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FRERESERFFERERRBPAR (2022 RELEH )

01 ~ RS E IR U R E
0101 |H<EEERAE Phenylketouria(PKU) 0113 |EKFEITE Isovaleric academia (IVA)
0102 |= iR g e Homocystinuria 0114 |AEEMIE Propionic acidemia (PA)
0103 |ZE{F S EEEEE MIE Hereditary tyrosinemia 0115 |JE—E&MmAE » £— ~ &Y Glutaric aciduria type I, II
0104 (/= FRARREBEIE Methionine adenosyltransferase deficiency (MET) | 0116 |GfEEE(HIRE S 3-Hydroxy-3-methyl-glutaric acidemia
0105 |HElHEPRIE Maple syrup urine disease (MSUD) 0117 |=RFEETERRNG A M{EEZEZE (3-Methylcrotony-CoA carboxylase deficiency
0106 |3 EERME = Bl e Nonketotic hyperglycinernia 0118 |ZE# e bheft = E Multiple carboxylase deficiency
0107 |BYRZRERE Cystinosis 0119 |/SiFmfEE MiE Hyperprolinemia
0108 |ZEHEPRIE- [N EALMES = fE Phenylketonuria-Tetrahydrobiopterin deficiency 0120 | A& L-Fe AR EiG S AR = iE  |Aromatic L-amino acid decarboxylase deficiency
0110 [ smeme: ST —— 0121 E%EH@QWQN%E@QWEE Cobalamin C Defect (Methylmalonic Aciduria and
C 7l Homocystinuria, Cb1C type )
0111 |eERENEMMIE Histidinemia 0122 |EFRIE Alkaptonuria
0112 |FFEERN —BRIIE Methylmalonic acidemia (MMA)
02 ~ REEEAHEE
0201 |JLREBE e Citrullinemia 0204 mﬂMmmm@»mN%mwm HEPRER IR Other Congenital Urea Cycle Disorders
0002 | B e = A RS B S Cinithing tanscarbamyliss defciemoy 0205 re S e [T - 1= 22 T E -5 VBB . | Hy perornithinemia-Hyperammonemia-

AEfEEE

Homocitrullinuria Syndrome

0203 |ZEasshrlie & it = i Nitroacetylglutamate synthetase deficiency (NAG) | 0206 [k T —ElEE= e Argininosuccinic Aciduria
03 ~ EfrftHEE
0301 |FHEEEEFEAE (type I~type IV) Glycogen storage disease (type I~type IV) 0321 [(EAT AR E U EEER)
0302 |&5Z5HEE (type I ~ type VI) Mucopolysaccharidoses(type I ~ type VI) 0322 KL G = IE B EEEF Carbohydrate-deficiencyglycoprotein syndrome
0303 |BBERE Gaucher's disease 0323 | = FAERZFRIE Trimethylaminuria
0304 |Fabry [RIE CGEMRIREGAE) Fabry Disease 0324 |Fe X2 EIEEEET BIE Congenital generalized Lipodystrophy
0305 | B TTsss NisiaiPick Thssas 0325 |ch s E R gw&.ca-orau acyl-coenzyme Adehydrogenase
deficiency (MCAD)
0306 |G sEREH IS = S REEL = i Short-chain acyl-CoA dehydrogenase deficiency 0326 | HHEME B8 AR S R HL = fE Pyruvate dehydrogenase deficiency
0307 |B LARES BB REE Adrenoleukodystrophy (ALD) 0327 |HSREME=TRAE Cerebrotendinous Xanthomatosis
0308 |AEkHlsSE EIE T Fatty acid oxidation defect 0328 |ASMn‘E b f & Ml A B fE Glut(Glucose Transport) 1 Deficiency Syndrome
0309 |Enfii e S Ll = Sulfite oxidase deficiency 0329 |FmiRAIBEIREVE SRS A B Rhizomelic Chondrodysplasia Punctata (RCDP)
0310 [HE{EMEEIERTE, SRMRE Fructose intolerance, hereditary 0330 | = FERE i iE Sitosterolemia
0311 |==iEUEEY (fEE) Fucosidosis 0331 |fEdimgEE=5E Molybdenum cofactor deficiency
0312 |FEEEME AR =E Carnitine deficiency syndrome, primary 0332 EEEEEEREEE Hypophosphatasia
0313 [MLD fEfEEE Metachromatic Leukodystrophy (MLD ) 0333 |BReHBEAS O B AEE Globoid Cell Leukodystrophy
0314 [HiréRAsmhis Mitochondrial defect 0334 |2 EIEEE Barth Syndrome
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0711 |BZEE A= BECETE A Amyotrophic lateral sclerosis (ALS) 0733 |Aicardi-Goutieres FE{ERE Aicardi-Goutieres Syndrome

