ERBERESGIRGE R RRERE (2013 8825 HA)

01 - EER/ AR AHER

0101 [FREREE Phenylketouria(PKU) 0112 |FAERN —BEIME Methylmalonic acidemia (MMA)
0102 | R IE Homocystinuria 0113 |2kl fjE Isovaleric academia (IVA)
0103 B SRR ME Hereditary tyrosinemia 0114 |NERIME Propionic acidemia (PA)
0104 | & iR ME Methionine adenosyltransferase deficiency ,MET 0115 JR—BEIIfE » F— ~ A Glutaric aciduria type I, II
0105 [HERERRIE Maple syrup urine disease (MSUD) 0116 |H R RERYE 3-Hydroxy-3-methyl-glutaric acidemia
0106 |FERRME = H Rl fE Nonketotic hyperglycinemia 0117 | =HEETRREES A BMIEBERBSIE 3-Methylcrotony-CoA carboxylase deficiency
0107 |REREEEE Cystinosis 0118 | &R EEEEA = E (YRR ZE) [Multiple carboxylase deficiency
0108 |ZHAERAE- DU EIEISEL = E | (Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0119 [ HfRzEEAE Hyperprolinemia
0110 |SRERERME Hyperlysinemia 0120 |5 &I - RS R R AR 6 = T Aromatic L-amino acid decarboxylase deficiency
0111 |4HREREIIE Histidinemia
02 ~ REBBRAHEE
0201 |)TCRERE MiE Citrullinemia 0204 |¥ERE T —EEBE RS E Argininosuccinic aciduria
0202 |ERzis =R F R A EEEL = iE |Omithine transcarbamylase deficiency 0205 R BB R - MR AR Hyp ero.rmth}nen.na-Hyperammonenua-
pic3 Homocitrullinuria Syndrome
0203 |ZEss Bl S B T Nitroacetylglutamate synthetase deficiency (NAG)
03 ~ HAAHREE
0301 |FFEERERRSE (type I~type IV)  |Glycogen storage disease (type I~type IV) 0318 | R4 RERE R BEWMEMAEE  |Persistent hyperinsulinemic hypoglycemia of infancy
0302 [BEZEEE (type I ~ type VD) Mucopolysaccharidoses(type I ~ type VI) 0319 | E 2L MIE Galactosemia
0303 |EEBEAE Gaucher's disease 0320 |BSAEEE Mucolipidosis
0304 |Fabry BJiE CGEAARREIE) Fabry Disease 0321 |(HAR B AHEEER)
0305 |[E=UCIEiE Niemann-Pick Disease 0322 [BR7KIE &Rt = BB E O EEEE Carbohydrate-deficiencyglycoprotein syndrome
0306 |‘d#EREREE = E B = iE Short-chain acyl-CoA dehydrogenase deficiency 0323 | RAEE Trimethylaminuria
0307 | LERISHBE BT Adrenoleukodystrophy (ALD) 0324 |Se R HIEEEEA BIE Congenital generalized Lipodystrophy
0308 (AR B PE ARG Fatty acid oxidation defect 0325 [ AUAS I = MR R O oy cocnayme Adehydrogenise
0309 |EERREREESELERER= Sulfite oxidase deficiency 0326 | P A T Bl 5 s i = i Pyruvate dehydrogenase deficiency
0310 |38 M SR RMHE, EEEFRAE |Fructose intolerance, hereditary 0327 |RSRetESRE Cerebrotendinous Xanthomatosis
0311 BB RY (BE)  |Fucosidosis 0328 |FSInE FRE&EEImLEE Glut(Glucose Transport) 1 Deficiency Syndrome
0312 |REBMERNRHZIE Carnitine deficiency syndrome, primary 0329 BTl REAECE B A R Rhizomelic Chondrodysplasia Punctata (RCDP)
0313 |MLD fEfEEE Metachromatic Leukodystrophy ( MLD) 0330 | & EE2 M Sitosterolemia
0314 |RrpREHp& Mitochondrial defect 0331 |sHEEES G = Molybdenum cofactor deficiency
0315 |'REE porphyria 0332 ({EBAEEFEESIE Hypophosphatasia
0316 |EEEARKEE Wilson's disease 0330 |BR4TAERS 5 BB E Globoid Cell Leukodystrophy
0317 |SeRMEEFLBRILE Congenital hyperlactic acidemia
04 ~ LMHTHREREH
0401 |[REFERHIMEREIBHE Primary Pulmonary hemosiderosis 0405 |BEiR&E4REAL Cystic fibrosis
0402 |[FEEMAHEIIR S RBE Primary Pulmonary Hypertensio,PPH 0406 |Holt-Oram ECAEEEE Holt-Oram Syndrome




