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BRCAI mutation testing for Japanese patients
with ovarian cancer in breast cancer screening
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SRBEGER LM - BEMEE)SEOKS~10%13, BERD R D ERGAELEE
WRERTREEIFREE LN TS, FESIIBBIIRETIE, HIBIFEEERE S
EHEIER Y R— 2 AKBFEHNPCC) S BHEL U /-0RBE I Kl an s, KRWICHIE -
SRBIE N L 59 5 FLIE S BB E R R SRR BB 2R D#I85~90% % (58, FD#KI90%
\ZBRCAI, —gRiz BRCA2(germline mutationSEH5- 1 T)%. BRCAIZE R D86%II
WMBOF e AXEREGT VLT NERETHD, —RVIZIIBRCAEEGTF FIT/EL
DTS, ¥, BRCAIZEDF v )7 —WT0EFE T - JIEBIC/ 2 BERR
3% %, 87% - 44% & DEWENRDH 5.
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1166 DSREHE(EE LRV - MEEEE)EFIC, HEEE/2%, BRCAIMDexon 110OE L
DORFEZEIT> 7. KM > /8B S U725 ) ADNARE R H O7- 0 OREM K
LU 3y, BEOEERNMHERINLEEGITE, RREFZRBEOMBGEICDH
BRCAIZERDOBRRE#D /=,
SC(stop codon) 7 w1 4/ LADNAL TS5 4 v —% FHWTHENE L /= BRCAI Dexon 11
ZHEUPCRETFIZR LT, SC7 w112k VW BRCAIDexon L1IOEREAZ Y —=2 5L
7=. PCREEW) & gap vector (pCI-BR1bg)iZ & % YPH499 (Stratagene) (D 4 & #in it 3 Ishioka et al.
DHETHY, OA L U EFERVWEH THEGREREZRIRUE, o135y
WEGFERNWEH TOMEGERMBORETICLD, U'OBELZEH L. Un'H>80%0
REEZREESGHTAR, UaDi<70%DBEE AT OSBRI R - L.
DNAY—=ZJ T A0H ATOEGHEPHEEENSRH IhAREICT, EREZ2AET
DROIIDNAL =D T AelTo7. DT T4 v —X &8 E L TPCREY) & 4>
FICEHE S, exonl1&ZLIIHMTEDXDIT L. PCREMIZIALF F— i —o T
> tr—(Pharmacia Biotech) T34 L 7=.
WK - WEMARENT—F HERDETONMC BCHET2REREERICLDHEE
U, DELE - E2ERHEICEEEED THILL LOSIBEN NS B, 2)F1HE - 45268
EBEITIFICL EOABEZVISIEEN N2 BE 2 U EIN R S 20 L. DIE
DIBEAZER L, MR S EMMEEEHE L. M5t EE1EShimizu et al. O 4M
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¥t #24r Fisher's exact probability test, Mann-Whitney's U test, Kaplan-Meier}:, Mantel-Cox
(log-rank) testZ fF I L, p<0.05Z#EHEARHE L L.
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B Mm@ FICHBITSBBRCAI Dexon 11X R

1141(9.5%, 11/116) D BHEMNSCT v A TAT OESHPHMER S HEIh, 741
(6.0%, 7/116)73DNAS — 7 T2 A i TEETMIOBRCAIOE RE HD T VKB L 7.
ERNPRHE SN B EBEERORRIZIFRA,B,C,D)THo 7. FRA B, CO
BEE, MBEDBRCAIOEREDRRICH NN TH oz, £ RENIHE AT (2508delGA:
%A, Leul216ter: 5ERB, 1275insT: RO & WA LRETOAT OEAEN, “hb
DIKZTHI DO RBEEZ SO THRE I N, FIBIRRBEREE O 14 0 B (2508delGA:
KAEDNL, MGEFEICF v VT —BEON 2 EEORBMK T a3 v 7 EFRERKIZHZ 5372
WEWSEHET, MEEDBRCAIZEORKRZHEET L. Gl OBFEMIIRERE
(2508delGA)IE, #EEDFIBHRNICENEE D= DIZEESL L /2720, MEEDRRIIRITT
ENRM T, ‘

BRCAIQexon 11DERZBDBEDOEIK - WEMABRENHH

NUH+IVEA DO ETH, SEMRIEIRIE, G2+G3DMMMLEE, HLEIIEIEEER, BEHES
LTOHEEZE L THERAD, BREOBNBEURTEROHIHTHEREIIEN O
(p=0.002, p=0.0006, p=0.01, p<0.0001, p=0.003). ZEEDH DR LTV BITBIREED
SRR RIS 1O ESI2EETH D, MBHETEERD RN/, Tz, NLH+IVH
DIESI DT L THMBEE THEZEIT/2H - 72(p=0.55),
BRCAIMexon 11QERZHDOEE - IGEFEOEH

