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0310 |BEMRERMHIE, REEFRAE [Fructose intolerance, hereditary 0329 (RminRIELREVE S EA R Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 =R EAHERE (FEE)  |Fucosidosis 0330 | ZEEZ fMIE Sitosterolemia

0312 |FESFMHNREZE Carnitine deficiency syndrome, primary 0331 |sHEHBEHL= Molybdenum cofactor deficiency

0313 |MLD fE{EEE Metachromatic Leukodystrophy (MLD ) 0332 [{EBERAEERSE Hypophosphatasia

0314 |FI4RAEHLfE Mitochondrial defect 0333 [EKHREIS H ELETE Globoid Cell Leukodystrophy

0315 |REE porphyria 0334 |EEEEIZEE Barth Syndrome

0316 (R ERARECIE Wilson's disease 0335 |Beta % fEBEGE = iE Beta-Ketothiolase Deficiency

0317 e Rt AL B M iE Congenital hyperlactic acidemia 0336 |58 A R ARERE TG MRS B EL = IE Infantile form Lysosomal Acid Lipase Deficiency

= d e A ) 3 = ) . ] :
0318 MMMMWWEWN@W& Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |22 M1 BERSESEL = IE Multiple Sulfatase Deficiency
0319 |FFLMEMRE Galactosemia 0338 |EERRTRZfE Biotinidase Deficiency
04 ~ DfHTHEEA R
0401 |BEMERTMERE IFERE Primary Pulmonary hemosiderosis 0406 |Holt-Oram E&AE{EEE Holt-Oram Syndrome
. p— . : _ Andersen BJEREF ((LEREEREBEEEIAME _

0402 |[F 314 AhEnAR S BRIE Primary Pulmonary Hypertensio,PPH 0407 FEEEREE | S TR T ) Andersen's syndrome

0403 |Alstrom ECSE{REE Alsrtom Syndrome 0408 |Z= B MRgREsBRE Asphyxiating thoracic dystrophy

0404 |FF33 18 HBIAREELL [diopathic Infantile Arterial Calcification 0409 [ RMEFREMRRA BIEEEE Congenital Central Hypoventilation Syndrome
0405 |FEARZ AL Cystic fibrosis

05 ~ JH{ERS LA
. ; e G, . . . Se R Cajal (RREIBMRIN A SHBGERKETEERE

0501 |EATHESHRIERT PIE /8 I Progressive inwzhepatic cholestasis,PFIC e Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl

0502 |FoRAEMERE & R FERE Inbon errors of bile acid synthesis 0504 (Be[r EERAE(REF Alagille Syndrome
_ _ 06 ~ SRR ABLA

0601 |BREIFRARTE X-linked nephrogenicdiabetes insipidus 0604 |FHEME(RMmEPE Hypokalemia, familial

0602 | EfEEAEBEEEE(5{ERE  |X-linked hypophosphatemic rickets 0605 |E iR EEL BT ER Autosomal recessive polycystic kidney disease
0603 |Lowe FKIEEES Lowe sydrome 0606 |Bartter FCIEIEEE Bartter's syndrome
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09 ~ AlAmE

0901 |FEEMAEHNEIEE Hereditary cytoplasmic body myopathy 0909 |HE/EFRRLAILAEE Facioscapulohumeral muscular dystrophy
0902 [FBEERALAZEDEE Duchenne muscular dystrophy (DMD) 0910 | H e BUALAAEIE Becker Muscular Dystrophy(BMD)
0903 (RILHA Sl Z= 9% Central core myopathy 0911 |Freemam-Sheldon [CIE(EEE Freemam-Sheldon syndrome
0904 [Nemaline &AL PR % Nemaline Rod Myopathy 0912 |FARIA L BE(EE 2A B - 2B AY ~ 5 2D Ay |Limb-girdle muscular dystrophy(type 2A ~ 2B ~ 2D)
0905 |Schwartz Jampel EGAE{EEEE Schwartz Jampel syndrome 0913 | RHEALAEE Congenital Muscular Dystrophy
0906 |AILAISREE Myotonic dystrophy 0914 |25 NghZE AR Multiminicore Disease
0907 |EA B A PUESEIE 0915 |Emery-Dreifuss AILF<EHE Emery-Dreifuss Muscular Dystrophy
0908 |Al/NE SR Myotubular myopathy
10 - BHERE

