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0316 |ELHFRECE Wilson's disease EMEBRZIE Biotinidase Deficiency
0317 |kERMEIBME Congenital hyperlactic acidemia BAE IR SR Leber hereditary optic neuropathy (LHON)
0318 |BHEMNREEERBESMEMEE |Persistent hyperinsulinemic hypoglycemia of infancy RERSEE TR IE Transaldolase deficiency
0319 (¥ EMmEE Galactosemia AR BEEAZ JE Cerebral Creatine Deficiency
0320 |FAREEE Mucolipidosis TR E (A ZEBD A INAEEAEIZEE | Thiamine Metabolism Dysfunction Syndromes
0321 |EttARDEZRAHMERDER Shwachman-DiamondfE{£3¥ Shwachman-Diamond Syndrome
0322 |Bkba s BE LR hn%nwwoawga-.mﬁm-n_m:Qm:n«m;\nonﬂoﬁm_: syndrome
04 ~ (i ZhBE R
0401 ([ S5 i M0 3% BT TR AE Primary Pulmonary hemosiderosis Holt-OramECfE (2% Holt-Oram Syndrome
g s O e T Idiopathic or Heritable Ppulmonary Arterial Andersen ECEERBF(LENR IMBERTE S ;
(502 PSSR RS Hypertension (IPAH « HPAH) MEERE ; PETEORLER) ICEECilg R
0403 |AlstromGiEIERE Alsrtom Syndrome ES MR REE Asphyxiating thoracic dystrophy
0404 |35 3R RIRIBIE \diopathic Infantile Arterial Calcification SR E AR R R CompentalChntralilypaventlistion
Syndrome(CCHS)
0405 |EARAIE Cystic fibrosis
05 - E{ER&RHE
R AR EE AR - — . —
0501 lemesmrmamtaas Progressive intrahepatic cholestasis (PFIC) wmwm wmmw._m_‘mmlmﬁ BratE & pzE " |Congenital _sﬁm_..ﬂ_ﬁ_m_ Cell of Cajal Hyperplasis with
BTHERS Neuronal Intestinal Dyspl
0502 [FERMHMEEES A= Inbon errors of bile acid synthesis R 41 == BREIR B Alagille Syndrome
06 ~ MR RHFKE
0601 |BEHETRARAE Nephrogenic Diabetes Insipidus el RUBRER Autosomal recessive polycystic kidney disease
0602 |MEBHEMEV TR EOSRE X-linked hypophosphatemic rickets BartterGiE RS Bartter's syndrome
0603 |LoweECiE1RR? Lowe sydrome GitelmanECAE{2 3% Gitelman syndrome
0604 |RiEHEMmEBLE Hypokalemia, familial DEREESR Alport Syndrome
07 - BEEPaR S RE:
A =B r== il e BT
0701 |EEHIMEER Moya moya disease %menmmﬂ_xmﬂ ERIRENERIRESE |jogbert syndrome
0702 (BHAEAESBARE Agenesis of corpus callosum wﬂ._.-mmmwﬂmw\_mﬂcmn:mﬁmmﬁ (iR Pelizaeus-Merzbacher Disease
0703 |&F&/)\EEEEBfEiH AR Spinocerebellar ataxia(SCA) H 5 38 O (B RE FE B 14 A PR ZEARIE) Kennedy Disease
0704 | THERERE Huntington disease (Huntington's chorea) RN SRS RRREE Familial Amyloidotic Polyneuropathy (FAP)
. § B Pantothenate Kinase Associated
= ; 7 B B G R B RIEHEE .