SEOBEH T, THOBREEST16HIBRCAI Dexon 11OEROF v ) 7 —TH 5 &
PHERINZ. SIRETHRC L EWIOBEEIFIOBHDF v ) 7 — 2R\ DLtk
DF v U771, DML (increased surveillance) & TR FAFILE DIk, IIEFEH
TN DNWTHBALZE TS, 2BNEIEERER L. B4, ChooloFr Uy
—IZxXf L, 19984E4 HLUK6 A BICHIERZ (R - 2, BEBENER, ~>EF/57
1 —)EIRBERZ (NG, RISETENER, CALSHREOBES—I—RE)ET->TH
5@ BRI TWEFTZRH1E - SIBUBRRAEINTWARN., B, SEORROEENE
UTHoILBEICE, BOREIBTIECGHNRRNOESIBFETERNI EEHHALE.
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BRCAIZRORRIZHESHERELT, TSAN—0RBE, BEH - FK& - &iBch
5B ERZERN OFERYE, BOOBEGEREZHAD Z EICL A LDEKEYSEL Skl D
HEREINTNED, TNSDFEAENAHRTHERINE. F/=, BRCAIEEDF
¥ U7 —E— O XKEF A TIZ200~400 A\ i21 A, HAE AL TIF2,000~2,500 AIZ1A &
BHETHLZLORRLEOBMBELIN TS, LML, R4 IIIIEEEE L TRR
%K%ﬁfﬁottw,m&%%$®WMKmmM§§®#VU7~é&ﬁ?5:&ﬁﬂ
ToH-olz

ABFETIRD 5Nz BRCAIZE B L BHE U 7= SNBIE DG IR - 7% BARRR A A D HUIR T,
SR EEICBRCAIERORRETINE DN EHUM T 2BOBEICRD EEI NS,
WK TILEERAED, BRCAIZREH U EIIBED D S —DDE#MEXhTna. L
MU, BETIIBRCAIZROFEIZ L B BEOLWEHER ICIIXIIA S NT, T/
Matsushima et al., Aida et al. & BT RHER IZ I N 7 EME L TNWB T EM S, EESR
Eiwwﬂﬁi&%ﬁbtE$A®W%ﬁ@ﬁ&f@&®@ﬁ%ﬂhﬁw
BRCAIREDF v U7 —I213, BETREHPHAELEEDOS &I, BEHOMLEIT T
KFRONTNNRTON TS, AFETIETFHREREBRNUAF Y U 7 —iah
D7, Burkeetal HF v 1) 7 —Zxf U TRMN S OBEHOBILEEID TNDH, EHEBIZTF
BOVEESININIIDVWTIREEDEZARHTHYD, SBOT—I DERNNVETH S,
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Fr ) T—zT BT LY X, LESRTHE - IIEERZETOBRICRAEHY
AFo TS, F¥ )7 —DRBERE, TRNAZAETHIEIIOBEAAKRYTHLN,
Wi - BIRERD A SO+ 0—T v TICELEEZ DD, BEERERERI LTI NT Y
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BRCAI mutation testing for Japanese patients
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FRWICHIE - IS I T 2 L3200 A A R B SR IR ML OR SR AE 2R DI 85~90% %
558, ZDHK) 90%IZ BRCAI @ germline mutation DSBS L TW3. BRCAI £HD 86%iZ
BEAPMBEDOST U 2F R TV LAY 7 VERTH D, —MNIZIX BRCAT B F L
IR i3 5. BRCAI BRODX v ) 7—h 70 ik £ TICIIE - INEUE 0k % BHEGIRE
X%, 87% - 44 XT3,

HEDOLBARICIZIWEIERE (LA RERDON 40)hZ2 L THE D, HHESIASER
RIS B F ICBWT BRCAI ERORE 1T 2 L DIEKNERIZOWTRE L.

AFERPZ 22T = 116 BIOINEKE(FRIE L - RIEMIEE) RS, BEE2ERE,
BRCAI @ exon 11 DERDMREIT>7=. ERDPHERINZHETIE, REEEZKRL
BAEDMBZHICSH BRCAI EROMBEEIDT=.

