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0316 |HHFRECAE Wilson's disease 0338 | EMBHRZE Biotinidase Deficiency
0317 |fERMS LM M Congenital hyperlactic acidemia 0339 |EREESERBLRE Leber hereditary optic neuropathy (LHON)
0318 |HEMNRERERBEDMEMIELE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |8 fgligth = i Transaldolase deficiency
0319 | ¥ M Galactosemia 0341 [ RFEHBEEAZ fiE Cerebral Creatine Deficiency
0320 |FBEEIE Mucolipidosis 0342 |tk R(#ERBL)NBITHEEFERIEIZR¥  [Thiamine Metabolism Dysfunction Syndromes
0321 |Eftk 2B EEER 0343 [Shwachman-DiamondfiE{#2% Shwachman-Diamond Syndrome
0322 |[BA e B mE L EEE m“m_ww%:vaEﬁm-amdﬁ_n_m:nv@_<no_uﬂoﬁm_: syndrome
04 - L\BHTHAER
0401 | [ 55 M i (1 350 &5 ) L TR AE Primary Pulmonary hemosiderosis 0406 |Holt-OramEGAE1%E¥ Holt-Oram Syndrome
B ey ey | - Idiopathic or Heritable Ppulmonary Arterial Andersen FCHERR¥(/0 ENER IR TR B2 B B 1 _
0402 |%5 M aliE B M MENIRS B Hypertension (IPAH * HPAH) 0407 :J@J_WWK TR Andersen's syndrome
0403 |Alstrom EGYERE# Alsrtom Syndrome 0408 | =S MRk EiE Asphyxiating thoracic dystrophy
0404 (FrEitBRHIREL Idiopathic Infantile Arterial Calcification 0409 |FER M PR IR G A EAEIRE¥ oGt SERTi FyjpeypgtlEtio
Syndrome(CCHS)
0405 |EAR 41 Cystic fibrosis
05 - EH{C & MR
—— - — - ——
0501|3171 e BT e s+ ea e Progressive intrahepatic cholestasis (PFIC) 0503 m_mwm_wm&m_mm} SR E S HI5E® |Congenital _:ﬁmﬂ:ﬁ_m_ Cell of Cajal Hyperplasis with
BTBERR Neuronal Intestinal Dyspl
0502 |FEX MR S AlPETE Inbon errors of bile acid synthesis 0504 |74 5 EUAE(2 B¥ Alagille Syndrome
06 - MWPRZMKA
0601 | =AY R AR E Nephrogenic Diabetes Insipidus 0605 |BBREREESBUEBNER Autosomal recessive polycystic kidney disease
0602 |14BE B R R B (@ E X-linked hypophosphatemic rickets 0606 |BartterfCHEIERE Bartter's syndrome
0603 |LoweCHEIERE Lowe sydrome 0607 |GitelmanCiEIRES Gitelman syndrome
0604 | RiEHEAE M Hypokalemia, familial 0608 |GE10ECHEIRES Alport Syndrome
07 - FaaRsi i met
A BY (5D e « | BN 2
0701 | EEEBMEER Moya moya disease 0726 %%m:mmﬁr?mw (R NEEIR S Joubert syndrome
0702 (HIEEERE AR Agenesis of corpus callosum 0727 m_uﬂ_wmmmw_mw_w\_mﬁvmn:mﬁmmﬁ (R Pelizaeus-Merzbacher Disease
0703 |#5e/ SR 1EEENVE S FBFE IR Spinocerebellar ataxia(SCA) 0728 | B3 O RE (3 S 1 B 4 I Y ZE AR YiE) Kennedy Disease
0704 | = TUIRECERSE Huntington disease (Huntington's chorea) 0729 | RIEMBIMIES MR Familial Amyloidotic Polyneuropathy (FAP)
0705 [t e Tuberous sclerosis (TSC) 0730 [FReEMBmME T pmE g | o omenate Kinase Associated
Neurodegeneration(PKAN)
Multiple sclerosis (MS) /Neuromyelitis Optica . o .
kA P
0706 |Z Mg LRE/7Z IR AR B REK Spectrum Disorders (NMOSD) 0731 [MoebiusfE{&E# Moebius Syndrome
0707 |ZellwegerBCfE(ZE¥ Zellweger syndrome 0732 [MclLeodEf&#$ McLeod Syndrome
0708 | &R ECHE Rett syndrome 0733 |Aicardi-GoutieresfE{#2¥ Aicardi-Goutieres Syndrome
0709 |EREtE N NEFRIE Spinal muscular atrophy(SMA) 0734 |E &2 8 %Rs Proteus Syndrome
0710 |MenkesFE (R Menkes disease 0735 |MECP2 A fEIRR Methyl CpG binding Protein 2 Duplication Syndrom,
MECP2 Duplication Syndrome
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10 - BEERE
1001 (BB A CHIBEE) Osteogenesis imperfecta (Ol) 1009 |RFHERE Split-hand/ Split-foot malformation (SHFM)
1002 |BMBREBARE (IVIAR) Achondroplasia 1010 |BEBBEBEALE Pseudoachondroplastic dysplasia
1003 |SERLE (KIELEH) Osteopetrosis 1011 |Conradi-HunermannEGCiE12EF Conradi-Hunermann syndrome
1004 [ETHESEHENRX Fibrodysplasia Ossificans Progressiva (FOP) 1012 |ZRUEBHRBEELRE Multiple Epiphyseal Dysplasia
1005 |Rest @it gk Primary Paget disease 1013 [RABBHEALZE Hypochondroplasia
1006 |HERERBERE Cleidocranial dysplasia (CCD) 1014 GRS HRE Klippel-Feil Syndrome
1007 Mmmmvc:m AlBTghEECTEN AR s McCune Albright syndrome 1015 |EE#hEREE AR Craniometaphyseal Dysplasia
1008 |ERHEEE Spondyloepiphyseal Dysplasia (SED)
11 - SRR
1101 |SFLEGEE (B%EAE) Marfan syndrome 1103 |fcR#GEMmASER SR BREE) Ehlers Danlos syndrome IV
1102 |RE A& ECIEIREE (ZEERER) Waardenburg syndrome 1104 |Z2EKEER Beals Syndrome
12 - BMINEERE
1202 |EE2SEFEMEM Thalassemia major 1207 | R A MIKEEEREEM Diamond Blackfan Anemia (DBA)
1203 |Mm/MEFEANAE Thrombasthenia 1208 |FFEaBY 4 R 5508 MAE1# RS Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |EEREFERECHRZIE Homozygous proetin C deficiency 1209 |EEESRZAE Protein S Deficiency
1205 |ol-HiiEE AR i ol- Antitrypsin deficiency 1210 | AR MAR & M/ MRAE T S5 E Congenital Thrombotic Thrombocytopenic Purpura
1206 |BeE 2% 14 % M AT =R AiE Paroxysmal Nocturnal Hemoglobinuria (PNH)
13 - REER
1301 |HhEBERERERER ME Bruton's agammaglobulinemia 1306 |#BB2 Al 18IRZ fiE Complement Component 8 deficiency
1302 |FREEEATFER Chronic primary granulomatous disease 1307 |IPEXfEfEEF IPEX Syndrome
1303 | RS BEIKE QEEIRR Congenital Hyper IgE syndrome 1308 |E B EEMAEIERE Hyper-lgM Syndrome
1304 |Wiskott-Aldrich ECfE1E 2% Wiskott-Aldrich Syndrome 1309 [y TFERZR1ARE Interferon y receptor 1 deficiency
1305 [REHESRRERZAE Severe combined immunodeficiency 1310 [EEMMEHRKIE Hereditary Angioedema (HAE)
14 - R WER

