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0315 |REE porphyria 0335 |Beta T fEERHL = IE Beta-Ketotkiolase Deficiency
0316 |EERARERGE Wilson's disease 0336 |58 53 R ARGRERE MERS AL EEEL = IE Infantile form Lysosomal Acid Lipase Deficiency
0317 (SRt FLEE M E Congenital hyperlactic acidemia 0337 & 1ERBREENEEE = E Multiple Sulfatase Deficiency
0318 |Fra M4 FAYHE & 238 /% 53 WME M EE Persistent hyperinsulinemic hypoglycemia of infancy | 0338 |4 ZEBEELS Biotinidase Deficiency
0319 [EFUAEMIE Galactosemia 0339 |BARE F IR Leber hereditary optic neuropathy
0320 |REHSEE Mucolipidosis 0340 |EREFERGGEE = Transaldolase deficiency

04 ~ LHTHEESRER
0401 |5 &k P4 i f £ VT DR Primary Pulmonary hemosiderosis 0406 |Holt-Oram ECJEfFERE Holt-Oram Syndrome
0402 5 1R 14T T e e L 07 [ e |andersen's syndrome
0403 |Alstrom ECJE{ERE Alsrtom Syndrome 0408 |2 S ERgHE LT Asphyxiating thoracic dystrophy
0404 |78 128 SE BIAREE(E Idiopathic Infantile Arterial Calcification 0409 |FE KM AR BIEEEE Congenital Central Hypoventilation Syndrome(CCHS;
0405 |EEAREEAEL Cystic fibrosis

05 ~ b AERLHA
0501 [T LR e R PO - S Progressive intrahepatic cholestasis(PFIC) 0503 Mmm wm%wmmﬂmmwmmammﬁ LA mmmmm%wwwwM_gwmm_ of Cajal Hyperplasis with
0502 |FeRMENERE &R IERE Inbon errors of bile acid synthesis 0504 |PaT#i 5 BREZER Alagille Syndrome

06 ~ MR AR
0601 |B'HRAEIRARIE X-linked nephrogenicdiabetes insipidus 0605 |E iRt EELEBIEEER Autosomal rzcessive polycystic kidney disease
0602 |14 Hik 3 {2 7 { e Rl P 08 ) {8 X-linked hypophosphatemic rickets 0606 |Bartter ECJE{ERE Bartter's syndrome
0603 |Lowe [KAEERE Lowe sydrome 0607 |Gitelman FXEZEF Gitelman syndrome
0604 | RIEH(RAFTE Hypokalemia, familial 0608 |FE{HECIEERE Alport Syndrome

07 ~ FEER R
0701 |EFEAEIEME RN Moya moya disease 0723 |BERa e R LR = iE Tyrosine hydroxylase deficiency
0702 (FFIKAESEH A 2NE Agenesis of corpus callosum 0724 |Wolfram FIEIZEE Wolfram syrdrome » DIDMOAD
0703 |3 38/ NSRBI E ) SRl et Spinocerebellar ataxia(SCA) 0725 [E{HMEREEM: T FRE Hereditary spastic Paraplegia(HSP)
0704 |F TR SEIE Huntington disease( XX f% Huntington's chorea) 0726 M%mmmvmm FERRRFCRIRNE MES(E Joubert synd-ome
0705 |45ERMEREILE Tuberous sclerosis(TSC) 0727 MMMWMMM%%W zbacher FAE(R IS Pelizacus-Merzbacher Disease
0706 |SEELEIZRMEERE |0 ) Az_m_,,_\_wm%_;_m Optica | (728 | it A A BEERBHE LA |Kennedy Discase
0707 |Zellweger ECIEIRRE Zellweger syndrome 0729 |FRIGMERG 23 M g Familial Amyloidotic Polyneuropathy(FAP)
0708 (R T i Rett syndrome 0730 BT RERIAGEZ DR ey || oueete Kinase Associated
Neurodegeneration(PKAN)

0709 A REMER A ZESERE Spinal muscular atrophy(SMA) 0731 |Moebius JE{EEE Moebius Syndrome
0710 |Menkes ECE(ERE Menkes disease 0732 |McLeod fE{BEES: McLeod Syndrome
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10 ~ EEERS