7' LADNA L7 54 —%FWTIIE L= BRCAI O exon 11 &35 PCR Wi o5t L
T, SC(stop codon)?” vt AL D BRCAI D exon 11 DERZ A7 J—="7LJ. PCR
PEMI & gap vector (pCI-BR1bg)IZ £ % YPH499 (Stratagene) DB BizHaid Ishioka et al.(D 753k
TITW, O YU RS TRV TR ZRIRU®E, o/ w52 LS
FRVWIBEH TOIERBAINEOREIC LD, Ut DHEEEEE L. U h>80% DIk %
TEROGHETRAER, Ura D<70%DIKE ~F OEaHERIER Y L.

AT DA P A RO S kL, ZRZ2EET S0 DNA ¥ —7 =
VAR EAT oM. AKD TS A 5t E#EE LT PCR FEME I EZ S, exon 11
22t L7z, PCR EMIX ALF A — b ¥ —2 = > ¥ —(Pharmacia Biotech) T/Mf L 7=.

FUBMESHIS,, MORGERMBENATL, 1) B 18 - 2 ERFCEEEZSHT 2
PIA EDOINBIEEDINDBEE, 2) B 1% - 8 2 FIEEIC 3 FILL O F 212008 h
W5 BEZFURIT AR TE L 2T U 2. N OISR A Z BR U, AR & AR ME
E&YE L. ETHI(FIGO,1988), M#IfE, ZWiRHER, L ARUR YW, s
A=

WatMRATIZIL, Fisher's exact probability test, Mann-Whitney's U test, Kaplan-Meier 3%,
Mantel-Cox (log-rank) test % fili 1] U /=
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11 $1(9.5%, 11/116)D SC 7 v A TATFT OEGHEHIIER L HE S h, DNA Y —7
T2 R5HT 7 B1(6.0%, T116)DSE EH I RID BRCA1 DERZH DT L HHBIL =

ERBRIEE N IR SRR O R RIE 4 FRA, B, C, D)THo=. R A B, C
D3RFZTH, MGH D BRCAI DERDWFRIHH N T, RN LE R F(2508delGA: &
% A, Leul2l6ter: % B, 1275insT: £F CO) & WERM M ER FONT ODEEED, 5 4
DEREZEGT 14 FITHRI N, 1 HlOBERS08dIGA: FEFR D)L, MEHD BRCAI
EROMBEIET Uz, 1 HIOBIFEMEIN SRS B35 (2508delGAYS, Fb R IHREIICEESE L 7=
128, MGEDMBERITTERP oIk,

BRCAI @ exon 11 DER% b DEEDERIR - HEAHEFHRE UTE, 111 HH+1v
DAEITH, FEWPERREE, G2+G3 DML, FLEEONREMERTE, EEEL UTOURE
EHELTWERESD, BEROBWHLIRTERDOH 2HTERICE D > /= (p=0.002,
p=0.0006, p=0.01, p<0.0001, p=0.003). ZRD D % & RWEEIZ BT 2 IVEIE D 2 Wi Ky
R 5 TN HHHHV JHOREFIO FRICE U T mFF cEd b o 2.

RBERETHCLE4HOBELIFOBEMEF v ) 7—2RWVEZIFIOLMEF ) 7—IC,
BHOmb & PR F M ELETRM, IREHICOWTHIALEL 2%, 2BDHIHE
wEIRU =,

ABARFICIEL, BIBEORIBHEIRN, S, BRCAI @ exon OFRIZDNWT, SC 7y A
T®D point mutation DB D E[EENE, HAANIC BT 5 BRCA1 ZEBEEMENEE, ZRE
MO REDMEME, RECDWTOEM & HALE L INEEDREFIMOIEED S LIRS
TOERRBOBREIIDODVWTOMEZRDSH -1, BIBROBABIE,» S, ETIHEECHBY
DZERODEME FHLOBR, BFXv ) 77—t T 2ERADOBEONE, &tExy )7
—IZHT AP FHOES, R DODVWTHEMDEH o7, TEDOEAREIR»S1E, BRCAI
PA—=RLTWBHY N7 DOHHE, Bz TFRIOIE R EM:, epigenetic factor Z ZHEHE
BEOAENEZR, ZRERBHOINEEOHBR P HMMEIRECH L L OMEE, ERBM
DBEDIFE DM DR, FHRTFMRLUNADIEFRE, BEFEROTREMYE, R
WTEBDH 72, WThOEBICH LTS, HEHITIEGOMITHER & HRIEHRZ
S ZYrEEER L.

BEE X, AEMZTOHERANRELREICBITS BRCAI EREDMRBOEERNE
BEVIOTTRR U EAMEORRZFM L, HEEVEL (BEY) OFMNEZITZDICHE
BEEITHHDOLHELE.
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