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01 ~ JREskcRe/A IR U SR,

0101 |AEEFRIE Phenylketouna(PKU) 0113 |%%ME MfE Isovaleric academia (IVA)
0102 |/= Rl M Homocystinuria 0114 |PRNEEIE Propionic acidemia (PA)
0103 |2 {01 = Tk e I ffTRE Hereditary tyrosinemia 0115 [ =FeiE » 5— -~ — Glutaric aciduria type I, 11
0104 |/ F I e e L i Methionine adenosyltransferase deficiency (MET) | 0116 | Becfg (5 525 3-Hydroxy-3-methyl-glutaric acidemia
0105 | mafe PR Maple syrup urine disease (MSUD) 0117 |Z=HEEGNEHENE A BAEBEZRLZE |3-Methylerotony-CoA carboxylase deficiency
0106 |FENEE S H Rl e Nonketotic hyperglycinemia 0118 |3 MR EBEER = IiE Multiple carboxylase deficiency
0107 |BEHEIEE Cystinosis 0119 /=i MiE Hyperprolinemia
0108 [ARFHFRIAE- VUG FENEIS EL S fE Phenylketonuria-Tetrahydrobiopterin deficiency 0120 &I L-Re AR i8R s A= iE  |Aromatic L-amino acid decarboxylase deficiency
0110 s simems f Hyperlysinemia 0121 Eﬁ%?ﬁgﬁalﬁlr =D = MR RR E(Cb1 Cobalamir} C Defect (Methylmalonic Aciduria and
C 7Y Homocystinuria, Cb1C type )
OL11 |4AMmg I E Histidinemia 0122 |FRPRIE Alkaptonuria
0112 [HFEAN M MmiE Methylmalonic acidemia (MMA)
i 02 - RETERUHEE .
0201 |\l M e Citrullinemia 0204 é{%ﬂ(ﬁiﬁz%%ﬁtﬁiﬁfﬁﬁaﬂi Other Congenital Urea Cycle Disorders
0202 |E Rl 2 PG SRS Rt = Omithine transcarbamylase deficiency 0205 %%@E’iﬁﬂﬁ-%ﬁmﬁ-%)ﬁﬂiﬂﬂﬂ Hyperqrpith%nemia—Hyperammonemia-
REGEET Homocitrullinuria Syndrome

0203 | ZBiAe el & R g il = fiE Nitroacetylglutamate synthetase deficiency (NAG) | 0206 [lEHE T R EHZIE Argininosuccinic Aciduria

L | 03 ~ HAHRY
0301 [FFFAEERTRE (type I~type IV) Glycogen storage disease (type I~type IV) 0321 |(CEA A Y JE 2 AT B i)
0302 [BEZZMEAE (type I ~ type V) Mucopolysaccharidoses(type I ~ type VI) 0322 K EE R B e B Carbohydrate-deficiencyglycoprotein syndrome
0303 |& B Gaucher's disease 0323 |=FHERRZPRAE Trimethylaminuria
0304 [Fabry EodiE CGEAREHIGE) Fabry Disease 0324 e XM BEEEERN BIE Congenital generalized Lipodystrophy
0305 |[& 2 VT Niemann-Pick Discase 0325 | SRS = alE R = i g/i?idclitér;c-gh(ﬁlcazél)-coenzyme Adehydrogenase
0306 |5 HEHE AL 2 SNEEh = T Short-chain acyl-CoA dehydrogenase deficiency 0326 |PIHE EEHR S NEH i Pyruvate dehydrogenase deficiency
0307 B FREHS A B RBAE Adrenoleukodystrophy (ALD) 0327 |RESHEME FH R Cerebrotendinous Xanthomatosis
0308 |AsAnlE EALTE R Fatty acid oxidation defect 0328 (S G b TRt a5 R I Glut(Glucose Transport) 1 Deficiency Syndrome
0309 |SohilgEE E LRl = Sulfite oxidase deficiency 0329 B ATimBU BRI S S5 A B Rhizomelic Chondrodysplasia Punctata (RCDP)
0310 |FE (S PEEMEANTHE, SREPRIE Fructose intolerance, hereditary 0330 | [FEME e Sitosterolemia
0311 | Rty (GarEE) Fucosidosis 0331 [sEHREGERZE Molybdenum cofactor deficiency
0312 ||Fae A= E Carnitine deficiency syndrome, primary 0332 [{Bhsi g MEREHE Hypophosphatasia
0313 |MLD fEfERE Metachromatic Leukodystrophy (MLD) 0333 [BRAHPRIS /8 e BT Globoid Cell Leukodystrophy
0314 |Hr4ppe it Mitochondrial defect 0334 | R Barth Syndrome




