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nﬁjﬂiﬂniﬂazﬁiu (Amino acid disorders)

1. Homocystinuria HCY Junang 27
2. Hypermethioninemia MET 28
3. Hyperornithinemia with gyrate atrophy HOGA Junang 29
4. Maple syrup urine disease MSUD 47n 23
5. Phenylketonuria PKU Junang 21
6. Tetrahydrobiopterin defects BH4 22
7. Tyrosinemia type 1 TYR1 un 24
8. Tyrosinemia type 2 TYR2 Junang 25
9. Tyrosinemia type 3 TYR3 26
ngulsA299385e (Urea cycle disorders)

1. Argininemia ARG Uunang a4
2. Argininosuccinic aciduria ASA u1n a3
3.Citrullinemia type 1 CIT1 gl 41
4. Citrullinemia type 2 (Citrin deficiency) CIT2 1N a2
5.Hyperammonemia-Hyperormithinemia-Homocitrullinuria syndrome HHH Y1unang 45
6.Ornithine transcarbamylase deficiency OTC 47n 46
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1.Methylmalonicacidemia MMA uin 13
2.Propionic acidemia PA 47A 14
3.Adenosylcobalamin synthesis defects Cbl AB 47n 16
4.Combined methylmalonic acidemia and homocystinuria Cbl C,D 41N 114
5.1sobutyryl-CoA dehydrogenase deficiency IBG Yunang 19
6.1sovaleric acidemia IVA 47A 12
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7. 2-Methylbutyryl-CoA dehydrogenase deficiency 2MBG 47n 110
8. Malonic aciduria MAL J1unans 113
9. Glutaric acidemia type 1 GA1 Jr1unang 11
10. Beta-Ketothiolase deficiency BKT 470 17
11. 3-Hydroxy-3-Methylglutaryl-CoA lyase deficicncy HMG 47n 18
12. Methylcrotonyl-CoA carboxylase deficiency MCC Junang 111
13. 3-Methylglutaconyl-CoA hydratase deficiency 3MGA Junang 112
14. Multiple carboxylase deficiency MCD 41N 15
naulsansaludiu (Fatty acid oxidation disorders) 13‘ h

1. Short-chain acyl-CoA dehydrogenase deficiency SCAD 1unang 34
2. Short-chain hydroxyacyl-CoA dehydrogenase deficiency SCHAD Yunang 35
3. Medium-chain acyl-CoA dehydrogenase deficiency MCAD 1unang 31
4. Very long-chain acyl-CoA dehydrogenase deficiency VLCAD 41N 33
5. Long-chain hydroxyacyl-CoA dehydrogenase deficiency LCHAD uin 32
6. Trifunctional protein deficiency TFP 4N 36
7. Multiple acyl-CoA dehydrogenase deficiency GA2 41N 37
8. Primary systemic camnitine deficiency (Carnitine uptake defect) Cub U1unang 311
9. Carnitine palmitoyltransferase type 1 deficiency CPT1 Jr1unang 39
10. Carnitine palmitoyltransferase type 2 deficiency (neonatal) CPT2 41N 310
11. Carnitine-acylcarnitine translocase deficiency CACT 41N 38
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