FREREESEREEF

REFRREPMAR (2017 REEEH )

01 ~ R/ ERRAHEYE
0101 |ZRMEHFRAE Phenylketouria(PKU) 0112 |FAEEN BB MUE Methylmalonic acidemia (MMA)
0102 | = BieHE I e Homocystinuria 0113 |22 ME Isovaleric academia (IVA)
0103 | 4 = BS AL [ Hereditary tyrosinemia 0114 |NBZIMIE Propionic acidemia (PA)
0104 | /=5 F R R I LA Methionine adenosyltransferase deficiency ,MET 0115 R FefE » 55— ~ — &Y Glutaric aciduria type I, II
0105 [PECHEFRIE Maple syrup urine disease (MSUD) 0116 |E FEme (5 B 3-Hydroxy-3-methyl-glutaric acidemia
0106 |FEREM: & B fefE fUE Nonketotic hyperglycinemia 0117 | =HFEE ThEiEs A 8L R =IE 3-Methylcrotony-CoA carboxylase deficiency
0107 |BepaisE Cystinosis 0118 | MR LREEE = (B EBER G =F) |Multiple carboxylase deficiency
0108 |AHEFFRIE- PR EMESEL=JE |(Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0119 |/5 FifzefE M Hyperprolinemia
0110 |=EkRERLIME Hyperlysinemia 0120 |5 &IE L-FE RN p R Gt = E Aromatic L-amino acid decarboxylase deficiency
0111 |4HRZM MILAE Histidinemia
02 ~ REBREAHEE
0201 |/I\F&l& e Citrullinemia 0204 |f#ERz T ek R0 = fiE Argininosuccinic aciduria
0202 |5z 4 FR i AL R 5= 4 |Omithine transcarbamylase deficiency 0005 (725 B - 522 - s e Perormithinenmia-Hyperammonernia-
Homocitrullinuria Syndrome
0203 |2 Bz e i & R BER = fiE Nitroacetylglutamate synthetase deficiency (NAG) | 0206 |#&hz T _BEETZE Argininosuccinic Aciduria
03 ~ EArHRE
0301 |FFEEEEREIE (type I~type IV)  |Glycogen storage disease (type I~type IV) 0320 |REREEIE Mucolipidosis
0302 |EEZEEIE (type I ~ type VI) Mucopolysaccharidoses(type I ~ type VI) 0321 |(HAMr AR 38 2 Al R E )
0303 |EBEIE Gaucher's disease 0322 |l/K b &t = B A fE R Carbohydrate-deficiencyglycoprotein syndrome
0304 |Fabry BIE CEAEGEE) Fabry Disease 0323 |ELfE Trimethylaminuria
0305 [JE2UCIE Niemann-Pick Disease 0324 o KM BIREEER BIE Congenital generalized Lipodystrophy
0306 |sHHERSHHEE =R EEE = T Short-chain acyl-CoA dehydrogenase deficiency 0325 | #ERERI L = SR =T Me.dl.u m-chain acyl-coenzyme Adehydrogenase
deficiency (MCAD)
0307 |& FRRES I E BT Adrenoleukodystrophy (ALD) 0326 | EHRE EE AR G R = fE Pyruvate dehydrogenase deficiency
0308 |HshhfEE LIE R B4 Fatty acid oxidation defect 0327 |HSHEM: s Ra e Cerebrotendinous Xanthomatosis
0309 |aEbiFEEE E AR Sulfite oxidase deficiency 0328 (SIS 5 e A ) M it i e Glut(Glucose Transport) 1 Deficiency Syndrome