0315 [&EE porphyria 0335 |Beta Tl fiEBfH~ = iE Beta-Ketothiolase Deficiency
0316 |EFEARERIE Wilson's discase 0336 |58 TR NSRS IE MR IR EL = E Infantile form Lysosomal Acid Lipase Deficiency
0317 |fe R LB IE Congenital hyperlactic acidemia 0337 |28 tnsi e slighh = iE Multiple Sultatase Deficiency
0318 [FrEE M4 5 pe B 2538 1 4y WM i i Persistent hyperinsulinemic hypoglycemia of infancy | 0338 [AE4¥Z=WEER = iE Biotinidase Deficiency
0319 |*-ZLAKIMAE Galactosemia 0339 | &5 {1 PR 2B (B P A g o Leber hereditary optic neuropathy
0320 |BEHEEE Mucolipidosis 0340 |EEIEnGEL = E Transaldolase deliciency
- 04 ~ DBHTHRESREE -
0401 (& ek ki rfr B ) CARCRE Primary Pulmonary hemosiderosis 0406 |Holt-Oram & EMREES Holt-Oram Syndrome
0402 [F585 MEBGE B S B S;Zi?g&g;lée;iﬁl? fgirﬁc))nary Geng 0407 g%;gﬁiﬁﬁﬂ;ﬁ%égg Qg f%%;%ifﬁ%q) Andersen’s syndrome
0403 |Alstrom EHE(BERE Alsrtom Syndrome 0408 |z B MEHaRE R BE Asphyxiating thoracic dystrophy
0404 |54 138 S B HRAEA b Idiopathic Infantile Arterial Calcification 0409 |SER M MR GRA SR B Congenital Central Hypoventilation Syndrome(CCHS)
0405 |FHIREE4E1L Cystic fibrosis
05 ~ 5%’“.‘.3%%%% -
0501 [MEA TSI MIT P - B e Progressive intrahepatic cholestasis(PFIC) 0503 f‘éfﬁ% %;%EE;%MWE@H% EIZEfj;;;iﬂi?;ﬁggyf;ﬂ of Cajal Hyperplasis with
0502 | R MEHENE E i IETE Inbon errors of bile acid synthesis 0504 (BaTHir S5 BE R RE Alagille Syndrome
” ] 06 ~ PR FfKE .
0601 (B FERIPKARE X-linked nephrogenicdiabetes insipidus 0605 | El Ak E (32 BB P Autosomal recessive polycystic kidney disease
0602 | T E (SR {EA0 e e ) 3yt X-linked hypophosphatemic rickets 0606 |Bartter [Tz Bartter's syndrome
0603 [Lowe X E(FERE Lowe sydrome 0607 |Gitelman [GHE{ERE Gitelman syndrome
0604 |ZZ AR T E Hypokalemia, familial 0608 |EA{HECFEEEE Alport Syndrome
07 ~ [P &R o
0701 | EEARR M E i Moya moya disease 0723 |hgHele R LhgEL = i Tyrosine hydroxylase deficiency
0702 |WHEHES B 2 Agenesis of corpus callosum 0724 |Wolfram [CIEfeRE Wolfram syndrome * DIDMOAD
0703 &R/ NS LB E o Pt Spinocerebellar ataxia(SCA) 0725 |B{HFMEREEM: T BB Hereditary spastic Paraplegia(HISP) '
0704 | =5 T RIS SRR Huntington disease( X #% Huntington's chorea) 0726 gﬂ?;? HEIATFGRIRIE DRI Joubert syndrome
0705 |&SERMENELE Tuberous sclerosis(TSC) 0727 gzlﬂl(;%;}s;\g‘zmcmr FERTES B Pelizaeus-Merzbacher Disease
0706 |SH LT [g0 00 iilgfggr‘d“if;/(“ﬁ,‘\‘;gggj"“S OPtica 1 0708 |t e A BEAERRIER A 203 [Kennedy Discase
0707 |Zellweger S FEREES Zellweger syndrome 0729 |ZR IR 2 8 M rh 4 2 Familial Amyloidotic Polyneuropathy(FAP)
0708 [ Rett syndrome 0730 |2 RE BTN MR gy || iomenate Kinase Associuted
Neurodegeneration(PK AN)
0709 |E AR NZE A Spinal muscular atrophy(SMA) 0731 [Moebius fEfRRE Moebius Syndrome
0710 |Menkes ECHE{BRE Menkes disease 0732 |McLeod JEFEEE McLeod Syndrome