1001 (R R AECKEEEELE) Osteogenesis imperfecta(Ol) 1008 |BEREEEE Spondyloepiphyseal Dysplasia(SED)
1002 [HRFHBA2ECNNAL) Achondroplasia 1009 |Z4F2 2T Split-hand/ Split-foot malformation ( SHEM )
1003 |B'EA{HE AHBAEYE) Osteopetrosis 1010 [ERMEMRE B EH A2 Pseudoachondroplastic dysplasia
1004 [EfTHEECHEALSR Fibrodysplasia Ossificans Progressiva(FOP) 1011 |Conradi-Hunermann [ fEREE Conradi-Hunermann syndrome
1005 |REMHEERIEE 3 Primary Paget disease 1012 |2 BHRBEELRIE Maultiple Epiphyseal Dysplasia
1006 [SHEFEEHERE Cleidocranial dysplasia(CCD) 1013 (RIREEBETEE Hypochondroplasia
1007 W\MMMMN Albright FUAE(RER (LS McCune Albright syndrome 1014 |FeKEaMER S Klippel-Feil Syndrome
11 - iSRS
1101 |J& FLEGIE (Mnlsk AE) Marfan syndrome 1103 |SeREE4HA S H SEIUAI(RZAGE)  [Ehlers Danlos syndrome IV
1102 [RS8 EIEE B (EEHRER) Waardenburg syndrome 1104 |BRECERERE Beals Syndrome
12 ~ MEMINAESRE
1202 |ERCAEMZN Thalassemia major 1206 [P {4 A AT 2R E Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 |rf/ i 39 Thrombasthenia 1207 |SFo Rt 44T ek A= P & i Diamond Blackfan Anemia(DBA)
1204 |[EIEARGFELE CHZIE Homozygous proetin C deficiency 1208 [FFELALME R EA E (FEE Atypical Hemolytic Uremic Syndrome(aHUS)
1205 | a -5 E A BRGh = IE @ 1- Antitrypsin deficiency 1209 [EHE S A= IE Protein S Deficiency
13 ~ BRI
1301 |[fASfEK R REERE S ME Bruton's agammaglobulinemia 1306 [##RER{D 8 Bh=IE Complement Component 8 deficiency
1302 ||E28 18 A 2 fEs Chronic primary granulomatous disease 1307 |IPEX fE{EEE IPEX Syndrome
1303 ek E e ZEkEA E ERERE Congenital Hyper IgE syndrome 1308 |EeiEikEa M EEE Hyper-IgM Svndrome
1304 |Wiskott-Aldrich FCE(FEE Wiskott-Aldrich Syndrome 1309 |y HEZEXRE | Interferon 9 receptor 1 deficiency
1305 | EE AR = i Severe combined immunodeficiency 1310 [EE M E MK Hereditary Angioedema(HAE)
14 ~ SRR
0 xR Dt s i e o e o e
1402 MR R EAEE Pseudohypoparathyroidism 1409 |BF LPRZ (R EDIME ACTH resistance
1403 |[El& 2R A GBS fiE Homozygous familial hypercholesterolemia 1410 [E—HUEE M 4EE R D HGREHHEIE mouommo MMMMWM\SSBE D1-Alpha-Hydroxylase
1404 (ZRIEEVES FLEERURL M fE Familial hyperchylomicronemia 1411 |Kallmann [CEEREE Kallmann syndrome
1405 |RehmAt ARE CRBCHE) Acromegaly 1412 |7 AR A SRR Permanent Neonatal Diabetes Mellitus
1406 |Laron EERFRIEZERE Laron syndrome (Laron dwarfism) 1413 |Mirage fEEEE Mirage Syndrome
1407 |Kenny-Caffey FCIE{ERE Kenny-Caffey syndrome
15 - FIERMRFEER
1501 [HER a8 e RIEI=RESE — Y Neurofibromatosis Type 11 1505 |Beckwith Wiedemann ECIE{EEE Beckwith Wiedemann syndrome
1503 (fR4ER RE4mRE R Retinoblastoma 1506 |#REINE SR AL A RS AR Lymphangioleiomyomatosis(LAM)
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