary
haemorrhagic telangiectia) 342-3
Renpenning syndrome 165
reproductive fitness 6
reproductive options, for future pregnancies
26
retinal angioma, solitary 484
retinal blindness, congenital 406
retinal dysplasia 230-1
retinal receptor dystrophies 232—4
retinitis pigmentosa 232, 406—7
retinoblastoma 480-2
Knudson’s hypothesis 480f
retinoids, in pregnancy 584
retinopathy of prematurity (ROP) 230
Rett syndrome 97, 272, 408-9
rhesus D 592
rhizomelic chondrodysplasia punctata 73
ring chromosomal abnormalities 211
ring chromosomes 538-9
Roberts syndrome 154, 228, 229
Robertsonian translocation (13q;14q) 534,
540-2
Robin sequence 74, 174-5
Robinow syndrome 57, 58, 197
autosomal recessive 147
rod monochromatism (achromatopsia) 190,
406
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Romano-Ward syndrome 378

Rothmund-Thomson syndrome 209, 306

Roussy-Levy syndrome 53

rubella 628-9

Rubinstein—-Taybi syndrome (RTS) 59, 131,
173,183,243

Russell-Silver syndrome 116, 129, 243, 631

S

sacral pits and dimples 180
sacrococcygeal teratoma 576
Saethre-Chotzen syndrome 183, 224, 289
sagittal synostosis 289
Sanfilippo syndrome 97
scalp defects 236-7
scaphocephaly 212
Schimke immuno-osseous dysplasia 211
Schinzel syndrome (Acrocallosal syndrome)
215, 219, 249, 250
Schinzel-Giedion syndrome 144
schizencephaly 157, 158, 239
Schwachman—Diamond syndrome 117
Schwartz—Jampel syndrome 389
sclerocornea 47
sclerosis 144
sclerosteosis 145
Seckel syndrome 172
and microcephalic primordial dwarfism 631
SEDC (spondyloepiphyseal dysplasia
congenita) 414
Segawa syndrome (dopa-responsive dystonia)
107, 349, 405
segmental neurofibromatosis type 1 (NF1)
397
seizures
with developmental delay/mental retardation
238-40
in neonates 186-9
semilobar holoprosencephaly 130
sensorineural deafness 90
septo-optic dysplasia (de Morsier’s syndrome)
204, 243, 249
sequence, definition 4
Setleis syndrome 236
severe combined immunodeficiencies (SCID)
364
sex chromosome aneuploidy, prenatal
diagnosis 536
sex chromosome mosaicism 544-5
sex reversal 40
shagreen patches 420
Shah—Waardenburg syndrome, with
Hirschsprung disease 92
shaken baby syndrome 252
short limbs 630-2
short rib-polydactyly syndromes 214, 631-2
short stature 242—4
SHORT syndrome 46
Shprintzen syndrome (velocardiofacial
syndrome) 76, 85, 175, 183, 366, 490-2,
521
see also del (22q11), DiGeorge syndrome
sickle cell anaemia 335
sickle cell B-thalassaemia 336
Silver—Russell syndrome 116, 129, 243, 631
Simpson—-Golabi-Behmel syndrome 79, 162,
165, 206, 215, 487, 578
single hypopigmented macule 208
site-specific colorectal cancer see hereditary
nonpolyposis colorectal cancer
sitosterolaemia 358
situs ambiguus 148
situs inversus 148
situs solitus 148
skeletal dysplasia 139, 246-7, 631, 632
charts 6967
investigation of fetus and baby with 678
undiagnosed 572, 632
skewed X-inactivation 32, 34
skin, unusual 256-8
skin lesions

