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0310 |3 {H1E EMERTE, REEFRAE |Fructose intolerance, hereditary 0329 [ AVEEIREE 25 N B Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 |EEfE (AT (EEE)  |Fucosidosis 0330 | EEE i1 fE Sitosterolemia
0312 [REMERREEZIE Carnitine deficiency syndrome, primary 0331 [sH#mEREE = E Molybdenum cofactor deficiency
0313 |MLD fEfEEE Metachromatic Leukodystrophy (MLD) 0332 |{EmEREEEREE Hypophosphatasia
0314 |RréRESHrlE Mitochondrial defect 0333 [ER4EAEIS B ABIE Globoid Cell Leukodystrophy
0315 |“&BIE porphyria 0334 | EEMREEE Barth Syndrome
0316 |E(E AR CIE Wilson's disease 0335 |Beta T fi#fgGE = iE Beta-Ketothiolase Deficiency
0317 | ktEm AR E Congenital hyperlactic acidemia 0336 (B2 5B ARSESIL M RE AR B Eh = fE Infantile form Lysosomal Acid Lipase Deficiency
SEed #J R . L . ) . ) )
0318 mmm_ﬁwmm@ﬁﬁmﬂﬁﬁ@ 4 Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |23 4R BLHEERER = IE Multiple Sulfatase Deficiency
0319 [EFLHEIE Galactosemia 0338 |SEEBEERZIE Biotinidase Deficiency
04 ~ LFHThEER A i : e
0401 |[ESEMER M5 I IFEE Primary Pulmonary hemosiderosis 0406 |Holt-Oram B AE{EEE Holt-Oram Syndrome
) o . . Andersen ECREIERE (L EnfRIEREZEHEERME
R = B , 4 ., N T '
0402 |[FEETERTEIR = BRIE Primary Pulmonary Hypertensio,PPH 0407 OB (RS  SPE T RS ) Andersen's syndrome
0403 |Alstrom ECIEIEEE Alsrtom Syndrome 0408 |Z= B MRk EE Asphyxiating thoracic dystrophy
0404 [FFEEtER ST EIAREE (L Idiopathic Infantile Arterial Calcification 0409 |SeRMEPEERE T EEEEE Congenital Central Hypoventilation Syndrome
0405 |HEiRaEsE L Cystic fibrosis
05 ~ FHEZ&usH
e S . . . SeRME Cajal KRS EAAEE £ S EMKTEERE
BT AR , : N ) . .
0501 |HEATHESBRIERT PO 7= B |Progressive intrahepatic cholestasis, PFIC 0303 Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
0502 [SeRIENERS & HcIEmE Inbon errors of bile acid synthesis 0504 |Pelfir 5 BRAE(RRE Alagille Syndrome
06 ~ BRAGLH =
0601 |BrHEAIRERIE X-linked nephrogenicdiabetes insipidus 0604 |F (R SIE Hypokalemia, familial
0602 |MEBHE EREHELES(o)/#%E  |X-linked hypophosphatemic rickets 0605 |EBEEEELENETRER Autosomal recessive polycystic kidney disease
0603 |Lowe [XAEMERE Lowe sydrome 0606 |Bartter B IE(ZEE Bartter's syndrome
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09 - m:._»amﬁ_

0001 |3 (& AT e BRI 2 Hereditary cytoplasmic body myopathy 0908 [Al/\EfmE Myotubular myopathy
0002 RPN AESIE Duchenne muscular dystrophy (DMD) 0909 |E/EFRREAI S EE Facioscapulohumeral muscular dystrophy
0903 [HILH S 2= 7 Central core myopathy 0910 |H e B ALEIE Becker Muscular Dystrophy(BMD)
0904 |Nemaline 5K AL AR Nemaline Rod Myopathy 0911 |Freemam-Sheldon (X fE(EEE Freemam-Sheldon syndrome
0905 |Schwartz Jampel ECiE{EEE Schwartz Jampel syndrome 0012 [FASHURNLERE(E 2A B ~ £ 2B AU ~ 55 2D BY)  |Limb-girdle muscular dystrophy(type 2A ~ 2B ~ 2D)
0906 (BILIAISR EE Myotonic dystrophy 0913 m_‘nwmﬁmm;ummﬁm Congenital Muscular Dystrophy
0907 |H AU AZSRIE 0914 % m;/mmu.mm: Multiminicore Disease
10 ~ ‘FERRE

