ERFERAESGRGE RN RETR (0138255 )

01 - REE/AIMRAHERE
0101 |ZHERAE Phenylketouria(PKU) 0112 | B A —BEImAE Methylmalonic acidemia (MMA)
0102 |SHEEEME Homocystinuria 0113 | B REEME Isovaleric academia (IVA)
0103 3ot =R Bl (i Hereditary tyrosinemia 0114 |REEME Propionic acidemia (PA)
0104 |5 PHRREEEIMAE Methionine adenosyliransferase deficiency ,MET 0115 [[R—EefufE » £— - =& Glutaric aciduria type I, II
0105 |[FEEEERAE Maple syrup urine disease (MSUD) 0116 |ARFEEUHEYE 3-Hydroxy-3-methyl-glutaric acidemia
0106 |JFELE = H BB MAE Nonketotic hyperglycineria 0117 |=BPECTEE A B{LBEBSHE  |3-Methylcrotony-CoA carboxylase deficiency
0107 |BEREEEE Cystinosis 0118 |ZSM{EESE 0 (Y RBERB=5E) [Multiple carboxylase deficiency
0108 [FHIFRIE- TGS |(Phenyiketonuria)-(Tetrahydrobiopterin deficiency) | 0119 | = iiifeBEnE Hyperprolinemia
0110 =R AR AE Hyperlysinemia 0120 U5 & L-R AR B BB AT i Aromatic L-amino acid decarboxylase deficiency
0111 |#HEFESIE Histidinemia
02 - [RERERAHEY
0201 |RRZEEISEE Citrullinemia 0204 [WERE T —_BEREEEAZE Argininosuccinic aciduria
0202 |Eo ekt RR A EAS B0 5 | Omithine transcarbamylase deficiency 0205 ggﬁ PRRAE % S HLAE -5/ B RR A 5% ggﬁgmﬁaﬁgfﬁmmm’
0203 |7 BiERpehs S ARG IE Nitroacetylglutamate synthetase deficiency (NAG)
03 ~ HMAHHRE
0301 |FFEEGERRME (type Intype IV)- {Glycogen storage disease (type I~type IV) 0318 [FHEM:4RABEEEBESWMEMERE  [Persistent hyperinsulinemic hypoglycemia of infancy
0302 |EEZBESE (type I ~ type VD) Mucopolysaccharidoses(type I ~ type VI) 0319 |EZLmE Galactosemia
0303 |BEEREE Gaucher's disease 0320 |FSHEERE ‘ Mucolipidosis
0304 |Fabry [CiE (AR ECEE ) Fabry Disease 0321 |(EAR S E AR E R .
0305 (BB VUCHAE Niemann-Pick Disease 0322 (7K b= B E O EEEE Carbohydrate-deficiencyglycoprotein syndrome
0306 |EEfsiFRE A a B =i Short-chain acyl-CoA dehydrogenase deficiency 0323 |BAKE Trimethylaminuria
0307 |BF_ERRES A BB Adrenoleukodystrophy (ALD) 0324 |Fe X2 HEE BERR RIE Congenital generalized Lipodystrophy
0308 [ S e PR Fatty acid oxidation defect 0325 | AR R AR R O ey coenyme Adehydrogenise
0309 |SERiEEEELEERRE Sulfite oxidase deficiency 0326 | REREE B GBS E Pyruvate dehydrogenase deficiency
0310 EEMRERTE, BEERE |Fructose intolerance, hereditary 0327 |FEREYE R Cerebrotendinous Xanthomatosis
0311 | Sk O R (AME)  |Fucosidosis 0328 |RSINE R R E R A s Glut(Glucose Transport) 1 Deficiency Syndrome
0312 R ARG E Carnitine deficiency syndrome, primary 0329 (7 imERE R A Rhizomelic Chondrodysplasia Punctata (RCDP)
0313 |MLD fEEE Metachromatic Leukodystrophy (MLD) 0330 | E B e - Sitosterolemia
0314 R &RABHE Mitochondrial defect 0331 |$HEREER = B Molybdenum cofactor deficiency
0315 14REE porphyria 0332 |{EBBEBaBEE Hypophosphatasia
0316 |[EEEARICHE Wilson's disease 0330 [FR4EFEISE EABE Globoid Cell Leukodystrophy
0317 e RMESABIE Congenital hyperlactic acidemia
04 ~ CfHThEERER
0401 FREMEMImMEREINBHE Primary Pulmonary hemosiderosis 0405 |PEAREER4E{E Cystic fibrosis
0402 |REFIERTEINR S BRAE Primary Pulmonary Hypertensio,PPH 0406 |Holt-Oram [SGEREE Holt-Oram Syndrome