INDEX

patchy hypomelanotic 208-9
patchy pigmented 210
skin pigmentation, generalized disorders
1267
skull shape, abnormalities 212-13
small bowel carcinomas 436
Smith—Lemli-Opitz syndrome 39, 67, 73, 76,
85,222,225
holoprosencephaly 131
hypospadias 142-3
microcephaly 172
postaxial polydactyly 215
short limbs 631
Smith—Magenis syndrome (del 17p11.2) 57, 79,
193, 521
smoking, cancer risk of smokers 462
somatic mosaicism 6
Sotos syndrome 162, 206
spastic cerebral palsy 70, 71
spastic paraplegia 2, X-linked 165-6
spina bifida
recurrence risks 394f
schematic drawings of various types 392f
spina bifida cystica 392
spina bifida occulta 392
spinal muscular atrophy 119, 412-13
spinocerebellar ataxia 50, 53, 355, 405
splice-site mutations 19
steatocystoma multiplex 160
Steinert disease (myotonic dystrophy) 54, 161,
224, 322, 388-90
steroid sulphatase deficiency 604
Stickler syndrome 65, 73, 76, 139, 175, 182,
380, 414-15
Sturge-Weber syndrome 328
subacute necrotizing encephalomyelpathy
(Leigh encephalopathy) 372-3, 385
subcortical band heterotopia 158
subdural haemorrhage 252
submicroscopic chromosomal abnormalities,
and the chromosomal phenotype
546-50
subtelomeric deletions, clinical features 548
subtelomeric rearrangements 547
sulphite oxidase deficiency 188
supernumerary marker chromosomes
postnatal 552-3
prenatal 554-5
suxamethonium sensitivity 410
syndactyly 254
syndrome, definition 4
synpolydactyly 254

T

talipes calcaneovalgus 574

talipes equinovarus 574

TAR (thrombocytopenia—absent radius
syndrome) 153, 228

tardive dyskinesia 355

tauopathies 404

Taybi syndrome (Otopalatodigital syndrome
type 1) 58

Teebi syndrome(s) 197

teeth, unusual 256-8

Teunissen—Cremers syndrome 59

a-thalassaemias 336

B-thalassaemias 335

thanatophoric dysplasia 260, 572, 631

Thomsen disease 389

thrombocytopenia—absent radius syndrome
(TAR synrome) 153, 228

thrombophilia 416-18

thryoid cancer 467

thumb hypoplasia, radial ray defects and 228-9

Timothy syndrome 378

tinea versicolor 208

toes, 2, 3 syndactyly 180

torsion dystonia, autosomal dominant early-
onset 106

Townes-Brock syndrome 43, 109, 113, 219

toxoplasmosis 634

707
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tracheo-oesophageal fistula 200, 201
transcription-coupled repair 304
transient neonatal diabetes 298
translocations
autosomal reciprocal 500-2
familial autosomal reciprocal 504
postnatal autosomal reciprocal 506
prenatal autosomal reciprocal 508-9
Robertsonian 534, 540-2
Treacher Collins syndrome 76, 92, 109, 113,
175
tremors, benign essential 405
trichorinophalangeal syndrome (TRPS, Langer-
Giedion syndrome) 161, 183, 257,521
trichothiodystrophy 304-5, 306
trigonocephaly 212
Triple X syndrome (47, XXX) 494
triplet repeat mutations 19
triploid mosaicism 514
triploidy 255, 393, 556-7
trisomies, and congenital heart disease 85
trisomy 13 (Patau syndrome) 231, 487, 578,
625

trisomy 18 (Edwards’ syndrome) 487, 578

trisomy 21 (Down syndrome) 524-5

TrkB 194

truncating mutations 19

tuberous sclerosis (tuberous sclerosis

complex) 208, 239, 262, 275, 420-3

Turcot syndrome 444, 454

Turner syndrome 85, 198, 558-60, 586, 620
mild 243

turricephaly 212

twins, genetic testing for MZ 29

twins and twinning 636-8

tylosis 450

U

Ullrich congenital muscular dystrophy 119
ulnar-mammary syndrome 1534, 215
ultrasound scanning
for prenatal diagnosis 598
three-dimensional 598
ungual fibromata 420
uniparental disomy 21, 116, 193
upper Gl endoscopy 434
urea cycle disorders 188
urticaria pigmentosa 211
Usher syndrome 92, 232

