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0315 |'&R8hE - porphyria 0334 |EEFEEEE Barth Syndrome
0316 |ECERARECHE Wilson's disease 0335 |Beta HifERSHE=E Beta-Ketothiolase Deficiency
0317 |Fo R AR IMIE Congenital hyperlactic acidemia 0336 (B2 50 A ABRRERE MEAGHBSGR = iE Infantile form Lysosomal Acid Lipase Deficiency

N W) i c 3 (= “\// . . . « - . - - .
0318 MM A SEAL IR B TR IB Ry S T Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |8 HARBEFSEaEE= iE Multiple Sulfatase Deficiency
0319 |FEFLVEMAE Galactosemia 0338 |AEYEEH=E Biotinidase Deficiency

T B 04 AT

0401 |5 & Wi i 88 ST AR e Primary Pulmonary hemosiderosis 0406 |Holt-Oram ECREMRE: Holt-Oram Syndrome

s 2 e - Idiopathic or Heritable Ppulmonary Arterial Andersen BB U BT BERF A A _
0402 |FrEiEEB EEATEIR S B Hypertension (IPAT - HPAH) 0407 AR GES | VR TR Andersen's syndrome
0403 |Alstrom FKIEERE Alsrtom Syndrome 0408 |2 R MERIREIEE Asphyxiating thoracic dystrophy
0404 |RFES SR S BHARTRA L Tdiopathic Infantile Arterial Calcification 0409 | R M IBMEAR T RAIRRE mmmwmﬁw%mw% Hypoventilation
0405 |(ZEARGELEL Cystic fibrosis

e 05~ e AT

I st i, o : : FeR M Cajal (RETBEAHAIE 4 585 |Congenital Interstitial Cell of Cajal Hyperplasis with
0501 |EfTHFEMEFAE AT Progressive intrahepatic cholestasis(PFIC) 0503 SR g B Neuronal Tntestinal Dyspl
0502 |Fo R MERERE £ Rl FE b Inbon errors of bile acid synthesis 0504 |FTHr S BRIERRE Alagille Syndrome
0601 (BARZURERIE X-linked nephrogenicdiabetes insipidus 0605 |EisRMHEEL BT ER Autosomal recessive polycystic kidney disease
0602 |[M:HekiE (E RU KB EAEE (B fE X-linked hypophosphatemic rickets 0606 |Bartter FCIE(REE Bartter's syndrome
0603 (Lowe [CHEIREE Lowe sydrome 0607 |Gitelman FCHEERE Gitelman syndrome
0604 |z R R $FHE Hypokalemia, familial

07 ~ FEER e m e
0701 |BEEKMEER Moya moya disease 0721 |Alexander F9% Alexander disease
0702 XA B AR Agenesis of corpus callosum 0722 |[{EREEREE Stiffperson syndrome
0703 | &8/ ME R HEEME R SR Spinocerebellar ataxia(SCA) 0723 |F8ple i LlsR = i Tyrosine hydroxylase deficiency
0704 | == THHEC S8 Huntington disease( X & Huntington's chorea) 0724 |Wolfram ECHE(EEE Wolfram syndrome * DIDMOAD
0705 |&EEATERE LAE Tuberous sclerosis(TSC) 0725 |BEM ST SR Hereditary spastic Paraplegia(HSP)
N | 159
0706 |25 MEmE{ERE Multiple sclerosis(MS) 0726 M%omvwm RERFGRIER M NS S Joubert syndrome
, ] Pelizaeus-Merzbacher BIE(TEME L E . .

