FREREESEREEF

REFRREPMAR (2019 REEEH )

01 ~ AR/ ARBRAHEE

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 | =R T HEENE A B2 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 |SiEa A0 ffE Hyperlysinemia 0120 |75 &I L-Ha BB IR A Al R = i Aromatic L-amino acid decarboxylase deficiency
0111 |4HHEERE e Histidinemia 0121 | FECPS — B i D e BB BB T (Ch1 C 7Y) Cobalamig Cpefect (Methylmalonic Aciduria and

Homocystinuria, Cb1C type )

02 ~ RETERAHEE

0201 |JIHE & ME Citrullinemia 0204 [¥ERZ T —Fel 262 E Argininosuccinic aciduria
0202 | E R 2 B AL A% R = fE |Omithine transcarbamylase deficiency 0205|151 & e I - 1= 22 MU - = TN I [T (e B Hypero.rnith%nerpia-Hyperammonemia-

Homocitrullinuria Syndrome
0203 | ZBaF%pahe & R = i Nitroacetylglutamate synthetase deficiency (NAG) | 0206 |{5Hr | _Bele == iE Argininosuccinic Aciduria

03 ~ EAUHEE

0301 |ATHEEEEFERE (type I~type IV)  |Glycogen storage disease (type I~type IV) 0320 |EEHEEE Mucolipidosis
0302 |BEZEESE (type I ~ type VI) Mucopolysaccharidoses(type I ~ type VI) 0321 |(FHAM R A R R
0303 |EBEIE Gaucher's disease 0322 |ER7K b & T2 FEE E RE R Carbohydrate-deficiencyglycoprotein syndrome
0304 |Fabry BIE CEEGEE) Fabry Disease 0323 |ELfE Trimethylaminuria
0305 |JE = VCriE Niemann-Pick Disease 0324 e K2 FHIEEZEN BIE Congenital generalized Lipodystrophy
0306 |0 SRR % X @ g6 = iE Short-chain acyl-CoA dehydrogenase deficiency 0325 |HhERERS L LR E ZIE gi?f:ii?é;}iﬁlcig_coenzyme Adehydrogenase
0307 B RIS 5 EAEE Adrenoleukodystrophy (ALD) 0326 | L B AR S AER = Pyruvate dehydrogenase deficiency
0308 |HEAnEE LIE R B4 Fatty acid oxidation defect 0327 |HSHEM: s Rg e Cerebrotendinous Xanthomatosis
0309 |aoffifisEE & LEGE = Sulfite oxidase deficiency 0328 (SIS 5 e A ey M it ik e Glut(Glucose Transport) 1 Deficiency Syndrome
0310 |ZEEMEEMERTHE, SEMEPRAE |Fructose intolerance, hereditary 0329 (TRl BLREE R 5 R B Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 |EehE =T (FE)  |Fucosidosis 0330 | SEEZ T fE Sitosterolemia
0312 (&M ARt = E Carnitine deficiency syndrome, primary 0331 |$HEHREGEL = fE Molybdenum cofactor deficiency
0313 |MLD fEfEEf Metachromatic Leukodystrophy (MLD ) 0332 |{EBEEE BelT Hypophosphatasia
0314 [Hr4pAaELpE Mitochondrial defect 0333 |BR4MPERS o /E B Globoid Cell Leukodystrophy
0315 |'&EE porphyria 0334 |2 EEERE Barth Syndrome




0316 |EiEE AR EE Wilson's disease 0335 |Beta i fiEEG G = jiE Beta-Ketothiolase Deficiency

0317 SRV s LB MUE Congenital hyperlactic acidemia 0336 |58 AL ARSHS e M FER s EE = F Infantile form Lysosomal Acid Lipase Deficiency
o bil) ZBE SN . . . . . . - : ..
0318 EE%%EE BRE BT Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |Z&3& 1445 s AE B G = iE Multiple Sulfatase Deficiency
0319 [FFAMEMEE Galactosemia 0338 |y &= fE Biotinidase Deficiency
04 ~ LFHTHRERHE
0401 | & MR N $8E I UREE Primary Pulmonary hemosiderosis 0406 [Holt-Oram FCEMREEE Holt-Oram Syndrome

Andersen EJEMERE (/0B FERE RS A HAM:

0402 (IR S MEREhAR = BRE Primary Pulmonary Hypertensio,PPH 0407 REBURE [ ST T T ) Andersen's syndrome
0403 |Alstrom ECHE{EE: Alsrtom Syndrome 0408 |& B ERge g = iE Asphyxiating thoracic dystrophy
0404 |EFE¢ 88 bl BRI L Idiopathic Infantile Arterial Calcification 0409 SR fE MR A S IEERE Congenital Central Hypoventilation Syndrome
0405 |ZEARAEAE(L Cystic fibrosis

