Opis choroby *
Definicja

Kelley-Seegmiller syndrome (KSS) is the mildest form of hypoxanthine-guanine
phosphoribosyltransferase (HPRT) deficiency (see this term), a hereditary disorder of purine
metabolism, and is associated with uric acid overproduction (UAO) leading to urolithiasis, and
early-onset gout.

Dane

Klasyfikacja Synonimy

Choroba HPRT deficiency, grade |
Czesciowy Niedobér fosforybozylotransferazy
hipoksantynowo-guaninowe;j
CzesSciowy Niedobor fosforybozylotransferazy
hipoksantynowo-guaninowej 1
Czesciowy Niedobo6r HPRT
Czesciowy Niedobo6r HPRTT
HPRT-zwigzana z hiperurykemia
HPRT-zwigzane z jelitami
Niedobor fosforybozylotransferazy
hipoksantynowo-guaninowej, stopien |
Niedobdr HPRT, stopien |
HPRT partial deficiency
HPRT-related gout
HPRT-related hyperuricemia
HPRT1 partial deficiency
Hypoxanthine guanine
phosphoribosyltransferase 1 partial deficiency
Hypoxanthine guanine
phosphoribosyltransferase deficiency, grade |
Kelley-Seegmiller syndrome
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