\ Andersen FEMRERE (0 EEREREE B |
0403 |Alstrom EJERRE Alsrtom Syndrome 0407 BB R | TR ) Andersen's syndrome
0404 | MESR HBINREE L Idiopathic Infantile Arterial Calcification 0408 |5 B MERIRERRIE Asphyxiating thoracic dystrophy
05 ~ JH{EZ&E R
0501 [#&{THESIEMEAT PO & |Progressive intrahepatic cholestasis,PFIC 0502 | SR MEREEE SRR Inbon errors of bile acid synthesis
KM Cajal KB4 A A EMETRSREY S :
0503 Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl 0504 | BRAE (R Alagille Syndrome
06 ~ MAER Z &5
0601 | B IRZEIPRARE X-linked nephrogenicdiabetes insipidus 0604 | F iR ESE Hypokalemia, familial
0602 |18 MAEMERRL AT |X-linked hypophosphatemic rickets 0605 | 1 AR 3 {55 BN B B ¢ tosomal fecessive polycystic kidney
0603 |Lowe EQAEMREE Lowe sydrome 0606 |Bartter FCEBEEE Bartter's syndrome
07 ~ FSERB a2
0701 |EFAEHEImE TR Moya moya disease 0718 | M2 L ThAE BB e AE Hypothalamic dysfunction syndrome
0702 |BHIERSBE A 2IE Agenesis of corpus callosum 0719 [Miller Dieker FEfREE Miller Dieker syndrome
0703 |88/ MR L8 /E 17 8RR |Spinocerebellar ataxia 0720 |FHEE AR AE # 8 EE 0T Neuronal ceroid lipofuscinosis
0704 | =7 THHRSRERTE Huntington disease( 3 #% Huntington's chorea) 0721 |Alexander E&IR Alexander disease
0705 |4SEFMEEE(LRE Tuberous sclerosis 0722 |(EBRERRE Stiffperson syndrome
0706 |2 MERELIE Multiple sclerosis 0723 |EsRE L R LR§ G = Tyrosine hydroxylase deficiency
0707 |Zellweger ERAEIREE Zellweger syndrome 0724 [Wolfram FEERE Wolfram syndrome > DIDMOAD
0708 |His EIERRE Rett syndrome 0725 |BEHREM T B RE Hereditary spastic Paraplegia
N 7 <
0709 | B HEMEILAZELSIE Spinal muscular atrophy 0726 J;u;b ert RUERRF (R MESEREEA Joubert syndrome
: - T %,
0710 |Menkes ERAERES Menkes disease 0727 I;EI\}I‘Ez‘a;aus Merzbacher FfiE. (1615 EAVASEE Pelizacus-Merzbacher Disease
0711 |INZE&EMERAIRELREGEH AR A) |Amyotrophic lateral sclerosis (ALS) 0728 | H#HEAE CEREEREEAAZEE ) Kennedy Disease
0712 |Charcot-Marie-Tooth EXJiE Charcot-Marie-Tooth Disease 0729 | RIEM: Rkt 2558 Mg i Familial Amyloidotic Polyneuropathy
e e . . \ Pantothenate Kinase Associated
ST S e ' S RS % e
0713 |GM1/GM2 & EHEFEfERRE |GM1/GM2 gangliosidosis 0730 |JZERER IS RS ~ (R B BR Neurodegeneration * PKAN
0714 |Lesch-Nyhan FKEMREE Lesch-Nyhan syndrome 0731 [Moebius FEfERE Moebius Syndrome
0715 |FBAFMMEIRRIEMEEE | Ataxia telangiectasia 0732 [McLeod SE{REE McLeod Syndrome
0716 [HEEEEZEE=E Sialidosis 0733 |Aicardi-Goutieres JE{ERE Aicardi-Goutieres Syndrome
0717 |FeRMIEAR BURIE & HHETE |Congenital insensitivity to pain with anhidrosis
08 ~ FZimeEE
0801 |BEMERZOEMEKE Hereditary epidermolysis bullosa 0808 |HEMS 78 B LIE Oculocutaneous albinism
0802 E@ﬁﬁ%ﬁ (RRRERE Ichthyosis, lamellar recessive 0809 |88 FAAY & B M Bh B iR 14 Infantile systemic hyalinosis
0803 |4ME/EE 4R BiE Ectodermal Dysplasias 0810 [Meleda &% Meleda disease
0804 |EBREED Collodion baby 0811 |Darier &% (EEABRE) Darier's disease
0805 PRt fafhing Harlequin ichthyosis 0812 |Fe XA RE Dyskeratosis Congenita




