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achondroplasia

119 monosomy

Kl ippel-Trenauny-Weber syndrome

—_

ambiguous genitalia 2 11q monosomy /18p monosomy 1 LEOPARD syndrome 2
arachnoid cyst 1 12p tetrasomy 1 Marfan syndrome 2
agenesis of corpus callosum 1 12q interstitial deletion 1 menigoencephalocele 3
Antley-Bixler syndrome 1 13 trisomy 2 meningomyelocele 2
Axenfeld-Rieger anomaly 1 13q trisomy/18q monosomy 1 multiple epiphyseal dysplasia 2
aniridia 2 13q interstitial deletion 1 myotonic dystrophy 2
Beckwith-Wiedemann syndrome 10 pUPD 14 1 MCA(/MR) 60
branchiootorenal spectrum disorders 1 15q tetrasomy 1 MR 6
?Lsz?:igpii:gil;;ptosis—epicanthus 1 18p tetrasomy 1 nail patella syndrome 3
bilateral optic glioma 1 18g monosomy 2 Noonan syndrome 2
bilateral coloboma 1 18 trisomy 3 Noonan syndrome related disorder 2
campomel ic dysplasia 1 20p trisomy mosaic 1 NF-1 12
cartilage hair hypoplasia 1 21 trisomy 91 normal 11
CHARGE syndrome 1 21 trisomy, mosaic 1 oculo-auriiculo-vertebral spectrum 3
cleidocranial dysplasia 1 21 trisomy + osteogenesis imperfecta 1 overgrowth 2
Coffin-Lowry syndrome 1 21 trisomy + ring(Y) 1 partial absence of the left hand 1
Coffin-Siris syndrome 1 ring (21) 1 Prader-Willi syndrome 6
Costel lo syndrome 1 46, XX, t(1;14) (p13.3;024. 1) 1 pectus excavatum 1
craniosynostosis 2 22911.2 deletion syndrome 8 Pfeiffer syndrome ]
Cornellia de Lange syndrome 4 46, X, r(X) (p22.3g21.3) /45, X 1 protein C defiency 2
congenital thrombocytopenia 1 46, X, t(X;16) (p11.4:;023) 1 Robinow syndrome 1
Crouzon syndrome 1 45, X/47, XYY 1 situs inversus 1
Chromosomal abnormal ity 47, XXY 1 Saethre-Chotzen syndrome 1
1p36 deletion syndrome 1 47, XXYY 1 Sotos syndrome 4
1q interstitial deletion 2 deafness, hereditary (Cox26 mut.) 1 severe myotonic epilepsy in infancy 1
1q trisomy/3p monosomy 1 deafness 1 Stickler syndrome 2
1g trisomy/4q monosomy 1 encephalopathy (familial) 1 Silver-Russell syndrome 2
3p monosomy/ 3q trisomy 1 growth retardation 1 Tg;;tb:ﬁzdgzi?zizsliormation with 1
4p monosomy 2 heterotaxy sequence 1 tuberous sclerosis 2
4921 deletion syndrome 1 hemihyperplasia 4 VATER association 1
6p interstitial deletion 1 hypohydrotic ectodermal dysplasia 2 Waardenburg syndrome type 2 1
5p trisomy/9p trisomy 1 hydrocephalus WAGR syndrome 1
trisomy 8, mosaic 1 Kabuki make-up syndrome 1 Williams syndrome 6
total 341
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