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0319 {3FRFEMAE Galactosemia 0341 | RREAEER Z AE Cerebral Creatine Deficiency

0320 |FBsHEE Mucolipidosis 0342 |RIRB(EEEFEB) N HINERBIERES | Thiamine Metabolism Dysfunction Syndromes
0321 {(BltRaE 7 B R 2 ER) 0343 {Shwachman-DiamondfE{&E: Shwachman-Diamond Syndrome

0322 |BMAK SR ZRMEDEERH nm&ogaﬂmﬂm amdﬂ_n_m:QmEnovSﬁm_; m<3a83m

0401 | S A B T RE _u;".sm_e _uc_Bost _Jm:._om_n_m:um_m 0406 |Holt-Oram S iE iR 3# Holt-Oram Syndrome

- S Idiopathic or Heritable P n i SER (L BN 12 T RE T R .

0402 [FFE el E AN InE) RS B I%Mﬂm:nm_m: .%v Mmc,m_._ vﬂ:_._mﬂo ary Arterial 0407 W:MMNWWRWMWWWMMWMMW At Andersen’s syndrome

0403 [AlstromEiEIR2s Alsrtom Syndrome 0408 | BBt kiE Asphyxiating thoracic dystrophy

0404 | RUBRBIFEL Idiopathic Infantile Arterial Calcification 0409 R P RERER R ERE Congenital Central Hypoventilation

Syndrome(CCHS)
0405 |EiRiA Cystic fibrosis
0501 |HEFS 44 3R he e BT PO RS e Progressive intrahepatic cholestasis(PFIC) 0503 Mwmﬁn&m_mmﬁm mmmwaﬁbﬁmwwfﬁ no:mmszm_ _Rm_.‘&mmm Cell of Cajal Hyperplasis with
BTHERE Neuronal Intestinal Dysp!

0502 |#EXREBE SRR Inbon errors of bile acid m<3:mm_m 0504 |FERISEER RS Alagille Syndrome
TR : .. . ..”...”_m ._ _.”. ..””. Om e w&%%ﬂﬁ*mﬂ . .. : L B : : SR e
0601 |BEEREEAE X-linked :mnrﬁomman&mcmﬂmm insipidus 0605 |ERBEEIZREEER Autosomal recessive polyeystic kidney disease
0602 | MBS EE KM EARE X-linked hypophosphatemic rickets 0606 |BartterfCiE12E% Bartter's syndrome

0603 |LoweGHEMRSE Lowe sydrome 0607 |GitelmaniE& S Gitelman syndrome

0604 |HKir B IINE Hypokalemia, familial 0608 wﬂmmm_ﬁ.ﬁwﬁ Alport Syndrome
mﬂﬁmﬁ*ﬂ@ﬂm 5 : R

0701 | EERKIE ER Moya moya disease 0725 |E A _ﬁ %@ﬂ@ﬁﬁ Hereditary spastic Paraplegia(HSP)

0702 |BHENREASE Agenesis of corpus callosum 0726 We%mnmmmﬁmmﬁ%ﬂ SOERRRE Joubert syndrome

0703 | &8/ SR/ fE B R Spinocerebellar ataxia{SCA) 0727 WM%WMMWW\&RQ%QE%HH_ﬁ_ﬁwm% Pelizaeus-Merzbacher Disease

0704 | T UECEEE Huntington disease( X #Huntington’s chorea) 0728 | EEEREERERENAERE Kennedy Disease

0705 |&EiMTEbE Tuberous sclerosis(TSC) 0729 | EBENRIN S B ERe Familial Amyloidatic Polyneuropathy(FAP)

0706 |BRETILE/TRBEEH% W\_hmﬂﬂ%&ﬁ%%&ﬂ%ﬁm_aw Opfica 0730 | SH MBI RS 2 SRR NHMMMMMMMMm%ﬂpmwmw_aa

0707 |Zellwegerf iz B2 Zellweger syndrome 0731 |MoebiusfEiES: Moebius Syndrome

0708 |BRINE Rett syndrome 0732 [McleodfEIZEF MclLeod Syndrome

0709 |EaEM il PIEMEE Spinal muscular atrophy(SMA) 0733 jAicardi-GoutieresfE{E3# Aicardi-Goutieres Syndrome

0710 |MenkesIGiEMREE Menkes disease 0734 BB IEREE Proteus Syndrome

0711 | AR LEENREA) Amyotrophic lateral sclerosis (ALS) 0735 |MECP2 REERE Methy! CpG binding protein 2 Duplication Syndrom
0712 | B0 5R| -+ #T ECE( Charcot-Marie-Tooth Disease(CMT) 0736 |BSB/NBRERES Cerebro-Costo-Mandibular Syndrome