0711 (AN ZE4E 1M (220 EAE G s A) Amyotrophic lateral sclerosis (ALS) 0733 |Aicardi-Goutieres JEIREE Aicardi-Goutieres Syndrome
0712 ii;zg ;Uﬂjj:”ﬁ PR CE (MR E Y En}ﬁcrg(r)tél\élﬁrslg-r’l;lo&iul?(])ssgsti(yC)MT); (Hereditary 0734 [ R Proteus Syndrome
0713 |GM1/GM?2 R ETE BefEEREE GMI1/GM2 gangliosidosis 0735 |MECP2 & &iE (&Rt Methyl CpG binding protein 2 Duplication Syndrom
0714 |Lesch-Nyhan FE{BEE Lesch-Nyhan syndrome 0736 |BSH/NEERE IR Cerebro-Costo-Mandibular Syndrome
0715 (Hpsd SRt S IR AE = Ataxia telangiectasia 0737 |Dravet fE{ERE Dravet Syndrome
0716 |MERERFZEGR =T Sialidosis 0738 |8 &I RE Vanishing White Matter Disease
0717 | R R e & D e P fn‘ﬁ’iifggié?;?f“w“y R 0730 |{EAENING 1 K Hypomyelinating Leukodystrophy(HLD)
0718 | T8 F s Hypothalamic dysfunction syndrome 0740 F?EE\HEE REMEEE A2 BEISE Z #gKE{ETE |Phospholipase AZ-associated
B neurodegeneration(PLAN)
0719 |Miller Dieker JE{EEE Miller Dicker syndrome 0741 |Rz-FE L S IrEERE Pitt-Hopkins Syndrome
0720 [RETIEAERE e & GaFETE Neuronal ceroid lipofuscinosis 0742 |CDKLS = fiF CDKLS5 Deficiency Disorder
0721 |Alexander [X9% Alexander disease 0743 [FOXG1 fE{EEE FOXG1 Syndrome
0722 ({BRIEEES Stiffperson syndrome 0744 |Beta $35E A & A BRI < 1INAT 3R 17507 |Beta-Propeller Protein- Associated Neurodegeneration
. 08 ~ Kz o . .
0801 [ME{HM:35 B o i E7K M RE Hereditary epidermolysis bullosa(EB) 0809 (B2 53IN-4 B ERL i Ea Infantile systemic hyalinosis
0802 |J&; ik fiEr B AS B E Y Ichthyosis, lamellar recessive 0810 [Meleda B Meleda disease
0803 |#MIEJE e 4= 1 BE Ectodermal Dysplasias 0811 |Darier B9 (BFEARE) Darier's disease
0804 |HBHH 5 Collodion baby 0812 (e RMEALA2RE Dyskeratosis Congenita
0805 BE € fa g el insicimpsis 0813 |28 f Lo T =T Diffuse N on-cpidermolytic Palmoplantar
Keratoderma type Unna-Thost
)]:U % Z sk : 2 : = o
0500 %JZYJL rﬁﬁgiéﬁ?fﬁ e teEe g;}g;?;gfyl;ieg;ﬁeiheﬁ}tlgsgorm S 0814 [Netherton AE 5+ Netherton Syndrome
0807 [t Incontinentia pigmenti 0815 | RMEERBBERE Giant Congenital Melanocytic Nevus(GCMN)
0808 [HRIE K7 A4 LA Oculocutaneous albinism i
Webpbn il w X mmﬁg ‘ : g z g E : : .
0901 |#EEMEAMIEEE P ESILIR 2 (LB S B) |Hereditary cytoplasmic body myopathy 0910 |H e AUAIL A SEE Becker Muscular Dystrophy(BMD)
0902 B2 ITAILIAZE4EIE Duchenne muscular dystrophy (DMD) 0911 |Freemam-Sheldon [EfBEEE Freemam-Sheldon syndrome
0903 /LA Sifih 22 575 Central core myopathy 0912 |Rzmy R BAE Limb-girdle muscular Dystrophy
0904 [Nemaline 4RRA) A58 Nemaline Rod Myopathy 0913 [FeRMEALAENE Congenital Muscular Dystrophy
0905 |Schwartz Jampel ECEIERS Schwartz Jampel syndrome 0014 |25/ N ZEALIE Multiminicore Disease
0906 |ALAISREIE Myotonic dystrophy 0915 |Emery-Dreifuss Al A& HE Emery-Dreifuss Muscular Dystrophy(EDMD)
0907 | HALRYRIL A ZEGEE 0916 |GNE =72 GNE Myopathy
0908 |RN/INE 7% Myotubular myopathy 0917 |SHHTEERAERES Stormorken Syndrome
0909 |n)= BRRERN S B E Facioscapulohumeral muscular dystrophy




