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Methylmalonic acidemia (MMA)

Citrullinemia

Ll —

i T R

FNRFRIE Phenylketouria(PKU) S RREITAE Isovaleric academia (IVA)
0102 |/ BeReg fniE Homocystinuria 0114 |HEEE Propionic acidemia (PA)
0103 |38 {E M S B B fiIE Hereditary tyrosinemia 0115 |J¥—E&imiE » 55— - =8 Glutaric aciduria type I, I
0104 |/ B A RE T E Methionine adenosyltransferase deficiency ,MET 0116 |HHEE(EHEE 3-Hydroxy-3-methyl-glutaric acidemia
0105 [{RUERIE Maple syrup urine disease (MSUD) 0117 |=REETEERE A LB REZE 3-Methylcrotony-CoA carboxylase deficiency
0106 (FENH M= H BRI iE Nonketotic hyperglycinemia 0118 |Za M LRERE = iE (EYERBZEHRZE) (Multiple carboxylase deficiency
0107 |BEEEEEIE Cystinosis 0119 |/ Hrfifeci i Hyperprolinemia
0108 |HHEFRAE- IS AMESEL=5E |(Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0120 |5 & HE L-Br R BB A B 6L = IiE Aromatic L-amino acid decarboxylase deficiency
0110 |EHEEELRE Hyperlysinemia 0121 |HIEEP — B fE RS BE R BE MIE(Ch] C XY) m%ﬁw%:ﬂwww%% Wsaoan Aridnne
0111 (4H R i E Histidinemia 0122 |HFRIE Alkaptonuria
0112 |FAEPN BRI AE

Argininosuccinic aciduria

EREEEE PRSI RG>

Omuithine transcarbamylase deficiency

125 5 R A -7 4 - e LB i

0205 Bt

Hyperomithinemia-Hyperammonemia-
Homocitrullinuria Syndrome

ZERERE RN ZE

Glycogen storage disease (type I~type IV)

| 0206

1A

¥

BT

Argininosuccinic Aciduria

Mucolipidosis

0301

0302 |FEZFEEAE (type I ~ type VI) Mucopolysaccharidoses(type I ~ type VI) 0321 |(HAtk Bz B EHTER)

0303 [EEAE Gaucher's disease 0322 |i/K{EEEhZ B L iE R Carbohydrate-deficiencyglycoprotein syndrome

0304 |Fabry ECHE (EARERICAE)  |Fabry Disease 0323 |BLfASE Trimethylaminuria

0305 ([ESUCTIE Niemann-Pick Disease 0324 e R BEEEEET BIE Congenital generalized Lipodystrophy

0306 |MISEHEH RS 5 EAIGSE  [Shortchain acyl-CoA dehydrogenase deficiency | 0325 | Sl & ERE 281 = 1 Hﬂ%%ﬁ%%é&% ASORRR
0307 | LB o BB Adrenoleukodystrophy (ALD) 0326 | HEANEEEAR SRS H = fE Pyruvate dehydrogenase deficiency

0308 |HahiBE A LIERELE Fatty acid oxidation defect 0327 (RiRets Mg fE Cerebrotendinous Xanthomatosis

0309 |qefifs S EEEL = Sulfite oxidase deficiency 0328 (RS 2 s o o e 2 R Glut(Glucose Transport) 1 Deficiency Syndrome
0310 |3 {34 SUMR i A, SRBEFRE |Fructose intolerance, hereditary 0329 |FiTmA B R B R E AR Rhizomelic Chondrodysplasia Punctata (RCDP)

0311 BRI RS (BEFE)  |Fucosidosis 0330 | EE2MAE Sitosterolemia

0312 |JF 5 M Al Gk = i Carnitine deficiency syndrome, primary 0331 |$HEHESE=IE Molybdenum cofactor deficiency

0313 [MLD fiEfEfE Metachromatic Leukodystrophy (MLD) 0332 |{Eh%REEBEREE Hypophosphatasia

0314 [HrépHeakia Mitochondrial defect 0333 |BRAAAINS 5 B L E Globoid Cell Leukodystrophy
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Hereditary nuanns‘oéma bullosa ‘

0738

1 0809

s BT

0713 |GM1/GM2 18RS ETE RS GERE  |GM1/GM2 gangliosidosis 0732 |McLeod fEMEEE McLeod Syndrome

0714 |Lesch-Nyhan ECHE{EEE Lesch-Nyhan syndrome 0733 |Aicardi-Goutieres JE{EEE Aicardi-Goutieres Syndrome

0715 |HBJRMIMERTEER  |Ataxia telangiectasia 0734 |E EIEHTAERRE Proteus Syndrome

0716 |MERERE £ =HE Sialidosis 0735 |MECP2 &7 &HERE Methyl CpG binding protein 2 Duplication Syndrom
0717 |5 M A SR & BFMETE |Congenital insensitivity to pain with anhidrosis 0736 (BB NABIEREE Cerebro-Costo-Mandibular Syndrome

0718 | T e ThAEFEERE (R R Hypothalamic dysfunction syndrome 0737 |Dravet SEfEEE Dravet Syndrome