1001 |FeEAEE (PR ) Osteogenesis imperfecta 1008 |5 HHEEEE Spondyloepiphyseal Dysplasia(SED)
1002 |#EE#EARAEECINVNAFL)  |Achondroplasia 1009 |4 T-ZL BT Split-hand/ Split-foot malformation ( SHFM )
1003 [BEGILE KREAGEE) Osteopetrosis 1010 |RMEECE B~ 2 Pseudoachondroplastic dysplasia
1004 |#ETTHEE{EMEANLR Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann EXJE{ZEE Conradi-Hunermann syndrome
1005 [REEHEEERE % Primary Paget disease 1012 | %8 EfRE R~ 2E Multiple Epiphyseal Dysplasia
1006 [SHEHIFHEES Cleidocranial dysplasia 1013 [ REKFHE R 2E Hypochondroplasia
1007 WWOMMMM%% RIEREE | oOune Albright syndrome 1014 (o RSFMERE Klippel-Feil Syndrome

11 - EEHBRE
1101 |5 FLIKGSE (Bdk AJE) Marfan syndrome 1103 |FeRES4rAESE FHUE Ehlers Danlos syndrome IV
1102 | B8 O EEREEERREE)  |[Waardenburg syndrome 1104 [EE K fEEEE Beals Syndrome

12 - MEMIEERE
1202 (ERCEEMEMm Thalassemia major 1206 PSR T AL ZEFRIE Paroxysmal Nocturnal Hemoglobinuria
1203 |/ MR SIiE Thrombasthenia 1207 |Fe R AL BR T A FEE 4 & 1 Diamond Blackfan Anemia
1204 |BIEERESFEARLE CH =i  |Homozygous proetin C deficiency 1208 |FEB R M4 PREE B MU (R EF Atypical Hemolytic Uremic Syndrome
1205 | a 1- iR ZE H BT E a 1- Antitrypsin deficiency 1209 ZEEHE S L= iE Protein S Deficiency

13 ~ BTEERN

1301 |FAEHE (K EEEEE G ME  |Bruton's agammaglobulinemia 1306 |#@iRgERY D 8 Th=E Complement Component 8 deficiency
1302 |EEE 1S 14 P o RSP Chronic primary granulomatous disease 1307 |IPEX fE{EEF IPEX Syndrome
1303 ekt E e EEkEH E JEf7EF |Congenital Hyper IgE syndrome 1308 | & ek EH M {5 Hyper-1eM Svndrome
1304 |Wiskott-Aldrich [CE{EEFE Wiskott-Aldrich Syndrome 1309 | v THEEZR 1 4 Interferon 7 receptor 1 deficiency
1305 |ErEEE AR e E i > i Severe combined immunodeficiency 1310 |EE B AKRE Hereditary Angioedema
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1701 Mﬂmw%_w: WMWM_WNWV Prader-Willi syndrome 1706 |Rubinstein-Taybi FCIE{EEE Rubinstein-Taybi syndrome
1702 |Angelman [RAEMREF(EREEETME)  |Angelman syndrome 1707 |Branchio-Oto-Renal JiEfEEE Branchio-Oto-Renal Syndrome
1703 |EERETES E Williams Syndrome 1708 |Kleefstra JE{EEF Kleefstra Syndrome
1704 |DiGeorge's IE{ZEF XKFBEIRIE)  [DiGeorge's disease
18 ~ FAt S B A B IR
1801 |REHE Hutchinson Gilford progeria syndrome 1809 SR FF RIS & AL AE(EEE Klippel-Trenaunay syndrome
1802 (Cockayne FX (FJglIREC)EREE |Cockayne syndrome 1810 | &4 I M M B HEIRE Hereditary Hemorrhagic Telangiectasia
1803 |/@Eh 8- EH R E(ERE Hallermann-Streiff syndrome 1811 |Stargardt’ s EGIE Stargardt’ s disease
1804 |22 — BT — BBIE(ZES Tricho-hepato-enteric syndrome 1812 | KM AT S aniridia
1805 |Fe K MK IEEIEEE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos 45 & 4iE Kohlmeier-Degos Disease
1806 (R B EEIE Wemer Syndrome 1814 [FEEM DTS ABIE Occult Macular Dystrophy
1808 |IEH BT B R MEAIEEE] Campomelic dysplasia with autosomal sex reversal
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