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Hypoxanthine-guanine phosphoribosyltransferase
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< Peripheral blood > < Biochemical study >
WBC 8900/1 BUN 7.0 mg/dl
Hemoglobin 13.6 g/dl Cr 097 mg/dl
Platelet 31.5 X103/l Uric acid 7.6 mg/dl
Na 138 mEq/1
< Urinalysis > K 3.8 mEq/I
pH 6.1 Cl 101 mEq/1
Specific gravity 1.001 Ca 45 mEq/1
Protein (+) P 30 mg/dl
Sugar (=) AST 3510/1
Occult blood (=) ALT 2210/1
RBC 0-5 HPF LDH 259 1U/1
WBC 0-5 HPF CK 102 TU/1
Cast (=) (Uratecrystal +) CRP 3.63 mg/dl
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A CASE OF PARTIAL DEFICIENCY OF HYPOXANTHINE-GUANINE
PHOSPHORIBOSYLTRANSFERASE
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Abstract —— A 45-year-old man who had had frequent gouty arthritis since he was 17 years old con-
sulted our hospital for pain and limited motion of both ankle joints. The patient had been been previous-
ly admitted in another hospital for acute renal failure and also had mental disorders. During the clinical
course, we hypothesized that the patient suffered from some congenital disorder of purine nucleotide me-
tabolism. We requested the Institute for Developmental Research Aichi Prefectural Colony to perform
gene analysis. A point mutation of the hypoxanthine-guanine phosphoribosyltransferase (HPRT) gene
68 G (guanine) to T (thymine) was detected. The serum concentrations of hypoxanthine and xanthine
were markedly increased and the HPRT enzyme activity was low; the adenine phosphoribosyltransferase
(APRT) activity level was two-fold the control. From these results, we considered that the patient suf-
fered from a partial deficiency of HPRT. Allopurinol at a dosage of 200 to 300 mg per day, relieved his
pain and the joint swelling was reduced but severe deformity of the ankles remained. A case of partial
HPRT with severe joint deformity has not been previously reported.
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