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0315 |&EfE porphyria 0334 |EEIEERE Barth Syndrome
0316 |ELEARRECAE Wilson's disease 0335 |Beta FifEEGHL= fE Beta-Ketothiolase Deficiency
0317 |SeRIEE AL ILEE Congenital hyperlactic acidemia 0336 (2SR AL ATSRERE MEREIDEREL = fE Infantile form Lysosomal Acid Lipase Deficiercy
7
0318 M = R4 R AR B ZB RS RN Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |2 MERFERSIEEE= Multiple Sulfatase Deficiency
0319 w_mmimmm%r Galactosemia 0338 (S &=BEHE= fE Biotinidase Deficiency
T e = e 04 ~ LBETHRE SRR A
0401 ([REHERRMEEIIEE Primary Pulmonary hemosiderosis 0406 |Holt-Oram KfE(EEE Holt-Oram Syndrome
- — - : : : T = _
0402 (FFEEtEsEFIETIR= B Wi oty Bl il sy AT el 0407 Andersen FUE(REF(C L ETERIEREE B8 Andersen's syndrome

Hypertension (IPAH - HPAH)

PEREE(REE | STRE T BIERERR)

0403 |Alstrom ECE(ZEF Alsrtom Syndrome 0408 |2 B R BIiE Asphyxiating thoracic dystrophy
0404 [f5 5188 SEBHARTREA diopsthic Infantle Arterial Calcification 0409 [ERIEPRIBRAFRIERE  [coneo ot Hypoventiaton
0405 |ZiREEAE1L Cystic fibrosis
05~ HILabA |
0501 |ETHERKREFAEREE Progressive intrahepatic cholestasis(PFIC) 0503 MMM%%WW@M%E&WW?@M mmmwwmmmuw_,ﬂwm:m%% of Gzl Hyperphsis gl
0502 |FeRMEIEEE SRS Inbon errors of bile acid synthesis 0504 (Pl HERAE(REE Alagille Syndrome
06 TR W P
0601 |BREIFR BRE X-linked nephrogenicdiabetes insipidus 0605 m HT@MWW«WWE‘WMﬁ Autosomal recessive polycystic kidney &mmmno
0602 |MEs E AR RE S fa T X-linked hypophosphatemic rickets 0606 |Bartter ECAE(ZEE Bartter's syndrome
0603 |Lowe ECIE{ERE Lowe sydrome 0607 |Gitelman FEEEE Gitelman syndrome
0604 |ZKIEIEAE I SFE Hypokalemia, familial
N —_ = 07 - ISR - G . =
0701 | &AM ME =R Moya moya disease 0721 |Alexander FCIR Alexander discase
0702 |FHIREEEE B R &E Agenesis of corpus callosum 0722 |[EEEfERRY Stiffperson syndrome
0703 (B #E/ NSRBI ER SAIERE Spinocerebellar ataxia(SCA) 0723 |BRH B LERERZIE Tyrosine hydroxylase deficiency
0704 | THRIC SRS AE Huntington disease( X f# Huntington's chorea) 0724 [Wolfram ECAE{EES Wolfram syndrome > DIDMOAD
0705 |4EEnTERE EAE Tuberous sclerosis(TSC) 0725 | EEMREEME T SRHiE Eereditary spastic Paraplegia(HSP)
0706 %32 MERE(ERE Multiple sclerosis(MS) 0726 M%WWW FERRFCRIRIE MBI Joubert syndrome
0707 |Zellweger IE(EEE Zellweger syndrome 0727 Pelizacus-Merzbacher FAE(IR 523 P=lizacus-Merzbacher Disease

ZURSHEA )

0708 |ERFEAE Rett syndrome 0728 |H i E (A B RS A AZE4EE) [Kennedy Disease
0709 B BB AZEYEE Spinal muscular atrophy(SMA) 0729 | XM 1 2 St ik s Familial Amyloidotic Polyneuropathy(FAP)
0710 |Menkes [KJEERE Menkes discase 0730 [T B Em e Es R R L Pantothenate Kinase Associated

