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2,8-DIHYDOROXYADENINE (DHA) UROLITHIASIS :
A CASE REPORT

Masahiro SmiBa, Kiyonori SHmizu and Hiroshi TAKATERA
From the Urologic Clinic, Yao Tokusyukai General Hospital

We report a case of 2, 8-dihydroxyadenine (DHA) urolithiasis in a 28-year old female. She was
admitted to our hospital complaining of a sudden pain in the left lumbar region. Abdominal X-ray
(kidney-ureter-bladder ; KUB) and computed tomography (CT) demonstrated a radiolucent left
ureteral (8X6 mm?) and a renal (15X10 mm®) stone. In the repetitive procedure of transurethral
ureterolithothripsy (TUL) and extracorporeal shock wave lithotripsy (ESWL), the stones had been
removed successfully. The spectrophotometric analysis of the stone fragments revealed an absorption
spectrum for 2, 8-DHA. Adenine phosphoribosyltransferase (APRT) enzyme activity was lowered to
0.8 nmol/hr/mg protein. Thus, we diagnosed the illness as 2, 8-DHA urolithiasis originating from
APRT deficiency. A molecular analysis of the APRT gene by the polymerase chain reaction (PCR)
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method revealed the genotype to be APRT*]J/APRT*Q0

(Acta Urol. Jpn. 49: 497499, 2003)
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. CT revealed a left ureteral (8 X6 mm?)

and a renal (15X 10 mm?) stone (arrow).
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Table 1. Classification of adenine phosphoribosyltransferase (APRT) deficiency

E23hi) RIZFHE FRREESR  THIRRZHT EEEIEN
%471  APRT*QO/APRT*Q0 (+) BV 0%
REHASK 5471 APRT*J/APRT*] (+) EHHE #25%
APRT*J/APRT*QO0 (+) B #5-25%
I, APRT*I/APRT*Q0 (=) AT $925%
APRT*I/APRT*] (=) A5 #725-100%
I % APRT*I/APRT*I (—) % 100%
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