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0316 |EIHHREE Wilson's disease 0338 |£PEBRZE Biotinidase Deficiency ©
0317 |SeXRHESTLEME Congenital hyperlactic acidemia 0339 |EAEEEERIPRRE Leber hereditary optic neuropathy (LHON) .
=\

0318 AN RERSRBES WEMMBEE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |SREERS R i Transaldolase deficiency
0319 |4 MAE Galactosemia 0341 | ARBSHRERAZ fiE Cerebral Creatine Deficiency
0320 |ThEEEE Mucolipidosis 0342 |FileFE (R ERBLINE INEEREBIERSE |Thiamine Metabolism Dysfunction Syndromes
0321 |EittR rE 2R SR 0343 |Shwachman-DiamondfiE{f&EE¥ Shwachman-Diamond Syndrome
0322 | e s BEaERE ﬁm%mwﬁwrvaEﬁm-amﬁ_n_m:a\@_<no_u_.oﬁm_: syndrome

04 - LERThAEER
0401 |/RS3A% Wi 545 U AE Primary Pulmonary hemaosiderosis 0406 |Holt-OramECHEIEEE Holt-Oram Syndrome

A 3 1A - Idiopathic or Heritable Ppulmonary Arterial Andersen EEEERE(LEVEIERERBY .
0402 ISEHELRBILIENIRE Hypertension (IPAH - HPAH) 007 lammezns ; o rmmneey | nUcrenssyndrome
0403 |AlstromECIEIREE Alsrtom Syndrome 0408 | =2 MR EE Asphyxiating thoracic dystrophy
0404 |% B BRBIRIE Idiopathic Infantile Arterial Calcification 0409 | SR M IBIERSE R R IR Congenital Central Hypoventilation
Syndrome(CCHS)

0405 |FERE 1 Cystic fibrosis

05 - E{b &K A

- : . E o EARECEEE - — . —
0501 [FEfTH R AR R BE Progressive intrahepatic chalestasis (PFIC) 0503 m_mwlm ﬁm_m_,mmlmémm?%uﬁvmwmﬁ Congenital _:ﬁmwﬂ._:m_ Cell of Cajal Hyperplasis with
ERRBEER Neuronal intestinal Dyspl

0502 |FERHENEEE S AL bEE Inbon errors of bile acid synthesis 0504 {lalhy SERAE(ZBE Alagille Syndrome

06 - IR AMKB
0601 |BHEIBREEAE Nephrogenic Diabetes Insipidus 0605 |FanEisEME EBEERER Autosomal recessive polycystic kidney disease
0602 |MEEERAREEDEE X-linked hypophosphaternic rickets 0606 |Bartter(CiEMESE Bartter's syndrome
0603 LowelClEIEEF Lowe sydrome 0607 |GitelmantCiE{ESE Gitelman syndrome
0604 [FRIEHEMHLE Hypokalemia, familial 0608 |ZefAGiEIRD: Alport Syndrome

07 - BaRBalhiSmss
P LY ¢ € | 2] =
0701 [EEREMEER Moya moya disease 0726 %%mnmmmﬁmmw (R B Joubert syndrome
0702 |BHiER S B 2 Agenesis of corpus callosum 0727 M.Mmmmwmﬂﬂw_w\_mﬂcmnsmqmmﬁ (@it2E Pelizacus-Merzbacher Disease
0703 |EFR/ R B AR Spinocerebellar ataxia(SCA) 0728 |HiEd CEGT BRI AL MZELEE) Kennedy Disease
0704 |F TR EIELE Huntington disease (Huntington's chorea) 0729 |RIRHBRNES S REHE Familial Amylocidatic Polyneuropathy (FAP)
. . o s Pantothenate Kinase Associated
ey . 1 AR EES TR Pt
0705 |EEitEig{LaE Tuberous sclerosis (TSC) 0730 |ZZEREERBSRA R » MR Lt AR Neurodegeneration(PKAN)
SN Multiple sclerosis {(MS) /Neuromyelitis Optica . " .
=z ER E 43 [ bl o
0706 |ZEHIE(LAE/Z R WA PEx Spectrum Disorders (NMOSD) 0731 {MoebiusfElE#E Moebius Syndrome
0707 |ZellwegertCiE(RR Zellweger syndrome 0732 |MclLeod %8s McLeod Syndrome
0708 |SHRIGHE Rett syndrome 0733 |Alcardi-GoutieresfFEIR 8 Aicardi-Goutieres Syndrome
0709 | BRI ER AT Spinal muscular atrophy(SMA) 0734 | ES IR R AEIREY Proteus Syndrome
R . R Methyl CpG binding Protein 2 Duplication Syndrom,

