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0401 | I 2% M Fifi i 8888 ) DROE Primary Pulmonary hemosiderosis 0406 |Holt-Oram FCEMREE Holt-Oram Syndrome
. ; Andersen [CAEREE (/O ENEEREREEHEEM: ]
0402 |33 M:FBhAR = BE Primary Pulmonary Hypertensio,PPH 0407 RS (R © ST TR R ) Andersen's syndrome
0403 |Alstrom FEAERER Alsrtom Syndrome 0408 |2 B MRS BEE Asphyxiating thoracic dystrophy
0404 |58 SR BIARREA L Idiopathic Infantile Arterial Calcification 0409 (SR HEPIBHIREF B EIRE Mﬂ%ﬁﬂzaza:gggzﬁfz
0405 |BERER4E{L Cystic fibrosis
05 ~ JF{b& & AR
s L . gl . . SERME Cajal ERFVEHAHMERN & SOt EHE TR RYE
0501 |EEFTHESRRRIERT PYHES 782 |Progressive intrahepatic cholestasis,PFIC U50s Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
0502 |FeR MRS & R R TE Inbon errors of bile acid synthesis 0504 |PEIfrSEBOERRE | Alagille Syndrome
06 ~ IR Z S
0601 |BFRZIERAFIE X-linked nephrogenicdiabetes insipidus 0604 |22 1M (& #E Hypokalemia, familial
0602 BB MALERIBEBMEE  |X-linked hypophosphatemic rickets 0605 | SR 410 1 55 DG L B s e
0603 |Lowe ECIEERE Lowe sydrome 0606 |Bartter [CIEREE Bartter's syndrome
07 ~ FEEREHhaR
0701 | EEEISIMEER Moya moya disease 0719 |Miller Dieker fE{REE Miller Dieker syndrome
0702 |BHIERESEEF A2 Agenesis of corpus callosum 0720 [Fh&E iR RS 88 FERUE Neuronal ceroid lipofuscinosis
0703 |/ NIER AL BhVE [oh s EEHEE |Spinocerebellar ataxia 0721 |Alexander E<J% Alexander disease
0704 |57 THEEC SEESE Huntington disease( 3 #% Huntington's chorea) 0722 |{EREEREE Stiffperson syndrome
0705 |&EEERE L Tuberous sclerosis 0723 |FRee B LEGE= iE Tyrosine hydroxylase deficiency
0706 |28 EAE Multiple sclerosis 0724 |Wolfram FCRE{REEE Wolfram syndrome * DIDMOAD
0707 |Zellweger ECEMREE Zellweger syndrome 0725 [ M M T B i Hereditary spastic Paraplegia
0708 |HfFECEMERE Rett syndrome 0726 M:% ert BAERBEF (R MEBIEEE A Joubert syndrome
0709 | BEM:H A ZEHEE Spinal muscular atrophy 0727 wm%m% us-Merzbacher Ffie. (152 HEALIAGR Pelizaeus-Merzbacher Disease
0710 |Menkes [CAEERE Menkes disease 0728 [H M CAREERMIERLAZENE) Kennedy Disease
0711 |WZE&EMHERIZEBLECH M A) |Amyotrophic lateral sclerosis (ALS) 0729 | SRR 2 5 M ey Familial Amyloidotic Polyneuropathy
. . : 5 : ST Pantothenate Kinase Associated
0712 |Charcot-Marie-Tooth FGIE Charcot-Marie-Tooth Disease 0730 |7z B MER R~ B LR Nistiiide posiation * PEAN
0713 |GM1/GM2 tHEETE HEHEADE |GM1/GM2 gangliosidosis 0731 |Moebius FE{FERE Moebius Syndrome
0714 |Lesch-Nyhan EX fE{EEE Lesch-Nyhan syndrome 0732 |McLeod fEEEE McLeod Syndrome
0715 |FPBARMIIERGREFERF  |Ataxia telangiectasia 0733 |Aicardi-Goutieres fE{5EE Aicardi-Goutieres Syndrome
0716 |AEEREERHR = E Sialidosis 0734 | B HTAE B EE Proteus Syndrome
0717 |SeFMe R SRR & BB T | Congenital insensitivity to pain with anhidrosis | 0735 |MECP2 &8 & R R 8 M_Mm«%_oo HIERIAERaleln gy hle G
0718 | T ELBhHe REERREIE (R B Hypothalamic dysfunction syndrome 0736 | B A/ GEE 12 8% Cerebro-Costo-Mandibular Syndrome
08 ~ F7m e