0310 |ZE{EMEERTHE, BEEEPRE |Pructose intolerance, hereditary 0329 |Fmim R BER 3 E R B Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 |FEiebEfCHliRy (FEFE)  |Fucosidosis 0330 | EFL M AE Sitosterolemia
0312 (R &M ARt = E Carnitine deficiency syndrome, primary 0331 |$HEHEGGEE = fE Molybdenum cofactor deficiency
0313 [MLD fE(EREE Metachromatic Leukodystrophy (MLD) 0332 (KB RE el Hypophosphatasia
0314 [Hr4RAeHLRE Mitochondrial defect 0333 |BR4HAEAS B8 ABE Globoid Cell Leukodystrophy
0315 |&&EE porphyria 0334 | BB EERE Barth Syndrome
0316 |ERE AR ECE Wilson's disease 0335 |Beta fii il = fiE Beta-Ketothiolase Deficiency
0317 |Se RS ALBRLE Congenital hyperlactic acidemia 0336 |52 58RI e RG I 4B iRl & = Infantile form Lysosomal Acid Lipase Deficiency
=3l 1 e DA . o . . L . .
0318 EE%J@EE R FBIEIT Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |58 1415 5 AE B G = iE Multiple Sulfatase Deficiency
0319 [EFUMEMIE Galactosemia 0338 |4V EBETE = iE Biotinidase Deficiency
04 ~ LFHZHEEL TR
0401 |JF 254 i $88 U RS RE Primary Pulmonary hemosiderosis 0406 [Holt-Oram ECHE{EEE Holt-Oram Syndrome
, - : : Andersen FIEMERE (0B EERRREE B B ,
0402 | R MR EIAK S FRIE Primary Pulmonary Hypertensio,PPH 0407 BB (2  SP T  Es ) Andersen's syndrome
0403 |Alstrom FIEEEE Alsrtom Syndrome 0408 |25 B Hape S Asphyxiating thoracic dystrophy
0404 |28 ST EnRIE L Idiopathic Infantile Arterial Calcification 0409 |JeRM:HHEMERRRAN R IEERE Congenital Central Hypoventilation Syndrome
0405 | B R4 Cystic fibrosis
05 ~ JH{EZRG LR
e i . . . e KM Cajal (K FE/E4HRENY 4 & 05 EMHE T E RE
y 4 o3 [T
0501 |EEFTIESTIRIERT POl /AT |Progressive intrahepatic cholestasis, PFIC 0503 Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
0502 |Se R MpERS & Ak EhE Inbon errors of bile acid synthesis 0504 |Fefir S BRE RS Alagille Syndrome
06 ~ BIR S BRKT
0601 |BHARIER ARIE X-linked nephrogenicdiabetes insipidus 0604 |ZZ AR $FE Hypokalemia, familial
0602 |MHRrEEA KB EE () EE | X-linked hypophosphatemic rickets 0605 |E BapE 18 (5 2 Fe M BHER Autosomal recessive polycystic kidney disease
0603 |Lowe [AEREEE Lowe sydrome 0606 |Bartter FCIE{ERE Bartter's syndrome




07 ~ FEERERrHeE e

0701 | ARSI EER Moya moya disease 0719 [Miller Dieker JEEEEE Miller Dieker syndrome

0702 |BikEEE B~ 2E Agenesis of corpus callosum 0720 | &K TR BE 18 FEFIE Neuronal ceroid lipofuscinosis

0703 |BBE/ NS BAE MBI E 77 M FERE | Spinocerebellar ataxia 0721 |Alexander X% Alexander disease

0704 | == TR SEETE Huntington disease( X f% Huntington's chorea) 0722 |(BREERE Stiffperson syndrome

0705 |&5&ERMERELIE Tuberous sclerosis 0723 | &Rz 7 LR ER = JE Tyrosine hydroxylase deficiency

0706 |25 &M EhE{LIE Multiple sclerosis 0724 |Wolfram ECRE{EEE Wolfram syndrome » DIDMOAD

0707 |Zellweger ECIEEEE Zellweger syndrome 0725 |BE MR EEME T B Hereditary spastic Paraplegia

0708 |Fr ECE (R Rett syndrome 0726 |Joubert [GIEMERE (FEM/ NMESBREFEE A2 ) Joubert syndrome

0709 |BEEMENLNZSEE Spinal muscular atrophy 0727 |Pelizaeus-Merzbacher [GHE (18145 ERIFSHE(LAE ) [Pelizacus-Merzbacher Disease