05 ~ JHEZR&LH
0502 | R MERERE & B hE Inbon errors of bile acid synthesis 0504  |FaTHir 25 BRE R Alagille Syndrome

06 ~ JBFR 2 MR
0601 | B AR R ARIE X-linked nephrogenicdiabetes insipidus 0604 |Z MR #HE Hypokalemia, familial
0602 [MERE EAUE RSB | X-linked hypophosphatemic rickets 0605 | H ASbE B (5 2 FE B R Autosomal recessive polycystic kidney disease
0603 |Lowe ECIE(ERE Lowe sydrome 0606 |Bartter EE(ERE Bartter's syndrome

07 ~ FEER e

0701 |BEAERS M E s Moya moya disease 0720 [#HEETTIg AR RS 16 E T Neuronal ceroid lipofuscinosis
0702 |FHKAEEE B A 20E Agenesis of corpus callosum 0721 |Alexander EXJA Alexander disease
0703 | & g8/ NS BA LM EEETR 2HIERE | Spinocerebellar ataxia 0722 |{EHEE(EEE Stiffperson syndrome
0704 | = THEE SRR Huntington disease( X f# Huntington's chorea) 0723 |Fg R e FEA L RgER = E Tyrosine hydroxylase deficiency
0705 |4EEAMERE(EE Tuberous sclerosis 0724 [Wolfram FCIEEE: Wolfram syndrome > DIDMOAD
0706 |Z &M EE Multiple sclerosis 0725 | MR EEME T B s Hereditary spastic Paraplegia
0707 |Zellweger EIE BEF Zellweger syndrome 0726 |Toubert FEMERE (RIEME/ NGB T~ 2) Joubert syndrome
0708 [FrffICIENEET Rett syndrome 0727 |Pelizacus-Merzbacher [GHE (P81 5L RIFSHE(LRE ) |Pelizacus-Merzbacher Disease
0709 | B REMENLAZESEE Spinal muscular atrophy 0728 [HHEEIE (A S eSS A ZELSHIT ) Kennedy Disease
0710 [Menkes [CIEBEE: Menkes disease 0729 | B 25 S5 M Ay 62 Familial Amyloidotic Polyneuropathy
0711 | WIS HERIRBELREGITA ) | Amyotrophic lateral selerosis (ALS) 0730 | BE MBS - PO L1 e
0712 |Charcot-Marie-Tooth EG¥iE Charcot-Marie-Tooth Disease 0731 |Moebius FE{EEE Moebius Syndrome




0713 |GM1/GM2 K& H AEEEHE |GM1/GM2 gangliosidosis 0732 [McLeod JEEEE McLeod Syndrome
0714 |Lesch-Nyhan [CIE{ERE Lesch-Nyhan syndrome 0733 |Aicardi-Goutieres fEfZEEE Aicardi-Goutieres Syndrome
0715 |FEAARMUNE BEEERE  |Ataxia telangiectasia 0734 | & FRATEERE Proteus Syndrome
0716 [HEREREZHZE Sialidosis 0735 [MECP2 & & (R g@igfén?p(} binding protein 2 Duplication
0717 SR M AN BURE & 0F 8 FE |Congenital insensitivity to pain with anhidrosis 0736 |&R/ NEE(ERE Cerebro-Costo-Mandibular Syndrome
0718 | 1% DI AE R (= A Hypothalamic dysfunction syndrome 0737 |Dravet fEfEEE Dravet Syndrome
0719 |Miller Dieker fE{FEE Miller Dieker syndrome 0738 | B HIE Vanishing White Matter Disease
08 ~ R imEE
0801 | MR K7 o3 i M 7K BEIE Hereditary epidermolysis bullosa 0809 |32 5a Rl B IER I S Infantile systemic hyalinosis
0802 |EdkfAfhiE: (EasfEMEEAY)  |Ichthyosis, lamellar recessive 0810 |Meleda B ¥ Meleda disease
0803 |9MIffEbeE 4= BIE Ectodermal Dysplasias 0811 |Darier E5JH (EEEAIERE) Darier's disease
0804 |EEHE R Collodion baby 0812 | RMEA LA IE Dyskeratosis Congenita
0805 [BiEfes i Harlequin ichthyosis 0813 | K s Fo (L = s Eﬁiﬁﬁaiﬁ iﬁ;ﬁ%ﬁimoplaﬁt&r
0806 |ZK EBIL:FoM: il e 4l &7 |Bullous Congenital ichthyosiform erythoderma | 0814 |Netherton JEfEER Netherton Syndrome
0807 |t R AEHAE Incontinentia pigmenti 0815 |Se RMEE RAIEEZERE Giant Congenital Melanocytic Nevus
0808 |HEHR Rz e Oculocutaneous albinism
09 ~ ALATRE
0901 |7 {0 M4 RE A P RS AT LR 52 Hereditary cytoplasmic body myopathy 0910 | 2 seBUAL AR EIE Becker Muscular Dystrophy(BMD)
0902 |FEERXHLAZELEE Duchenne muscular dystrophy (DMD) 0911 |Freemam-Sheldon ECIEERE Freemam-Sheldon syndrome
0903 |FIL = o sy 2 Jps Central core myopathy 0912 | RUAL A EAECES 2A B ~ 25 2B AU ~ 55 2D &) |Limb-girdle muscular dystrophy(type 2A ~ 2B ~ 2D)
0904 |Nemaline 45K AL A & Nemaline Rod Myopathy 0913 | SR M ERE Congenital Muscular Dystrophy
0905 |Schwartz Jampel EGHEEEE Schwartz Jampel syndrome 0914 |21 N ZE AR Multiminicore Disease
0906 |HILAGRE fE Myotonic dystrophy 0915 |Emery-Dreifuss JLIEIE Emery-Dreifuss Muscular Dystrophy
0907 | A BRI AZE4ETE 0916 |GNE #abiiA/L 7 GNE myopathy
0908 |Il/IVE Myotubular myopathy 0917 |SEFCREMRfE R RE Stormorken syndrome
0909 |mH[ERREAL R EE Facioscapulohumeral muscular dystrophy
10 ~ HERE
1001 | ARENE (BESLELE ) Osteogenesis imperfecta 1008 |Ba&3EE EE Spondyloepiphyseal Dysplasia(SED)
1002 [#RE#EBERSIECIVINASL)  |Achondroplasia 1009 |Z4FZLEIE Split-hand/ Split-foot malformation ( SHFM )
1003 |BEAEE CREAEE) Osteopetrosis 1010 RS #EA 2 Pseudoachondroplastic dysplasia
1004 |ZETHEEAEMEALR Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann EEfEEE Conradi-Hunermann syndrome




