Disases associated with amino acid metabolism
1. Phenylketonuria (PKU) is caused by a deficiency of phenylalanine hydroxylase—the enzyme that converts phenylalanine to tyrosine. Hyperphenylalaninemia may also be caused by deficiencies in the enzymes that synthesize or reduce the hydroxylase's coenzyme, tetrahydrobiopterin. Untreated patients with PKU suffer from mental retardation, failure to walk or talk, seizures, hyperactivity, tremor, microcephaly, failure to grow and a characteristic smell of the urine. Treatment involves controlling dietary phenylalanine. Note that tyrosine becomes an essential dietary component for people with PKU.
 2.Maple syrup urine disease (MSUD) is a recessive disorder in which there is a partial or complete deficiency in branched-chain α-keto acid dehydrogenase—an enzyme that decarboxylates leucine, isoleucine, and valine. Symptoms include feeding problems, vomiting, dehydration, severe metabolic acidosis, and a characteristic smell of the urine. If untreated, the disease leads to mental retardation, physical disabilities, and death. Treatment of MSUD involves a synthetic formula that contains limited amounts of leucine, isoleucine, and valine.








6. Tyrosinemia Type 1:
* The disease is du to a deficiency in fumarylacetoacetate hydrolase.
*Accumulation of fumarylacetoacetate and its metabolites particularly succinylacetone, in the urine.
*Characteristicistic cabbage-like odor occurs.
* Liver failure and renal tubular acidosis result.
*Treatment includes dietary restriction of phenylalanine and tyrosine.
7. Methylmalonyl CoA mutase deficiency:
*The disease is du to deficiency in methylmalonyl CoA mutase.
*Elevated levels of methylmalonyl CoA occur in blood.
*Metabolic acidosis and developmental problems occur.
8. Histidenemia:
*The disease is due to a deficiency in histidase.
*Elevated levels of histidine occur in blood and urine.
9. Cystathioninuria:
*Accumulation of cystathionine andits metabolites is due to a deficiency in cystathionase.
*No clinical symptoms are present.