0719 [Miller Dieker fE{REE Miller Dieker syndrome

Vanishing White Matter Disease

(i e P B

Hereditary cytoplasmic body myopathy

B MR R KR E Infantile systemic hyalinosis
0802 (fE:ik fuiiEE( 2 AePR 138 (HRY) (Ichthyosis, lamellar recessive 0810 [Meleda %% Meleda disease
0803 |FMIEIENE 4 F RAE Ectodermal Dysplasias 0811 [Darier Fj (EB|AILEE) Darier's disease
0804 |EBpEH Collodion baby 0812 | KMEA{EFR &5E Dyskeratosis Congenita
0805 (5 ¢ fe il Harlequin ichthyosis 0813 | il fe{ LA HETG m%ﬂ%ﬁ%ﬂﬁ%ﬁ%ﬁaﬁﬁa
0806 |7K a8 P R Bl R 4T K2 fiE |Bullous Congenital ichthyosiform erythoderma 0814 [Netherton fE{ERE Netherton Syndrome
0807 | FE L EHIE Incontinentia pigmenti 0815 [feRME AR EOERE Giant Congenital Melanocytic Nevus
0808 |HRHE K7 1é B LIE Oculocutaneous albinism

LA

Becker Muscular EWN.SEQ@ZQ

B T2 ()

1008

0902 |EBERHLAZERE Duchenne muscular dystrophy (DMD) 0911 |Freemam-Sheldon ECIEfREE Freemam-Sheldon syndrome
J - I Py TR -
0903 |AJl.=p il 275 Central core myopathy 0912 mwwwm@_.umﬂﬁmﬁ WEFBEE _m% b-girdle muscular dystrophy(type 24 * 2B
0904 |Nemaline &RARAIAREE Nemaline Rod Myopathy 0913 |FeRMEHIFEE Congenital Muscular Dystrophy
0905 |Schwartz Jampel FCHE{BEE Schwartz Jampel syndrome 0914 |2 Gk N 22 B3 Multiminicore Disease
0906 |BJLFISE E i Myotonic dystrophy 0915 |Emery-Dreifuss A2 HE Emery-Dreifuss Muscular Dystrophy
0907 |EAthRUAIL A ESEEE 0916 |GNE ##lm Al e GNE myopathy
0908 |l Ve e Myotubular myopathy 0917 |SE+EEEMRSEERE Stormorken syndrome
oo [im R

B B

1001 Osteogenesis imperfecta Spondyloepiphyseal Dysplasia(SED)

1002 |[#EEEF SECVNASR)  [Achondroplasia 1009 (BFZERE Split-hand/ Split-foot malformation ( SHEM )
1003 |BEALE KECEE) Osteopetrosis 1010 (fREEEREAE Pseudoachondroplastic dysplasia

1004 |#EEFTHEFEHALE Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann EGJEBEE Conradi-Hunermann syndrome

1005 |FREEMEER B % Primary Paget disease 1012 (Z#UFHRBELADIE Multiple Epiphyseal Dysplasia

1006 (SHEEEEEHREE Cleidocranial dysplasia 1013 | KBS EA2E Hypochondroplasia
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| 1606 |CHARGE I & #57 CHARGE association 1620 |Robinow F&JEfEEE Robinow Syndrome

1607 |Aarskog-Scott ECHEBERF Aarskog-Scott syndrome 1621 |Pfeiffer ECHEBERF Pfeiffer Syndrome

1608 |Smith-Lemli-Opitz FE#EEE Smith-Lemli-Opitz syndrome 1622 ({5 (@b) HEEEEERE Nail-Patella Syndrome

1609 (Bardet-Bied] FCfiEfERE Bardet-Bied] syndrome 1623 |CFC fEfRRE Cardiofaciocutaneous Syndrome
1610 MMAN m_w__.m. WW. ﬁmﬁﬂﬁ SRR ) Larsen syndrome 1624 |Peter-Plus fE{EEF Peter-Plus Syndrome

1611 | Rz R ZE B CAE Pierre Robin Syndrome 1625 |Nager fiEf=EF Nager Syndrome

1612 (el ARET R AE R R Treacher Collins syndrome 1626 (Coffin-Siris fiE {EHE Coffin-Siris syndrome

1613 | Z a3 MR IRBEE (2 5F Multiple pterygium syndrome 1627 |fFs-ERERRE White-Sutton Syndrome

 TPrader-Willi ICERREE L
CINBERR - SRR Rubinstein-Taybi [ iE{ERE

1702 |Angelman ECHEEEE(HEEDCE) |Angelman syndrome 1707 |Branchio-Oto-Renal fE{BEE Branchio-Oto-Renal Syndrome
1703 |RiEEHTEE i Williams Syndrome 1708 |Kleefstra fE{REE Kleefstra Syndrome
1704 |DiGeorge's fii: fEEE£ (3K &S ECIE) |DiGeorge's disease

Prader-Willi syndrome Rubinstein-Taybi syndrome

180 ﬂﬁm o ..mcaﬁnmo: QEma Eom.m.nm mw:%oan | _momw_wwm.ﬁm%amﬁmwwmmunﬁ@wﬂ

Klippel-Trenaunay syndrome
1802 |Cockayne (& (FTSLREEREEE |Cockayne syndrome 1810 {14 M B HEERAE Hereditary Hemorrhagic Telangiectasia
1803 [ 8- AR [ AE(REE Hallermann-Streiff syndrome 1811 |Stargardt’ s ECHE Stargardt’ s disease
1804 |52 — FF — BRIERET Tricho-hepato-enteric syndrome 1812 |SERMEHRAT AR aniridia
1805 |Fe Rt K e iEERE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos &7&rfiE Kohlmeier-Degos Disease
1806 [A AR FELE Werner Syndrome 1814 |FEEMSBEAT A BIE Occult Macular Dystrophy

1808 /@5 E 1 BRI EEE Campomelic dysplasia with autosomal sex reversal

*ARRAEBTHE  ERENESERBLIAMBEERERZERER(H 257 1) AR BE—LEHIHAERASHEBTEIANSTHEZER -
FlAEZ A BREFRR LEERENAS (BREZE 2020 F4 AH 22318 ) WERBEES - RKRKBRERBELCHETEH -



