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0319 |¥HAFEMEE Galactosemia 0341 {ARp a8 R = 5iF Cerebral Creatine Deficiency
0320 |&AEEE Mucolipidosis 0342 | REERBDINH TIEEREEFRE |Thiamine Metabolism Dysfunction Syndromes
0321 {{EMFRSEZICHERER) 0343 |Shwachman-DiamondiE{& £ Shwachman-Diamond Syndrome
0322 KSR HERERE nm_._uo:uaqmﬁm den_n_msné_v\non_dﬁm_: m<_,_%03m.
SRR R R e | (04 - THEESREE
0401 |JE 5 F I 88 AR Primary Pulmonary hemosiderosis 0406 jHolt-OramEERT Holt-Cram Syndrome
, - Idiopathic or Heritable Ppulmonary Arterial Andersen CGFRE{&EE(T E2iH
0402 Rt REETNEE R _.M_VBM rtension (IPAH - Iv_wp_.: 2 0407 | 1o, mﬁrﬁmww mhmwwﬁ WMMMMWWE e Andersen’s syndrome
0403 |Alstrom ECEETZEE Alsrtom Syndrome 0408 |Z= 2 ERmir R EhE Asphyxiating thoracic dystrophy
0404 | RSB R BYRRTE L Idiopathic Infantile Arterial Calcification 0409 |t iR HE IR A B S T Congenital Central Hypoventilation
Syndrome(CCHS)
0405 |EBAEHE Cystic fibrosis
— T T 05 BlbRmAB. R |
0501 ETHER RGN Aigt w8 Progressive intrahepatic cholestasis(PFIC) 0503 Mwmﬁmwhmwmmﬂm‘__mm@ﬁWPﬂmwwl% no:mmznm_ _ﬂm;..wznm_ Cell of Cajal Hyperplasis with
BTREER Neuronal Intestinal Dyspl
0502 |FEX mewmw mﬁm Inbon errors of bile acid synthesis 0504 | RIS BAAE{ERT Alagille Syndrome
pEA A L e 06 BRRGHRE s TR Co

0601 |EEA R X-linked nephrogenicdiabetes insipidus 0605 |EREIEEZRUBER Autosomal recessive polycystic kidney disease
0602 | HGEE IR B EE X-linked hypophosphatemic rickets 0606 |BartterfGAE(RRE Bartter's syndrome I
0603 |LoweGiEERS Lowe sydrome 0607 |GitelmanEChEz# Gitelman syndrome @M\
0604 W.mmmﬁﬁmﬁmﬁ Hypokalemia, familial 0608 wﬂmm@ﬂwﬂﬂ Alport Syndrome o

T TR S RERE T =
0701 %%me,ﬁ R Maoya moya disease 0725 [ s —.#r;_umnﬂm Hereditary spastic Paraplegia(HSF) f®
0702 |HilEEBE AT Agenesis of corpus callosum 0726 %%m:mmmﬁmﬁ%mm_ﬁ%mwﬁ_mﬁwm Joubert syndrome
0703 | &5/ BRI B e B Spinocerebellar ataxia(SCA) 0727 mumh%m%mwkm@m%m_,mﬂ BHE | pelizacus-Merzbacher Disease
0704 | TR EIEE Huntington disease(3 #Huntington's chorea) 0728 |H 73 Foie (3 B it Batd M P B4R 1E) Kennedy Disease
0705 |4EEtEiE(LiE Tuberous sclerosis(TSC) 0729 |REM RS BRI WSRE Familial Amyloidotic Polyneurcpathy(FAP)
0706 |2 EmILE/ SR TEENA w\_ncm_MﬂrmthMMwwm%Mwmmw_mmﬂ<m_;_m Optica 0730 |28 EREHE N 2 ISR (G LB Nmmwmummwwmm”www%%ozw_mi
0707 |Zellweger FGIEIEEY Zellweger syndrome 0731 |MoebiusfE{REE Moebius Syndrome
0708 |EREE Rett syndrome 0732 |McLeodfEIEEE Mclead Syndrome
0709 |HREMUNAZERE Spinal muscular atrophy(SMA) 0733 (Aicardi-GoutieresfE(REE Aicardi-Goutieres Syndrome
0710 |MenkesGfEES: Menkes disease 0734 | EERITIERR Proteus Syndrome
0711 (Ml EREEIRE(CEEREA) Amyotrophic lateral selerosis (ALS) 0735 |MECP2 fRERE(R8% Methyl CpG binding protein 2 Duplication Syndrom
0712 |EfT-FF - T EGiE( Charcot-Marie-Tooth Disease(CMT) 0736 |Kalh/aRRE(=EE Cerebro-Costo-Mandibular Syndrome
0713 |GML/GM2 S SR Er S TR IE GM1/GM2 gangliosidosis 0737 |Dravet fE1EE% Dravet Syndrome
0714 |Lesch-Nyhan[GiE{= 8¢ Lesch-Nyhan syndrome 0738 MR EHAE Vanishing White Matter Disease
0715 |FOBE 6 mEmnERE Ataxia telangiectasia 0739 [ERERIR D BRI Hypomyelinating Leukodystrophy(HLD)
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McCune Albright FOIEIRE (RS L

