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Neonatal screening test with Tandem mass spectrometry
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Amino Acid Disorders :

Phenylketonuria, Other hyperphenylalaninemias

Homocystiuria, Hypermethioninemia

Maple Syrup Urine Disease,

OTC deficiency (Ornithine transcarbamoylase deficiency)

CPS deficiency (Carbamoylphosphate Synthetase deficiency)
Citrullinemia (ASA synthetase deficiency)

Argininosuccinic aciduria (ASAL deficiency)

Argininemia (Arginase deficiency)

HHH syndrome (Hyperornithinemia-Hyperammonemia-Homocitrullinemia syndrome)
Tyrosinemia type I, II, III, Neonatal Tyrosinemia

Non-ketotic Hyperglycinemia, Ketotic hyperglycemia, Hyperornithinemia
Hyperprolinemia

Hyperlysinemia

Hypervalinemia,

Organic Acid Disorders

Propionic academia

Methylmalonic academia

Methylmalonic acidemia with homocystinuria

GA-T (Glutaryl academia type I)

Isovaleric acidemia

3-MCC deficiency (3-methylcrotonyl-CoA carboxylase deficiency)
3-HMG deficiency (3-hydroxy-3-methylglutaryl-CoA lyase deficiency)
3-MGH deficiency (3-methylglutaconyl-CoA hydratase deficiency)
Beta-ketothiolase deficiency

Multiple carboxylase deficiency

OMBDH deficiency (2-methylbutyl-CoA dehydrogenase deficiency)
Isobutyryl-CoA dehydrogenase deficiency

Fatty Acid Oxidation disorders :

SCAD deficiency (Short-chain acyl-CoA dehydrogenase)

MCAD deficiency (Medium-chain acyl-CoA dehydrogenase)
VLCAD deficiency (Very long-chain Acyl CoA dehydrogenase)
LCHAD deficiency (Long—chain 3-hydroxy acyl-CoA dehydrogenase)
GA 11 (Glutaryl academia type I I, Riboflavin responsive MADD)
Carnitine transport defect

CPT-1 deficiency (Carnitine palmitoyl transferase type I)

CPT-1I deficiency (Carnitine palmitoyl transferase type II)

2. 4-Dienoyl CoA Reductase Deficiency,

TFP deficiency (Trifunctional Protein)

CACT deficiency (Carnitine acylcarnitine translocase)
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(Atypical Phenylketonuria)
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