Andersen [UEETREF (OENERIERESE EHAM:

0403 |Alstrom FEHEBEE Alsrtom Syndrome 0407 FREEEEE ; 200 TR R ) Andersen's syndrome
0404 RrEptEBR REAREE L Idiopathic Infantile Arterial Calcification 0408 |28 B MR BAE Asphyxiating thoracic dystrophy
05 ~ JH{b &Mk
0501 |¥EFTM: 22 HEM:RT PIRES -85 B |Progressive intrahepatic cholestasis,PFIC 0502 |SeF e S EanE Inbon errors of bile acid synthesis
FeRE Cajal [IKHEVEAIARR £ S OB THERYE ST )
0503 | congenital nterstitial Cell of Cajal Hyperplasis with Nenronal Intestinal Dyspl 0504 | PRI S BRAEREF Alagille Syndrome
06 ~ MR 25455
0601 B HEBYPRARAE X-linked nephrogenicdiabetes insipidus 0604 | EEH{EMmEE Hypokalemia, familial
0602 BB MEERIBEMAIEE [ X-linked hypophosphatemic rickets 0605 | BB M3 1125 DM B 0 Q;;f:;’;“a' recessive polycystic kidney
0603 (Lowe FCEEMRRE Lowe sydrome 0606 |Bartter FAEMREE Bartter's syndrome
07 ~ FEER e
0701 |EEHEEMEER Moya moya disease 0718 | F R L ThRE R EE Hypothalamic dysfunction syndrome
0702 |BHERS S H A& Agenesis of corpus callosum 0719 |Miller Dieker fEERE Miller Dieker syndrome
0703 |H88/ NS /LB E 1% SEREEE | Spinocerebellar ataxia 0720 |FREETTifitE S e B R Neuronal ceroid lipofuscinosis
0704 |57 TYEECSERSIE Huntington disease( 3% Huntington's chorea) 0721 |Alexander EX39R Alexander disease
0705 |EEERMERE(LEE Tuberous sclerosis 0722 |[{EHSEREE Stiffperson syndrome
0706 |25 MR {LIE Multiple sclerosis 0723 (EREERESRLEEE= Tyrosine hydroxylase deficiency
0707 |Zellweger [RIE{REE Zellweger syndrome 0724 |Wolfram FRAEREE Wolfram syndrome * DIDMOAD
0708 [FnRFICIEBREE Rett syndrome 0725 | EHMERSENE T 5 M Hereditary spastic Paraplegia
0700 |5 HEM: AR A ZEYEE Spinal muscular atrophy 0726 Jéou;n ert [RIEFREF (SR SRR AT Joubert syndrome
— —— ;
0710 |Menkes [KAEMREE Menkes disease 0727 ?Eléa; us-Merzbacher (R (18152 HEAIBEE Pelizaens-Merzbacher Disease
0711 |ANZEHMERIRETE EEEGHEA) |Amyotrophic lateral sclerosis (ALS) 0728 [HEHIKE (CHRERMENAZEREE) Kennedy Disease
0712 |Charcot-Marie-Tooth F&3E Charcot-Marie-Tooth Disease 0729 | R IR HE 253 Mo apy Familial Amyloidotic Polyneuropathy
e Py TP . N e L Pantothenate Kinase Associated
0713 |GM1/GM2 ?iﬁéﬁﬁﬁﬁ:ﬂa{%fﬁﬁ GM1/GM?2 gangliosidosis 0730 FZEEER S ER RS -~ MR R{ bR Neurodegeneration * PKAN
0714 |Lesch-Nyhan ECyERRE Lesch-Nyhan syndrome 0731 [Moebius fEREE Moebius Syndrome
0715 MR FMMERTRIEGREE  |Ataxia telangiectasia 0732 [McLeod SEREE McLeod Syndrome
0716 | AR R = 5E Sialidosis 0733 |Aicardi-Gontieres FE{REF Aicardi~-Goutieres Syndrome
0717 |Fa RN SBURAE & BE4ETE |Congenital insensitivity to pain with anhidrosis
. 08 ~ FZliiAE
0801 |3B{Epik3R 7 M KERE Hereditary epidermolysis bullosa 0808 |BRES Kz B 1LIE Oculocutaneous albinism
0802 g’iﬁﬁﬁﬁ (BAERIEEN Ichthyosis, lamellar recessive 0809 |58 A2 BN Infantile systemic hyalinosis
0803 |#MEERME R BE Ectodermal Dysplasias 0810 |Meleda &3 Meleda disease
0804 |BBRRFE Collodion baby 0811 |Darier B9 (EEA{LE)D Darier's disease
0805 | B (& fa il _ |Harlequin ichthyosis 0812 | R MAEARE Dyskeratosis Congenita




