Opis choroby *
Definicja

A mild to moderate form of phenylketouria (PKU), an inborn error of amino acid metabolism,
characterized by blood phenylalanine concentrations of 600-1,200 micromol/L and manifests with
reduced cognitive function and behavioral and developmental disorders. Dietary phenylalanine
tolerance is 400-600 mg/day.

Dane
Klasyfikacja Synonimy
Podtyp kliniczny Mild PKU
mPKU
PKU fagodna
Wariant fenylketonurii
Wariant PKU
Variant PKU
Variant phenylketonuria
mPKU
Kod ORPHA Kod OMIM Kod ICD10
79253 - E70.1
Kod ICD11
*Zrodio
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http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=79253

