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0315 [&&EfE : porphyria 0334 |BEEEREEE Barth Syndrome
0316 |EEAZRKIE Wilson's disease 0335 |Beta FREEEGHEL= JE Beta-Ketothiolase Deficiency
0317 |Se kM= FLEE M fiE Congenital hyperlactic acidemia 0336 |28 S AL A ES AR MRS R Es s = i Infantile form Lysosomal Acid Lipase Deficiency
& AR 2B A . e === e : i
0318 M%m AR AR R R B ILEN Persistent hyperinsulinemic hypoglycemia of infancy | 0337 | &S 4mELRSEEH= Multiple Sulfatase Deficiency
0319 |HEFABMMIE Galactosemia 0338 | EBEER=E Biotinidase Deficiency
04 ~ DAFThRERSS
0401 |REZF MR IIERE I BIAE Primary Pulmonary hemosiderosis 0406 |Holt-Oram ECHE(ZEE Holt-Oram Syndrome
e Idiopathic or Heritable Ppulmonary Arterial Andersen RIEREF(OENERBEEEH .
O e R R Hypertension (IPAH ~ HPAH) MO lemmiez: : T mammay [AROoen's syndome
0403 |Alstrom ERIEEEF Alsrtorn Syndrome 0408 £ B MRS Asphyxiating thoracic dystrophy
0404 4531208 SR AR Idiopathic Infantile Arterial Calcification 0409 [SeFAEIBIIRGAT BREREE MMMMHMMMW% Hypovem ation
0405 |ZEARER4EL Cystic fibrosis
05 ~ JHMEZ& T
T N .. ) . Fe KM Cajal [REVE AR 4 4685 |Congenital Interstitial Cell of Cajal Hyperplasis with
vl o= ) A w ~, ﬂQu.. = . =1
0501 [ETHEREEFARTHEE Progressive intrahepatic cholestasis(PFIC) 0503 o s Neuronl Intestinal Dyspl
0502 |SeRMEREDE S R T Inbon errors of bile acid synthesis 0504 |FaTHI SEREREE Alagille Syndrome
06 ~ IR REH
0601 |BFRIZYRARIE X-linked nephrogenicdiabetes insipidus 0605 |ERESEEESEESER Autosomal recessive polycystic kidney disease
0602 |MEEHE (SR EREEL B (o {BAE X-linked hypophosphatemic rickets 0606 |Bartter ECAEEEE Bartter's syndrome
0603 |Lowe ECIEIREE Lowe sydrome 0607 |Gitelman ECIEMERE Gitelman syndrome
0604 |ZR =R EFAE Hypokalemia, familial
07 ~ iSRG ReeE
0701 |EEMISMEER Moya moya disease 0721 |Alexander B35 Alexander disease
0702 |FHAEES B R &E Agenesis of corpus callosum 0722 |{ERaEREE Stiffperson syndrome
0703 B 88/ NS R LB E TR S lEnE Spinocerebellar ataxia(SCA) 0723 |EEREEEELESERZE Tyrosine hydroxylase deficiency
0704 | TR £2E850E Huntington disease( 3 % Huntington's chorea) 0724 |Wolfram RIE(EEE Wolfram syndrome * DIDMOAD
0705 |4EEFtERE{LEE Tuberous sclerosis(TSC) 0725 | B{EIEEEENE T ERME Hereditary spastic Paraplegia(HSP)
Y =1 &
0706 |3 MmE{bE Multiple sclerosis(MS) 0726 Mw_womvmm TEREFGIR T/ Ml 50 2 Joubert syndrome
. ] Pelizacus-Merzbacher EfE(MEME R T . .