0710 |Menkes FCE(BRE Menkes disease 0728 |HEHEEE (AR EREMEAZESEE) Kennedy Disease

0711 |HZE 4t EZ=ELECH B A) |Amyotrophic lateral sclerosis (ALS) 0729 |ZIEME IR 5 25 % M A 62 Familial Amyloidotic Polyneuropathy

0712 |Charcot-Marie-Tooth [XJiE Charcot-Marie-Tooth Disease 0730 "= BE M EERAN: < (AR L IR ;i?gggg;igg:i éiz%? ted

0713 |GM1/GM2 tHESEREREEEREE |[GM1/GM2 gangliosidosis 0731 |Moebius JEfEHE Mogebius Syndrome

0714 |Lesch-Nyhan FIE(EEE Lesch-Nyhan syndrome 0732 |McLeod JEfERE McLeod Syndrome

0715 |FRAERnE REERE  |Ataxia telangiectasia 0733 |Aicardi-Goutieres JE {EHE Aicardi-Goutieres Syndrome

0716 |ERZREZR G fE Sialidosis 0734 | & HeHTEERE Proteus Syndrome

0717 [SeR MR BURE & 0 767 |Congenital insensitivity to pain with anhidrosis 0735 [MECP2 & £ B¢ g@ﬁiﬁf’(} binding protein 2 Duplication

0718 | MR T REFEREE (R E Hypothalamic dysfunction syndrome 0736 |H&Hh/ NGRS (2B Cerebro-Costo-Mandibular Syndrome
08 - S/ EE

0801 |5 (B M7= K7 oy fid /K i Hereditary epidermolysis bullosa 0809 |88 1A 4 B P TR e 1k Infantile systemic hyalinosis

0802 @ik (HASREMEEMEAY)  |Ichthyosis, lamellar recessive 0810 [Meleda =97 Meleda disease

0803 |SMLJEHE LA BfE Ectodermal Dysplasias 0811 |Darier F¥i (EZEA(LE) Darier's disease

0804 |fEfE 5 Collodion baby 0812 |Se KA EA 2fE Dyskeratosis Congenita

0805 [BiE €L i Harlequin ichthyosis 0813 | KT Fog{ i =1 E@ﬂiﬁi@ﬁﬁ;iﬁ;‘iﬁiﬁijﬁm"mmwr

0806 |ZK RIS KM A RS 4T 79E  |Bullous Congenital ichthyosiform erythoderma | 0814 |Netherton fE{ERE Netherton Syndrome

0807 |BZE s HE Incontinentia pigmenti 0815 | RMEE AT (MR Giant Congenital Melanocytic Nevus

0808 |HRHE Kz /e A LiE Oculocutaneous albinism




09 ~ AILATR 2

0901 |78 {E P2 HRIARE P i BT s 625 Hereditary cytoplasmic body myopathy 0908 |/ INE i Myotubular myopathy
0902 |ZREEEHLNZESEE Duchenne muscular dystrophy (DMD) 0909 |H/E FFREANERE Facioscapulohumeral muscular dystrophy
0903 | HIL. H-Sh-ify 22 375 Central core myopathy 0910 | H e BURL A RE Becker Muscular Dystrophy(BMD)
0904 [Nemaline &RARI AR EE Nemaline Rod Myopathy 0911 |Freemam-Sheldon ECIEREEE Freemam-Sheldon syndrome
0905 |Schwartz Jampel EEEEE Schwartz Jampel syndrome 0012 (FEHEAURLAERE(EE 2A AU ~ 28 2B AU ~ 28 2D &)  |Limb-girdle muscular dystrophy(type 2A ~ 2B ~ 2D)
0906 |WLAGEREE Myotonic dystrophy 0913 |Se KM ERE Congenital Muscular Dystrophy
0907 [HAAUHILAZESHE 0914 |20/ Nl 2= AL Multiminicore Disease
10 ~ FERRE