1005 |FEEMSEME R Primary Paget disease 1012 %’é’%@”ﬂﬁf BEARIE Multiple Epiphyseal Dysplasia
1006 |$EEREEREAEE Cleidocranial dysplasia 1013 | KERF#HE AN IE Hypochondroplasia
1007 Xcég;?%ﬁ?t FAE AR McCune Albright syndrome 1014 S REEERE Klippel-Feil Syndrome
11 ~ GE4raHESNEE
1101 B FLEGIE (Hdsk \JE) Marfan syndrome 1103 |Fe R &S S 4H 45 22 5 S5 U Ay Ehlers Danlos syndrome IV
1102 |ELB B EIEFERE(EEIRER)  |Waardenburg syndrome 1104 |RERGEERE Beals Syndrome
12 ~ BIMIIRERE
1202 |ERUEEMEE Thalassemia major 1206 |FEE8 78 FE AT 2R PR IE Paroxysmal Nocturnal Hemoglobinuria
1203 |/ Mk g S 79E Thrombasthenia 1207 |FeRME44TIMmBR T A [ rse i 1 Diamond Blackfan Anemia
1204 |[EIENETFEEE CH=E |Homozygous proetin C deficiency 1208 |FEELAI A PR 35075 ME (B R Atypical Hemolytic Uremic Syndrome
1205 |a 1-Bifk s A Bt = fE @ 1- Antitrypsin deficiency 1209 [EEHE S TR=IE Protein S Deficiency
13 ~ R HR
1301 (fAEEE ARG EEREHME  |Bruton's agammaglobulinemia 1306 |ffgRy 8 Bh=iE Complement Component § deficiency
1302 R PR A 2 s Chronic primary granulomatous disease 1307 [IPEX fE(ZEEE IPEX Syndrome
1303 |Fo KMk EE H E fE{#RF |Congenital Hyper IgE syndrome 1308 | Sy BkEE M EEE Hyper-IeM Syndrome
1304 (Wiskott-Aldrich FCHEBERE Wiskott-Aldrich Syndrome 1309 |y FHERZE 1 6hHE Interferon 7 receptor 1 deficiency
1305 |EEEE T RyTf = fiE Severe combined immunodeficiency 1310 |38 {E M A A /K Hereditary Angioedema
14 ~ N5 INER
1401 [FeRMEE FRRSsE R4 (JEMANE) |Congenital adrenal hypoplasia 1407 |Kenny-Caffey FCIEERE Kenny-Caffey syndrome
1402 |{ERMAEENFE RS B Pseudohypoparathyroidism 1408 Qg—%ﬁ;ﬁiw T*GI?{E‘ = Eﬂiﬁ ;ﬁﬁ \&ifiigzgﬁzﬁﬁsme;‘g‘ﬁe?;g;iﬁn)
1403 |[El&F 2200 = s S B Homozygous familial hypercholesterolemia | 1409 & g 2 {EZHiiE ACTH resistance
1404 | R = ALEEGCh i Familial hyperchylomicronemia 1410 |1 o -FACHfEh = EERE 1 a -hydroxylase deficiency
1405 |FEImAEACRE (RBE) Acromegaly 1411 |Kallmann ESE(EEE Kallmann syndrome
1406 |Laron EERIFEEEEE Laron syndrome (Laron dwarfism) 1412 |7 AT 28 SR PR 7S Permanent Neonatal Diabetes Mellitus
15 ~ RIEH 4IRS AR
1501 [fHESAB A RTE i EESE — B Neurofibromatosis Type 1T 1505 |Beckwith Wiedemann ECE(EEE Beckwith Wiedemann syndrome
1503 | AR 4dR RF 4R Retinoblastoma 1506 |ARESINAE o E R AT B AR Lymphangioleiomyomatosis(LAM)
1504 |fH&REAT A RE Neuroblastoma 1507 |BFB-MERE (R Von Hippel-Lindau(VHL)
16 ~ SN RE
1601 | Z (R EIE Apert syndrome 1615 | e fTHei# R a8 P 2 I A e (/B TE) Costello Syndrome
1602 |Crouzon FIE(FERE Crouzon Syndrome 1616 |Fraser EIE Fraser syndrome