= Al E e (3 (e = : : = S :
071 | g VECRRHEERIRG - [Chatcat Mario Tooih Discase(CMIT): (Heredtary | g s sasriciees Proteus Syndrome
0713 |GM1/GM2 4R E A EATRAE GM1/GM2 gangliosidosis 0735 |MECP2 4r & HEERE Methyl CpG binding protein 2 Duplication Syndrom
0714 |Lesch-Nyhan EAEREE Lesch-Nyhan syndrome 0736 |R&Rh/NEEFE(ZRE Cerebro-Costo-Mandibular Syndrome
0715 [ s sRmum B EoREEEf Ataxia telangiectasia 0737 |Dravet fE{EEF Dravet Syndrome
0716 FEBEEEZRER=Z1E Sialidosis 0738 |B& 5B R LE Vanishing White Matter Disease
0717 |k R R R & BT mm”mwmm m%w,%:zé AR 0739 {EREIIS S E R EE Hypomyelinating Leukodystrophy(HLD)
0718 | MR ThEEIEmEE EEF Hypothalamic dysfunction syndrome 0740 ﬂmmmmmmm@m A2 BREZ HHEEIR(EHE |Phospholipase R-mmmoamﬁna

=R neurodegeneration(PLAN)
0719 |Miller Dieker FE{EEF Miller Dieker syndrome 0741 | Fr-EL SHTEREE Pitt-Hopkins Syndrome
0720 (&St RS e S GETaE Neuronal ceroid lipofuscinosis 0742 |CDKLS &:=jE CDKLS Deficiency Disorder
0721 |Alexander EC3% Alexander disease 0743 [FOXG1 fE(EEf FOXG1 Syndrome
0722 {EBRamEEEE Stiffperson syndrome 0744 |Beta S2HEMk SR A B > 1148 E 5= | Beta-Propeller Protein- Associated Neurodegeneration
08 ~ ZEREE

0801 [E{EisE Kz ARtk 7K Hereditary epidermolysis bullosa(EB) 0809 |32 A& BEH IR g Infantile systemic hyalinosis
0802 |f@ik dfdE( = AsFettEEE) Ichthyosis, lamellar recessive 0810 [Meleda B3 Meleda disease
0803 |4MNEBRE 4T B Ectodermal Dysplasias 0811 |Darier (LA (EEALE) Darier's disease
0804 |FERE 5 Collodion baby 0812 | RmME{EREE Dyskeratosis Congenita

_— o P ; - ; e Diffuse Non-epidermolytic Palmoplantar
0805 (B f0 £ e Harlequin ichthyosis 0813 |FZRg 8 A LERE ST .

Keratoderma type Unna-Thost

KR EY S KM i R AT AT geni i ;
0806 meWﬁMWWW mwﬁ*ﬂ LRHE(R MWMMWWMW wnomwwmmmﬂmw\wmmwmwog Erytinasnng 0814 |Netherton FE{ZEE Netherton Syndrome
0807 |BaZE S HE Incontinentia pigmenti 0815 | RMEATIRGEER Giant Congenital Melanocytic Nevus(GCMN)
0808 |HEH 57 B 1LIE Oculocutaneous albinism