0705 |4EentEmRi{CaE Tuberous sclerosis (TSC) Z BRI R 2 AR R Neurodegeneration(PKAN)
s Multiple sclerosis (MS) /Neuromyelitis Optica A :
=z 5% y B
0706 |ZBRMRICE/ZR®S Spectrum Disorders (NMOSD) MoebiusfE{£3% Moebius Syndrome
0707 |ZellwegerBiERRS Zellweger syndrome McLeodfE(EEE McLeod Syndrome
0708 | B4 EAE Rett syndrome Aicardi-GoutieresfEZ#F Aicardi-Goutieres Syndrome
0709 |HREENPAERE Spinal muscular atrophy(SMA) ERIRATRE(REF Proteus Syndrome
0710 [MenkesEGiEIZES Menkes disease MECP2 SREEIRES Meitiy| €oS inding Protea DEplation Syn e

MECP2 Duplication Syndrome
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10 - BEFE

1001 |ABAREE HBER) Osteogenesis imperfecta (Ol) 1009 |EFHEE Split-hand/ Split-foot malformation (SHFM)
1002 |BB#EAZE (VIAR) Achondroplasia 1010 |BHEEBEEAE Pseudoachondroplastic dysplasia
1003 |BHEALE (REAEHE) Osteopetrosis 1011 |Conradi-HunermannEGCiE{£8% Conradi-Hunermann syndrome
1004 |ETHESEHM K Fibrodysplasia Ossificans Progressiva (FOP) 1012 |ZRUBREBAZIE Multiple Epiphyseal Dysplasia
1005 |EEERMS Primary Paget disease 1013 | REMBEEBAEE Hypochondroplasia
1006 |HEHEEREES Cleidocranial dysplasia (CCD) 1014 |EXBEERE Klippel-Feil Syndrome
1007 Mmmw::m AlbrightFEEEREF (MARERIS McCune Albright syndrome 1015 |@BE#EREB AR Craniometaphyseal Dysplasia
1008 |EHBAERE Spondyloepiphyseal Dysplasia (SED)
11 - ifmAAERE
1101 |BAEGEE (tHERAE) Marfan syndrome 1103 |EREHFEBE T HMNE (FREE) Ehlers Danlos syndrome IV
1102 |ELE2 BB EERS (ERIK) Waardenburg syndrome 1104 (R ERERESF Beals Syndrome
12 - EMINEERE
1202 |EESEEMEMD Thalassemia major 1207 |FERMELMEBEEREED Diamond Blackfan Anemia (DBA)
1203 (MM EHE Thrombasthenia 1208 |FEEEMEZEMEIRDE Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |BERESFEBHCRZE Homozygous proetin C deficiency 1209 |ZERHESRZIE Protein S Deficiency
1205 |ol-AREERBRZE al- Antitrypsin deficiency 1210 |EXRE Mzt M/ VRIET SBE Congenital Thrombotic Thrombocytopenic Purpura
1206 |ES 4R EMARRIE Paroxysmal Nocturnal Hemoglobinuria (PNH)
13- %EER
1301 |HRREBERERERESNE Bruton's agammaglobulinemia 1306 |REERD8TAZIE Complement Component 8 deficiency
1302 |FEMEBERFER Chronic primary granulomatous disease 1307 |IPEXJE{EE IPEX Syndrome
1303 |ERMB R BIKREBEEIREF Congenital Hyper IgE syndrome 1308 |BREKSSMEIZRF Hyper-IgM Syndrome
1304 |Wiskott-AldrichECHE {&2% Wiskott-Aldrich Syndrome 1309 |y THEESZELRE Interferon y receptor 1 deficiency
1305 |BREESERERZE Severe combined immunodeficiency 1310 |E{@EMEHKE Hereditary Angioedema (HAE)
14 - ADWER
1402 |fRiEEIPARBRIERE Pseudohypoparathyroidism 1409 an._nmwmmﬁ =t ACTH resistance
1403 |E&FREESEEEDE Homozygous familial hypercholesterolemia 1410 |F—ENEMEEEZDIREE MEE Ww.dﬁ_m.n_v_\mn__,”wwinm_j_: Ri=AlpheCrRra e
1404 |ZiEE B 2L EMME Familial hyperchylomicronemia 1411 |KallmannECfE{&3% Kallmann syndrome
1405 |BImARARE (KARSE) Acromegaly 1412 |KAMERTEREA Permanent Neonatal Diabetes Mellitus
1406 |LaronEHRIFERSS Laron syndrome (Laron dwarfism) 1413 |MIRAGE fE{#E% MIRAGE Syndrome
1407 |Kenny-Caffey EGfE1RRS Kenny-Caffey syndrome
15 - RIEEAIZER
1501 |4 maEizisse 2 Neurofibromatosis Type Il 1505 |Beckwith WiedemannECiEIZEE Beckwith Wiedemann syndrome
1503 |REEEAAME Retinoblastoma 1506 |MEMSFEEIPEERE Lymphangioleiomyomatosis (LAM)
1504 (iEE M= Neuroblastoma 1507 Vit HIpDEl-Lind UM FERHR-) Von Hippel-Lindau Disease (VHL)
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