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01 - FRERAERAHEE
0101 [ZEEIRREE Phenylketouria(PKU) 0112 |BER _EifuE Methylmalonic acidemia (MMA)
0102 [ERtREEE A Homocystinuria 0113 | kB fE Isovaleric academia (TVA)
0103 [REMERERERRIE Hereditary tyrosinemia 0114 |AEEIE Propionic acidemia (PA)
0104 &= BPHi kR IMEE Methionine adenosyltransferase deficiency MET 0115 [R=—MeiniE » &— - =& Glutaric aciduria type I, II
0105 [HEAEFREE Maple syrup urine disease (MSUD) 0116 |G FFEEREIRE 3-Hydroxy-3-methyl-glutaric acidemia
0106 [FEREME S HEFRE I E Nonketotic hyperglycinemia 0117 |= HEE TREHES A B{LBERPEE 3-Methylcrotony-CoA carboxylase deficienc:
0107 |BERERRAE Cystinosis 0118 |2 LB CEMEBRFZSE) [Multiple carboxylase deficiency
0108 [ZERRIE- TUGENESESE |(Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0119 |EHfREEEIAE Hyperprolinemia
0110 |EMEEERR i Hyperlysinemia 0120 [5EWE L-EEER R AT Aromatic L-amino acid decarboxylase defici
0111 |4HRFREIMAE Histidinemia
02 - REERAHEY
0201 [/AEZESILEE Citrullinemia 0204 [ERE T —_BRERGT Argininosuccinic aciduria
0202 |12 s 55 RE SRS B4R i | Omithine transcarbamylase deficiency 0205 i‘%ﬁ A - - L e R A R gﬁgﬁgﬁﬁfﬁmﬂeﬂ*
0203 | ZBES S SRR = i Nitroacetylglutamate synthetase deficiency (NAG) | 0206 FERE T —EBBER=E Argininosuccinic Aciduria
03 ~ HA R
0301 |FFEEEERUE (type I~type IV)  |Glycogen storage disease (type I~type IV) 0319 PEAEIE Galactosemia
0302 |EHZEREE (type I ~ type VD) Mucopolysaccharidoses(type I ~ type VI) 0320 [BEREEE Mucolipidosis
0303 [BERE Gaucher's disease 0321 |[(Efk Bz B EER)
0304 |[Fabry K5 (CEAAIRECEE) Fabry Disease 0322 K& = EE OIEREE Carbohydrate-deficiencyglycoprotein syndro
0305 |EBLRAE Niemann-Pick Disease 0323 |B.AEE Trimethylaminuria
0306 [{EEEiFRE =Rt Short-chain acyl-CoA dehydrogenase deficiency 0324 R B EEBET RE Congenital generalized Lipodystrophy
0307 | LBSH E BB Adrencleukodystrophy (ALD) 0325 | IS S TR Mediunchaih ey cocnmyme Adchycroee
0308 |AEHbEE S/ LAE P Fatty acid oxidation defect 0326 AR B = Pyruvate dehydrogenase deficiency
0300 |EEmiEE e LR Sulfite oxidase deficiency 0327 |[SBEMEENIEE Cerebrotendinous Xanthomatosis
0310 [BAEMEEEATNE, FEEERIE |Fructose intolerance, hereditary 0328 [[EImE FEA&E AR Glut(Glucose Transport) 1 Deficiency Synds
0311 S CHRE (BME)  |Fucosidosis 0329 | AR B R BT B Rhizomelic Chondrodysplasia Punctata (RC]
0312 RSB Carnitine deficiency syndrome, primary 0330 |2 BB miE Sitosterolemia
0313 [MLD fEREE Metachromatic Leukodystrophy (MLD) 0331 |$EEEsER=E Molybdenum cofactor deficiency
0314 |RrEaRBnRE Mitochondrial defect 0332 |{EBEEEREREIE Hypophosphatasia
0315 |REhE porphyria 0333 |IRUNAFS A B RB|IE Globoid Cell Leukodystrophy
0316 |ERREARECEE Wilson's disease 0334 |ESECERRE Barth Syndrome
0317 |FeRMEE AL ESE Congenital hyperlactic acidemia 0335 |Beta i fiRES L= fiE Beta-Ketothiolase Deficiency
0318 gﬁ%ﬁ%ﬁﬁ%ﬁﬁﬁﬁw Persistent hyperinsulinemic hypoglycemia of infancy