. . [ B U MREEE 8 ilms' -Aniridia-
1402 |ERIERIFARARIEAERE Pseudohypoparathyroidism 1409 B EIREREET K ACTH resistance
1403 |B&F Rk = UEE B2 M 5E Homozygous familial hypercholesterolemia 1410 |E—REEEAFEDKBEESE Wmm.*ﬂw\%ﬂﬂwwﬁ_a:d_: RISATRER i 0lse
1404 RS 7L MR ME Familial hyperchylomicronemia 1411 |KallmannEGfE1R % Kallmann syndrome
1405 |BUmABAEE (KRBRAE) Acromegaly 1412 |5KA MR FRVERR IR Permanent Neonatal Diabetes Mellitus
1406 |LaronECRIBGEREEY Laron syndrome (Laron dwarfism) 1413 [MIRAGE fE1Z## MIRAGE Syndrome
1407 |Kenny-CaffeyFCRE{E ¥ Kenny-Caffey syndrome

15 - RIERAMIREH

1501 |whiR R A B Neurofibromatosis Type || 1505 [Beckwith WiedemannEGiE(Z 8% Beckwith Wiedemann syndrome
1503 |iR 4SS Mz Retinoblastoma 1506 |#E MEF B RIGELE Lymphangioleiomyomatosis (LAM)
1504 (/&8 e Neuroblastoma 1507 on Hippel-LindaufEfRe: - 2H1E-H Von Hippel-Lindau Disease (VHL)
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