Neurodegeneration(PKAN)
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1003 |BEA{LE (REAS Osteopetrosis 1010 [{RMEEVEEEF 2 Pseudoachondroplastic dysplasia
1004 ZEfTHE LML E Fibrodysplasia Ossificans Progressiva(FOP) 1011 |Conradi-Hunermann FCSE{EEE Conradi-Hunermann syndrome
1005 |FREEHEEMEF X Primary Paget disease 1012 |8 EFHREEFSE Multiple Epiphyseal Dysplasia
1006 (EEEEEEEEE Cleidocranial dysplasia(CCD) 1013 | REFEEHEASE Hypcchondroplasia
1007 MWMW@V Albright FAAER(HAEIEH McCune Albright syndrome 1014 |FoRSEIERE Klippel-Fzil Syndrome
. 11 - E@FHGHE
1101 |5 FLEKSE (Bafk AJE) Marfan syndrome 1103 (o R&EGHEHBEF FEIUA(FEREE)  |Ehlers Danlos syndrome IV
1102 BB K AE(EEEEEIRER) Waardenburg syndrome 1104 |EEKEERE Beals Syndrome
1202 |EEVEFEMEEMm Thalassemia major 1206 PR EIMALERE Paroxysmal Nocturnal moBomHowE:mm@/mv
1203 (/M EESTRE Thrombasthenia 1207 |Se R M4EaT mER AR Rt & im Diamond Blackfan Anemia(DBA)
1204 [RIEREGFESE CHZIE Homozygous proetin C deficiency 1208 R R A MIERES Atypical Hemolytic Uremic Syndrome(aHUS)
1205 | o 1-5iRE A BEGAZ fiE a 1- Antitrypsin deficiency 1209 (BERE S SRZIE Protem S Deficiency
| = e 5 R =
1301 |HEREKEEERES T Bruton's agammaglobulinemia 1306 [fAEERfn 8 TR fE Comrlement Component 8 deficiency
1302 |REEMEIE RS IER Chronic primary granulomatous discase 1307 |IPEX fEfREEE [PEX Syndrome
1303 | R EEEkEN E iE(ER: Congenital Hyper IeE syndrome 1308 |=RiEEfE T M EEEE Hyper-IeM Syndrome
1304 |Wiskott-Aldrich [CfEEEE Wiskott-Aldrich Syndrome 1309 |y THEEZE | R4 Interfsron 7 receptor 1 deficiency
1305 |BREE R R = E Severe combined immunodeficiency 1310 |EEEMEHKEE Hereditary Angioedema(HAE)
v 14 ~ RSN =
1401 [FeRME FIREEARA2GE%4RE)  |[Congenital adrenal hypoplasia 1407 |Kenry-Caffey [CEEEE Kennv-Caffey syndrome
02 BB Pesdobpopsubyridion O T B BACR (20280 [Geniovay Ameilooren Rt
1403 A& S EE R mE Homozygous familial hypercholesterolemia 1409 |5 LR R R ACTH resistance
1404 | BRI B TLER RO Familial hyperchylomicronemia 1410 [F— TS T D BRI IEE Now mewsgés e ST
1405 |BzimAEAIE CRECE) Acromegaly 1411 [Kallmann ECHEERE Kallmann syndrome
1406 |[Laron ERERIRIEMREF Laron syndrome (Laron dwarfism) 1412 |k AR AE 5RRE RS Permenent Neonatal Diabetes Mellitus
= 5~ R R T
1501 [HEEERAERTE ﬁwﬂ%lm& Neurofibromatosis Type 11 1505 |Beckwith Wiedemann [KIE(EEE Beckwith Wiedemann syndrome
1503 (fR49fR L AHFERE Retinoblastoma 1506 [MREEMmE S EAL AR A4 E Lympaangioleiomyomatosis(LAM)
1504 [tF48RFEHREIRE Neuroblastoma 1507 |EFB-EEERE Von Fippel-Lindau Disease (VHL)
) 16 T |
1601 |E{AFFIE Apert syndrome 1616 |Fraser K IE(EES Fraser syndrome
1602 |Crouzon FRJEMREE Crouzon Syndrome 1617 [Fe R o RS R/ NME Blepherophimosis-Prosis-Epicanthus Inversus Syndrome
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