0801 [0 {8itk 2 K7 53 MK s

_mnmo&.&@ epidermolysis bullosa

| 0809 |BRGAAYZ HIEH RS

|Infantile systemic hyalinosis
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1305 |BEESEGEHREE

_woﬁﬂa combined immunodeficiency

14 ~ TR

1401 QWWMWM%WWWN%W Congenital adrenal hypoplasia 1407 |Kenny-Caffey FIEMREEE Kenny-Caffey syndrome
s s R ARG iy - T - MRS EY - BEE [WAGR Syndrome(Wilms'  tumor-Aniridia-
1402 RYERFFHRBRISAE A2 Eeeselanen e bl FERERE(REE (W A GR EEEE) Genitourinary Anomalies-mental Retardation)
1403 (F&FHRiEESSERME |Homozygous familial hypercholesterolemia 1409 B ERR Rz (e E it ACTH resistance
1404 | SR v L BEASURL e Familial hyperchylomicronemia 1410 |1 o -B{EESERZ FEREF 1 @ -hydroxylase deficiency
1405 (BB AE CRBZEE) Acromegaly 1411 |Kallmann [ EREE Kallmann syndrome
1406 |Laron ECARIBREMREEE Laron syndrome (Laron dwarfism) 1412 | A M4 SRR IR Permanent Neonatal Diabetes Mellitus
15 ~ RIEF 4HREE £ 5
1501 [FHERERHERE(REr S — Al Neurofibromatosis Type I 1505 |Beckwith Wiedemann ECRE{EERE Beckwith Wiedemann syndrome
1503 |15 4ERE 4 AR Retinoblastoma 1506 |k S SR AL b 4R E Lymphangioleiomyomatosis(LAM)
1504 |FaR 4T A Neuroblastoma 1507 [3EFH{A-MRIEREFERE Von Hippel-Lindau(VHL)
16 ~ SMEREE
1601 |B{ARFEEE Apert syndrome 1614 | 2ZRERAE Noonan syndrome
1602 |Crouzon EGCIEREE Crouzon Syndrome 1615 |Sailrie & G B E A B EECNEANE) Costello Syndrome
1603 |EEZE-THHEERE Russell-Silver syndrome 1616 |Fraser EGJE Fraser syndrome
1604 |Comelia de Lange [XEREE Cornelia de Lange syndrome 1617 |9 KM SR I MRS B/ INEE Wﬁw&rﬂ%w?ﬁomm-Hu_”ompm.mgombﬁgm L
1605 (X RfEHTiE Fragile X syndrome 1618 [T ERE: Kabuki make-up syndrome
1606 |CHARGE W& B7E CHARGE association 1619 | H-#-45 (k) FEFREF Oto-Palato-Digital syndrome
1607 |Aarskog-Scott FCIE(FEE Aarskog-Scott syndrome 1620 [Robinow FCEEEE Robinow Syndrome
1608 |Smith-Lemli-Opitz FEEEE Smith-Lemli-Opitz syndrome 1621 [Pfeiffer [ iEREE Pfeiffer Syndrome
1609 |Bardet-Bied] FRE{RERE Bardet-Bied] syndrome 1622 |#5 (k) FRMREHEERE Nail-Patella Syndrome
Larsen ECEBERF (SHN-AXME e
1610 B AT REREE ) Larsen syndrome 1623 |CEC fEfERE Cardiofaciocutaneous Syndrome
1611 Wﬂﬁmmmm Pfeiffer [RAE®: Pierre Robin Syndrome Pfeiffer Syndrome 1624 |Peter-Plus JE{EEE Peter-Plus Syndrome
1612 | AN FIMHT R REERE Treacher Collins syndrome 1625 |Nager fEEEE Nager Syndrome
1613 |21 RR IR RE Multiple pterygium syndrome 1626 |Coffin-Siris iE &} Coffin-Siris syndrome
17 - REREY
1701 M&%@WMW@%E B b dee Will syndrome 1706 [Rubinstein-Taybi [ fE(ERE Rubinstein-Taybi syndrome
1702 {Angelman FEEREF(EETTIE) |Angelman syndrome 1707 |Branchio-Oto-Renal fE{&2# Branchio-Oto-Renal Syndrome
1703 |ERERHTECE Williams Syndrome 1708 [Kleefstra fEBERE Kleefstra Syndrome
1704 M%ooﬂmo s IEREE (@GR DiGeorge's disease

18 - FAth Sy A HER

| 1801 |EEE

_mﬁngmos Gilford progeria syndrome

| 1809 |SeRMEAFARETE B FEAEREE

_wzgo_.dgmﬁm« syndrome
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