1001 | BARERE (Byrsed:) Osteogenesis imperfecta 1008 ['HEE S E RYE Spondyloepiphyseal Dysplasia(SED)
1002 |#EEEEARSECIVNALL Achondroplasia 1009 |ZLF-BLEE Split-hand/ Split-foot malformation ( SHFM )
1003 | BB GLE CREATEE) Osteopetrosis 1010 RS ZER 2 Pseudoachondroplastic dysplasia
1004 [EFTHEEEMEERLR Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann [ JEfEEf Conradi-Hunermann syndrome
1005 |FEMEE S % Primary Paget disease 1012 |Z &M T HEE N 2iE Multiple Epiphyseal Dysplasia
1006 |$HEBEEREEE Cleidocranial dysplasia 1013 | KEFHEBASE Hypochondroplasia
1007 Zéﬁ%?%%ﬂ FAEBREFE |\ 1oCune Albright syndrome 1014 |4 K St Klippel-Feil Syndrome

11 ~ EEFHBRE
1101 [ MLEIE (Wnddk AJE) Marfan syndrome 1103 |FeRES S aH 45 5 S5 Ay Ehlers Danlos syndrome IV
1102 |ELB A EIEARE(EEARER)  (Waardenburg syndrome 1104 | HIEERE Beals Syndrome

12 ~ BIMINERE
1202 (EEADEEFMEE Thalassemia major 1206 |Per PR e 4T R R YE Paroxysmal Nocturnal Hemoglobinuria
1203 | /MR JJE Thrombasthenia 1207 | SRS AT 3k P AR R B 14 & i Diamond Blackfan Anemia
1204 |[EEREFEAE CHZE  [Homozygous proetin C deficiency 1208 |FE LAY M: PR B VA MUE (B Atypical Hemolytic Uremic Syndrome
1205 | a 1-PipEE 2 FgH = fiE a 1- Antitrypsin deficiency 1209 |ZEEH'E S BEZE Protein S Deficiency

13 ~ RN

1301 |[fAEGEK (EREERE H ME  |Bruton's agammaglobulinemia 1306 |f#geRy 8 = iE Complement Component 8 deficiency
1302 |JE 38 M8 R Chronic primary granulomatous disease 1307 [IPEX fEfEEE IPEX Syndrome
1303 SRk =Bk E H E EREES |Congenital Hyper IgE syndrome 1308 | = e EBkE N M R Hyper-IgM Syndrome
1304 [Wiskott-Aldrich [CIE(EEE Wiskott-Aldrich Syndrome 1309 |y HHEZEZEE 1 6 Interferon 7 receptor 1 deficiency
1305 |BrEE G ek = E Severe combined immunodeficiency




