ZERERESSRHERSRREEEE (2015 82$HA)

01 - LRSI R RBIRY

0101 [FEEEREE Phenylketouria(PKU) 0112 |FER R miE Methylmalonic acidemia (MMA)
0102 |ERERzESIniE Homocystinuria 0113 |/ RE& M Isovaleric academia (IVA)
0103 [EHYMEEEEEERINE Hereditary tyrosinemia 0114 | NERIIAE Propionic acidemia (PA)
0104 [ ERR R i Methionine adenosyltransferase deficiency MET | 0115 |[R_BRIimiE » 55—~ =5 Clutaric aciduria type I, Il
0105 [HERERREE Maple syrup urine disease (MSUD) 0116 | HRERBGREE 3-Hydroxy-3-methyl-glutaric acidemia
0106 [FEREM S B BEERInE Nornketotic hyperglycinemia 0117 |=REE SREHRR A BRI 3-Methylcrotony-CoA carboxylase deficiency
0107 (BEREEEEE Cystinosis 0118 | M LEE = i (S ERREZiE) |Multiple carboxylase deficiency
0108 CEHRIE- UGS e s =¥ |(Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0119 | B REREREAE Hyperprolinemia
0110 |EEESERR M Hyperlysinemia 0120 | 5T L- BRI AR = i Aromatic ] -amino acid decarboxylase deficiency
0111 |§HRFERMEE Histidinemia

02 - RRERARHRY
0201 |JEEEEEINSE Citrullinemia 0204 [$EBE T —BERER =i Argininosuccinic aciduria
0202 |18 B R REEL MRS RS B2  Omithine transcarbamylase deficiency 0205 Eﬁﬁm’ﬂ@ﬁﬁmﬁ%’ RERRRIIER - [Eypetomitfinaie pesmmonenie
0203 |ZEEWFrRE & PR B i Nitroacetylglutamate synthetase deficiency (NAG) | 0206 [$ERF ] —BRERBRTIE Argininosuccinic Aciduria

03 ~ HAMHRE

0301 [FFRSGERREE (type I~type IV)  |Glycogen storage disease (type I~type IV) 0319 | 3L iE Galactosemia
0302 |R5ZEREAE (type I ~ type VD Mucopolysaccharidoses(type I ~ type VI) 0320 |REAEEE Mucolipidosis
0303 [FEEEHE Gaucher's disease 0321 |(Efr RSB CHEEER
0304 |Fabry [KiE (GAARIRIGEE ) Fabry Disease 0322 [ LSt R O fEREE Carbohydrate-deficiencyglycoprotein syndrome
0305 {[EBUCIERE Niemann-Pick Disease 0323 | B fAHE Trimethylaminuria
0306 [EMSREE S SR Short-chain acyl-CoA dehydrogenase deficiency 0324 | X2 HERSERIRE Congenital generalized Lipodystrophy
0307 | RIS E IS Adrenolcukodystrophy (ALD) 0325 | h MRS = BRI S i e oraayme Adehveogense
0308 |FaitMeE LrEA IS Fatty acid oxidation defect 0326 | HERE SR SRR Pyruvate dehydrogenase deficiency
0309 |ERhRREELRERL Sulfite oxidase deficiency 0327 | BB SR i Cerebrotendinons Xanthomatosis
0310 [(REMEBERHE, BRI |Fructose intolerance, hereditary 0328 |BEhin e s m &b A RIS Glut(Glucose Transport) 1 Deficiency Syndrome
0311 R GHEY (BE)  |Fucosidosis 0329 [T EE R B EE R B Rhizomelic Chondrodysplasia Punctata RCDP)
0312 |EBEAEL= Carnitine deficiency syndrome, primary 0330 | ZHIRRIIE Sitosterolemia
0313 MLD fERREF Metachromatic Leukodystrophy (MLD ) 0331 |SEREREER=iE Molybdenum cofactor deficiency
0314 |HréERBnE Mitochondrial defect 0332 [{EBREREERE Hypophosphatasia
0315 |‘REE porphyria 0333 [FREAMES S B RBEE Globoid Cell Leukodystrophy
0316 |BRREFARECE Wilson's disease 0334 | B RIEREE Barth Syndrome
0317 |[FeRE AL BImEE Congenital hyperlactic acidemia 0335 |Beta Wi fEpREHL = iE Beta-Ketothiolase Deficiency
0318 gﬁgﬁﬂ BRE R Persistent hyperinsulinemic hypoglycemia of infancy