10 ~ ‘B ORIR

1001 R A IECK IR EELE) Osteogenesis imperfecta(Ol) 1008 |BrE&es A Ly Spondyloepiphyseal Dysplasia(SED)
1002 (B A FECIVNAS) Achondroplasia 1009 [UFZUREIE Split-hand/ Split-foot malformation ( SHEM )
1003 |[FER{EE (KEAEE) Osteopetrosis 1010 |RIEERE & BT 2 Pseudoachondroplastic dysplasia
1004 |EEFTHEFLMERLE Fibrodysplasia Ossificans Progressiva(FOP) 1011 |Conradi-Hunermann [ fEfERE Conradi-Hunermann syndrome
1005 |FHE S ME R Primary Paget discasc 1012 |Z &M E RS E RN 2E Multiple Epiphyseal Dysplasia
1006 | SRSB4 B S E Cleidocranial dysplasia(CCD) 1013 | RIRE 3 F A 2IE Hypochondroplasia
1007 Zéé‘j% Albright FIEGEHEIHEER |1 o)e Albright syndrome 1014 |He RSk Klippel-Feil Syndrome
Q, 1~ R AR T W o
1101 |5 FLEGIE (iR A JE) Marfan syndrome : 1103 e ReEG SR FEIURIERE)  [Ehlers Danlos syndrome TV
1102 LA B IEBREIRER) Waardenburg syndrome 1104 | B KIEERE Beals Syndrome
. E 12‘%%&# : s
1202 |EHADSFMEIm Thalassemia major 1206 |PEs Mk I AT 2R Paroxysmal Nocturnal Hemoglobinuria(PNH)
1203 (/MRS TIE Thrombasthenia 1207 SR 4L M Bk P A R i 2 f Diamond Blackfan Anemia(DBA)
1204 [FARGTERE CHLZ)E Homozygous proetin C deficiency 1208 |7 B MRS PR 75 HIUAE i B Atypical Hemolytic Uremic Syndrome(aHUS)
1205 |a 1-HUBRER A EBG = IE a 1- Antitrypsin deficiency 1209 [ELE S B2 iE Protein S Deficiency
il 4 . 13 ~ BRI |
1301 (AAETER (S REERE A MmiE Bruton's agammaglobulinemia 1306 |fiisEn 8 GhZIE Complement Component 8 deficiency
1302 (IR & M08 A 25 i Chronic primary granulomatous disease 1307 |IPEX fiEfeRE IPEX Syndrome
1303 |SeRMEmeEEkE A B EEEE Congenital Hyper IgE syndrome 1308 |EfayaEkE T M EERE Hyper-IgM Syndrome
1304 [Wiskott-Aldrich Y fBRE Wiskott-Aldrich Syndrome 1300 |7 FHEZFZHE 1 GREE Interferon 7 receptor 1 deficiency
1305 (BB &R R REhh = T Severe combined immunodeficiency 1310 |3 1M: 4 1 /K i Hereditary Angioedema(HAE)
14~ STIBERIR i

1401 [SeRMES LIRSt AR 2 (JEM4)  |Congenital adrenal hypoplasia 1408 %mggg ﬁﬁ;%?\%m éﬁfﬁ%% &ﬁﬁiﬁggﬁﬂixﬁgmeiicﬁeﬁ?ﬁiﬁn)
1402 |14 FTIRHR (AR E Pseudohypoparathyroidism 1409 (& R F bt ACTH resistance
1403 |FEl&FE G S IR E R E Homozygous familial hypercholesterolemia 1410 |Z5—AVEEVELEE 2R D (RERM A (EE 2D563131{<: 3{;1;2§yv1tamm DS AIphazHyGroxylase
1404 |2 HEM: B FLEE R ITLAE Familial hyperchylomicronemia 1411 [Kallmann ECYE{FEEL Kallmann syndrome
1405 (BB AAE CRBZAE) Acromegaly 1412 7k AN A G AR Permanent Neonatal Diabetes Mellitus
1406 |Laron (X fR{FIEEREE Laron syndrome (Laron dwarfism) 1413 |Mirage SiE{#E Mirage Syndrome
1407 |Kenny- Cdffey (CE RS Kenny-Caffey syndrome

= | 15~ FIEEQHEA T
1501 W@ﬁﬁc?ﬁér TIE@ﬁFP— Ty Neurofibromatosis Type 11 1505 |Beckwith Wiedemann [ E ﬂ?fﬁf Beckwith Wiedemann syndrome
1503 |fR4EAELEAHRmRE Retinoblastoma 1506 |HREE I0/E SR HIL A A2 Lymphangioleiomyomatosis(LAM)