Diffuse Non-epidermolytic Palmoplantar

0806 [ZKiRRYFR M A B REE4T F74E (Bullous Congenital ichthyosiform erythoderma 0813 | Rz BB A{LEE IS Keratoderma type Unmna-Thost
0807 |[EBRLE Incontinentia pigmenti 0814 |Netherton SE{REE Netherton Syndrome
, 09 ~ FLAREE
0901 ARt PIRRANR Hereditary cytoplasmic body myopathy 0907 |HAhBIH AIZEEERE
0902 BB A Duchenne muscular dystrophy (DMD) 0908 [Hl/IVE R Myotubular myopathy
0903 {HIL ARl Ze g% Central core myopathy 0509 | = FBEA S BaE Facioscapulohumeral muscular dystrophy
0904 |Nemnaline £&&HAHT A2 Nemaline Rod Myopathy 0910 | E B sk 2R Becker Muscular Dystrophy(BMD)
0905 |Schwartz Jampel G fEMERE Schwartz Jampe] syndrome 0911 |Freemam-Sheldon FCiE{REE Freemam-Sheldon syndrome
0906 AP ERE Myotonic dystrophy 0912 BOTAMAREGE 248 - IBE B Limb-girdle muscular dystrophy(type 2A »
2D H) 2B~ 2D)

10 - BERRE
1001 |EA2E (BREE) Osteogenesis imperfecta 1007 |McCune Albright FRAEREFERAENER A BIE) McCune Albright syndrome
1002 (RSB EREREVCIMMNAEG)  |Achondroplasia 1008 |BRERERE Spondyloepiphyseal Dysplasia(SED)
1003 | BFEG{LE REAEE) Osteopetrosis 1009 [HFNEE Split-hand/ Split-foot malformation ( SHEM )
1004 [FETTMERAEMERLE Fibrodysplasia Ossificans Progressiva 1010 Bk BHEF2 Pseudoachondroplastic dysplasia
1005 |FEEFESIEE % Primary Paget disease 1011 |Conradi-Hunermann FCRE/EEE Conradi-Hunermann syndrome
1006 FHEEHBEERYE Cleidocranial dysplasia 1012 |[ZBREERBEASE Multiple Epiphyseal Dysplasia

11 ~ GEaaEime
1101 [ FLIGEE (Blik A SE) Marfan syndrome 1103 |Fo REs4paH R & R Al Ehlers Danlos syndrome IV
1102 | SRR R ERREEERTR)  |Waardenburg syndrome 1104 R B ERAEFRE Beals Syndrome
12 ~ EMmThEE RS

1202 |EEVEREM:Em Thalassemia major 1205 | o 1-GIBEE ORELZE a 1- Antitrypsin deficiency
1203 |fn/iidRosE Thrombasthenia 1206 (RS MR AT ZPRE Paroxysmal Nocturnal Hemoglobinuria
1204 |[FEESFERE CHZME |[Homozygous proetin C deficiency

13 ~ IR
1301 [ABEKEREREAME  (Bruton's agammaglobulinemia 1306 Rk T 8 h=fE Complement Component 8 deficiency
1302 |8 A R Chronic primary granulomatous disease 1307 |IPEX fEf&EE IPEX Syndrome
1303 |Fe RS e ERRE N E FEERE |Congenital Hyper IpE syndrome 1308 |G ERE 0 M EERE Hyper-IgM Syndrome
1304 [Wiskott-Aldrich ECfEREE Wiskott-Aldrich Syndrome 1309 |y FEEZE 1 B Interferon y receptor 1 deficiency
1305 |BREE AR TS Severe combined immunodeficiency

14 ~ WIER
1401 ﬁigé % Eﬁé?ﬁgxg Congenital adrenal hypoplasia 1407 (Kenny-Caffey FCEEERE Kenny-Caffey syndrome
T - B - TR - MeER R - BHE |WAGR Syndrome(Wilms'  tumor-Aniridia-