1001 B REfE (B8 4EEE) Osteogenesis imperfecta 1008 [BREBET Spondyloepiphyseal Dysplasia(SED)
1002 |[ERE#BE RNEECIVI AR Achondroplasia 1009 [BHFZLEFE Split-hand/ Split-foot malformation ( SHFM )
1003 [BEA(LE CRELEDE) Osteopetrosis 1010 |[REEEHE A2 Pseudoachondroplastic dysplasia
1004 [EFTHEELIEALE Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann X fEfEE$ Conradi-Hunermann syndrome
1005 [FREHEERMF X Primary Paget disease 1012 |Z#MHBERBZE L DE Multiple Epiphyseal Dysplasia
1006 BEEBESSEEEE Cleidocranial dysplasia 1013 | RECEZRBEARSE Hypochondroplasia
1007 %MM@%%WE FAEREFH |\ 1oCune Albright syndrome 1014 | R SEHER Klippel-Feil Syndrome

1 < ﬁﬁﬁﬁﬁm
1101 |BFLEIE @k AE) Marfan syndrome 1103 |FeRaSamad &R g sarany Ehlers Danlos syndrome IV
1102 [ELEBFEERIEFERF(BEIREY)  [Waardenburg syndrome 1104 |ZE KRR Beals Syndrome

12 - BMIHEERE ¥ TR
1202 |ERE A Thalassemia major 1206 |FEEE14TR MIMEL EIRE Paroxysmal Nocturnal Hemoglobinuria
1203 (i)l i F D9 Thrombasthenia 1207 [Fe R4 MmER A FEREEE T Diamond Blackfan Anemia
1204 |FIERE&EFEREB CHz Homozygous proetin C deficiency 1208 [FEELEMAE PR A I E(RRE Atypical Hemolytic Uremic Syndrome
1205 | 1-ARE AR ZIE ¢ 1- Antitrypsin deficiency 1209 |EBE SHZIE Protein S Deficiency

13 ~ BT .

1301 [fAEtE e fzEkE A MAE  |Bruton's agammaglobulinemia 1306 |#EBERk (Y 8 S RE Complement Component 8 deficiency
1302 |[RE SR ER Chronic primary granulomatous disease 1307 |IPEX JE{EEE [PEX Syndrome
1303 |fertEE e fEEkE A E FEEEE |Congenital Hyper IgE syndrome 1308 |5 EEREA M EEEE Hyper-IgM Syndrome
1304 |Wiskott-Aldrich (i EEE Wiskott-Aldrich Syndrome 1309 | v FEZE 28 | 6h4 Interferon 7 receptor 1 deficiency
1305 |G e R IEfh 2 i Severe combined immunodeficiency
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1701 Mﬂmﬂ% W_%HMMWMWMMV Prader-Willi syndrome 1706 |Rubinstein-Taybi (K fEMERE Rubinstein-Taybi syndrome
1702 |Angelman EEMERF(TREEDLE) Angelman syndrome 1707 |Branchio-Oto-Renal JEfERE Branchio-Oto-Renal Syndrome
1703 | ERATIIE Williams Syndrome 1708 |Kleefstra fE(EE Kleefstra Syndrome
1704 |DiGeorge's FEMEEF (SKFEIAIRSE)  |DiGeorge's disease

18 ~ EA S B HERN

1801 |F2-EHE Hutchinson Gilford progeria syndrome 18090 [Se R MAFIRIG . B AL KIEIEEE Klippel-Trenaunay syndrome
1802 |Cockayne £, (ATELAIE)AEIEEF |Cockayne syndrome 1810 |33 {E M fo M M EETRE Hereditary Hemorrhagic Telangiectasia
1803 |'B#12- £ AR KIEIREE Hallermann-Streiff syndrome 1811 (Stargardt’ s EGHE Stargardt’ s disease
1804 |52 — B —BIE(%EE Tricho-hepato-enteric syndrome 1812 [FE R AT R aniridia
1805 [ RME/KIGIEIREF Congenital Varicella Syndrome 1813 |Kohlmeier-Degos &R &E Kohlmeier-Degos Disease
1806 |k ABYEESTE Wemer Syndrome 1814 [BEM SEHREAEE Occult Macular Dystrophy
1808 M58 E T B MERIERE] Campomelic dysplasia with autosomal sex reversal
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