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Table 1. APRT and HGPRT Activities in Erythro-

cytes from the Patient and Normal Sub-
Jects(control n=11) Measured by HPLC(x

Mol/min/gHb)
APRT HGPRT
Patient 55.5 28
control(n=11) 43.73+9.76 118.03+15.7
O—0
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M patient §'gout
Fig. 1. Pedigree of the patient.
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Fig. 2. HPLC profiles of the reaction mixtures after the enzyme re-
action of erythrocyte APRT and HGPRT from standard,
control and patient(adenin=ade ine, hypoxa=hypoxanthi-
ne, adenos = adenosine, inosin = inosine). Reduced inosi-
neproduction from hypoxanthine due to low level of HG-

PRT activity in patient.

HARAA | ExIYZA YEF 4,400/mm’
(BAT 40%, Ju7+ 50%), 44 12.1g/dl, 8wl
EzE 37.2%, 949 289.000/mm®, 7}7]%& A
A4 Hslgdeny, ¥4 84 12.1mg/di(FA 2.0-7.
Omg/dl), 8% 84 A4 F=t 24mg/dl, 84 2
dloteld llmg/dic]dles, & g HEF7)
o2 HEsEAch 249% A a2etEze 9 (high
performance liquid chromatography, HPLC) & o]-&
g ¥+l HGPRTY &4 BAEE A% 2z
AAre] 23.7% Qe (Table 1, Fig. 2), ##=}e] 75
52 HGPRT®] 4 4%+ 25 H4dolqicth

d A, 2%, 3 (KUB)OA whsdu] 939 2
o] R o (Fig. 3), AAY Ag 2dEL Folx}

g o3, AR FRa AR 25 AR 2
717} ezt Zpastglen FAlFgeld Al Alufe] g3
< fldovt o AR HAe FHYL BFEe 7
A=A AzgIH) 3440 277} Fase] gl
on] AAzle] AR gako] Ho|w A14Fe] 2J4]E
Aok, G4 28 xde 3w A e
$5ell 2x2cm A7]8] §f A& (Fig. 4)o] Ry
o] AMg WA= &qlslgich

Xg ¥ F0: Ao wag A4 AAE(percuta-
neous cystolithotomy with suprapubic cystostomy
with Electrohydraulic lithotripsy)-& A|8&g1,
allopurinole 2 ¥&E2] A8 E 31 L.
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3 AR R 2.

HGPRT¥ PRPP(5-phosphoribosyi-1-pyrophos-
phate) #za}3}ell hypoxanthine2 inosinic acidZ,
guanine-§ guanylic acid 2 & A]7)= F 4380 E 4]
st gsel oJste] #4317} FA151, guanylic
acid®} ©]79] diphosphate = triphosphate, 12
i inosinic acid, xanthylic acid 5ol 2}s] @Ao] o
At 22B8 o] Fie) APe R T AR (sal
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= Abstract =

A Case of Partial Deficiency of Hypoxan-
thine Guanine Phosphoribosyltrans-
ferase with Hyperuricemia

Weon Young Huh, M .D., Sung Hye Shin, Ph.D*
Soon Hyung Lee, M.D., Seong Wook Yang, M.D.
Dae Song Kang, M.D., Mi Ae Kim, M.D.
Yong Ung Lee, M.D.
and Kwang Young Lee, M.D.

Department of Internal Medicine and Christian
Medical Research Center*, Presbyterian
Medical Center, Chonju, Korea

Hypoxanthine-guanine phosphoribosyltransferase
deficiency is an inborn error of purine metabolism,
and transmitted by X-linked recessive trait. complete
deficiency of the enzyme causes the Lesch—Nyhan
syndrome which is characterized by hyperuricemia,
hyperuricaciduria, severe neurologic dysfunction in-
cluding hyper-reflexia, choreo-athetosis, mental re-
tardation and self mutilation. Partial deficiency of
the enzyme causes uric acid overproduction and uric
acid nephrolithiasis, but does not manifest neurologic
dysfunction.

We report a case of partial hypoxanthine—guanine
phosphoribosyltransferase deficiency. The enzyme
activity, measured by high performance liquid chro-
matography from erythrocyte lysate, was 23.7% of
normal control. The patient exhibited hyperuricemia,
bladder stone, and growth retardation, without neu-
rologic manifestation.

Key Words : Hypoxanthine—guanine phosphoribosyl-
transferase(HGPRT), Lesch-Nyhan
syndrome, Partial HGPRT deficiency
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