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¥ I & X %  Germ-line mutations of the APC gene in 53 familial adeno
matous polyposis patients
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KM AKGIMERE (Familial andenomatous polyposis ; FAP) 3, KBICEHMOBREEKT 3
L EBEEREERET, EEEME L CEHBECRBESRET 2 LMo TV, FAP 2%
TERTICZM LIRREZFET 2 C &3, BUIRKRBIEREBEHOBELITEI DAL OEETH %,

i B AR EBEDORKE LT TH % Adenomatous polyposis coli (APC) E=F2HEEFEL, AP
CHETORENFAPRIEORKN L2 LM LTER, KT, FAPEHITE 3 APC
BETFERTT S LIk, FAPKRICBIY 2RREORKEMZHOMREH A ER T2 L2 HM
&9 3,

i &
1) DNA #ith : JEIMZEBIRD FAP 198 % & 0 2 N2 196D FAP BE 480, Kl & v HEEL 72

HIIEkA S &5 F DNA % HiH L 7o
2) PCRE : APCHEETFOZ/ Vv 15158 TOa—F 4 v 7 HERESIOHAIC DB L, 2hEh

O primer &K L 7o FAP BEOES T DNA 28% & LT, PCR (Polymerase chain reaction)

HEIZ & BWIRZEITIE - 12
3) RNase protection assay : TNZND L7 v VIZxtEd 3 FHE APC#EEF @ RNA % probe & L

T, INSDPCREMENA 7Y ¥4 & E /1%, RNase A QB AFT75\, mismatch 2HH L 720

4) DNA sequence : R D 51172 PCR EW % plasmid vectoricZ7 o—=v 7L, ZhHds7 o—
v ® DNA sequence #1775\, mutation DERHI, B OHEREREL 20
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APCBIEFOEa — 74 ¥ /IR (852945H) MR L #EE, T9FIH53%] (67%) < mutalion 5
RIS i, 5362301 (43%) 13ARRER T, 19613 stop codon ~NDERTH » 1z, B0 4 H13
TIVBET, 2035 2PEBEAOVHBEICKEBEEELEETFHENBTAE= P& Y
YOV RTAYANDENTH 1 —H, 306 (57%) & 1 — 5EHEDORESH 5 WIFFEAIC L 5 BH
TH Y, 2f] frameshift iCPES stop codon DIHEASTED Shtc, - THBIHT 3 / BEALD 4 il %
Br <4981 (92%) WEADOESKASRTTHNT 2L BEETH - 1o

308 @ frameshift iZfE S stop codon DHEIZ, 1FIEBRE s v vISicEdh L TRTS N, Hic
I FV1309ict5 % 3 5 IBARKIZI0FIICED o h, SHEICEESEL 2 LEL o, —F, A
EREFRIT 7V v 5 ~15ICHAEL TRIBE N, 227V v 8BLUUD2 yFIT2RRP Lich ik
BE—DOERNED LNl

(& ®
1) 7961 (T9%%) O FAPHEED S B, 5361 (67%) BT APCEHIEFOREXEE LB,
2) APCEETDEE I mutation IZ4E D stop codon ~NDEALHHLTH Y, Hicxzr v v 8, 148

LULICEHEECEE SR s N,

Pb&y, RKIBEFREOEGBRETH 5 FAPERICH LT, APCHEEFOREER 7 Y —=Vv /T
5T Eicky, RINE O, RIERTZMIATITZ 2 AJREMESRE S 1Ll

RNEEORROEE

WY EAEHEERE T 2 REMABIREE (FAP) &, 12121009 O T AR O R4 220
ZEARERETH 5, ARBOFEKRIEVHEAHE TS - 72438, 1991F R, FESICXD, 5%
< Z DFRBIETFTdH 5 APCEIETHBEERIE s hi,

AWFFLIE D APCHEIETOREEZNBREEOREXRICB VTR T 5L & bic, FAPDRIELA
PCEEZFEW L OMFZRERIT LD TH 5, APCEIZTFOERII6THD FAP KR THRIHEh, AP
CBETFORENEBICFAPRIEICES L TWA I EWRE N, —H, APCBIEFOERRBERT
LIREIN, FREREBRBICB Y 2EROFELBIENTRIC—HL T, EREREKT S
L&D REREBEZRIERNCEHNT 2 L0HEEE M 2, THIIFAP BEORBICS VW THEEICEE
HIBHMER DB S, X5 IO APCERIZTEEOKRRKIZ, 5% FAP OA72 59, sporadic it F4:
T BRIGIRIE « KIS OFEIC SRBFORIT L2 LHRAIE N 5,

ARG RGRBEOFHICEELREE52 56D THY, FALIET %,

— 305 —