0710 |MenkesEGHE (#2% Menkes disease 0735 |MECP2 GREREIREE MECP2 Duplication Syndrome
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10 - BERRE

1001 |REA-FEAE GRIFEEE) Osteogenesis imperfecta (Ol) 1009 |HFHETE Split-hand/ Split-foot malformation (SHFM)
1002 |RBBFEARAE (IVIAS) Achondroplasia 1010 |REEEBEAE Pseudoachondroplastic dysplasia
1003 | BEALE (REAEE) Osteopetrosis 1011 |Conradi-HunermannECiE{&E Conradi-Hunermann syndrome
1004 |ETHE{LHERN % Fibrodysplasia Ossificans Progressiva (FOP) 1012 |8 EHEFIATE Multiple Epiphyseal Dysplasia
1005 |[RBEMEmHSRE Primary Paget disease 1013 | RELBREAZE Hypochondroplasia
1006 |HEHSRERE Cleidocranial dysplasia (CCD) 1014 |SEREEIERE Klippel-Feil Syndrome
1007 Mwmvc:m Albright ECIEIRE (R McCune Albright syndrome 1015 |EEESHREE AR Craniometaphyseal Dysplasia
1008 |=REEER Spondyloepiphyseal Dysplasia (SED)
11 - EHRARRE
1101 |EBNEEE (8 ALE) Marfan syndrome 1103 |SeREEEFMEtRRENE (BB Ehlers Danlos syndrome IV
1102 |ELB{aiERAEIREE (ERE) Waardenburg syndrome 1104 |REREEE Beals Syndrome
12 - SMEERE
1202 |E3EEHEm Thalassemia major 1207 | R MRS RS M Diamond Blackfan Anemia (DBA)
1203 |MV/MREAE Thrombasthenia 1208 [FFMEMERSE MAEIREE Atypical Hemolytic Uremic Syndrome (aHUS)
1204 |BEES FEABECRZE Homozygous proetin C deficiency 1209 | ERESHRZE Protein S Deficiency
1205 |ol-EECEHRZE - Antitrypsin deficiency 1210 [SeRiEmaetd m/ M E T SEBHE Congenital Thrombotic Thrombocytopenic Purpura
1206 |FEEEE e R AT SRR AE Paroxysmal Nocturnal Hemoglobinuria (PNH)
13 - BB ER
1301 |HmEWKERERESNE Bruton's agammaglobulinemia 1306 [#ifemk 8= 5E Complement Component 8 deficiency
1302 |[FRiEEHATFER Chronic primary granulomatous disease 1307 [IPEXSEIRRF IPEX Syndrome
1303 | RS RE R E QR R Congenital Hyper IgE syndrome 1308 | SR EKEAMEEREE Hyper-IgM Syndrome
1304 |Wiskott-AldrichfCiE1EEE Wiskott-Aldrich Syndrome 1309 [y TERZRLRE Interferon y receptor 1 deficiency
1305 |REES RGBT A Severe combined immunodeficiency 1310 iEfEmEHKE Hereditary Angioedema (HAE)
14 - AR

) . : RIS - HRERE -8 |WAG rome(Wilms' tumor-Aniridia-
1401 |RRIER LIREEAE Congenital adrenal hypoplasia 1408 %M%MWW EMMWHA_W% i mmaxwwwmnmé >:oﬁ<<3m=mm-3m:,ﬂm_ mﬁﬁﬂm,._ummoa
1402 |FREBIBAABREREE Pseudohypoparathyroidism 1409 | B EIREEERRMY ACTH resistance
1403 |EI&F XK EESIEE R M iE Homozygous familial hypercholesterolemia 1410 B AEEEHE DR R R R E NUWWMW\MMM%_SB_: Pl-Alpha-Hydroxylase
1404 |G S FLEE M M AE Familial hyperchylomicronemia 1411 |Kallmann EGfEIRE# Kallmann syndrome
1405 |BElRARACRE (R BRAE) Acromegaly 1412 pR AN E R HERRS Permanent Neonatal Diabetes Mellitus
1406 |LaronECHRIGIEIRSE Laron syndrome {Laron dwarfism) 1413 |MIRAGE fiE{&#F MIRAGE Syndrome
1407 |Kenny-CaffeyFGiE1REE Kenny-Caffey syndrome

15 « RIER4AFIE 47

1501 | dpipmarzirss _ By Neurofibromatosis Type || 1505 [Beckwith WiedemannEGAE{#EE Beckwith Wiedemann syndrome
1503 |#R#EME S ArmE Retinoblastoma 1506 |HEMET B PR Lymphangioleiomyomatosis (LAM)
1504 |iREE 4 R Neuroblastoma 1507 |on Hippel-LindaufiE s - 32348 Von Hippel-Lindau Disease (VHL)

EAEIREY
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