u

) <

The University of Osaka
Institutional Knowledge Archive

. Frequency of BRCA1 and BRCA2 Germline Mutations
Title . e
in Japanese Breast Cancer Families

Author(s) |[thH, BEF

Citation |KFRKZ, 2001, EHIHX

Version Type

URL https://hdl. handle. net/11094/42654

rights
ZENSA VI —3v NMAHDHFEIESATWAW
2, HXDEEDHE AL TVWEYT, 2XDTF
Note | ECEZDBAR, <a

href="https://www. Library. osaka-
u.ac. jp/thesis/#closed”> KR KFEDIEBLEHHRTICD W
K/ TSREI W,

The University of Osaka Institutional Knowledge Archive : OUKA

https://ir. library. osaka-u. ac. jp/

The University of Osaka



[107]

33 £ ® @B ® F

BrowxsROLH 1§ + (B 3

® f B B S % 16114 2

»®s5EAR  FRISES A2H

BHBEOE A CPUMAE 4 KE | HRY
E¥EHERARRER

F M OR X £ FREQUENCY OF BRCA 1 AND BRCA 2 GERMLINE MUTATIONS
IN JAPANESE BREAST CANCER FAMILIES
(BFEAREHIEICE TS BRCA1 8K U BRCA 2 0):!(1‘:?%50)
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RIMED 5 ~10BRRERIAETH Y, Z0Z i, BENERSFZHEEZ Sh2REHRIAETH 5, EEEBIER
HIABOEEBIZFTH 3 BRCALl. BRCA2 H/n—=v 7 ah, RERABOBEFLWATEELE -1, H
AALBATRABORBRLEYENFHEMSRE IO THRTOREFLMNEEAMT 2 DICRERAORIEYE
FBOBREHONITTHIHLEND S, TI T BB BIT 2 KERIEEHAE - £8 L. BRCA1. BRCA2 DX
ROBES L X REEZRA U ABOBRREZHBEIC OV TR L,

(5&]

RinE GERE) OB—EEBRHFCARBEN | AULFETIABKRINRR L, F—EEBE IIRER
EWN1IALULEET A - PRERRLRRENRE L, EXRORBELVEMUL, BRCA1, BRCA2 O##
WEiT-7. ZEOBIZ. £ PTT (protein trunc;xtion test) TITW, ER0ED O h - LEMTHLTIR
& 51T SSCP (single-strand conformation polymorphism) iZ T L7z, HEORRIZKHELAD SN ER
IKBLTR, N"7B2 477+ Y Y Z%ETU, founder mutation GLBOHMELFTTIER) THENLEIMER
HLk, SSLBRFERORHEShIEMICIDWTIR. BHRFEENBITENE TIT - 7

[ER]

BRCA 1 DERMI5EHR (nonsense 8 £%. frameshift 7 &), BRCA 2 DEREM2IK%R (nonsense § £F.
frameshift 12K %. splice site mutation 1 ®%) KREEht:, RERLEZFEEROBEE L OBFRERF LI L
A EIEERECIHREREOVIIE - IREXRTIIER (58.3%) ICBRCA1DRERMBD oI, &/
ABERIIA VTR, WFRBOFEREF 2 BCFEF (38%). MAUBRIBEREILER 40%) B LUARE
EMIAULEETEIESR (36%) T. BRCA1 /12 BRCA2 0ERSERICKRHE TNz, BRCA L D codon 63
nonsense mutation ¥ & ¥ BRCA 2 @ codon 1858 frameshift mutation RZh Th A KK, TRRICEDShI,
NTaFALTT7TF) VADOKER. Cho0ERBIBOMEER >HEAREORRTH S I LU L,

BRCA 1 #L#%., BRCA 2 $LHE & b HRAMIE X 0 b EERECHURILROBRELSE» > 12, 7o, BRCA1E
3. OEREHEMENRS. O A oy VY EEEBHERMEC, QpS3ORERRER. LV IHHERLID
2 LTy BRCA 2 iTiE I h & » 1o REZHREE RV IEE 10 - 7,
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BRCA1 LZEREZFTHRBNTOF £ TIKABS LI UIREBICRET 5HRRIThTHT8%. 40%THbH. BRCA
QINERAETA2LUMNTOF £ TICFBITEBT SFERIIB%TH - 1,
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BRCA 1 XUBRCA2DERDOHE X, BKOHE L IIIRAETH Y, hOERRFRFICE I 24 ENLETHE
BRIIODVTHHKRALOMIZERTD Shiih - e, BERREZNRFOKER. BRCA 1 FERENEORVET
HBEMNHBAL, T, BN TRERE SH TV mutation B 2hBBEIh, BEAICKEE D founder
mutation BEET B I ELBHOMITE -1,

RXEEORRODEE

2RO 5 ~10BRKXEEIAETH Y., 20Z 3, BENRERBEHREZZ Sh I BERIALTH S, FE, &
EHIEOFRBEFTHS BRCAL, BRCA2 M/ u—= v 7 ah, KEHRIEORZFLMMTEEE L - 2,
BEALAATRABOBBRPEMENEEHREL 2O THEATOREFLN AEAILT 32D AKADEE
BABORHER SN IZT 2 LENS 5, AHROBNIR, BERICHT 2 KEUIMERE - £H L. BRCAL,
BRCA 2 OHEOHER X UVERRREFICRE L ABOBKREENFREHSIICT I L TH B,
FHFEIRENIARLS FR4EHRIZBRCAL & BRCA2 DX R AT LR, BRCA1 & BRCA2 DR
MENENLI%. 1BERICHESNB I &, T/, ERRRFIC BT 2EEARREBEE N BRCA L, BRCA?
ERRREFETThZTNTY%. 80%THZLEHOMIL, ThEDORBEIEKOME L IFTRAETH - 7o BT,
AEHFEE IHETERREENRFT ORERE, BRCALABREREORVVETH B EEHohIT L, £, BE
AZH¥E @ founder mutation (BRCA 1 —307 T to A. BRCA 2 —5802 del AATT) MEET A L bBESHMIZL
7o

ULoERE BREXICBOCRIERILBOBZTFEMN 2 EALT 5 ECERELBIBELF -7 ThH b, A
K3, BUOREETELEL 5N B,

— 491 —