0806 |7KHIEIS oM fo S BPRE AT B2 | Bullous Congenital ichthyosiform erythoderma | 0813 | EZ i BREfa (LR R S %232§32E§;?;ifgiﬁiﬁ%ﬁg?nopmn”“
0807 | RELTE Incontinentia pigmenti 0814 |Netherton JEfREEE Netherton Syndrome

09 ~ AR
0901 |EEMEAHREREARE Hereditary cytoplasmic body myopathy 0907 | B AL A ZE 4B E
0902 |REEHLAZENEE Duchenne muscular dystrophy (DMD) 0908 |Hl/NE R Myotubular myopathy
0903 |l TLHlZ29% Central core myopathy 0909 |EERRRELAEIE Facioscapulohumeral muscular dystrophy
0904 |Nemaline &ARHL PSR & Nemaline Rod Myopathy 0910 | A RN AEE Becker Muscular Dystrophy(BMD)
0905 |Schwartz Jampel ECREMREE Schwartz Jampel syndrome 0911 [Freemam-Sheldon FXE{BREE Freemam-Sheldon syndrome
0006 |l Myotonic dystrophy w512 PRI B E(EE 2A &Y ~ Z5 2B &I - 5 |Limb-girdle muscular dystrophy(type 2A -

2D #l) 2B - 2D)

10 ~ BERE
1001 |[BRBAESE GisERE) Osteogenesis imperfecta 1007 |McCune Albright FIEBEEE (&1 F A BIE) McCune Albright syndrome
1002 [EREBEAERECIVNAFEL)  |Achondroplasia 1008 BB HREE Spondyloepiphyseal Dysplasia(SED)
1003 |["BEAILIE CKREAEE) Osteopetrosis 1009 |BNFHEAE Split-hand/ Split-foot malformation ( SHFM )
1004 [EETHBALMEIR Fibrodysplasia Ossificans Progressiva 1010 (B BERE L2 Pseudoachondroplastic dysplasia
1005 ([ERMHSEHER Primary Paget disease 1011 |Conradi-Hunermann FKJE{GREE Conradi-Hunermann syndrome
1006 SHEBEFZERE Cleidocranial dysplasia 1012 | &M EHRESA2E Multiple Epiphyseal Dysplasia

11 - @SR
1101 |F§FLECEE (B AJE) Marfan syndrome 1103 |FeREEGHSE T F R Ehlers Danlos syndrome IV
1102 |EBERSEIEBREF(BERER)  |Waardenburg syndrome 1104 |BEIEREE Beals Syndrome
12 EIERE

1202 (BRI Thalassemia major 1205 | o 1- iR BRI = E a 1- Antitrypsin deficiency
1203 |f/MREESTEE Thrombasthenia 1206 | P& MR R T ATR AR IE Paroxysmal Nocturnal Hemoglobinuria
1204 |FIEREFELE CH=% |[Homozygous proetin C deficiency

13 ~ R
1301 [fABEMEREREIREHIMIE | Bruton's agammaglobulinemia 1306 |#ERER D 8 B E Complement Component 8 deficiency
1302 | RSN ER Chronic primary granulomatous disease 1307 |IPEX fE{REE IPEX Syndrome
1303 | KM E R EERE A B fE#EE | Congenital Hyper IgE syndrome 1308 |S S EkE A M fEEEE Hyper-1gM Syndrome
1304 |Wiskott-Aldrich FIERRE Wiskott-Aldrich Syndrome 1309 |y THEEZHE 1 HE Interferon y receptor 1 deficiency
1305 |BEEEHAEHZTIE Severe combined immunodeficiency

14 ~ WSTIERR
S B
1401 %ig;ﬁ%ﬁﬁﬁxé Congenital adrenal hypoplasia 1407 |Kenny-Caffey EREMEEE Kenny-Caffey syndrome
T , o R MR EC R ~ MR ~ 2R RE - BHE [WAGR Syndrome(Wilms™  tumor-Aniridia-