0707 |Zellweger FCIEAZEE Zellweger syndrome 0727 ST L) Pelizacus-Merzbacher Disease
0708 |EBHRFILE Rett syndrome 0728 [H il K ECT BT AZEYERE) [Kennedy Disease
0709 B Rl PZEYEE Spinal muscular atrophy(SMA) 0729 | FIEER RS BT g Familial Amyloidotic Polyneuropathy(FAP)
0710 [Menkes FCfE RS Menkes disezse 0730 [ R s IA:  aR ey || iothenale Kinase Associated

Neurodegeneration(PKAN)
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1003 [FEGILE (REAEHE) Osteopetrosis 1010 {REREREL S Pseudoachondroplastic dysplasia
1004 [HEfTEFEENLE Fibrodysplasia Ossificans Progressiva(FOP) 1011 |Conradi-Hunermann ECIE{ERE Conradi-Hunermann syndrome
1005 |FREMEEEMER X Primary Paget disease 1012 |BEHERZFEFDE Multiple Epiphyseal Dysplasia
1006 SHEEEEEEE Cleidocranial dysplasia(CCD) 1013 [ RFHEFE Hypochondroplasia
1007 W\MW_WN Albright [RAERREFERAEIEH McCune Albright syndrome 1014 S REAMERE Klippel-Feil Syndrome
1101 | FLECSE (B#k AE) Marfan syndrome 1103 |FeREEGFAMBEEAIGRRE)  |Ehlers Danlos syndrome IV
1102 |EBOME R EEEF(BEERER) Waardenburg syndrome 1104 | B LERRE Beals Syndrome
1202 |EREEMEm Thalassemia major 1206 (PSR EIMAL R IRE Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 |fm/Mvf & JTE Thrombasthenia 1207 | RMESATMBRFAEEREEEIM  |Diamond Blackfan Anemia(DBA)
1204 \FIEN&FELE CHZIEE Homozygous proetin C deficiency 1208 |FEEAAIME PR BB MEIREE Atypical Hemolytic Uremic Syndrome(aHUS)
1205 |a 1-HifREOEEEL = iE @ 1- Antitrypsin deficiency 1209 |EERE S A= E Protein S Deficiency
. . , 13 ~ BERR
1301 [EIER (KR REERE S ME Bruton's agammaglobulinemia 1306 |FEBERLfT 8 BR=FE Complement Component 8 deficiency
1302 ([FEMHIe MR ER Chronic primary granulomatous disease 1307 [IPEX JEREE IPEX Syndrome
1303 e RS e EIREH E EERE Congenital Hyper IgE syndrome 1308 |EEEREN M fEERE Hyper-IgM Syndrome
1304 |Wiskott-Aldrich FCERRE Wiskott-Aldrich Syndrome 1309 |y FEZEZE 1 $tE Interferon 7 receptor 1 deficiency
1305 |BREEEERETZE Severe combined immunodeficiency 1310 [BEEMEMEMKEE Hereditary Angioedema(HAE)
1401 |FeRER RSB AR 2GEM4ARE)  |Congenital adrenal hypoplasia 1407 |Kenny-Caffey FCAE{ERE Kenny-Caffey syndrome
1403 |BE&FREESEEREDE Homozygous familial hypercholesterolemia 1409 B IR R EIME ACTH resistance
1404 | SR AL BRSO o Familial hyperchylomicronemia 1410 |F— RS IS4 E D RER G W@ Mﬁmwémg DI-Alpha-Hydroxylase
1405 |BelwmAEASE (CRBZEE) Acromegaly 1411 [Kallmann [CEEREE Kallmann syndrome
1406 |Laron ECARIBIEIREE Laron syndrome (Laron dwarfism) 1412 |7k A VEST AL SRAER TR Permanent Neonatal Diabetes Mellitus
= G 5 AERGREER
1501 [FHERER MR E R AR 55 — AU Neurofibromatosis Type II 1505 |Beckwith Wiedemann FCIEIREE Beckwith Wiedemann syndrome
1503 |tR4BRERI4HRERE Retinoblastoma 1506 |PRES /s 208 AL B 42 Lymphangioleiomyomatosis(LAM)
1504 (e RE4MBERE Neuroblastoma 1507 |EFH(0-MhBEEREE Von Hippel-Lindau Disease (VHL)
» = S R L
1601 |B{ERFE Apert syndrome 1616 |Fraser [RIE(EEE Fraser syndrome
1602 |Crouzon ECIEMREEE Crouzon Syndrome 1617 |Fe R Mo iRt B INE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
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