04 ~ LHTHRESER




0401 |FES MR ITIHE Primary Pulmonary hemosiderosis 0406 |Holt-Oram [CiEERE Holt-Oram Syndrome
. ] Andersen [AERREF (OENEEREEEHHRME '
0402 (RSMERTEIRR R RE Primary Pulmonary Hypertensio,PPH 0407 RREEERE ; TR ) Andersen's syndrome
0403 |Alstrom BCEEREE Alsriom Syndrome 0408 |58 /S Rk HRE R AE Asphyxiating thoracic dystrophy
0404 1S BR BINERRIL: Tdiopathic Infantile Arterial Calcification 0409 | S X M hIBtE IR R R IR R oo, contral Rypoventlation
0405 | BEIRERGEL Cystic fibrosis
05 ~ SE b &&EER
S . . ) ) FeRE: Cajal RRESHRUNESHIBBEHETRFRE
001 MEATHERR BRAEBT PSR  Progressive intrahepatic cholestasis,PFIC 0503 | ngenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
0502 |FERMERERES FRIRHE Inbon errors of bile acid synthesis 0504 |PrrErBRiEREE | Alagille Syndrome
06 ~ IR RBEA
0601 |BRERHEEE X-linked nephrogenicdiabetes insipidus 0604 | RERMERIMFFE Hypokalemia, familial
0602 {HBHRMAMERMES BT  |X-linked hypophosphatemic rickets 0605 | S HAVB KM 55 BENE G /i osamal recessive polycystic kidney
0603 [Lowe ECIEMREE Lowe sydrome 0606 |Bartter ECHEMREE Bartter’s syndrome
07 ~ ISR

0701 EEARRSI B Moya moya disease 0719 [Miller Dieker SEfEEE Miller Dieker syndrome
0702 BHERSHAE Agenesis of corpus callosum 0720 |fHEE T e 1E AT Neuronal ceroid lipofuscinosis
0703 |35/ \E (L Bh/E tnh 38 B8 | Spinocerebellar ataxia 0721 |{Alexander I3% Alexander disease
0704 [T TUE SEISE Huntington disease( X #% Huntington's chorea) 0722 | BREEEF Stiffperson syndrome
0705 |5 MERE{EAE Tuberous sclerosis 0723 | BB R LR = i Tyrosine hydroxylase deficiency
0706 | EmLEE Multiple sclerosis 0724 |Wolfram FEHERRRE Wolfram syndrome » DIDMOAD
0707 |Zellweger IRIEBRRE Zellweger syndrome 0725 |IROERERSNE T SRR Hereditary spastic Paraplegia
0708 [REIFECEMRRY Rett syndrome 0726 Jé"“)b“‘ RAEBREF (RIRMNEEEEET |1 condrome
0700 |REMEEER PU2EkE R Spinal muscular atrophy 0727 f;lié"";“s'Mmba"h“ B (PRMERERNEE b . eus-Merzbacher Disease
0710 [Menkes FCiERERE Menkes disease 0728 | HEMMECHE CHMEEREMILASEMERE) | Kennedy Disease
0711 |WEHEHIRBELRECHAA) [Amyotrophic Jateral sclerosis (ALS) 0729 | BRI RS B ERS Familial Amyloidotic Polyneuropathy

. ) . " Pantothenate Kinase Associated
0712 |Charcot-Marie-Tooth FSHE Charcot-Marie-Tooth Disease 0730 |7ZEE S REINmE > R LM ER Nenrodegeneration * PKAN
0713 |GM1/GM2 #EEETERGEE |GM1/GM2 gangliosidosis 0731 {Moebius fEEEE Moebius Syndrome
0714 {Lesch-Nyhan F-iEfREEE Lesch-Nyhan syndrome 0732 [McLeod fEIREE McLeod Syndrome
0715 |[dEBEFARMERREREE | Ataxia telangiectasia 0733 |Aicardi-Gouticres JERESE Aicardi-Goutieres Syndrome
0716 |FEEERERERZ IE Sialidosis 0734 | IR E R Proteus Syndrome _ ‘
0717 | SRR SRR & BB T4 | Congenital insensitivity to pain with anhidrosis 0735 |MECP2 & & 7R nsnﬁmzpe binding protein 2 Duplication
0718 | TR EThiEREBEERRESE Hypothalamic dysfunction syndrome 0736 | BB/ aEBE IR B Cerebro-Costo-Mandibular Syndrome

