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0319 |#3.EMmiE Galactosemia 0341 | AFSHLES ERZ fiE Cerebral Creatine Deficiency
0320 |HBREE Mucolipidosis 0342 |FEREGEEZEBL) B INEEREREEE | Thiamine Metabolism Dysfunction Syndromes
0321 |(Eft R EZEHEEER) 0343 |Shwachman-Diamond{E{&EE Shwachman-Diamond Syndrome
0322 |wKIbEHRZEEAKERS Carbohydrate-deficiencyglycoprotein syndrome

04 - BfThEER A
0401 R MEIEIIEE Primary Pulmonary hemosiderosis 0406 [Holt-OramECi=1EE: Holt-Oram Syndrome
0402 |4FEtEatiBE M MEIARS B Hﬁwﬂﬁm“ﬂﬂﬁ&ﬂﬂﬂﬁwsosmQ>nm:m_ 0407 wﬁqmmﬂwwmmwwwmmmwwmw e Andersen's syndrome
0403 |AlstromECiEIEEE Alsrtom Syndrome 0408 |EES MR EE Asphyxiating thoracic dystrophy
0404 [FHEMBREIREL Idiopathic Infantile Arterial Calcification 0409 [SERMEDPEERE A BEGRS MMM%MHMMMDW%_ pvEntiEman
0405 |TAAGEAE Cystic fibrosis

05 - JHIE&RAKRB
0501 [EfTHREUETRIETTEE Progressive intrahepatic cholestasis(PFIC) 0503 MMWMNW TS o G memwhhm_rﬁw_qwﬂ_wﬁmn_ gt Gajal Hypctplasiswin!
0502 [SERMIRES RIEEE Inbon errors of bile acid synthesis 0504 |BIHrSEEIRES Alagi le Syndrome

06 ~ R MKB
0601 |BEZRERE X-linked nephrogenicdiabetes insipidus 0605 |EREMEEZEUEER Autosomal recessive polycystic kidney disease
0602 |HEEHEEREHBREMEE X-linked hypophosphatemic rickets 0606 |BartterfiEIREE Bartter's syndrome
0603 |LoweGHiEMERE Lowe sydrome 0607 |GitelmanGiEIEE# Gitelman syndrome
0604 |ZixE R Hypokalemia, familial 0608 |SE{EFAEIREE Alport Syndrome

07 - BEEPek R mE

0701 |EEBEIEER Moya moya disease 0725 [EEMHEENT S ME Hereditary spastic Paraplegia(HSF)
0702 |BHERREEADE Agenesis of corpus callosum 0726 hﬂo%mnmmﬁ.mﬁ%h%%.ﬁ;,mmmw_m_wmwm Joubert syndrome
0703 | H i/ R ENERFRIERE Spinocerebellar ataxia(SCA) 0727 Wﬂ_mwm%ﬂww\_mﬂwcmn:mﬂmmﬁﬁﬁ_mmmﬂ Pelizaeus-Merzbacher Disease
0704 |FTHEEERE Huntington disease(X #Huntington's chorea) 0728 |EEBEEE EEREENAZEEE) Kennedy Disease
0705 |&&EnEE{biE Tuberous sclerosis(TSC) 0729 |REMBRNESZERERE Familial Amyloidotic Polyneuropathy(FAP)
0706 | BB LR/ SRR EE. W\_ucm_wﬂﬁwwwmwwﬂmmﬂmmwﬂﬁ__5 Dyties 0730 | TREABEE T B ORI LR ﬂwﬂmﬂmﬂmmﬁ“wﬂm%ﬁmﬂ_ama
0707 |ZellwegerFEEIREE Zellweger syndrome 0731 |MoebiusiE{®EE= Moebius Syndrome
0708 |E%EE Rett syndrome 0732 |MclLeodfEZE: McLeod Syndrome
0709 | & RPN ZEMEE Spinal muscular atrophy(SMA) 0733 |Aicardi-GoutieresfEf# 2% Aicardi-Goutieres Syndrome
0710 [MenkesECiEIREES Menkes disease 0734 | EBEHEEE Proteus Syndrome
0711 |H =M RIRERECREENEA) Amyotrophic lateral sclerosis (ALS) 0735 [MECP2 & TEIESS Methyl CpG binding protein 2 Duplication Syndrom
0712 |E10-FEF- AL HT ECRE( Charcot-Marie-Tooth Disease(CMT) 0736 B4R/ \REREIRES Cerebro-Costo-Mandibular Syndrome
0713 |GM1/GM2 1848 anE lR R TRIE GM1/GM2 gangliosidosis 0737 |Dravet fE{ZE Dravet Syndrome
0714 |Lesch-NyhanECiEEEE Lesch-Nyhan syndrome 0738 |BEEEHRE Vanishing White Matter Disease
0715 |HEXA MM ERRAERR Ataxia telangiectasia 0739 [{EBER L S B RESAE Hypomyelinating Leukodystrophy(HLD)
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McCune Albright R B (BAEE S5

