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Disorders of Organic Acids (10 conditions)
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Beta-ketothiolase deficiency
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Glutaric acidaemia type |
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Isovaleric acidaemia

SRR I

Methylmalonic acidaemia (Methylmalonyl-CoA
mutase deficiency)
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Methylmalonic acidaemia, cblA type (cblA)
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Methylmalonic acidaemia, cbIB type (cbIB)
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Methylmalonic acidaemia and homocystinaemia,
cblC type (cbIC)
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Multiple carboxylase deficiency LR LR = IE
Propionic acidaemia B IE
3-hydroxy-3-methylglutaryl-CoA lyase deficiency e (St B e
Disorders of Amino Acids (9 conditions) REECHER J1LH)
Argininaemia HE R IUE
Argininosuccinic acidaemia TE R ETEIORE ME
Citrullinaemia type | JRERME [ &Y
Citrullinaemia type Il JNE I MIE 1T
Phenylalanine hydroxylase deficiency KRR L6 = E
Homocystinuria =R PR T

Maple syrup urine disease HiEUBRE PR I

Tyrosinaemia Type |
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6-pyruvoyl-tetrahydropterin synthase deficiency
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Disorders of Fatty Acid Oxidation
(8 conditions)

HEfitg S EERE (/\IR)

Carnitine-acylcarnitine translocase deficiency KB T FEEEE
Carnitine palmitoyltransferase Il deficiency RETHEERHEIGHZIE
Carnitine uptake deficiency R T Ut

Glutaric acidaemia type Il

SR e 117

Long chain 3-hydroxyacyl-CoA dehydrogenase
deficiency
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Medium-chain acyl-CoA dehydrogenase deficiency
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Mitochondrial trifunctional protein deficiency
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Very long-chain acyl-CoA dehydrogenase deficiency
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Other IEM conditions
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Biotinidase deficiency
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Classic galactosaemia
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Classic congenital adrenal hyperplasia due to 21-
hydroxylase deficiency
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