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ACAN 5 15 |0 |50 Short stature and advanced bone age, with or without
early-onset osteoarthritis and/or osteochondritis
dissecans (SSOAQOD)

BRAF 1 |1 /0 |Lo0 R —F VR

CANTI |1 |1 |0 | 1,0 Desbuquois dysplasia, Kim variant

CHD7 1 /1 ]0 |10 CHARGE JiEfGf

COLIAI 35|29 6 |29,6 B AIE

COLIA2 | 13|10 |3 | 10,3 B AAE

COL241 8 8 |0 8,0 &2 s —7 v BEE

COMP |3 |3 |0 |20 PRy PERRAS SE IR OIE

EXTI 1 (0|1 01 % FEMES

EXT2 1 /10 10 % JEVES A i

FBN1 1 |1 |0 1,0 Marfan JfEREHE

FGDI |7 |7 |0 |60 Aarskog JiEfERE

FKBPIO '1 |0 1 |0,1 BIEHEA R

FN1 1 |1 0 |10 Spondylometaphyseal dysplasia, corner fracture type

FZD2 1 /1 /0 1,0 omodysplasia

GALNS |1 |1 |0 | 1,0 E N * IR

LRP5 2 /1 |1 1,0 Osteopetrosis, autosomal dominant 1

NFI1X 1 |1 01,0 Malan JEfEHE

NPR2 9 |8 |1 3,0 Acromesomelic dysplasia 1, Maroteaux type (1)
Short stature with nonspecific skeletal abnormalities
(2)

NSD1 2 12 10 |20 Sotos AEMERE

PRKACA 1 |1 0 | 1,0 Cradioacrofacial dysplasia-1

PTCHI |1 |1 |0 |1,0 Gorlin fEfRHE

RMRP 2 12 70 10,0 Cartilage-hair hypoplasia % \»

ROR2 1 (1 |0 |1.0 Brachydactyly, type B1

RUNX2 (2 |2 0 |20 SHE BHE BRI UE

SOS1 1 /1 10 [1,0 Noonan JE{ERE
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