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LA\ Z SRR AN BEMEA L3 2 Bl AIFESE T 50-60 7% CREIBE AR A L 2 5, BEEETIT.
PKDI(90%) & PKD2(10%) @ 2 DFNHILTW S, ZAUZxt LA THEERE ARPKD 1%, 4
TEEN D EIE T, TR AR U, PREDI BRIN & 725, RN L E 2 5105 ADPKD
D 1-2% N EHIFIE - EIEROERKIGEE ET 52 ENMOLILTHD A, FERITAHT
o5,
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YR TR O R - EER S REEREEE Q2 202H B8R, A IV-3) %5

& U7z, BI (X B) 1R R S s W C MR e S, HAERB AR L

FER AR 22 PR L, 24 » H THRT L7z, REJFICRRATIE - M8 = ADPKD & Ebivd

BMEOFIEREN S 55, KBUTRF 2RO TR, L (V-2) bAEREEERZ 2

U HAEBERZICHT LTS, 8 & R, mEiE B 2GR0 ik (EMm S & 0805)

(ZHERL L SE i L 7=,

O FHEAHSTRRE  FIRE, FINROEARZ M L7,

@ —r AN HBIEA ) 2 DNA % VT PAD 1 (exon2-46) . PKD2(exonl-15)
fEl & PCR RS — 7 = ATLCAE BAFMNT LTz,

@ Segregation DR FRMME D RERDOIF/EZ, ¥ — 7 = AL L RFLP ED
2 DD HIETHER LT, BH %A G T PCR W % il [REESR (Dde 1) CTHIWtRIZ T A m
— ZABRIKE L, VIS OB LA B & el LTz,

@ MLPAYE  PKDI, PKD2ZEFDH D 1-5% NRIEFR LSO TEBY, MLPAETa Y
— R O Lo, &0 Y U E D A= 5 wO S T e — T
ZAERE L C multiplex PCR 47\, Capillary ¥ — % = > # ABI 3100 T
HEE O R & 2T,
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O pERRE  RWE S (I ~EAE) OEPANEZ > TR | #Hk
JRZ51% ARPKD X 0 #0 L A ADPKD I[ZA T2 & 272,

@ ZEBfENT, segregation fEHT PCR-EHES — 7 = XyE T, RS BIFIZI\\N T PADI
exon27 (2 3183 FHH DT 2/ Bk Arg MMEIE 2 RUACEMRT D ~T n AT B
BREZBOTAEIRIZIEE 5 1 O RERO~T 0 AT I 2 v AEH (PKDI exonlb
IZBWT 1292 FZH DT 2 /[ Phe 23 Leu IZEHL) "BV, BE~T s REE 2
STz, RFLP $ECFI1292L 134A0H & BIFIC, R3183X IR & RIBICIFET D 2 & &
MR T&E 7z, F1292L (3MH A AN 260 N ORISR FIRES ) LT, MAH SUEHR)

IR S o Te, E70 PRD2ITH AR a B — AT T O 2o 70,

@ MLPA {% PKDI, PKD2 D= &' —#5% (K&, BEE) 1TRD LN T,
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A ZCRIKA, B OEERELRZ. g R

1 BT PEDI BARF-DOEE~T v AR, TROBRGFERICHKTH T2 X
255 (R3183X) (TN 2T RITHKDEIE I At o A28 H (F1292L) 28 B IS G 5 2
&, HIEERT & LTER LTS AIRE RS 2 HivT-,
2. RINF OB (RERTIXFI292L 2 F T 5B 2B N —L3+25&, FF— L
Y PG OBTRIZIARTHY, M2 G5O EERENEETH S,

[ 4% D]
PKDI, 2 SN FERTE R & K9 8 An T D5 (B 21X ARPKD1,  HNFIB, REN, UMOD, MUCI
RE)V HERT LD, WhWd digenic model DRIFEME HAE TE AW OBE,
T Y — AT 2 FE i L TREIT T D,



