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Pfeiffer Syndrome Type 1/2/3 Pfeiffer iE{&E¥5E—/_ /=1 ® o
Craniosynostosis Apert Syndrome AECEERE ® (]
SanFO‘miS . FGFR2  Crouzon Syndrome RERKAEES ® ®
e PR AE R B Antley-Bixler Syndrome without Genital Antley-BixlerfEf& &% °
Anomalies or Disordered Steroidogenesis (FEA5E 23 BY o) A E B2 A AX PSR
Jackson-Weiss Syndrome Jackson-Weiss fEf& 8 [ ]
Achondroplasia REBBEARE(IKRIBIE) ) [ ]
Crouzon Syndrome With Acanthosis Nigricans RENKERESHECRMEIE ©] ®
Hypochondroplasia RRBUBARE ©] ®
FGFR3  Muenke Syndrome Muenke ECEEfRE¥ ©] [ ]
Thanatophoric Dysplasia, Type | BRIk IRES — B ] °
Thanatophoric Dysplasia, Type Il BIE AR IR AESE B ® °
CATSHL Syndrome EIEESERERRE °
Ehlers-Danlos Syndrome, Classic Ehlers-DanlosfE & ## [ ]
Skeletal Disorders Ehlers-Danlos Syndrome, Type VIIA Ehlers-DanlosiEf& & o
BHMERER COL1IAL Osteogenesis Imperfecta, Type | BEREES—E °
Osteogenesis Imperfecta, Type Il BEREES "R [ ]
Osteogenesis Imperfecta, Type ll| BEREES=E [ ]
Osteogenesis Imperfecta, Type IV BEREAESE °
Ehlers-Danlos Syndrome, Cardiac Valvular Form  Ehlers-DanlosfE 8§ [ ]
Ehlers-Danlos Syndrome, Type VIIB Ehlers-DanlosfE &8 [}
COL1A2 Osteogenesis Imperfecta, Type Il BEREES "R °
Osteogenesis Imperfecta, Type ll| BEREES=E [ ]
Osteogenesis Imperfecta, Type IV BEREAESRE °
BRAF  Cardiofaciocutaneous Syndrome 1 Cardiofaciocutaneous fEf&E##55—EY [ ]
MAP2K1 Cardiofaciocutaneous Syndrome 3 Cardiofaciocutaneous fEfE## 55 =2Y [ ]
MAP2K2 Cardiofaciocutaneous Syndrome 4 Cardiofaciocutaneous fEf&#$55 ] 24 °
HRAS  Costello Syndrome/Noonan Syndrome SEHIRIR OB & B R FG AE /S5 Fa EC RE AR BF [}
PTPNLL g;’n%"r‘z‘)’r‘nii’(‘:‘:fcg’r‘: 1/LEOPARD SEEERES—1/LEOPARD EIRE/ B °
SOS1  Noonan Syndrome 4 BRERERRSME °
Noonan Spectrum — = e —
Disorders RAF1  Noonan Syndrome 5/LEOPARD Syndrome 2 EERIERE¥SS A EY/LEOPARD fEfRE# 55 _ B °
LR AR R R NRAS  Noonan Syndrome 6/Cancers R IR RS /N B/ )
RITL  Noonan Syndrome 8 LRERERRSE )\ B °
SOS2  Noonan Syndrome 9 BEERERHENE °
SHOC2 E::;:: Syndrome-Like DisorderwithLoose yrsspape imare ot mME R EE °
CBL Noonan Syndrome-Like Disorder with or without 325 mfEREE HBE A BELNFEL B RESE AR ME °
Juvenile Myelomonocytic Leukemia (NSLL) B Mm%
KRAS  Noonan Syndrome/Cancers EERERR/EE (]
JAG1  Alagille Syndrome Py 411 =5 BAAE % B¥ °
CHD7 CHARGE Syndrome CHARGE fEf& 8§ [}
NIPBL Cornelia de Lange Syndrome 1 Cornelia de Lange ERHEESE ( IXBICAEIREE ) °
SMC1A Cornelia de Lange Syndrome 2 Cornelia de Lange ERHEESE ( IXBICAEIREE ) °
SMC3  Cornelia de Lange Syndrome 3 Cornelia de Lange ECHEESE ( IXBICAE(REE ) °
Syndromic Disorders RAD21 Cornelia de Lange Syndrome 4 Cornelia de Lange FRERE ( IXBIRERS ) ®
B RIRERR
HDAC8 Cornelia de Lange Syndrome 5 Cornelia de Lange ECHEESE ( IXBICAE(REE ) °
CDKL5  Epileptic Encephalopathy, Early Infantile, 2 LR IEE RS TR °
SYNGAP1 Intellectual Disability = pal=t L4
MECP2 Rett Syndrome BREE °
NSD1  Sotos Syndrome 1 Sotos fEERSE—E °
TSC1  Tuberous Sclerosis 1 iaEntE B EES — °
TSC2  Tuberous Sclerosis 2 e TR EES TR °