1007 ) McCune Albright syndrome 1015 (BEEEREREFR Craniometaphyseal Dysplasia

1008 |BRBEER Spondyloepiphyseal Dysplasia{SED)
Y T B o

1101 |E AL ECIE (BI85 AJE) Marfan syndrome 1103 |SeRsaa iR R E SN BN B B IT) Ehlers Danlos syndrome IV

1102 |RE RIS CER T EEREK) Waardenburg syndrome 1104 |EEECERS Beals Syndrome

1202 |ERSEHEEEM Thalassemia major 1206 |F& R A RRIE Paroxysmal Noctumal Hemoglobinuria{PNH)

1203 |/ R Thrombasthenia 1207 SR ML MERFEREEGE D Diamond Blackfan Anemia(DBA)

1204 |RERSFERECRZE Homozygous proetin C deficiency 1208 |FFHEIMRER M AEfRR Atypical Hemolytic Uremic Syndrome(aHUS)

1205 (ol-#ifRE ABERRZ E al- Antitrypsin deficiency 1209 |EBESREZE Protein S Deficiency

PR | ST 13- mEERR R

1301 B EEEREREAME Bruton's agammaglobulinemia 1306 |HERHIRZE Complement Component 8 deficiency

1302 |EREEHRATTER Chronic primary granulomatous disease 1307 (IPEXEE(ESE IPEX Syndrome

1303 R ERREREREERE Congenital Hyper IgE syndrome 1308 |B R EKEAMEREST Hyper-igM Syndrome

1304 |Wiskott-AldrichECAEERT Wiskott-Aldrich Syndrome 1309 |y TERESBLRE Interferon y receptor 1 deficiency

1305 (BEESERGAZE Severe combined immunodeficiency 1310 | EEEmEEKE Hereditary Angioedema(HAE)

\ . . % JE - IR - MEEEE - & |WAGR Syndrome(Wilms'  tumor-Aniridia- o

1401 |Fo R B LIREE A2 GHEERE) Congenital adrenal hypoplasia 1408 MWMWWWQ&%OMN:%W% G mm::ocw:mQ>3%<3<m=mm[3m3m_ Retardation) nv,_/
1402 R FAARREAE Pseudchypoparathyroidism 1409 |5 EEREZ{ERIE ACTH resistance i
1403 (E&FHEESEE RN Homozygous familial hypercholesterclemia 1410 |BF—REEEEEEDRER EE NOWMW\MLMM?_SB_: D1-Alpha-Hydroxylase @m
1404 |t S 3 BER I Familial hyperchylomicronemia 1411 |KallmannECfEIRRE Kallmann syndrome

1405 |EiRAPAE (A RIE) Acromegaly 1412 |RA MR LSRR R Permanent Neonatal Diabetes Mellitus

1406 |LaronECthERaE s s Laron syndrome (Laron dwarfism) 1413 {Mirage fE{EET Mirage Syndrome

1407 |Kenny-CaffeyGiEESE Kenny-Caffey syndrome

o o CUISSFEREAREEE e I AR

1501 |HREEEEREE R Neurofibromatosis Type |l 1505 |Beckwith Wiedemann G EEEE Beckwith Wiedemann syndrome

1503 [RMAEDMANE Retinoblastoma 1506 [HEMEFTENAIEEE Lymphangioleiomyomatosis(LAM)

1504 | R 4ERE Neuroblastoma 1507 | &HER-HEFERE Von Hippel-Lindau Disease (VHL)

i S 16-sMEEE BT TR

1601 [BERIE Apert syndrome 1617 (AR MR i O VE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
1602 |CrouzoniElBEE Crouzon Syndrome 1618 |t AEIERY Kabuki make-up syndrome

1603 |#B&-TFhEE Russell-Silver syndrome 1619 |E-i5-1& (it ) EIREH Oto-Palato-Digital syndrome

1604 |Cornelia de LangeGiEIEEF Cornelia de Lange syndrome 1620 |RobinowEfEESRE Robinow Syndrome

1605 |X WariE Fragile X syndrome 1621 |PfeifferEiE 128 Pfeiffer Syndrome

1606 |CHARGESE{REE CHARGE Syndrome 1622 |45 (Bt ) PRSEES Nail-Patella Syndrome

1607 |Aarskog-ScottFCiE RE Aarskog-Scott syndrome 1623 |CFCEE{RES Cardiofaciocutaneous Syndrome
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