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Table 1. Disorders Detectable by Amino Acid and Acylcarnitine Profiling Using MS/MS

No  Amino acid metabolism

Fatty acid metabolism

Organic acid metabolism

1 Argininemia
2 Argininosuccinic aciduria
3 Citrullinemia

deficiency
4 Homocystinuria
5 Maple syrup urine disease
6 Phenylketonuria

deficiency
7 Tyrosinemia type I

Short-chain acyl-CoA dehydrogenase
(SCAD) dificiency

Medium-chain acyl-CoA dehydrogenase
(MCAD) deficiency

Mitochondrial trifunctional ‘protein(TFP)

Long-chain 3-hydrosy acyl-CoA
dehydrogenase(LCHAD) deficiency

Very long-chain acyl-CoA dehydrogenase
(VLCAD) deficiency

Carnitine-acylcarnitine translocase(CACT)

Glutaric acidemia type II(GA-2; multiple

Glutaric Acidemia Type I
(GA-1)
Isovaleric Acidemia

3-Ketothiolase deficiency

3-Methlylcrotonyul-CoA
carboxylase deficiency

3-Methlyglutaconyl-CoA
hydratase deficiency

Multiple carboxylase deficiency

Methylmalonic Acidemias

acyl-CoA dehydrogenase deficiency)

8 Tyrosinemia' type II

2,4-Dienonyl-CoA reductase deficiency

Propionic acidemia

9 3-Hydrosy-3-methylglutaryl-CoA
(HMG-CoA) lyase deficiency
10 Carnitine palmitoyl-transferase deficiency

type I(CPT-2)
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