1402 R R R R AR Pseudohypoparatyroidisin 1408 FEREEEE (W A GR FEBEE) Genitourinary Anomalies-mental Retardation)
1403 |[B&FREMSEEEME |Homozygous familial hypercholesterolemia 1409 | B LR R R B DU ACTH resistance
1404 | RIEME S FLEERRLE Familial hyperchylomicronemia 1410 (1 o -RALESEL= SEREE 1 a -hydroxylase deficiency
1405 |BURAEAHE OREZRE) Acromegaly 1411 |Kallmann [KAEBEEE Kallmann syndrome




1406 [Laron FRARMBIEIREE

|Laron syndrome (Laron dwarfism)

15 ~ RIEFE SRS £
1501 [FHEREB 4RI RE(REEEE Al Neurofibromatosis Type || 1505 |Beckwith Wiedemann FXFEfEEE Beckwith Wiedemann syndrome
1503 |1R4BHE 4RARE Retinoblastoma 1506 HEMMEEEHLANAE Lymphangioleiomyomatosis(LAM)
1504 [fé& 4Rt Neuroblastoma 1507 | & F{0-MRIEEERE Von Hippel-Lindau(VHL)
16 ~ JNBIEE
1601 |B{OIFEE Apert syndrome 1614 835 E Noonan syndrome
1602 |Crouzon FIEMEERE Crouzon Syndrome 1615 [SEHTHEIREC M B S ENBNEE) Costello Syndrome
1603 |ZER-PEIEEE Russell-Silver syndrome 1616 |Fraser ECE Fraser syndrome
1604 |Cornelia de Lange FRJiEMERE  |Cornelia de Lange syndrome 1617 |FeRMER IR OB ME SB}];];()lI;erz;e)}nmoms-Ptoms-Eplcanthus loversus
1605 |X REHTIE Fragile X syndrome 1618 | BT RE(REE Kabuki make-up syndrome
1606 {CHARGE Bt &K CHARGE association 1619 |B-#5-45 (Bb) EERE Oto-Palato-Digital syndrome
1607 |Aarskog-Scott ECE{REEE Aarskog-Scott syndrome 1620 [Robinow EJE{EEE Robinow Syndrome
1608 |Smith-Lemli-Opitz FEfREEE Smith-Lemli-Opitz syndrome 1621 [Pfeiffer ECREMREEE Pfeiffer Syndrome
1609 |Bardet-Biedl ECEEEE Bardet-Biedl syndrome 1622 |5 (Hb) HEEERERES Nail-Patella Syndrome
Larsen PUEMREE (SER-SLRME \ e
1610 BRI REE) Larsen syndrome 1623 |CFC EfREE Cardiofaciocutaneous Syndrome
1611 é%ﬁ%l&%ﬁ Pleiffer EAERR Pierre Robin Syndrome Pfeiffer Syndrome 1624 |Peter-Plus fEEEE Peter-Plus Syndrome
1612 |Ea1FIHETEEREEE Treacher Collins syndrome 1625 |Nager fE(REE Nager Syndrome
1613 |8 M RARIEEREE Multiple pterygium syndrome
17~ B RE
1701 %a(‘le%\;\’él%;a)ﬁﬁﬁ(d\% B Prader-Willi syndrome 1704 |DiGeorge's FEMERE GKFBIERIE) DiGeorge's disease
1702 |Angelman FRIEMREEE(HREESTHE) |Angelman syndrome 1706 |Rubinstein-Taybi FIEREEE Rubinstein-Taybi syndrome
1703 |ERBERTEUE Williams Syndrome
18 ~ HA A HER
1801 | REyE Hutchinson Gilford progeria syndrome 1808 |4E+5¥ 51 B R M BIEEE] Campomelic dysplasia with autosomal sex reversal
) N
1802 %ckayne B (RIEFUARE(R Cockayne syndrome 1809 | SR M ERIRE T FE AR Klippel-Trenaunay syndrome
1803 /GENE-HERRKEMEE  |Hallermann-Streiff syndrome 1810 | M i M M HERE Hereditary Hemorrhagic Telangiectasia
1804 |52 — BT —BIEMREE Tricho-hepato-enteric syndrome 1811 |Stargardt’ s FfiE Stargardt's disease
1805 | R M/KIEIERRT Congenital Varicella Syndrome 1812 | SR MESRHT R aniridia
1806 R AZIREIE Werner Syndrome

*ARR/AGETHE  EREESERBZEERFRRRES » HRE— L HABFE R A EREFERRESA SRWE TR - il d g2 rERERER Eett
WmAEZB LS (HATRE 20134 3 AL 197 8) NERERES - RRKERIEREN CHIETEH -