1007 =5 McCune Albright syndrome 1015 |ESFHRIREE AR Craniometaphyseal Dysplasia
1008 [BEERERE Spondyloepiphyseal Dysplasia(SED)
11 - GHESRE
1101 |SEAECHE (B AIE) Marfan syndrome 1103 |[EREFAHEEZFENE(BERE) Ehlers Danlos syndrome IV
1102 |RE B EEEE (EEEREK) Waardenburg syndrome 1104 |ZEELERES Beals Syndrcme
12 - EMINEERE
1202 |EEUEEMEMN Thalassemia major 1206 |FESx MR REMATRRIE Paroxysmel Nocturnal Hemoglobinuria(PNH)
1203 |M/MRERE Thrombasthenia 1207 | R4 MRBEREREED Diamond Blzckfan Anemia(DBA)
1204 |REREFERECHZE Homozygous proetin C deficiency 1208 |FEEREIMRBBMIEERE Atypical Hemolytic Uremic Syndrome(aHUS)
1205 |al-MEEOBRZE al- Antitrypsin deficiency 1209 |ERESHRZIE Protein S Deficiency
13 - EER
1301 |FHBERERBEREQNE Bruton's agammaglobulinemia 1306 |@EER I 8TRZIE Complement Component 8 deficiency
1302 |EEEBRERFER Chronic primary granulomatous disease 1307 |IPEXfE{RES IPEX Syndrome
1303 |EREEREHREAEERE Congenital Hyper IgE syndrome 1308 |BRBIRECMIEIRE Hyper-igM Syndrome
1304 |Wiskott-AldrichECiEMEES Wiskott-Aldrich Syndrome 1309 [y TEEZEIHE Interferon y -eceptor 1 deficiency
1305 |REEGHERRZE Severe combined immunodeficiency 1310 | EEHMEHKAE Hereditary Angioedema(HAE)
14 - IS WER
= . . EHBEESE - S - 4828 - WAGR Syndrome(Wilms' tumor-Aniridia-
1401 |%£ER4E -RRERL(GHEEE) | Congenital adrenal hypoplasia 1408 mwmﬂmmwg\y%@mﬁmm i h%%ooaammamémam_ A
1402 |fERAEEIFARBRIEAEE Pseudohypoparathyroidism 1409 (B EREEZAYE ACTH resistance
1403 |BaZ s REELE Homozygous familial hypercholesterolemia 1410 |s—mE@es 2OREDOEE mﬂmﬁ%@.;?s PLAER- iR
1404 | REE S I EMM I AE Familial hyperchylomicronemia 1411 |KallmannEGfE& S Kallmann syndrome
1405 |ERIRAEARE (KREIE) Acromegaly 1412 | KA UFERRERR Permanen: Neonatal Diabetes Mellitus
1406 |LaronE 4R EREIREE Laron syndrome (Laron dwarfism) 1413 (Mirage fEIEEE Mirage Syndrome
1407 |Kenny-CaffeyECfEZEE Kenny-Caffey syndrome
15 - RIERMRIZER
1501 |feiSiEEmEIRSF s B Neurofibromatosis Type Il 1505 |Beckwith WiedemannECiE1EE# Beckwith Wiedemann syndrome
1503 (4R A=A R Retinoblastoma 1506 [MHEMEFEARIBERE Lymphangioleiomyomatosis(LAM)
1504 | linE Neuroblastoma 1507 |EHB-HEEEEE Von Hippel-Lindau Disease (VHL)
16 - SMEER
1601 |EBSEE Apert syndrome 1617 [FERMEREER O H/VE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
1602 |CrouzonECiEESE Crouzon Syndrome 1618 |RELUEMREE Kabuki make-up syndrome
1603 |EZ-AHEAE Russell-Silver syndrome 1619 |E-f=-f (it ) EEEH Oto-Palato-Digital syndrome
1604 |Cornelia de Lange ECIEZERE Cornelia de Lange syndrome 1620 |Robinow K EIEE: Robinow Syndrome
1605 |X BEHTIE Fragile X syndrome 1621 |PfeifferFCAEIREE Pfeiffer Syndrome
1606 |CHARGEfEIZEE CHARGE Syndrome 1622 |35 (Bt ) PEBEES Nail-Patella Syndrome
1607 |Aarskog-ScottECRE{ZEE Aarskog-Scott syndrome 1623 |CFCRE(EE Cardiofaciocutaneous Syndrome
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