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USER No. e AR No. He
1 [2-Methyl-3-Hydroxybutyric Aciduria 2-0j|El-3-510| EZ A RE| 24t S 1 |Argininemia (ARG) A2LHS
2 |2-Methylbutyrylglycinuria 2-HEREH 30 S 2 |Citrullinemia type | (CIT-I) ANEERASS 1Y
3 |3-Methylglutaconic Aciduria 3-HESRERHYM RS 3 |Citrullinemia type I (CIT-Il) AEEAESIY
4 |3-Methylcrotonylglycinuria 3-HEIRELZH0|M S 4 | Arginosuccinic aciduria (ASA) A2 e A A S
5 |Glutaric Acidemia Type | SZERIMES Type 5 |Pyruvate carboxylase deficiency (PC) D284 7= 0|2 2SS > 37t
6 |Methylmalonic Acidemia, Vit. B12 responsive HIEIDI B12 BHS DR Y2MES 6 |Ornithine transcarbamylase deficiency (OTC) LELEIEMHAIHIUSAATLS
-~ 7 |Multiple Carboxylase Deficiency %@%%Nﬁié‘%‘% 7 |Carbamoyl-phosphate synthase deficiency (CPS) U EAZEHS
EHA-FO-IAJ“;EIQ 8 |Beta Ketothiolase Deficiency HIE EEISRNELZHS 8 |Homocystinuria (HCY) SENAE RS
9 [Methylmalonic Acidemia oEY2UMES 9 |Hypermethioninemia (MET) JOEIRHES
10 |Isovaleric Acidemia (o] EN=" e R == 10 [CBLE, CBL G, MTHFR deficiency CBLE, CBL G, MTHFR ZHZ& » 27t
11 |Propionic Acidemia D2O|Uitss 11 [Maple syrup urine disease (MSUD) OHEERS
12 |Malonic Acidemia LYMaS ofo| At 12 |Valinemia (Hyper VAL) e
13 |Isobutyryl-CoA Dehydrogenase Deficiency O|ALE|ZIO0|ELAGAATZ CHAtOl& 218 13 |Phenylketonuria (PKU) HEHERS
14 |Methylmalonic Aciduria with Homocystinuria HEU2A A SPA|AEES 14 |Disorders of biopterin biosynthesis (BIOPT-BS) HIZEH2I 2EA WSS 2ES
15 |Ethylmalonic Encephalopathy og¥zy LS 15 |Disorders of biopterin regeneration (BIOPT-REG) HISE2l REA AfsHY ZTZ
16 |Phenylketonuria HYAE=S 16 |Tyrosinemia type | (TYR-1) JEO[ZAIEZ 1Y
17 |Defect of Biopterin Cofactor Biosynthesis HIZH 2 24 MetY 2HS 17 |Tyrosinemia type Il (TYR-II) JEO|ZAES I1E
18 |Homocystinuria SERAAE RS 18 [Tyrosinemia type Il (TYR-IIl) JEOIZAIEZ I1E
19 [Hypermethioninemia DOE|RUES 19 [Transient tyrosinemia of the neonate (TTN) Al44ot7| DELO|ZAIES
20 [Maple Syrup Urine Disease CEgas 20 |Nonketotic hyperglycinemia (glycine encephalopathy) (NKHG) ECEES
21 |Hypervalinemia e 21 |FYPETOMITINemia-Fyperammoneria-HOMOCr oMU Syarome HHHACZ
22 |Ornithine Transcarbamylase Deficiency RELEEMAIHILEAHYS 22 |Girate atrophy of the retina (Hyper ORN) HesLeds
23 |Defect of Biopterin Cofactor Regeneration HIZH2 224 S 2HS 23 |Hyperprolinemia type | (PRO 1) NOEAYES 1Y
24 |Citrullinemia AESUYS 24 |Hyperprolinemia type Il (PRO II) DOEAAS Y
25 |Citrullinemia Type I AESUHZ Type Il 25 |Carnitine uptake defect (CUD) ZI2LEl gE0|2 ZHS
26 |Argininosuccinic Acidemia LA MALMRHS 26 |Carnitine palmitoyltransferase | deficiency (CPT-la) Ft2LEl HO|EQY HOo|EA | ZEHS
27 [HHH syndrome HHHAIES 27 |Carnitine palmitoyltransferase Il deficiency (CPT-II) FI2LIEI HO|EY Z0|&2A || AEHS
ofo| At 28 |Argininemia aYeRIYES 28 |Carnitine-acylcarnitine translocase deficiency (CACT) FI2LEI-OMAFI2L|El HOo|EA ZTZS
CiAtola2igh 29 |Tyrosinemia Type | JDEOIZAIES 1 29 |Glutaric acidemia type Il (GA-2) SRERMES Y
30 |Tyrosinemia Type I JEOIZAES 1Y — 30 |Long-chain L-3-Hydroxy acyl-CoA dehydrogenase deficiency (LCHAD) | &4H5I0|ESA[OMM RO|O|ESAEA 2THS
31 |Tyrosinemia Typelll DEO|ZAEZ 1Y EHMOﬁ‘J‘_’.‘z‘Q 31 |Trifunctional protein deficiency (TFP) ASV|5gTHd Ans