08 - F7Re

0801 BEMFFOFMKEE  |Hereditary epidenmolysis bullosa | 0309 |BE AR 4 BRRE RO M: |[Infantile systemic hyalinosis

-




iR (SRR

0802 ) Ichthyosis, lamellar recessive 0810 |Meleda B9% Meleda disease
0803 |SMEEREI A B Ectodermal Dysplasias 0811 [Darier 5% (EAMLEED Darier’s disease
(804 (FERER Collodion baby 0812 |Ze KA A 2 EE Dyskeratosis Congenita
0805 [BEee fahe Harlequin ichthyosis 0813 | B M B A L EE AR =TP6 m&dﬁﬁfﬁgmpmm
0806 |7KSERS oMt f MERRIE4T B (Bullous Congenital ichthyosiform erythoderma 0814 |Netherton fEEEE Netherton Syndrome
0807 |EAFERAAE Incontinentia pigmenti 0815 |ERUEARBEER Giant Congenital Melanocytic Nevus
0808 |FRH 7 B {LiE Oculocutaneous albinism

09 - AL
0901 |IBE-AIRRSEAMIL%®  |Hereditary cytoplasmic body myopathy 0907 | HeAR AL A SRE
0902 |BERECHLAZETEE Duchenne muscular dystrophy (DMD) 0008 |HN/NE g Myotubular myopathy
0903 [ANHroinzN Central core myopathy 0909 (TR FRBEN L BEE Facioscapulohumeral muscular dystrophy
0904 [Nemaline §RHLERE Nemaline Rod Myopathy 0910 | A RIS ME Becker Muscular Dystrophy(BMD)
0905 |Schwartz Jampel ECREFRRE Schwartz Jampel syndrome 0911 |Preemam-Sheldon [CHAERREE Freemam-Sheldon syndrome
0906 [ s Myotonic dystrophy 0912 %%Mﬁéﬁ(% QAR -BIBE - ggl)lb-gudle muscular dystrophy(type 2A ~ 2B ~

10 ~ ‘BUEw
1001 (FRBAEE (GEEE) Osteogenesis imperfecta 1008 | BRER A AN Spondyloepiphyseal Dysplasia(SED)
1002 BRBEEFASECVDMAR)  |Achondroplasia 1009 |AFREE Split-hand/ Split-foot malformation { SHEM)
1003 [(BEE{LE RECHE) Osteopetrosis 1010 | BB/ EAE Pseudoachondroplastic dysplasia
1004 PEFFEBEIER Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann PR EEMREE Conradi-Hunermann syndrome
1005 [[RS MR R Primary Paget disease 1012 | ZZNBREZEFAEE Multiple Epiphyseal Dysplasia
1006 SERERBRFEEE Cleidocranial dysplasia 1013 | REBRETE Hypochondroplasia
1007 ;ﬁgﬁ;’%‘t BRAERREF B |\ fCune Albright syndrome

11 - GEESRS
1101 B ALIREE (BidE AJE) Marfan syndrome 1103 [SeREER SR Ema Ehlers Danlos syndrome IV
1102 [EEEREKERREEEE)  |Waardenburg syndrome 1104 | BHIKERE Beals Syndrome
12 ~ EMTIHERE

1202 |EEGEEREED Thalassemia major 1206 | iSRRI IAT R AR E Paroxysmal Nocturnal Hemoglobinuria
1203 | MESRITRE Thrombasthenia 1207 |FeRMEERET TR 4 R i Ein Diamond Blackfan Anemia
1204 |[FIERESTESE CHZHE  |Homozygous proetin C deficiency 1208 |FE A R B I R Atypical Hemolytic Uremic Syndrome
1205 | 1-BiBEEE A REE i & 1- Antitrypsin deficiency 1209 |[EBEHE S HziE Protein S Deficiency

13 ~ BEERA
1301 [FpAuER RS REHIMAE |Bruton's agammaglobulinemia 1306 | #hERLLD 8 BRZHE Complement Component 8 deficiency
1302 |RRIESEASTER Chronic primary granulomatous disease 1307 |IPEX SEfRES IPEX Syndrome
1303 |SeRtEmafsikE Y B iEBREE| Congenital Hyper IgE syndrome 1308 |G RREN MIEREE Hyper-IgM Syndrome
1304 |Wiskott-Aldrich FCIEREF Wiskott-Aldrich Syndrome 1309 | v FEE2H 160 Interferon y receptor 1 deficiency
1305 |BEESR ORI RIEERE Severe combined immunodeficiency




14 ~ ISR

FERET LEEFIE

1401 (JER27E ) Congenital adrenal hypoplasia 1407 |Kenny-Caffey ICFEREE Kenny-Caffey syndrome