0713 |GM1/GM2 B8 ai S fe BB E GM1/GM2 ganglicsidosis 0737 {Dravet E1EE Dravet Syndrome

0714 |Lesch-NyhanEGiEfREE Lesch-Nyhan syndrome 0738 BB EBkE Vanishing White Matter Disease

0715 | iR B M EREERE Ataxia telangiectasia 0739 [EREBRE B B R BE Hypomyelinating Leukodystrophy(HLD)
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McCune AlbrightECIEIR LSS BE

1007 ) McCune Albright syndrome 1015 |BEEREREEAR Craniometaphyseal Dysplasia

1008 1 BRBEERER Spondyloepiphyseal Dysplasia(SED})

1101 {B A GE (WA SE) Marfan syndrome 1103 | FREFHBERSNE(EREE) Ehlers Danlos syndrome IV

1102 | EREE (R Waardenburg syndrome 1104 |BRELERES Beals Syndrome

S e e ROmRRE. e

1202 (EZEEEm Thalassemia major 1206 e MEREMIRRE Paroxysmal Nocturnal Hemoglobinuria(PNH)

1203 |Mm/h R aNiE Thrombasthenia 1207 |FEREEALMBREEERERED Diamend Blackfan Anemia(DBA)

1204 |BBRSFERRCRZE Homozygous proetin C deficiency 1208 |FEEABME RS MR EERE Atypical Hemolytic Uremic Syndrome{aHUS)

1205 |ol-HBESEEBREE ol Antitrypsin deficiency 1209 |ERASRZE Protein S Deficiency

1301 {(FRREREREREQME Bruton's agammaglobulinemia 1306 |#He A H8IAT iE Complement Component & deficiency

1302 |EEM BN FER Chronic primary granulomatous disease 1307 [IPEXFER 8 IPEX Syndrome

1303 (AU B ERECEERES Congenital Hyper IgE syndrome 1308 |BEENE QMIERSE Hyper-lgh Syndrome

1304 {Wiskott-Aldrich[CiEIRES Wiskott-Aldrich Syndrome 1309 |y THRERRRIRE Interferon y receptor 1 deficiency
BRESSHREERZE Severe combined immunodeficiency 1310 EBEmEnEEKE Hereditary Angicedema(HAE)

FFREE CRBETEEHEEE)

ARBEEG  mLE . GERE B

<<>.mm.m<:a rome(Wilms' - turmnor-Aniridia-

1401 Congenital adrenal hypoplasia 1408 BEMEBHE R B (WAGRIE(RES) Genitourinary Anomazlies-mental Retardation)
1402 |{RER FRIREREE Pseudohypoparathyroidism 1409 |B R EEERY ACTH resistance

1403 & FREESBERNLE Homozygous familial hypercholesterolemia 1410 |B—EEEHEE RDREEASE NUWWMW\MMMM?_SBB D1-Alpha-Hydroxylase

1404 | REE SRR LE Familial hyperchylomicronemia 1411 |KallmannEGRE(# 8% Kallmann syndrome

1405 |BERAEAEE (FUBESE) Acromegaly 1412 [KAEMERERR Permanent Neonatal Diabetes Mellitus

1406 |Laron R {BEEIRES l.aron syndrome (Laron dwarfism) 1413 |Mirage fEE# Mirage Syndrome

1407 |Kenny-Caffey GAEIR2E Kenny-Caffey syndrome ‘

e e IS RIERARRER 0 o s

1501 B R iEIRBE R Neurofibromatosis Type 1 1505 [Beckwith WiedemanniEIRSF Beckwith Wiedemann syndrome

1503 |REESEmE Retinoblastoma 1506 |MEMETFAI S ELE Lymphangioleiomyomatosis(LAM)

1504 | B fn Neuroblastoma 1507 &R - HIBEEE Von Hippel-Lindau Disease (VHL)

e e e ERE S S T
1601 |BEB4F e Apert syndrome 1617 | AR M RESE OBUNE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
1602 |CrouzonECEE{REY Crouzon Syndrome 1618 |BFmEREIRTE Kabuki make-up syndrome

1603 |HEZ=-AREE Russeil-Silver syndrome 1619 |E-E5-15 (It ) RS Oto-Palato-Digital syndrome

1604 |Cornelia de Lange GEEIZEE Cornelia de Lange syndrome 1620 jRobinowGiERRE Robinow Syndrome

1605 (X BBIHAE Fragile X syndrome 1621 [PfeifferfCiEIRSE Pfeiffer Syndrome

1606 |CHARGEE{&EF CHARGE Syndrome 1622 |#E (Bt ) BB EES Nail-Patella Syndrome

1607 |Aarskog-ScottUiE 1B Aarskog-Scott syndrome 1623 |CFCREMREE Cardiofaciocutanecus Syndrome
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