0707 |Zellweger ECAEIRES: Zellweger syndrome 0727 BT (L) Pelizaeus-Merzbacher Disease
0708 |BRFEE Rett syndrome 0728 [H i EEGEREERE AL NZES8E) [Kennedy Discase
0709 | B EEIEN AZELEE Spinal muscular atrophy(SMA) 0729 |RIGRMEER D 5 S e 2 Familial Amyloidotic Polyneuropathy(FAP)
" : Pantothenate Kinase Associated
; s o 2 |5 o e 57 |
0710 [Menkes ELIEREE Menkes disease 0730 |VZEREE REeRIE: ~ R MEER NEirodsgenerition(PKAN,
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1003 B ER{LE (KREAEE) Osteopetrosis 1010 |[RMESEEEFAE Pseudoachondroplastic dysplasia
1004 |ETTHEE{EMERLR Fibrodysplasia Ossificans Progressiva(FOP) 1011 (Conradi-Hunermann CHE(RES Conradi-Hunermann syndrome
1005 |FEtEErts Primary Paget disease 1012 | Z#MEREEFADE Multiple Epiphyseal Dysplasia
1006 FREBREZEREE Cleidocranial dysplasia(CCD) 1013 | R FEEAIE Hypochondroplasia
1007 oo Aloreht FEREGRELER  yjocune Abright syndrome 1014 | RS Klippel-Feil Syndrome
11 - EHESRE
1101 |BFLEIE (Bk AJE) Marfan syndrome 1103 |FoREEFHEEFENUAFEEME)  |Ehlers Danlos syndrome IV
1102 | BB AR K EBERF(EEIRER) Waardenburg syndrome 1104 |2 EKEERE Beals Syndrome
12 ~ FEMINRERE
1202 |ERGEREMEm Thalassemia major 1206 |FE¥ MR METERE Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 |/ MRS TAE Thrombasthenia 1207 [SeREMLMBKE A EEMEMm  [Diamond Blackfan Anemia(DBA)
1204 [AEEREFELE CHEE Homozygous proetin C deficiency 1208 |FEEEIME R VA M E(ERE Atypical Hemolytic Uremic Syndrome(aHUS)
1205 | & 1-ifRE S GE fiE @ 1- Antitrypsin deficiency 1209 | BEH'E S H=AE Protein S Deficiency
13 ~ BBt
1301 (fAEEREEEREAME Bruton's agammaglobulinemia 1306 |FERERKLD 8 BR=JE Complement Component 8 deficiency
1302 |FESE MR A ER Chronic primary granulomatous disease 1307 |IPEX fE{REE IPEX Syndrome
1303 | RKMERIEERES E fE(REE Congenital Hyper IgE syndrome 1308 |S®RESRZEQ M EERF Hyper-IgM Syndrome
1304 |Wiskott-Aldrich ECEIREE Wiskott-Aldrich Syndrome 1309 |y FIEZZE | 54 Interferon 7 receptor 1 deficiency
1305 |EECEI RETZE Severe combined immunodeficiency 1310 (E{EMMEMKE Hereditary Angioedema(HAE)
14 ~ RS
1401 |eRME LIREFA2FEE4E)  |Congenital adrenal hypoplasia 1407 |Kenny-Caffey ECiEIREE Kenny-Caffey syndrome
1402 |RIEEIFARBR(EEERE Pseudohypoparathyroidism 1408 @ﬂmwww ﬁwwmﬁ " %%mew_w.wﬂv MWWMWMMMMMWMMMWE@HHW@MMMWU
1403 |El&FR RN = i E R E Homozygous familial hypercholesterolemia 1400 |B LRR s (e & fatE ACTH resistance
1404 | RN = FLEE RN e Familial hyperchylomicronermia 1410 |B—ENB{EEEEE D (EEABE WWMW MMmeﬁHSE R Ana DR
1405 |FOmAEAE (KETEE) Acromegaly 1411 |Kallmann B JEREE Kallmann syndrome
1406 |Laron ECARIBEREE Laron syndrome (Laron dwarfism) 1412 |k AMERTAE SEABFR R Permanent Neonatal Diabetes Mellitus
15 ~ RIEEMHREEERE
1501 [P E(RE S — Y Neurofibromatosis Type II 1505 |Beckwith Wiedemann K IEERE Beckwith Wiedemann syndrome
1503 [R4EREEH4RRETE Retinoblastoma 1506 [MEMME T FH AR AT Lymphangioleiomyomatosis(LAM)
1504 [FREE AR Neuroblastoma 1507 |&F{A-MEEREEF Von Hippel-Lindau Disease (VHL)
16 ~ SMEIRE
1601 |B{BFFECEE Apert syndrome 1616 |Fraser ECE(EEE Fraser syndrome
1602 |Crouzon ESEIZEE Crouzon Syndrome 1617 SRS RS OB/ INE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
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