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A CASE OF RIGHT URETERAL STONE WITH
COMPLETE DEFICIENCY OF ADENINE
PHOSPHORIBOSYLTRANSFERASE
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We report a case of a 34-year-old male, who had urinary tract calculus, caused by
complete deficiency of adenine phosphoribosyltransferase.

Ureterolithotomy was performed on February 28, 1983.

Infrared spectroanalysis revealed a 2,8-dihydroxyadenine calculus. APRT activity was less
than 1% of the normal level, and it was found to be complete deficiency of APRT. Since

the operation, 300 mg/day of allopurinol is being administered without any sign of recurrence.
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BUE : b SR, SRIRBREF, MRMRAETIC £l
Bicl, BEERERERRL.

Nl i 7 & O 5B T A= Bl 2% D BRI Rac R & 38
Dich -,

AR A BAR : ESR 9mm (1 hr) 22 mm (2 hr),
CRP (-)

MW FRMmERE 506 x 104/mm3, Hb 14.9g/dl,
He {i 45.8%, MBI 5,200/mm3, mm/MREK 23.2
x 10¢/mm?

MR B8R 7.6g/dl 71073 v 46
g/dl, TTT 13U, ZTT 6.4 U, T-Bil 0.8 mg/dl,
GOT 231U, GPT 201U, Ch-E 0.9 4PH, ALP
6.2 KAU, r-GTP 131U, LAP 161U, LDH 321
1U BUN 26 mg/dl, S-Cr 1.4 mg/dl, U. A. 4.1 mg/
dl, Na 145 mEq/L, K 4.5mEq/L, Cl 105 mEq/L,
Ca 4.8 mEq/L, P 2.9mg/dl, T-Cho 185 mg/dl,
TG 81 mg/dl, FBS 93 mg/dl

BitiA ; GFR 85ml/min, PSP 3¢% (15
min), 73% (120 min)

RETR  SMEHEEEY. PH6O, fi(—), xv-~7
(+), ¥i1(—), P& ; RBC 0~1/hpf, WBC 1/hpf,

£

Fig. 1. KUB shows no abnormal calcification.

Fig. 2. 20 min DIP film demonstrates delay in
contrast medium and a dilated calyx in
the right kidney.

TFig. 3. RP shows many round-shaped shadows
indicating defects (arrows). ’
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RIRALBIIFRD fahs - Te.

DIP it (Fig. 2) EBo#EEHFIOHH B XL O
RBIERETH -, HECOWTHRSE, BEAIOBE
WEIRR T, ZWIR L EBHRERD B, o
Bk LOBEILD & S Tllich - fe.

EYTHEEEG i (Fig. 8) RE»5—-T1
13, ARERXD 15cm FCLABATE khoke
FOWTOBMIC T EHRE L THRECHEE 2~3
mm KO OMAK B KIRGY Bdl. FED
LERBOR S 7 — T A RO TR A RD

oot

A CT Tk, AREEMT —B LR
kAL Ephhs high density shadow ZFDIC
(Fig. 4).

Db X b EHEBEOARERHRAELBEL, &
HRE T T19834E 2 B 28 HIC FAfr & iafy L 7.

EHFRR AR SR T RER BEL L C
%, RZRWE 0 FHK 2cm LK REEERLD
# 3em L CRERRAM LY, ThThOML
DRERGBIL, SROMEREBREL .

WARR ; Fig. 5 2 LEROFHETH DN
KB DOETETH A REEBLIHEATDH -
7.

Fig. 6 137 DR OHKIMR BHSHIHT B2 DY,
2,8-dihydroxyadenine AT H5 & NEE I

wWn

S W

SN

L
E
E
T
1

i

+ B 8 B2 = (16 3

Fig. 4. Plain CT film demonstrates high density shadow in the right ureter.

Fig. 5. Stones had irregular surfaces and were brownish.
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Fig. 6. Stone analysis. Note the high peaks at 305 and 232 nm.
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Table 1. 2,8-Dihydroxy adenine $5HEFEH (AHMEGD
E I L T # & B
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8 | AXiFHr 1®E6HE T T % Farsy /s —is ?E;..Tgﬁﬁ’?
oo emoaowem JEIYOMC TR
0 WEEP  sm 5 mMR EREIE s T
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12 & hiar 3% Y T&# gﬁgn)/_;m; APRT 849X
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APRT = Adenine phosphoribosyltransferase
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Fig. 7 137 ¥ = v ORBHER AR LK Th 555,
APRT HEN W7 F= vl 757 = LR EF|
HEh¥, 75 =%, 8hydroxyadenine %,
D THENED 2,8-DHA HElt#ms o550
EE2 LATWA. Van Acker 5 FhuE, = o
28-DHA o¥MEr 1 L okic 1~3mg L3k
Mt ch b, ¥orhiul, REOBBEDNGO 1
BETHD. ok, REFCHEEVHERINS &
MBI ATS. —fgic APRT KiBfEL, EYaml
BUSBIEHEB EE L RT3, FOBRERE, b
Db OBz A 1500, APRT sgf/KIBREN
361, APRT IR /KIBIED 8 B, TFEL4HITHS.

APRT & 4AETO Fa B8 B BIL T i,
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RS Sh Ty, CoBEiE LT, APRT
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ferase 12 T BHPNC B35 fEMED X3 TR
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