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‘| 0316

BB EE Wilson's disease 0338 |EMRBEHRTiE Biotinidase Deficiency
0317 | Rt BME Cangenital hyperlactic acidemia 0339 |BHEKEBILRBERE Leber hereditary optic neuropathy (LHON)
0318 [REMHFERBESRBENWEMDERE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |SBEERSES R T 5 Transaldolase deficiency
0319 |25 IE Galactosemia 0341 | KBSABRGR T fiE Cerebral Creatine - Deficiency
0320 |SBsEETE Mucolipidosis 0342 |WEZR(EERBL) B INBERRIERES | Thiamine Metabolism Dysfunction Syndromes
0321 |EftR D EHEZABHERER 0343 |Shwachman-DiamondjE{&E Shwachman-Diamond Syndrome
0322 |k e s mEaEE Annm_wﬁmnwrvaES-Qmmn_msQ@_ﬁon_.oﬁm_: syndrome

T AR DMThAESRE
0401 |J= 5 14 hi 110 $38 BT R AE Primary Pulmonary :mBOmEQde 0406 Io:.o_.m:.mmﬂﬁﬁ Holt-Oram Syndrome
e Idiopathic or Heritable Ppulmonary Arterial Andersen ECIEIR (0 BT 2 S HAME ,
0402 |%5 SIS0 IR MR B AR s A2 Hypertension (IPAH « HPAH) 0407 | emmime: - mmTEEmEER) Andersen’s syndrome
0403 |Alstrom ECAEIREE Alsrtom Syndrome 0408 | Rl sk BaF Asphyxiating thoracic dystrophy
0404 | BERBAKEL Idiopathic Infantile Arterial Calcification 0409 | XS PEERTTEERS conganital CentraliHypeventilation
Syndrome(CCHS)
0405 | TR MM Cystic fibrosis
05 BER&ERR . e LT
R e —— Progressive intrahepatic cholestasis (PFIC) 0503 mem._mnm._m_mmlmm@mmﬁﬁbﬂamwm# no:mm:#m_ Interstitial Cell of Cajal Hyperplasis with
BrRgaER Neuronal Intestinal Dysp}
0502 |FERMEARES & kb inbon errors of bile acid synthesis 0504 |FIHIESBUEIRSE Alagille Syndrome
ol i g CHRESMRER o o e
0601 B EERRE Nephrogenic Diabetes Insipidus 0605 |IERERBUHSBUENES Autosomal recessive polycystic kidney disease
0602 |M4BHE & T HEL S B e X-linked hypophosphatemic rickets 0606 |Bartter[CiEIERY Bartter's syndrome
0603 |LoweECTEM&REE Lowe sydrome 0607 |GitelmanECHEER Gitelman syndrome
0604 |HK &M EMETE Hypokalemia, familial 0608 wMAmmmmmmﬂ Alport Syndrome
07 ~ I EmE .
0701 [EERIEMEER Moya moya disease 0726 %%mlm@ﬂ%ﬂ ﬁw%.ﬁ\_ﬁ&ﬁ_nﬁmm Joubert syndrome
0702 |BHERBE AR Agenesis of corpus callosum 0727 MMLMWJMW—W%H_U%:QW% (RERE Pelizaeus-Merzbacher Disease
0703 | &8/ \ER{E S E iR SR Spinocerebellar ataxia(SCA) 0728 | HEd i (B TS 4 N I EMIE) Kennedy Disease
0704 | T WHEEEE Huntington disease (Huntington's chorea) 0729 |REMBN RS RIEHERE Familial Amyloidotic Polyneuropathy (FAP)
- 3 . ; Pantothenate Kinase Associated
0705 |G e B{EaE Tuberous scierosis (TSC) 0730 [[ZRt S BBt 2 MR bk R Neurodegeneration(PKAN)
; . Multiple sclerosis (MS) /Neuromyelitis Optica . .

