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ngulsAnsnaziilu (Amino acid disorders)
1. Homocystinuria HCY
Met Met/Phe U1unang
2. Hypermethioninemia MET
3. Hyperornithinemia with gyrate atrophy HOGA Orn Junang
Xle/Ala,
4. Maple syrup urine disease MSUD Val, Xle Val/Phe, 1N
Xle/Phe
5. Phenylketonuria PKU
Phe Phe/Tyr J1unang
6. Tetrahydrobiopterin defects BH4
7. Tyrosinemia type 1 TYR1 SUAC Tyr/Cit 41N
8. Tyrosinemia type 2 TYR2
Tyr Tyr/Cit J1unang
9. Tyrosinemia type 3 TYR3
ngulsA2993858 (Urea cycle disorders)
1. Argininemia ARG Arg Arg/Omn J1unang
Cit/Arg,
2. Argininosuccinic aciduria ASA Cit, Asa 1N
Asa/Arg
1N
3. Citrullinemia type 1 CIT1 Cit Cit/Arg
Cit, Arg, un
4. Citrullinemia type 2 (Citrin deficiency) cIT2 Cit/Arg
Met, Thr
5. Hyperammonemia-Hyperornithinemia-
HHH Orn J1unang
Homocitrullinuria syndrome
Gly/Cit,
6. Ornithine transcarbamylase deficiency OTC Cit (low) 410
Gln/Glu
ngulsAnsndumn3e (Organic acidemia)
1. Methylmalonic acidemia MMA C3/C2, 41n
2. Propionic acidemia PA C3/C16, un
3 C3/cCo, 1N
3. Adenosylcobalamin synthesis defects Cbl A, B C3/C4,
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C3/C2, uln
4. Combined methylmalonic acidemia
CblC, D C3 C3/C16,
and homocystinuria
C3/Met
ca/C2, J1unang
5. Isobutyryl-CoA dehydrogenase
IBG ca C4/C3,
deficiency
Ca/C8
6. Isovaleric acidemia VA C5/C0, un
7. 2-Methylbutyryl-CoA dehydrogenase G C5 C5/C2, 41N
deficiency C5/C3
8. Malonic aciduria MAL C3DC C3bC/C10 Junang
C5DC/C50H, Junang
9. Glutaric acidemia type 1 GA1l C5DC C5DC/C8,
C5DC/C16
C5:1, 110
10. Beta-Ketothiolase deficiency BKT C50H/C8
C50H
11. 3-Hydroxy-3-Methylglutaryl-CoA lyase C50H,
HMG C50H/C8 41N
deficiency C6-DC
12. Methylcrotonyl-CoA carboxylase
MCC Junang
deficiency C50H/C8,
C50H
13. 3-Methylglutaconyl-CoA hydratase C50H/CO
3MGA Jr1unang
deficiency
14. Multiple carboxylase deficiency MCD C50H, C3 C50H/C8 47A
ngulsansalusiy (Fatty acid oxidation disorders)
C4/C2,
1. Short-chain acyl-CoA dehydrogenase
SCAD ca C4/C3, Yunang
deficiency
Ca/C8
2. Short-chain hydroxyacyl-CoA
SCHAD C40H Junang

dehydrogenase deficiency
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3. Medium-chain acyl-CoA dehydrogenase C8, C6, C8/C2,
MCAD U1unang
deficiency C10:1, C10 C8/C10
4. Very long-chain acyl-CoA C14:1, C14:1/C2, 41N
VLCAD
dehydrogenase deficiency C14:2,C14 | C14:1/C16
5. Long-chain hydroxyacyl-CoA C16:10H, 47n
LCHAD
dehydrogenase deficiency C160H,
C160H/C16
C18:10H, aun
6. Trifunctional protein deficiency TFP
C180H
7. Multiple acyl-CoA dehydrogenase
GA2 C4-C18 41N
deficiency
(CO+C2+C3+
8. Primary systemic carnitine deficiency
CUD Co Cl6+C18:1+ Uunang
(Camnitine uptake defect)
C18)/Cit
co(T),
9. Carnitine palmitoyltransferase type 1
CPT1 Cle6(]), | coAcie+Cis) Uunana
deficiency
c18(])
10. Carnitine palmitoyltransferase type 2
CPT2 C16, el
deficiency (neonatal) C0/(C16+C18),
C18:1,
11. Carnitine-acylcarnitine translocase (Cl6+C18:1)/C2
CACT C18:2, C18 un
deficiency
*ynewe:  un - dedlesunisussdiunielu 24 Flug
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