09 ~ Hlpgmee

0901 [EEMAMFEZEAEBIRECEEEY) (Hereditary cytoplasmic body myopathy 0910 |HERIR ALESE Becker Muscular Dystrophy(BMD)
0902 |ERRCHLAZEYEE Duchenne muscular dystrophy (DMD) 0911 |Freemam-Sheldon B E{EEE Freemam-Sheldon syndrome
0903 | Al H i 2= 455 Central core myopathy 0912 (BRI EIE Limb-girdle muscular Dystrophy
0904 [Nemaline 4FARHIL RS Nemaline Rod Myopathy 0913 SRR AEE Congenital Muscular Dystrophy
0905 [Schwartz Jampel ECSEZEE Schwartz Jampel syndrome 0914 | 256/ Nz AL Multiminicore Disease
0906 |FLASEEIE Myotonic dystrophy 0915 |Emery-Dreifuss Al 253%E Emery-Dreifuss Muscular Dystrophy(EDMD)
0907 |H A ZIR| A ZELEE 0916 |GNE i=implEss GNE Myopathy
0908 (Al NEREE Myotubular myopathy 0917 |SEFErEIRE(EEF Stormorken Syndrome
0909 |ME/S REALEEE Facioscapulohumeral muscular dystrophy
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% 1504 wﬁmﬂmam@m Neuroblastoma _ 1507 _%%ﬁ_-ﬁmﬁmﬁwﬁ Von Hippel-Lindau Disease (VHL)
16 ~ JNERE
1601 |B{O45FERIE Apert syndrome 1617 [FeRVEZ R MRS O/ ME Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome
1602 |Crouzon FiE{ERE Crouzon Syndrome 1618 [SREE{TE(ERE Kabuki make-up syndrome
1603 |ZEZ=-FH9hEIE Russell-Silver syndrome 1619 |E-&5-¥5 (Rb) EEEF Oto-Palato-Digital syndrome
1604 |Comnelia de Lange BCEMEEE Cornelia de Lange syndrome 1620 |Robinow ECHE{EEF Robinow Syndrome
1605 |X HeriE Fragile X syndrome 1621 |Pfeiffer ERAE(EEF Pfeiffer Syndrome
1606 |CHARGE fE{#EE CHARGE Syndrome 1622 |#5 (EL) FEEEERE Nail-Patella Syndrome
1607 |Aarskog-Scott ECAEIERE Aarskog-Scott syndrome 1623 |CFC fE(REE Cardiofaciocutaneous Syndrome
1608 |Smith-Lemli-Opitz JEEEE Smith-Lemli-Opitz syndrome 1624 |Peter-Plus fE{ERE Peter-Plus Syndrome
1609 |Bardet-Biedl ECIE(EEE Bardet-Bied] syndrome 1625 |Nager fEERE Nager Syndrome
1610 W%MM %M mew M_me RS Larsen syndrome 1626 |Coffin-Siris fE{EEE Coffin-Siris syndrome
1611 |FZERERE IOIE Pierre Robin Syndrome 1627 |Bs-TEIEREIRRE White-Sutton Syndrome
1612 |Treacher Collins FSIE(REE Treacher Collins syndrome 1628 |Ayme-Gripp JEIEEF Ayme-Gripp syndrome
1613 |23 R ARNRE(ERT Multiple pterygium syndrome 1629 |Coffin-Lowry fEfERE Coffin-Lowry Syndrome
1614 |33EIRIE Noonan syndrome 1630 |Myhre fE{ZEF Myhre Syndrome
1615 |FelirfE:& M E AR ECINE AE) |Costello Syndrome 1631 | HANEIERE Sensenbrenner Syndrome
1616 |Fraser [CIE{ERE Fraser syndrome 1632 |7mh — B EMNAEIREEE Keppen— Lubinsky syndrome
17- BREFE
1701 Mﬂmﬂ%ﬁ%ﬂ%@”ﬂﬁwv Prader-Willi syndrome(PWS) 1706 |Rubinstein-Taybi ECIE(EEE Rubinstein-Taybi syndrome
1702 |Angelman [GAEEEF(EREETTE) Angelman syndrome(AS) 1707 |Branchio-Oto-Renal JE{EEE Branchio-Oto-Renal Syndrome
1703 |EEEHTECAE Williams Syndrome 1708 |Kleefstra SE(ZEE Kleefstra Syndrome
1704 |DiGeorge's FEMEEF KB IEEAE) DiGeorge's disease
18 ~ EMt S FEREAERERN
1801 |F-EHE Hutchinson Gilford progeria syndrome 1809 |Fe R MEERIRIS T B RE ATE (RS Klippel-Trenaunay syndrome
1802 |Cockayne (X (fl LR EQ)IE(ZEF Cockayne syndrome 1810 [ZE{EME M EERE Hereditary Hemorrhagic Telangiectasia
1803 /B8 &-F EATR INERERT Hallermann-Streiff syndrome 1811 |Stargardt's FCiE Stargardt's disease
1804 |82 — BT — B fElREE Tricho-hepato-enteric syndrome 1812 (SR e fmd fE Aniridia
1805 | R MK EEIERE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos 45-&9E Kohlmeier-Degos Disease
1806 |R A F ELIEEE Werner Syndrome 1814 |BBEM B BEERATHE Occult Macular Dystrophy(OMD)
1808 |5 EE R B R M BIEER Campomelic dysplasia with autosomal sex reversal | 1815 |FE{AE oM EBEE Leber Congenital Amaurosis( LCA)
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