1603 |5 Z-FaIR EIE Russell-Silver syndrome 1617 |4 KM s TR/ INE Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
1604 |Cornelia de Lange FJE(ERE Cornelia de Lange syndrome 1618 |SEE(FEERE Kabuki make-up syndrome
1605 X HEHTE Fragile X syndrome 1619 |H-#5-45 (Hb) fEEERE Oto-Palato-Digital syndrome
1606 |CHARGE Et& W7 CHARGE association 1620 |Robinow ECIE(EEE Robinow Syndrome
1607 |Aarskog-Scott ESREMERE Aarskog-Scott syndrome 1621 |Pfeiffer FRAE{ERE Pfeiffer Syndrome
1608 |Smith-Lemli-Opitz fE{EEE Smith-Lemli-Opitz syndrome 1622 [¥§ (i) FEESE(ERE Nail-Patella Syndrome
1609 |Bardet-Bied] & iE{ERE Bardet-Biedl syndrome 1623 |CFC E(EEE Cardiofaciocutaneous Syndrome
1610 %%%s%zn_ ;E‘ E Eg&; rEEEEE) Larsen syndrome 1624 |Peter-Plus fE{EEE Peter-Plus Syndrome
1611 |F7F 4R IE Pierre Robin Syndrome 1625 |Nager fE{ERE Nager Syndrome
1612 [EEAN-Fl PRI ECE (R Treacher Collins syndrome 1626 |Coffin-Siris JiEEE Coffin-Siris syndrome
1613 |28 VR (RT Multiple pterygium syndrome 1627 |BFF-TE T (AT White-Sutton Syndrome
1614 |23FEEE Noonan syndrome
17~ FERAF

1701 Ej?%%;z?\;ah‘ E;égg,%) Prader-Willi syndrome 1706 |Rubinstein-Taybi (G RE{ERE Rubinstein-Taybi syndrome
1702 |Angelman ECIEBERE(EEDLAE) Angelman syndrome 1707 |Branchio-Oto-Renal fE{EEE Branchio-Oto-Renal Syndrome
1703 | B BEETEE Williams Syndrome 1708 |Kleefstra fE(EEE Kleefstra Syndrome
1704 |DiGeorge's fitfeff KB IGILSE)  |DiGeorge's disease

18 ~ EAtr s s AHRER
1801 |F&IE Hutchinson Gilford progeria syndrome 1809 SR MER#ARIETE & A K SE (R B Klippel-Trenaunay syndrome
1802 |Cockayne & (FIHLAEMEERE |Cockayne syndrome 1810 [ZE M M E PR R Hereditary Hemorrhagic Telangiectasia
1803 /)2 - S EA R BT RE Hallermann-Streiff syndrome 1811 |Stargardt” s FCIE Stargardt’ s disease
1804 |82 — FF — BRMIE(R RS Tricho-hepato-enteric syndrome 1812 |F R M et st aniridia
1805 | KM K G iE (AT Congenital Varicella Syndrome 1813 |Kohlmeier-Degos 4 i Kohlmeier-Degos Disease
1806 | AL FEE Werner Syndrome 1814 |FREM BT B E Occult Macular Dystrophy
1808 |4Hf5EE 5 B M A EEE] Campomelic dysplasia with autosomal sex reversal
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