v

VACTERL association 86, 153

valproate, and fetal anticonvulsant syndrome
591

Van Buchem disease 145

Van der Woude syndrome 76

vanishing white matter disease 151

varicella (chickenpox) 640

vascular Ehlers-Danlos syndrome (EDS)
312-13

vascular malformations 147

VATER/VACTERL association 43, 201, 229,
624

velocardiofacial syndrome (Shprintzen
syndrome) 76, 85, 175, 183, 366, 490-2,
521

see also 22q11 deletion syndrome, del
(22q11),, DiGeorge syndrome
ventriculomegaly (prenatal) 642—4
vesico-ureteric reflux 625-6
Virchow—Robin spaces 162
visceral heterotaxy 148
vitamin K deficiency 73
vitiligo 126, 208
von Hippel-Lindau disease 262, 484-5
complications and frequency 484t
von Recklinghausen disease see
neurofibromatosis type 1
von Willebrand disease 339

w

Waardenburg syndrome 91, 208, 352

Wagner hereditary vitreoretinopathy/erosive
retinopathy 414

WAGR (Wilms tumour—aniridia—genitourinary
anomalies—mental retardation) 39, 143,
486, 521

Walker-Warburg syndrome 67, 135, 157, 158,

177, 230, 643

warfarin, in pregnancy 584

warfarin embryopathy 73, 182

Watson syndrome 397, 402

Weaver syndrome 206

Weissenbacher—Zweymiiller syndrome
(OSMED) 414

Werdnig-Hoffmann disease 412

Werner syndrome 306

West syndrome 315

Wiedemann-Beckwith syndrome
(Beckwith—-Wiedemann syndrome) 61, 79,
128, 141, 206, 278, 487, 625

Wiedemann-Rautenstrauch syndrome 65

Wildervank syndrome 100

Williams syndrome (del 7q11.23) 79, 85, 117,
402, 521

Wilms tumour 39, 143, 486-8

Wilson disease 355

Wiskott—Aldrich syndrome 365

Witkop syndrome 256-7

Wolf-Hirschhorn syndrome (4p-) 82, 173,
183, 548

Wolfram syndrome 299

X

X inactivation 562
X-autosome translocations 562-3

X-inactivation patterns 34

X-linked adrenoleukodystrophy 151, 264-5,
349

see also adrenoleukodystrophy

X-linked agammaglobulinaemia (Bruton
disease) 365

X-linked a-thalassaemia mental retardation
syndrome (ATR-X) 165, 182,272

X-linked Alport syndrome 268

X-linked autism 166

X-linked blue cone monochromatism
190

X-linked chondrodysplasia punctata
32,73

X-linked cleft palate and ankyloglossia 76

X-linked dominant (XLD) inheritance
32-3

X-linked dystonia parkinsonism 107

X-linked Emery—Dreifuss muscular dystrophy
375

X-linked hydrocephalus 135, 643

X-linked hyper-IgM syndrome (CD40 ligand
deficiency) 365

X-linked hypohidrotic ectodermal dysplasia
256

X-linked ichthyosis (steroid sulphatase (STS)
deficiency) 604

X-linked immunodeficiencies 366t

X-linked isolated lissencephaly XLIS 166

X-linked laterality sequence 148

X-linked lissencephaly with abnormal genitalia
(XLAG) 157

X-linked lymphoproliferative syndrome
(Duncan syndrome) 365

X-linked mental retardation 164-6

X-linked ocular albinism 190

X-linked recessive (XLR) inheritance
34-5

X-linked retinitis pigmentosa (XLRP)
407

X-linked retinoschisis, juvenile 231

X-linked semi-dominant disorder 32

X-linked semi-dominant inheritance 34

X-linked severe combined immunodeficiencies
(SCID) 364

X-linked spastic paraplegia 2, 165-6

xanthogranuloma, and chronic myelogenous
leukaemia 399

xeroderma pigmentosum (XP) 305, 306

XYY syndrome (47, XYY) 498-9

Y

Y chromosome anomalies 606—7
Yunis—Varon syndrome 257

y A

Zellweger syndrome 73, 88, 119, 147, 221-2,
233,625