1402 | BRI FARIR B AR Peudohypoparathyroidism | M08 | emreieme (WA GRERRD Genitourinary Anomalies-mental Retardation)
1403 |EeFFRFRIESISERME |[Homozygous familial hypercholesterclemia 1400 |5 FHR R hiid: ACTH resistance
1404 |2 PR i i Familial hyperchylomicronemia 1410 |1 o FRALEESL = SEIRES 1 o -hydroxylase deficiency
1405 |BORAEAEE CRIRHAE) Acromegaly 1411 |Kallmann FJEMREE Kallmann syndrome




1406 |Laron FRERAEAEIREE

ILaron syndrome (Laron dwarfism)

I

15 ~ D IEH (HRRIE A g
1501 (MR EENE—R Neurofibromatosis Type |l 1505 {Beckwith Wiedemann ECyERERE Beckwith Wiedemann syndrome
1503 |R4EH - 4HRRA Retinoblastoma 1506 PREIESEBLEMHS 4 4E Lymphangioleiomyomatosis(LAM)
1504 |TheE SATRRE Neuroblastoma 1507 3EFHE-MEEEREEE Von Hippel-Lindau(VHL)
‘ 16 - SMEEE
1601 | BRI HE Apert syndrome 1614 |$2BIECAE Noonan syndrome
1602 iCrouzon ESSEfERE Crouzon Syndrome 1615 |RETRR RN E A BEE(NEARE) Costello Syndrome
1603 |ZEZE-FHIRICEE Russeli-Silver syndrome 1616 |Fraser FCHE Fraser syndrome
1604 |Cornelia de Lange FGEERB¥  |Cornelia de Lange syndrome 1617 | SRR BRI OB/ INAE SB;Z%};?):I;Ethos1s-Pt051s-Ep1canthus Inversus
1605 (X REdTiE Fragile X syndrome 1618 |FCEBAIERERE Kabuki make-up syndrome
1606 |CHARGE Bi& BT CHARGE association 1619 |E-§5-15 (k) FEFER Oto-Palato-Digital syndrome
1607 |Aarskog-Scott K E{REE Aarskog-Scott syndrome 1620 |Robinow K E{REF Robinow Syndrome
1608 |Smith-Lemli-Opitz FE{EEE Smith-Lemli-Opitz syndrome 1621 |Pfeiffer FCHEREEE Pfeiffer Syndrome
1609 (Bardet-Biedl FCyERRE Bardet-Biedl syndrome 1622 (5 (Bib) HEEBEHEE Nail-Patella Syndrome
Larsen FIEMRRE (BR-SXME iofac
1610 P—— Larsen syndrome 1623 |CFC fE{RE: Cardiofaciocutaneous Syndrome
1611 %ﬁﬁgﬁﬁ Pleiffer BB |pierre Robin Syndrome Pheiffer Syndrome 1624 |Peter-Plus FERE: Peter-Plus Syndrome
1612 A FIARET R REREE Treacher Collins syndrome 1625 |Nager fEREEE Nager Syndrome
1613 |- R Multiple pterygium syndrome
17 - FeEoflRE
1701 ;Ea?e%\?’zﬂég)ﬁﬁﬁ(d\ﬂ#ﬁ Prader-Willi syndrome 1704 |DiGeorge's FEMERE kBB KIE) DiGeorge's disease
1702 [Angelman FSSERERR(HREETE{E) [Angelman syndrome 1706 [Rubinstein-Taybi FCHEMERE Rubinstein-Taybi syndrome
1703 |EBERTRAE Williams Syndrome
' 18 ~ HAth i ERE
1801 |HEE5E - |Hutchinson Gilford progeria syndrome 1808 |SIEH B R IEEE Campomelic dysplasia with autosomal sex reversal
Ly
1802 giockayne 2 (#F_I%ILEEE)EE{% Cockayne syndrome 1809 | e KRR RIS B IO AR EE Klippel-Trenaunay syndrome
1803 |58 S-SR NAERAF  |Hallermann-Streiff syndrome 1810 |38 80 i M M B TR e Hereditary Hemorrhagic Telangiectasia
1804 |28 —HF —BRIEREE Tricho-hepato-enteric syndrome 1811 (Stargardt’ s FRAE Stargardt's disease '
1805 | Rt KITERERE Congenital Varicella Syndrome 1812 [FeFR - dmdT aniridia
1806 | ABIREEAE Werner Syndrome
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