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D}%gnosis of pyrimidine degradation disorder in patients with severe 5-FU side
effect
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Pyrimidine degradation disorder was diagnosed using urine and blood sample
from the patients who presented severe 5-FU side effect. Determination of pyrimidine and pyrimidine
metabolite in urine was performed by UPLC-MS/MS. The diagnosis of dihydropyrimidine dehydrogenase
(DPD) deficiency, dihydropyrimidinase(DHP) deficiency, [ -ureidopropionase(p UP) deficiency, was
made based on the pattern of the result of pyrimidine metabolite analysis. The stable method of DPD
activity in peripheral blood mononuclear cells (PBMC) was established. Decreased DPD activity of 20%
of control was detected in the patients with normal urinary pyrimidine metabolite analysis.
Our procedure of screening test for pyrimidine degradation disorders was successfully worked so it
is expected to expanding screening test before 5-FU administration.
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