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0l - RER/AREAHER
0101 | EERRE Phenylketouria(PKU) 0113 | &1 8 MfE Isovaleric academia (IVA)
0102 | &R tE Homocystinuria 0114 |REA M EE Propionic acidemia (PA)
0103 |EBEAEEE MAE Hereditary tyrosinemia 0115 | R-® MfE - §— “& Glutaric aciduria type |, Il
0104 | S PR ME Methionine adenosyltransferase deficiency (MET) 0116 |AIREEAHRS 3-Hydroxy-3-methyl-glutaric acidemia
0105 |fBRmE Maple syrup urine disease (MSUD) 0117 |=RBEEEBHEBAREERRZE 3-Methylcrotony-CoA carboxylase deficiency
0106 |FEmRiES B R ME Nonketotic hyperglycinemia 0118 | S EMHECEEHZT E Multiple carboxylase deficiency
0107 |BehzitE Cystinosis 0119 | SRR IAE Hyperprolinemia
0108 | FNIRE- OEEMISRZE Phenylketonuria-Tetrahydrobiopterin deficiency 0120 | "ERL-RERFREEBRT E Aromatic L-amino acid decarboxylase deficiency
0109 | sEE=®nE Hyperlysinemia 0121 ;)%ﬁ_ﬁmﬁﬁ‘%%ﬁﬁ&m&(cm C ﬁglra:‘ljacynzg ril gae’f?:cl;t l((l;/!tt;tgzl)malonlc Aciduria and
0110 | HPREL A Histidinemia 0122 | BHRIE Alkaptonuria
0111 | PER K ME Methylmalonic acidemia (MMA) 0123 |FR U S =B RIE Primary Hyperoxaluria
02 - REBEREAHRE ’
0201 |/RARE HE Citrullinemia 0204 |EM AR DB EXMEREER NN HER [Other Congenital Urea Cycle Disorders
0202 | BREEFEEREBRRTE Omithine transcarbamylase deficiency 0205 Eiﬂ&&ME-EEME_Emﬁﬁmg ﬂ);;e;g&r:ﬁﬁ;:j;ﬁ;;?;ﬁz::\monem|a—
0203 | ZEBREBRSHABRZE Nitroacetylglutamate synthetase deficiency ( NAG ) | 0206 |[BET _BBEHIE Argininosuccinic Aciduria
03 - Rt iHRE
0301 |FrERRERRIE (type |~type IV) Glycogen storage disease (type I~type IV) 0323 |=RERRE Trimethylaminuria
0302 |RBERE (type | ~ type VI) Mucopolysaccharidoses(type | ~ type VI) 0324 |ERUZFEEERTRE Congenital generalized Lipodystrophy
0303 |SEEE Gaucher's disease 0325 |bgEiE A TR BRT m“c‘i‘::c'y‘?ag:gl'menzyme Adefydrogenase
0304 [Fabry EfE ( ERREE ) Fabry Disease 0326 |NM EIREERZ E Pyruvate dehydrogenase deficiency
0305 |EBERE Niemann-Pick Disease 0327 |EREERE Cerebrotendinous Xanthomatosis
0306 |/FRIsE EEEEHRT E Short-chain acyl-CoA dehydrogenase deficiency 0328 |7 M B 5 8 & FE Bs Bpa Glut(Glucose Transport) 1 Deficiency Syndrome
0307 | B LIRERERRE Adrenoleukodystrophy (ALD} 0329 | BB HERBRBEEFBEAR Rhizomelic Chondrodysplasia Punctata (RCDP)
0308 |PERTEASELERARE Fatty acid oxidation defect 0330 | T BB ME Sitosterolemia
0309 | EE(CERT Sulfite oxidase deficiency 0331 |SEEmsin= iE Molybdenum cofactor deficiency
0310 [EEHRELHE RERE Fructose intolerance, hereditary 0332 | SRR EREE Hypophosphatasia
0311 [EERABES (#EE) Fucosidosis 0333 |HRABmISEEARE Globoid Cell Leukodystrophy
0312 |ERHABRRT & Carnitine deficiency syndrome, primary 0334 |ERAERE Barth Syndrome
0313 |MLDfE/RE Metachromatic Leukedystrophy ( MLD ) 0335 |Betafi SRESIRZ E Beta-Ketothiolase Deficiency
0314 |KRiRmRE Mitochondrial defect 0336 | EAERBMARMHERTE Infantile form Lysosomal Acid Lipase Deficiency
0315 [%EHE porphyria 0337 | 2R UmEEBRTE Multiple Sulfatase Deficiency
0316 |EIEREE Wilson's disease 0338 |EMFEEBRZE Biotinidase Deficiency
0317 [EXREEI B MAE Congenital hyperlactic acidemia 0339 |EaEEELRNERE Leber hereditary optic neuropathy
0318 |BRMNAHRERBEWEMBEE |Persistent hyperinsulinemic hypoglycemia of infancy | 0340 |@RisRsE: 5= Transaldolase deficiency
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