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0315 &5 E porphyria 0334 |BEERAERERE Barth Syndrome

0316 |EEARIE Wilson's disease 0335 |Beta Wi fEEGHE = JE Beta-Ketothiolase Deficiency

0317 oS EEMmE Congenital hyperlactic acidemia 0336 (BB AL ARSIARE M IRROES B = Infantile form Lysosomal Acid Lipase Deficiency

0318 Mmmmmmﬁﬁmﬁﬁﬂ&h ' [Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |22 RARE ISHESL = i Multiple Sulfatase Deficiency

0319 ﬁwrﬁwﬁ_@m Galactosemia 0338 |EMEEEEZIE Biotinidase Deficiency

e e e e

0401 mﬂ mm mmma uﬁ%m‘ :Qmﬁ. Primary Pulmonary hemosiderosis 0406 |Holt-Oram FKAE(ERF Holt-Oram Syndrome

0402 |[REEVERT BN S B Primary Pulmonary Hypertensio,PPH 0407 %MMWWWAWWM %WMNWWW%@@ Andersen's syndrome

0403 |Alstrom EXfEREEE Alsrtom Syndrome 0408 |= B MEROREREE Asphyxiating thoracic dystrophy

0404 |F5E¢E%R SEERREE(L Idiopathic Infantile Arterial Calcification 0409 |FERMEPREERAT EERER Congenital Central Hypoventilation Syndrome

0405 |ZEARERLE( w. Cystic fibrosis

0501 [T 1R POBES 550 5 |Progressive intrahepatic cholestasis, PFIC 0503 2R mww_ %Eﬂﬁ%@%bﬁm Em Congeniial Interstinal Cell of. Cal Hypesplasia vt

TR B Neuronal Intestinal Dyspl

0502 |Fe R MEIEEE & Al I Inbon errors of bile acid synthesis 0504 |faTHi SR (=R Alagille Syndrome

0601 B ERIEUFRARAE X-linked nephrogenicdiabetes insipidus 0604 |FRME(EI#E Hypokalemia, familial

0602 |T4EhkE SRR REE (&R | X-linked hypophosphatemic rickets 0605 |EBLS iR E ST B ER Autosomal recessive polyeystic kidney disease

0603 _.,oéo _mmmﬂ_wﬁ Lowe sydrome 0606 |Bartter EXEIEEF Bartter's syndrome

s BAS e e Efu%n%ﬂ@mw P

0701 J&L%%m@ﬁ ﬁr Moya moya disease 0720 |1EE IRt ISR E FETEAE Neuronal ceroid lipofuscinosis

0702 |FHIEEEE A 2E Agenesis of corpus callosum 0721 |Alexander B8 Alexander disease

0703 |%#r#8/NiSIR{E 1B 1E 57 3MPE 5T |Spinocerebellar ataxia 0722 |(BESHE(ERE Stiffperson syndrome

0704 | =/ TIRICSRESHE Huntington disease( 2 & Huntington's chorea) 0723 |FEPwEA R, LEaEE= fiE Tyrosine hydroxylase deficiency

0705 |&SEntEeE biE Tuberous sclerosis 0724 |Wolfram [KIEEEE Wolfram syndrome * DIDMOAD

0706 |8 1EtE(LAE Multiple sclerosis 0725 BRSNS RE Hereditary spastic Paraplegia

0707 |Zellweger (RIE{EEE Zellweger syndrome 0726 (Joubert [CREMBERF(RIRIE/ NG| EF 2 E T £) [Joubert syndrome

0708 |FRfrECiEfERsE Rett syndrome 0727 mewm&-gmmgnwﬂ RAE(R IS E LR Pelizaeus-Merzbacher Disease

0709 |FREMENIAESEE Spinal muscular atrophy 0728 |HBEMEE (FFREEEEMAIAZESRE)  [Kennedy Discase

0710 [Menkes EXIEMEEE Menkes disease 0729 |FHRMERE S M rpalpm e Familial Amyloidotic Polyneuropathy

0711 |ZERHERIFRELECHAN) Amyotrophic lateral scleross (ALS) 0730 [FZRE BB BIGS 2 1948 (e =
Neurodegeneration * PKAN