04 ~ LIHIORERR




0401 |[ESMERTImERE ) IRE Primary Pulmonary hemosiderosis 0405 |ZEREBAEL Cystic fibrosis )
0402 |[FE MR EIIS BEIE Primary Pulmonary Hypertensio,PPH 0406 |Holt-Oram FCHEfERE Holt-Oram Syndrome
0403 |Alstrom FCEEREER Alsrtom Syndrome 0407 %@%ﬁ%@?@g é’ %ﬁgﬁiﬁgg%& Andersen's syndrome
0404 [-SiEBR R BhREE L Idiopathic Infantile Arterial Calcification 0408 |& B ERIRERRIE Asphyxiating thoracic dystrophy
05 ~ H{b&BiskA
e , s . , . ' FeFtE Cajal KRB AESHHEEMELHERYE
0501 PETMEREEMEIFNIE T SIE |Progressive intrahepatic cholestasis,PFIC 0503 Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
0502 |SeR MBS S RRIEEE Inbon errors of bile acid synthesis 0504 (P BREEREY |Alagille Syndrome
06 - SR RS
0601 | BRI EHE X-linked nephrogenicdiabetes insipidus 0604 | MM FPE Hypokalemia, familial
0602 |t MAMERES B @S  [X-linked hypophosphatemic rickets 0605 (IS HIBAG (125 BB T S 5 futosomal recossive polycystic Kidney
0603 [Lowe [RIEMRERE Lowe sydrome 0606 |Bartter ECHEIREE Bartter's syndrome
07 - FSEReRTh T
0701 |&ERRHEn B Moya moya disease 0718 | TR ThRE R RS Hypothalamic dysfunction syndrome
0702 |BHERR B E Agenesis of corpus callosum 0719 [Miller Dicker FEfEEE Miller Dieker syndrome
0703 |38/ NSRBI VE S8 EEE [Spinocerebellar ataxia 0720 |FREE TR T8 8 SRR Neuronal ceroid lipofuscinosis
0704 |5 TIHI SEISE Huntington disease( % Huntington's chorea) 0721 |Alexander F&J% Alexander disease
0705 |&EERMELIE Tuberous sclerosis 0722 {EBEER Stiffperson syndrome
0706 |3 LE Multiple sclerosis 0723 |BRREE LR AE Tyrasine hydroxylase deficiency
0707 |Zellweger ESREREEE Zellweger syndrome 0724 Wolfram FKHEREE Wolftam syndrome » DIDMOAD
0708 [FRIFIIEREE Rett syndrome 0725 |BEIEESN: T B RE Hereditary spastic Paraplegia
0709 (FREMEALAELEEE Spinal muscular atrophy 0726 J;u;nert AR (REENEBIESET Toubert syndrome
0710 [Menkes R REBRE Menkes disease 0727 f;liéa)"“s'Mmba"her e (MR AR o eus-Merzbacher Disease
0711 |ANZESMRIERERECHHA) |Amyotrophic lateral sclerosis (ALS) 0728 |HEHKE CGHREEREENAEEE) Kennedy Disease
0712 |Charcot-Marie-Tooth F&$E Charcot-Marie-Tooth Disease 0729 | BRI B S ik Re Familial Amyloidotic Polyneuropathy
T R : Pantothenate Kinase Associated
0713 [GMU/GM2 1R EFEF IS RTRIE |GM1/GM2 gangliosidosis 0730 [FZEREBES R MR B R Neurodegencration » PKAN
0714 |Lesch-Nyhan FEIEEEE Lesch-Nyhan syndrome 0731 |Moebius FEMREE Moebius Syndrome
0715 ST ERREREE  |Ataxia telangiectasia 0732 |McLeod SEfREE McLeod Syndrome
0716 |FEBEEEFEGLZ FE Sialidosis 0733 |Aicardi-Goutieres SEEEE Aicardi-Goutieres Syndrome
0717 |FeR MR BURE & BH4EFE |Congenital insensitivity to pain with anhidrosis 0734 (MR IRHTAERRRE Proteus Syndrome
08 - FZhilps
0801 BN KinE Hereditary epidermolysis bullosa 0808 |HRHE 57 W B {HEE Oculocutaneous albinism
0802 gﬂ)ﬁﬁ'ﬁﬁ (REBREENY Ichthyosis, lamellar recessive 0300 [BRREI &SRR Infantile systemic hyalinosis
0803 |SMNEEBWER RiE Ectodermal Dysplasias 0810 [Meleda &% Meleda disease
0804 |EERRA Collodion baby 0811 {Darier 3% (EFALE) Darier’s disease