0706 | SR ME(LE/ZRWEHHAR Spectrum Disorders (NMOSD) 0731 |MoebiusfE{zER# Moebius Syndrome
0707 |ZeliwegerfGiEBEs Zellweger syndrome 0732 |McleodfEfRE Mcleod Syndrome
0708 | B CE Rett syndrome 0733 |Aicardi-GoutieresiEIZ3¥ Aicardi-Goutieres Syndrome
0709 |EREENNEGRE Spinal muscular atrophy(SMA) 0734 | ESREERS Proteus Syndrome
0710 [MenkesE =B Menkes disease 0735 |MECP2 BamiRE Methyl CpG binding Protein 2 Duplication Syndrom,

MECP2 Duplication Syndrome
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10.- BERE

1001 |REBARSAE HREEL) Osteogenesis imperfecta (Ol) 1009 |RFHERE Split-hand/ Split-foot malformation (SHFM)
1002 |BRMBEBLRE (IVNAR) Achondroplasia 1010 |BREBEBREAE Pseudoachondroplastic dysplasia
1003 |BEALE (KERERE) Osteopetrosis 1011 |Conradi-HunermannECEE2 % Conradi-Hunermann syndrome
1004 | EfTHEEEEMSE Fibrodysplasia Ossificans Progressiva (FOP) 1012 |ZBUEHEBERRE Multiple Epiphyseal Dysplasia
1005 |[RE2EEREE AR Primary Paget disease 1013 | REUBBEARIE Hypochondroplasia
1006 |HEREEREES Cleidocranial dysplasia (CCD} 1014 |FERBEERE Klippel-Feil Syndrome
1007 Mmmw::m Albright FEEERRE (RAEEERX McCune Albright syndrome 1015 (EERHRREERR Craniometaphyseal Dysplasia
1008 | BHEEES Spondyloepiphyseal Dysplasia (SED}
1101 |BNECEE (J%F ALE) Marfan syndrome 1104 |EEHCHERS Beals Syndrome
1102 |EEABECHEIRE: (EEERER) Waardenburg syndrome 1105 |Loeys-Dietz fEEEE Loeys-Dietz syndrome({LDS)
1103 |EREHABERHETURY (BRHIE) Ehlers Danlos syndrome IV
12 - EMMEERE Stes
1202 EREEEERN Thalassemia major 1207 |EREAOMKEEREEEM Diamond Blackfan Anemia (DBA)
1203 |f/MVESERE Thrombasthenia 1208 |ZEBLENE FREEBIMGEREE Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |[BEESFECECRZE Homozygous proetin C deficiency 1209 |ERESHAZE Protein S Deficiency
1205 |cl-HBRE BB Z i ol- Antitrypsin deficiency 1210 |SERMEMABEMNEE T RBE Congenital Thrombotic Thrombocytopenic Purpura
1206 |FEEit & MATSRRE Paroxysmal Nocturnal Hemoglobinuria (PNH)
SS13 REBERAE . T
1301 |HBEKESERERQME Bruton's agammaglobulinemia 1306 |#BREAtMSERZE Complement Component 8 deficiency
1302 |REE B EREER Chronic primary granulomatous disease 1307 |IPEXGEREY IPEX Syndrome
1303 |EXRMEB RRIkE R EERE Congenital Hyper IgE syndrome 1308 |BREIRELMIERE Hyper-igM Syndrome
1304 |Wiskott-Aldrich ECAE{RES Wiskott-Aldrich Syndrome: - 1309 [yTERSZRBIRE Interferon y receptor 1 deficiency
1305 |BREESHRERTE Severe combined immunodeficiency 1310 [EEHmEKE Hereditary Angioedema (HAE)
T lA-WawER. o o

. . “ - 1R . r ilms’ -Aniridia-
1401 |BR T LRIBLS Congenital adrenal hypoplasia 1408 MWNMWM 2<>mmm*m.ﬁ%mmwﬂ ® %%WMMR”M%HMMEBHHTLMMM ww ”“_._Qn__mﬂoa
1402 |BRIESIER RIS Pseudohypoparathyroidism 1409 | B ERERERE ACTH resistance
1403 |B&FREMERERDE Homozygous familial hypercholesterolemia 1410 |S-EEER e RORRDOEE Nommﬁv_\mﬂwg_aas D1-Alpha-Hydroxylase
1404 | B FLER ORI L fE Familial hyperchylomicronemia 1411 (KallmannfSEERES Kallmann syndrome
1405 |BOwAEARE (RERAE) Acromegaly 1412 | KA MR ERERR Permanent Neonatal Diabetes Mellitus
1406 |LaronfK R ELEBRS Laron syndrome (Laron dwarfism) 1413 [MIRAGE fEfREE MIRAGE Syndrome
1407 |Kenny-Caffey G RE(EE% Kenny-Caffey syndrome
1501 1SS EERTEE R Neurofibromatosis Type Il 1505 |Beckwith WiedemannEGiEI&EF Beckwith Wiedemann syndrome
1503 |RBIEES MRS Retinoblastoma 1506 [HEMmEFFNAIEESE Lymphangioleiomyomatosis (LAM)
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