1504 I?ﬁié@:\%ﬂflﬁ@ﬁ@ Neuroblastoma | 1507 |}§%{E-$$i§ﬁﬂ%ﬁ$ Von Hippel-Lindau Disease (VHL)

16 ~ SMNERY

1601 |B{ARIRIE Apert syndrome 1617 |55 KM 2 Mg 13/ N

Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome

1602 |Crouzon FIEEES

Crouzon Syndrome

1618 [FKFEEERE

Kabuki make-up syndrome

1603 |78 Z-P99R AR

Russell-Silver syndrome

1619 |H-#5-15 (k) EMRES

Oto-Palato-Digital syndrome

1604 |Cornelia de Lange ECEMBERE

Cornelia de Lange syndrome

1620 [Robinow FEMREEE

Robinow Syndrome

1605 [X Mgt

Fragile X syndrome

1621 |Pfeiffer FIEBERF

Pfeiffer Syndrome

1606 |CHARGE JEf&=E

CHARGE Syndrome

1622 |15 (Bb) FREEIEERE

Nail-Patella Syndrome

1607 |Aarskog-Scott ECIEMZERT

Aarskog-Scott syndrome

1623 |CFC fEMRES

Cardiofaciocutancous Syndrome

1608 |Smith-Lemli-Opitz fE{&ERE

Smith-Lemli-Opitz syndrome

1624 |Peter-Plus fEERf

Peter-Plus Syndrome

1609 |Bardet-Bied] FGIEMRERE

Bardet-Bied] syndrome

1625 |Nager fE{FEEE

Nager Syndrome

Larsen PO I fERE

1610 ) oy st e s )

Larsen syndrome

1626 |Coffin-Siris JEERE

Coffin-Siris syndrome

1611 |57 fH 4R 2 KT

Pierre Robin Syndrome

1627 |- IRAL A RE

While-Sutton Syndrome

1612 |Treacher Collins [GYE{EEE

Treacher Collins syndrome

1628 |Ayme-Gripp JEERE

Ayme-Gripp syndrome

1613 |2 S5 IRHRIE (R E

Multiple plerygium syndrome

1629 |Coffin-Lowry fEEEE

Coffin-Lowry Syndrome

1614 |8SFEIE

Noonan syndrome

1630 [Myhre fiE{EEE

Myhre Syndrome

1615 |Fedirtei® (o MR (AN IECNRE)

Costello Syndrome

1631 | AR ARAA AN it

Sensenbrenner Syndrome

1616 |Fraser [&IEERE

1632 |7iq — EFTAERRF

Keppen—Lubinsky syndrome

Fraser syndrome

17 ~ eEMBRE

Prader-Willi [GIEf#=EE

Prader-Willi syndrome(PWS)

1706 |Rubinstein-Taybi [GHEERE

Rubinstein-Taybi syndrome

1702 |Angelman ECIEEBF(IREEDLR)

Angelman syndrome(AS)

1707 |Branchio-Oto-Renal fEAREE

Branchio-Oto-Renal Syndrome

1703 | BRETERIE

Williams Syndrome

1708 [Kleefstra fiE{m:Es

Kleefstra Syndrome

1704 |DiGeorge's i B X 785 3 FLAE)

“i = Ty 18 ~ HAt B A REA >

oooooooooooo

1801 |-

[Hutchinson Gilford progeria syndrome

1809 |Je RVERFHRIGHE B BE M EE

Klippel-Trenaunay syndrome

1802 [Cockayne LK (0]l PRI R EAZEEE

Cockayne syndrome

1810 | H i M i B SR AE

Hereditary Hemorrhagic Telangiectasia

1803 [RpEH 2 SEARACK BUE(BERE

Hallermann-Streiff syndrome

1811 [Stargardt's [CAE

Stargardt's disease

1804 [ —AF — BB f:AbE

Tricho-hepato-enteric syndrome

1812 [ Kk 4T

Aniridia

1805

SR MK REERE

Congenital Varicella Syndrome

1813

Kohlmeier-Degos 47 & E

Kohlmeier-Degos Disease

1806 |5k AT ELEAE Werner Syndrome 1814 [FREM=DEEAEE Occult Macular Dystrophy(OMD)

1808 |%it538 &5 A B M R EE Campomelic dysplasia with autosomal sex reversal | 1815 [F&{EEG SR E S IEEE Leber Congenital Amaurosis( LCA)
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