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Three novel mutations of PKD 7 gene in Korean patients with autosomal dominant
polycystic kidney disease (ADPKD)
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Background. Mutations at the PKD1 locus account for 85% of cases of the common genetic disorder, autosomal
dominant polycystic kidney disease(ADPKD). Screening for mutations of the PKD1 gene has been complicated by the
genomic  structure of the 5-duplicated region encoding 75% of the gene. In the present, approximately 50
. mutations of the 3" single copy region of the PKD1 gene have been reported in European and American populations.
However, little information is available conceming the pattem of the mutations present in Asian populations.
Methods. We have looked for mutations of the PKD1 gene in 51 unrelated Korean ADPKD patients, using the PCR
with primer pairs located in thé 3’ single copy region of the PKD1 gene and SSCP analysis.

Results. We found 3 mutations a G to A substitution at nucleotide 11012 (G3601S), a C to A substitution at
nucleotide 11312 (Q3701X), and a C to T substitution at nucleotide 1297 (P4254S), and 1 polymorphism, a G to
C substitution at nucleotide 11470 {L 3753L). These mutations weren’t found in control individuals and there were no
other mutations in the 3’ single copy region of the PKD1 gene from the patients who were found these mutations.
Especially, P4254S segregated with the disease phenotype. The clinical data of affected individuals from this study
and previous reported Korean PKD1 mutations showed that patients with frameshift or nonsense mutation were prone
to develop end-stage renal failure compared with those with missense mutation.

Conclusions. Our findings indicate that many different PKD1 mutations are likely to be responsible for ADPKD
in the Korean population as well as Western, and it might be suggested that the type of mutation could take part in
the renal prognosis in PKDI1.
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HEY HUABEZ ASH0IL EY MHZ0 28 42 ofUel WY, WY F9H, 288, U0l
A, LTS A EM2 doU £ YD, DUNSSSTHIOL XY} AL 559 FIf, g4 BCh
243, HEP SUS, 1Y WYY S0US S olas =g £ UG L™ ALk T Y Ykl S s
BHEI21% Sled 3 2IME oA YA Qo MASS ol oy, HEP AFL 22 A2H MAEAY
£ Fo Myt HHE 108 A0 2 adh= dIOICH
DS5TM A BAE 6 B0 AHERN ZZE, HMUEE F7 t B2 UHSIACHL WA
22 100/60 mmHg, YE2 100/2, M2 363 ° CYD, EF HAM MEHSE SClA %U2 S8 51N 21
0] 382 HHHOL X0 SESLE2 AUUC TE Y HAAM ML 125 g/dl, WEH 6600 H/mm3,
AT 99,000 J/mm3, ESR 41 mm/r L3, M 3tE HAMe BT 78 g/dl, 24X 38 g/d, BUN/Cr 14.8/09
mg/dUCl HHBHHAIN HBsAg/HBsAb, Anti-HCV, HIV Ab, VDRL, Rheumatoid 21Xk, ASLO, cryoglobulin, cold
agglutinin, ANA, ANCAE 25 S40|2CL CRP 507 mg/IY 12, C3/C4 96/22 mg/dIZ2 42} A28, 48 HA
MM e 2+ Bt RBC 60 7h 014/ HPF, Dysmorphic RBC 80%, XM & 7 HFJ SEEHUD 24 M2 w Abet
CCr 334 ml/min, 24 A2} SHiirE 910mg O|ULL BRTHEHAM AHIN R YN0l AU, MEUCH M
FEOAM 2E HYo] HHLUSH, dEZSTHAM EHMY PHEO 45 %2 A4=HAYD, o S20 HUESEH,
ZSxTo Mo MEAN 21Y FH P oLl 27 om 2 B0t BEEHIUCH OlxM SQE MEN B8
THSIZ L E S ENMA FE2 NUSAL, BN AW SHEYH 33 om & ME E 8x6x3 cm@ REY
0 Hety &2 dao0en YaxHAMY HYZos T AL &% IMYA FHE HExSHe Hie
HoIA2M A FHauE Zo|U
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