32 |Neonatal Tyrosinemia Aldob7| DEIZAES 32 [Medium-chain acyl-CoA dehydrogenase deficiency (MCAD) SAHOMLTO0[E A TA HES
33 |Carbamylphosphate | Synthetase deficiency IS AATS 33 [Medium-chain ketoacyl-CoA thiolase deficiency (MCKAT) SHAEOHL 00| E|S2HHEHS » 27t
34 |Hyperornithinemia IR2LE™ES 34 |Very long-chain acyl-CoA dehydrogenase deficiency (VLCAD) ZYHOMLROO|EpLEA HES
35 |Glycine encephalopathy (nonketotic hyperglycinemia) ECWEES 35 |2,4-Dienoyl-CoA reductase deficiency (De-Red) 2,4-Cjoj =Y RofoletelEA 2ES
36 [N-Acetylglutamate synthase deficiency N-OIME S REIHO|E EHZEHS » AR 36 |[Short-chain L-3-hydroxy acyl-CoA dehydrogenase deficiency (SCHAD)  [SHMiSIO|EZA|OM R0|0|Et AR A HES
37 |S-Adenosylhomocysteine hydrolase deficiency SO A S DA AL BHEAZTS » AR 37 |[Short-chain acyl-CoA dehydrogenase deficiency (SCAD) CHjotA TO0|EpAEA ETS
38 |Histidinemia S|AEITIES > A 38 |Isobutyrylglycinuria (IBG) O|AREZZ NS
39 |Hyperprolinemia type | QoSS 1™ 39 |Ethylmalonic encephalopathy (EMA) oEERY LS
40 |Hyperprolinemia type Il NOELES 1Y 40 |3-Methylglutaconic aciduria (3MGA) 3-HESREEYI=S
41 |E3 Deficiency E3 WS » A 41 |2-Methyl-3-hydroxybutyric aciduria (2M3HBA) 2-0|2-3-5t0| EEA| FE[ 2 b S
42 | Glutaric Acidemia Type Il SRERRIMES Typelll 42 |3-Methylcrotonyl-CoA carboxylase deficiency (3-MCC) 3-0|2 32 EJR0)0] HERIEA BHS
43 [Short-Chain Acyl CoA Dehydrogenase Deficiency CHA{OtA ROj|0| S A EA HES 43 |beta-Ketothiolase deficiency (BKT) HEIF| EE|S B EAHES
44 |Multiple Acyl-CoA Dehydrogenase Deficiency SO0 D00|Erp AT A HES > A 44 |3-Hydroxy-3-methylglutaric aciduria (HMG) 3-5l0|EEA|-3-HEI 2 2EI M S
45 |Long-Chain 3-HydroxyAcyl-CoA Dehydrogenase Deficiency YASI0|ESAIOML RO0|E AT A ZEHS S|4 45 |Multiple carboxylase deficiency (MCD) SYHEHEAAYS
46 |Medium Chain Acyl-CoA Dehydrogenase Deficiency SHotdAoo|HraE A HYS ChAtol 4 2g 46 |Glutaric acidemia type | (GA-1) SREERMES IE
_—_— 47 |Very long Chain Acyl-CoA Dehydrogenase Deficiency ZZAMotAROJ0|E A EA 2T 47 |Isovaleric acidemia (IVA) o|AdiRf2MES
EHA}O&I_ZE"I 48 |Carnitine-Acylcarnitine Translocase Deficiency FI2L|EI-OMFIZLEIHO| 24 AEE 48 |2-Methylbutyrylglycinuria (2MBG) 2-HEREE I S
49 |Carnitine uptake defect Ft2LEl elo|a 2HS 49 [Malonic acidemia (MAL) UR2LMES
50 |Carnitine Palmitoyl Transferase | Deficiency FIZLIEIHD|EYHO|EA | 2HS 50 |[Propionic acidemia (PROP) OD2O|QUAHEZ
51 |Carnitine Palmitoyl Transferase Il Deficiency FI2UEILO|EYHO|ZA | ZHE 51 |Methylmalonic acidemia (MUT) HE L2 HYMES (MUT)
52 |Medium/short-Chain 3-Hydroxy Acyl CoA Dehydrogenase Deficiency ZCHSI0|EZ A0 R0|0|EH AR A ATS 52 |Methylmalonic acidemia (CBL A, CBL B) HE L2 LSS (CBL A, CBLB)
53 |2,4-Dienoyl CoA Reductase Deficiency 2,4-Cjo =Y AojoletedEA 2HS 53 |Methylmalonic aciduria and homocystinuria (CBL C, CBL D) HE/U2A A TDA|AEILZE (CBLC, CBL D)
54 |Mitochondrial Trifunctional Protein Deficiency 0| EZC2|otE 7| s Tl AYS HEAIZUE 54 |X-linked adrenoleukodystrophy (X-ALD) X-Zed SAIMA0|HAS 27t
HECHAO|A+RIEH | 55 |3-Hydroxy-3-Methylglutaric Aciduria 3-510| E2A|-3-HEI 2 2EI2IA S FaIcjAto|A2Et | 55 |Adenosine deaminase-severe combined immunodeficiency (ADA-SCID) |OfG| Al ClOlO|LIORY| 2 22 BRI ATZ | p 27t




