
Opis choroby *

Denicja

Hypoxanthine-guanine phosphoribosyltransferase (HPRT) deciency is a hereditary disorder of
purine metabolism associated with uric acid overproduction and a continuum spectrum of
neurological manifestations depending on the degree of the enzyme deciency.

Dane

Klasykacja
Grupa fenomenów

Synonimy
HPRT deciency
Niedobór fosforybozyltransferazy
hipoksantynowo-guaninowej 1
Niedobór HPRT deciency
Niedobór HPRT1
HPRT1 deciency
Hypoxanthine-guanine
phosphoribosyltransferase 1 deciency

Kod ORPHA
206428

Kod OMIM
-

Kod ICD10
E79.8

Kod ICD11
-

*Źródło

http://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=206428