0712 |Charcot-Marie-Tooth EC¥E Charcot-Marnie-Tooth Disease 0731 [Moebius fE{EEE Moebius Syndrome
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1007 %MMMWMMMH RIEREFE |\ foCune Albright syndrome 1014 ﬁ%ﬁﬁﬂﬁ Klippel-Feil Syndrome

1101 B FLECE (BH1ik A fE) Marfan syndrome 1103 w_mwmh.ﬁww m@ﬁ%wﬁwﬁwu Ehlers Danlos syndrome IV

1102 |EBAtE L AEEEA(EEIRRR)  (Waardenburg syndrome 1104 |EHKEEEF Beals Syndrome

1202 |ERGEEEZEM Thalassemia major 1206 |EEZ¢MEEREMALERIE Paroxysmal Nocturnal Hemoglobinuria

1203 |ifn/]visede 79 Thrombasthenia 1207 (SR IMEAR4T M BRFE 4 R M2 Diamond Blackfan Anemia

1204 |EIEHEGFELE CHZfE |Homozygous proetin C deficiency 1208 |FEEEIE R A MTEREE Atypical Hemolytic Uremic Syndrome

1205 |a |- PR E L RS = iE @ 1- Antitrypsin deficiency 1209 Mm BS .nmpwm%} Protein S Deficiency

1301 (FFEEKEEERESMAE |Bruton's agammaglobulinemia 1306 ﬁmm@mmw 8 m%M.m Complement Component 8 deficiency

1302 | MEIS M RS RER Chronic primary granulomatous disease 1307 |IPEX JE{EEE IPEX Syndrome

1303 |SeRtEm BB ER E fEf2EE |Congenital Hyper IgE syndrome 1308 [ERfkEA M EREE Hyper-IaM Syndrome

1304 |Wiskott-Aldrich [CIE(EEE Wiskott-Aldrich Syndrome 1300 |y FHEZ==HE | B8 Interferon 7 receptor 1 deficiency

1305 @m%%b wn%mﬁr @M%r Severe combined immunodeficiency GB ﬂﬂﬁﬁqﬁ ﬁuﬁm Hereditary Angioedema

1401 MWW@H%@MNW@H& Congenital adrenal hypoplasia 1407 |Kenny-Caffey ESE{REE Kenny-Caffey syndrome

1402 |{RMERIRBRERESE Pseudohypoparathyroidism 1408 M%MW%W&WM.WWWMW% S M%WHMMMMWJMWMMH.EQMMMMMMM%M”_U

1403 |E&FHEMESIEERZMAE |Homozygous familial hypercholesterolemia 1409 B AR R Z LI ACTH resistance

1404 | KRS FLEERGRLILE Familial hyperchylomicronemia 1410 |1 a -FACERERZ fE(RRE 1 & -hydroxylase deficiency

1405 |FimAEARE (FBEAE) Acromegaly 1411 |Kallmann ECIEIERS Kallmann syndrome

1406 |Laron (X ERIETEIEEF Laron syndrome (Laron dwarfism) 1412 |7k A M8 4= S i PR e Permanent Neonatal Diabetes Mellitus
R BT 15 FIEE4EESRE

1501 |Feas e Rn (R EEsE — Ay Neurofibromatosis Type 11 1505 |Beckwith Wiedemann (RIE{REE Beckwith Wiedemann syndrome

1503 |15 48R CT AR Retinoblastoma 1506 [MEMEFEI A EE Lymphangioleiomyomatosis(LAM)

1504 [fh& B4 R Neuroblastoma 1507 %%ﬁ “En_ ﬁr ﬁ_wmﬂ Von Hippel-Lindau(VHL)

1601 |BE{ARFILEE Apert syndrome 1615 ﬂﬁﬁ&%.ﬁﬁ%m@?ﬁ %ﬁ\?ﬁr ) |Costello Syndrome

1602 |Crouzon FRIEIEEE Crouzon Syndrome 1616 |Fraser ESfiE Fraser syndrome

1603 |EBZ-PaIBELE Russell-Silver syndrome 1617 | ST S e LT/ N MM%%MEBOE% Vaskn Epioanilis [Rwreus

1604 |Cornelia de Lange K EfREE Cornelia de Lange syndrome 1618 |HiFE L E(RES Kabuki make-up syndrome

1605 |X HEfiE Fragile X syndrome 1619 |E-#3-¥5 (@k) fE(EEE Oto-Palato-Digital syndrome
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