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# Genomics in WHO available at: http://www.who.int/genomics/about/en/
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Amino Acid Disorders

Fatty Acid Oxidation Disorders

Organic Acid Disorders

Argininosuccinic Aciduria

Primary Carnitine Deficiency / Carnitine
Transporter Defect

Propionic Acidemia

Citrullinemia Type 1

Medium Chain Acyl-CoA Dehydrogenase
Deficiency

Methylmalonic Acidemia:
methylmalonyl-CoA mutase

Maple Syrup Urine Disease

Very Long Chain Acyl-CoA Dehydrogenase
Deficiency

Methylmalonic Acidemia:
Cobalamin Disorders

Homocystinuria

Long Chain 3-Hydroxyacyl-CoA
Dehydrogenase Deficiency

Isovaleric Acidemia

Phenylketonuria

Trifunctional Protein Deficiency

3-Methylcrotonyl-CoA Carboxylase
Deficiency

Tyrosinemia Type 1

Short Chain
Deficiency

Acyl-CoA Dehydrogenase

3-Hydroxy-3-Methylglutaric
Aciduria

Argininemia

Medium/Short Chain
Dehydrogenase Deficiency

Acyl-CoA

Holocarboxylase
Deficiency

Synthase

Citrullinemia Type 2

Gluratic Acidemia Type 2

B-Ketothiolase Deficiency

Hypermethioninemia

Medium Chain ketoacyl-CoA Thiolase
Deficiency

Glutaric Acidemia Type 1

Benign Hyperphenylalaninemia

2,4-Dienoyl-CoA Reductase Deficiency

Methylmalonic acidemia, cbIC form

Biopteri Bi thesi Defect (2
op .e.rln losynthests efect ( Carnitine Palmitoyltransferase 1 Deficiency Methylmalonic acidemia, cbID form
conditions)
Biopteri R ti Defect (2 .. . . . . . .
'op .e.rln egeneration efect | Carnitine Palmitoyltransferase 2 Deficiency Malonic Acidemia
conditions)

Non-Ketotic Hyperglycinemia

Carnitine Translocase

Deficiency

Acylcarnitine

Isobutyrylglycinuria

Ornithine
Deficiency

Transcarbamylase

Carbamoyl Phosphate Synthetase 1
Deficiency

HHH Syndrome

Tyrosinemia Types 2,3 (2 conditions)

Glycine N-methyltransferase (GNMR)
deficiency

Adenosylhomocysteine
deficiency

hydrolase

Pyruvate carboxylase deficiency

2-Methylbutyrylglycinuria

3-Methylglutaconic Aciduria

2-Methyl-3-hydroxybutyric
Aciduria

Ethylmalonic Encephalopathy
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