14 ~ R bmA

1401 |Fe KM% EiREE 52 (JEMEESE) |Congenital adrenal hypoplasia 1407 |Kenny-Caffey ECIE(EEE Kenny-Caffey syndrome
_ X L J R AR G R ~ JEEMITRE - MRESELE - BYBE |(WAGR Syndrome(Wilms™  tumor-Aniridia-
AR R AEY " v . . i
1402 VR FIARBREARIE Pseudohypaparathyroidism 1408 [EREE(ERE (W A G RIEERE) Genitourinary Anomalies-mental Retardation)
1403 |[El& T2 M = b [ e L Homozygous familial hypercholesterolemia | 1409 & _HR BB ZHilE ACTH resistance
1404 |22 i = ALBEOR L ITLE Familial hyperchylomicronemia 1410 |1 a -FAEEGHE = EREEE 1 a -hydroxylase deficiency
1405 |RsAEAHE CRAZE) Acromegaly 1411 |Kallmann ECSE{EE: Kallmann syndrome
1406 |Laron (G ARIEE(ERE Laron syndrome (Laron dwarfism) 1412 |7k A MEHT A SO RE PRI Permanent Neonatal Diabetes Mellitus
15 - F ER AR
1501 |reXaB g (=R eE — A Neurofibromatosis Type II 1505 |Beckwith Wiedemann ECYEREE Beckwith Wiedemann syndrome
1503 | 1R 4 s RE4H AR Retinoblastoma 1506 |RESI0AE o E AL ARG A8 Lymphangioleiomyomatosis(LAM)
1504 [t B4Rt g Neuroblastoma 1507 | &A{0-PRIBEEERE Von Hippel-Lindau(VHL)
16 ~ SN EE
1601 |B{HEFIIE Apert syndrome 1615 | vEHTHE & IR o M 2 5 B E N AE) Costello Syndrome
1602 |Crouzon EGEEEE Crouzon Syndrome 1616 |Fraser [KJiE Fraser syndrome
1603 |ZE2=-pEE Russell-Silver syndrome 1617 26T M2 e e T N SB;Z%};ZEEshlmoms-Ptos1s-Ep1canthus Inversus
1604 |Cornelia de Lange [KIE(RRE Cornelia de Lange syndrome 1618 |SRER(E R Kabuki make-up syndrome
1605 |X HErE Fragile X syndrome 1619 |H-#5-f5 (BL) fEERE Oto-Palato-Digital syndrome
1606 |CHARGE Bt &5 CHARGE association 1620 [Robinow EKJFE{ERE Robinow Syndrome
1607 |Aarskog-Scott ECIEEEE Aarskog-Scott syndrome 1621 |Pfeiffer [CIE(EEE Pfeiffer Syndrome
1608 |Smith-Lemli-Opitz fEERE Smith-Lemli-Opitz syndrome 1622 |¥5 (k) HEEEE(EEE Nail-Patella Syndrome
1609 |Bardet-Bied! [CRE(ERE Bardet-Biedl syndrome 1623 |CFC JE{EEEE Cardiofaciocutaneous Syndrome
1610 %%%S%Zri ;; ;EE Eﬁﬁg{ rEEREE) Larsen syndrome 1624 |Peter-Plus JEfERE Peter-Plus Syndrome
1611 | EZEE IE Pierre Robin Syndrome 1625 |Nager fEfEEE Nager Syndrome
1612 [ al- AR ET B IE (&R Treacher Collins syndrome 1626 |Coffin-Siris fEEEE Coffin-Siris syndrome
1613|2538 B IRIEE (7R Multiple pterygium syndrome 1627 1545 - E (A White-Sutton Syndrome
1614 B35 EIE Noonan syndrome




17~ EBEE

1701 I(D/j?(ézg%h‘ E%%Zﬂf’;jg) Prader-Willi syndrome 1706 [Rubinstein-Taybi & iEEEE Rubinstein-Taybi syndrome
1702 |Angelman KRE(ERE(IREETTE) Angelman syndrome 1707 |Branchio-Oto-Renal fE{EEE Branchio-Oto-Renal Syndrome
1703 |EBERTECIE Williams Syndrome 1708 [Kleefstra fEEEE Kleefstra Syndrome
1704 |DiGeorge's JEMERE GKBIEBEIE)  |DiGeorge's disease

18 ~ HAtr A HER
1801 |F-30E Hutchinson Gilford progeria syndrome 1809 |Se KM AEARES 2B E AT (B B Klippel-Trenaunay syndrome
1802 |Cockayne &, (KGR MEMEEE |Cockayne syndrome 1810 [ E M M M E HRTEE Hereditary Hemorrhagic Telangiectasia
1803 /NS - S A R RE (R Hallermann-Streiff syndrome 1811 |Stargardt’ s ECHE Stargardt’ s disease
1804 |82 — FF — B s e Tricho-hepato-enteric syndrome 1812 |Fe R P e e aniridia
1805 SR MK e RE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos %F&iE Kohlmeier-Degos Disease
1806 |l A B F 2 Werner Syndrome 1814 (FREMEPEE R BTE Occult Macular Dystrophy
1808 (5545555 A B KM Al HE ] Campomelic dysplasia with autosomal sex reversal
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