0805 |BEth ABERT Harlequin ichthyosis 0812 [ REEA{ER2E Dyskeratosis Congenita
0806 |7KIEI RN A BB AT FrAE (Bullous Congenital ichthyosiform erythoderma 0813 | KW R AL ETE =l Ef;ii?ﬁ?i?ﬂﬁﬁ;i:ﬂmoﬂmm
0807 |BARELTTE Incontinentia pigmenti 0814 [Netherton SE{EEE Netherton Syndrome

09 ~ BLARE
0001 [FEEMaEsNRILRE Hereditary cytoplasmic body myopathy 0007 [EHEI I REYRE
0002 |SREECHIAZENSE Duchenne muscular dystrophy (DMD) 0008 (Al NE e Myotubular myopathy
0903 |HL-P iR Central core myopathy 0909 |THEFRIEALSCREE Facioscapulohumeral muscular dystrophy
0904 |Nemaline &R IANR 2 Nemaline Rod Myopathy 0910 | B e BRI A A Becker Muscular Dystrophy(BMD)
0905 |Schwartz Jampel K EEBEE Schwartz Jampel syndrome 0911 {Freemam-Sheldon ECEREE Freemam-Sheldon syndrome
0906 |FLARELE Miyotonic dystrophy 0912 g%%%ﬁ%*ﬁ(% B -RBE-F gD’I;b'g‘rdle muscular dystrophy(type 24~

10 - BERE
1001 [FREFAEE (i) Osteogenesis imperfecta 1008 |BREERE Spondyloepiphyseal Dysplasia(SED)
1002 [EESHASECNMIAG)  |Achondroplasia 1009 |ZYFR/ERE Split-hand/ Split-foot malformation ( SHEN
1003 [BEAR{LE KREAED Osteopetrosis 1010 [REHEFHIE Pseudoachondroplastic dysplasia
1004 |ETME{EMNR Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann FCHEMREE Conradi-Hunermann syndrome
1005 |ESEEREER Primary Paget disease 1012 |ZREFREFTEE Multiple Epiphyseal Dysplasia
1006 (S BEBSRERAR Cleidocranial dysplasia 1013 [ RiKFEHHFADE Hypochondroplasia
1007 gé‘?é“ﬁgfg%ht RAERE®  |\ioCune Albright syndrome

11 - SHESRE
1101 |6 FLEGHE Bk D) Marfan syndrome 1103 | RSB R E SR Ehlers Danlos syndrome IV
1102 |[ERMERBEEREEEIRE)  |Waardenburg syndrome 1104 [P EEIEREE Beals Syndrome
12 ~ EIMTHEERE

1202 |EEEGEEEET Thalassemia major 1206 |FEEHETR S AT FPRAE Paroxysmal Nocturnal Hemoglobinuria
1203 |/ MESEITHEE Thrombasthenia 1207 |FeRMh4T mBRE & R EE M Diamond Blackfan Anemia
1204 |[EEESFERE CHZHE |[Homozygous proetin C deficiency 1208 |JEMLEY PR BB IEREE Atypical Hemolytic Uremic Syndrome
1205 | a 1-BiEERE AESHL S e a 1- Antitrypsin deficiency 1200 |[TBEE ST HE Protein S Deficiency

13 ~ FEBR
1301 |#EVERERERREHISE  |Bruton's agammaglobulinemia 1306 [FERERRLT 8 BZIE Complement Component 8 deficiency
1302 RSN RS ER Chronic primary granulomatous disease 1307 |IPEX FEMEEF [PEX Syndrome
1303 |FeF b ok E & B i {5kt |Congenital Hyper IgE syndrome 1308 |GG RARED M Hyper-IgM Syndrome
1304 {Wiskott-Aldrich FCEEREEE Wiskott-Aldrich Syndrome 1309 |y FEESZE 1 §YE Interferon y receptor 1 deficiency
1305 [RREESEIREET I Severe combined immunodeficiency

14 ~ Wy ihER
1401 %;E%E.ﬁt%ﬁ@ﬁ?‘% Congenital adrenal hypoplasia 1407 {Kenny-Caffey [RIEREEE Kenny-Caffey syndrome
H ‘e FLEIBE R - AR - MEERRE - BRE [WAGR Syndrome(Wilms'  tumor-Aniridi:

1402 |EUEEIPR SRS Pscudohypoparathyroidism M08 |eigreime: (WA GRIERED Genitourinary Anomalies-mental Retardatic
1403 |[El&FREESIEERRME [Homozygous familial hypercholesterolemia 1409 |BF ERR R ER DU ACTH resistance




1404 |Z I 2L BERUR e Familial hyperchylomicronemia 1410 |1 o FR{EEEGR S SEREF 1 a-hydroxylase deficiency
1405 |BEERAEARE CRBHEE) Acromegaly 1411 |Kallmann F&ERRE Kallmann syndrome
1406 [Laron R4k ISIERETE Laron syndrome (Laron dwarfism)
15 ~ FIEHGRE 4R
1501 |FREEEReERIEREEE — R Neurofibromatosis Type |I 1505 |Beckwith Wiedemann PCfEREE Beckwith Wiedemann syndrome
1503 |G 4EHE R AmAERE Retinoblastoma 1506 [pRES B SE R AL PS4 Lymphangioleiomyomatosis(L.AM)
1504 |[fEERHHRE RS Neuroblastoma 1507 | EBF{G-FhEEREE Von Hippel-Lindau(VHL)
16 ~ JMERRYE
1601 |B{AfFERE Apert syndrome 1614 |$ZFEECIE Noonan syndrome
1602 |Crouzon [KIERERE Crovzon Syndrome 1615 |FEHHE R O R T 1 it R RE(/ NERL A E) Costello Syndrome
1603 |GER-FRFSEEE Russell-Silver syndrome 1616 |Fraser FSIE Fraser syndrome
1604 |Comelia de Lange FCAERBE  (Comelia de Lange syndrome 1617 | R MR IR I N gﬁ%ﬂfﬁm"S‘S‘P""S‘S‘Em"amh“s Tnversu
1605 |X MethriE Fragile X syndrome 1618 |BREEATAEREE Kabuki make-up syndrome
1606 |CHARGE Bi&HTE CHARGE association 1619 |E-8E-15 (k) fEERE Oto-Palato-Digital syndrome
1607 |Aarskog-Scott ECIEMREE Aarskog-Scott syndrome 1620 [Robinow ECfiEf&RE Robinow Syndrome
1608 |Smith-Lemli-Opitz IEEEE Smith-ELemli-Opitz syndrome 1621 |Pfeiffer [ REMERE Pfeiffer Syndrome
1609 [Bardet-Bied] R RRE Bardet-Biedl syndrome 1622 |7 (BE) FIRBIEE Nail-Patclla Syndrome
1610 %ﬁ%ﬁﬁ{?ﬁ (S-SR Larsen syndrome 1623 |CFC fE{REE Cardiofaciocutancous Syndrome
1611 gﬁﬁﬁ&ﬁ Pfeiffer FRAESR Pierre Robin Syndrome Pfeiffer Syndrome 1624 |Peter-Plus FEZRE Peter-Plus Syndrome
1612 [EA0-FARETECRE R EF Treacher Collins syndrome 1625 |Nager fEERE Nager Syndrome
1613 |23 MR BAEMRES Multiple pterygium syndrome
, , , , 17 ~ FeapBEY
1701 %at\ieg“ﬂ.’zﬂég;ﬁ{ﬁﬁ(d\% B Prader-Willi syndrome 1704 |DiGeorge's FEIREY (N AERIE) DiGeorge's disease
1702 |Angelman RFEMREF(BREESTMR) |Angelman syndrome 1706 |Rubinstein-Taybi ECIEMRES Rubinstein-Taybi syndrome
1703 |ERERHTECHE Williams Syndrome
18 ~ HAr 2 HE=srRER
1801 B Hutchinson Gilford progeria syndrome 1808 |\ & B A HERIERE Campomelic dysplasia with autosomal sex re
1802 %’Ckayne R CRIBURBER | 4one syndrome 1809 |Se R idRRIREY B AT Klippel-Trenaunay syndrome
1803 |81 S-SR EMEREE  [Hallermann-Streiff syndrome 1810 [3E{E i i i B TR AE Hereditary Hemorthagic Telangiectasia
1804 |B2—HF —BRiEREE Tricho-hepato-enteric syndrome 1811 |Stargardt” s ESHE Stargardt's disease
1805 [SeXME/KIGREREE Congenital Varicella Syndrome 1812 | S R MRS R aniridia
1806 [pk ABVEEE Werner Syndrome
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