- LRI RN - SRR - MEBRRE - FAE |WAGR Syndrome(Wilms'  tumor-Aniridia-
1400 | BREERIFABREASIE Poendohypoprethyroidism 1408 | RempieERE (W A G RIEEE) Genitourinary Anomalies-mental Retardation)
1403 |[F&TFEESRERE |Homozygous familial hypercholesterolemia 1409 | B LR R RR DU ACTH resistance
1404 | FLBERORL i Familial hyperchylomicronemia 1410 |1 o -BR{LEEHL= FERES 1 a -hydroxylase deficiency
1405 |BREEREE CREHE) Acromegaly 1411 [Kallmann FSEREE Kallmann syndrome
1406 |Laron BRARMRIEREE Laron syndrome (Laron dwarfism)

15 ~ RIEH MRS 45
1501 R REE A Neurofibromatosis Type || 1505 {Beckwith Wiedemann ECHEREEE Beckwith Wiedemann syndrome
1503 |EERA R SRR Retinoblastoma 1506 | SERR LA &5 Lymphangioleiomyomatosis(CLAM)
1504 [PER R 4HHE RS Nenroblastoma 1507 | Fe{0-FRiBEEEE Von Hippel-Lindau(VHL)
16 ~ SMERYE
1601 |B{RHRFICEE Apert syndrome 1614 |SZREEECHRE Noonan syndrome
1602 [Crouzon ESEMREE Crouzon Syndrome 1615 |l RN E O EEIECNEASE)  |Costello Syndrome
1603 {ER-FEFBIRE Russell-Silver syndrome 1616 |Fraser EGHiE Fraser syndrome
1604 {Comelia de Lange (CHEMEF  |Cornelia de Lange syndrome 1617 | e R R BRGSO BNE SB;;pm hirmosis-Prosis-Fpicanthus Tnversus
1605 |X BedTiE Fragile X syndrome 1618 | IEATRERETE Kabuki make-up syndrome
1606 |CHARGE B & B CHARGE association 1619 | H-#5-35 (Rb) fERE Oto-Palato-Digital syndrome
1607 {Aarskog-Scott ECHERREF Aarskog-Scott syndrome 1620 |Robinow ECHERREE Robinow Syndrome
1608 {Smith-T.emli-Opitz FEFREE Smith-Lemli-Opitz syndrome 1621 (Pfeiffer ERAEMREE Pfeiffer Syndrome
1609 {Bardet-Biedl FRSERREE Bardet-Biedl syndrome 1622 |35 (Bt) HFREERRF Nail-Patella Syndrome
1610 fﬁ%ﬁ%{fﬁ (TSGR cen syndrome 1623 |CFC fEfREE Cardicfaciocutancous Syndrome
1611 gﬁ&iﬁ:ﬁ Pfeiffer FGAEER Pierre Robin Syndrome Pfeiffer Syndrome 1624 |Peter-Plus fE{REE Peter-Plus Syndrome
1612 [EEATIHHR ECRERRES Treacher Collins syndrome 1625 |Nager FEfEEE Nager Syndrome
1613 |- R A R Multiple pterygium syndrome 1626 iCoffin-Siris fEERE Coffin-Siris syndrome
17 ~ P BRE
1701 %@;&giﬁmﬂﬂ B | brader-Willi syndrome 1704 |DiGeorge's FAREE CKEAKED) DiGeorge's disease
1702 |Angelman FSERREF(HREESLM) |Angelman syndrome 1706 |Rubinstein-Taybi FIERREE Rubinstein-Taybi syndrome
1703 |BRBEHTPCEE Williams Syndrome 1707 |Branchio-Oto-Renal E R 5 Branchio-Oto-Renal Syndrome
18 ~ HA AR AHIRH

1801 | B4 Hutchinson Gilford progeria syndrome 1808 | TGS BT B B M RIEEE Campomelic dysplasia with antosomal sex reversal
1802 %""kﬁm B (RISURERMERR | ocavme syndrome 1800 | e R MRS R T BHIE A (R R Klippel-Trenaunay syndrome
1803 [ERIE-SERFKEREEE  [Hallermann-Streiff syndrome 1810 | 3R e B ST Hereditary Hemorrhagic Telangiectasia




1804 %2 —FF —BBIEIREE Tricho-hepato-enteric syndrome 1811 [Stargardt’ s FRSE Stargardt's disease
1805 [ RMAKEREREE Congenital Varicella Syndrome 1812 | AR ST B aniridia
1806 | ABIFEE Werner Syndrome

* ABRAGETHE - BhENES GG FAERAR SRDEGE 236 1) - MRNEE B EABRMRASREFETARRBYZER - FMAFZORERFRL LY
EAEEAE (ERRE 20154 4 536 2051) WEFEEERS  RAEHHIRRE T EETER -



