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W+ 5 4 Germline and somatic mutations of homologous recombination—associated genes

in Japanese ovarian cancer patients.
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FEIFERHHA 2 &5 (Homologous Recombination) {21 BRCAL/ 2 721 T/ < K& B D BEE- L T\ A Z &N
MHENTW5, IR BEEFORFEICL VB Z 2B 2 EEARE (Homologous Recombination
Deficiency, HRD) (%, FNELEEIZIS\NTT T T 8UAISC PARP HERR OB, & HIIETRE T 531
F~—T1—L720 55 T ENHE I TND, IIEE Tl b BB O @\ FHERS Cd 5 e R EESER e

(High—grade serous carcinoma, HGSC) ~ClE. KPP CTHRD 23865, —J7. TR TR CREAZR O8E
FEIZEWDRH D Z ENHMBTEY . HARAINEEBEE OR 25%Z588 H AL Mk (Clear cell
carcinoma, CCC) 1%, =— VA R TIZ %L FIZ LR B2,

YNESEORERRTA D BRCAL/2 D AETERINRA ZE B ODBEEE ZOUWNTIIAHDN S b2 573, HR BhEE s
T OUSHIFEZS B0 BRCAL/2 LIS GRS RS R R OBEREIIE & A EHEN 2V, 2 2 CTARIFZED BRI,
HA AINESE B 1361 T 2R D HR BREE R AR OBE S L O ORI ER AR5 28 L L
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PR RAE AT T 2006 45005 2017 4RO, RTCAFZEICIRLE SAL, BRI M MR
B3 F2hts S AV7-DRBE 207 Bl gl Uiz, A FRED AT SAVTAEFIIBRAN L CH v . HGSC 50 4]
(24. 2%) . {EFEIIEESERME (Low—grade serous carcinoma, LGSC) 6 (2.9%). CCC 995 (47.8%).
FENIESE (Endometrioid carcinoma, EC) 3951 (18.8%,) . ¥hilEE (Mucinous carcinoma, MC) 13 4] (6. 3%)
gl Uiz, BEEn L LC, IRESHED 16 =7 (ATM, BARD1, BRCA1, BRCA2, BRIP1, CHEK1, CHEK2,
EMSY, FANCL, NBN, PALB2, RAD50, RAD51B, RAD51C, RAD5ID, RAD5AL). BPBEJEEODAREART CRyE A28 B
JE% ¢ b MEfnf (TP53, ARIDIA, PIK3CA, KRAS, PTEN) Z3#R L7-, A DNA KON DNA & FV T
=l No—lr v A% L, AR L ORHIRZAE A [RIE LT, AEGERasRy 1285 T, ot




VABH T VU— AT T NN KR, AT TA L T ERERNEROO HER L ER L, R
MaZsix, FEILISNT, S ABUABR, 7L—A3 7 MEDRRUVEA « RICHINZ TR LT-, HHER
BN HR BREGE R T2 S OB 2 Fi -~ B E IO SAAA IR & OBSEIC S E H 7T v~ A Y —1EE
WCHEIHRT 2T 72,
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BB OERT RN L 56 7% GPH 32~89), 27— 1 10841 (52.1%). 27— 2641 (12.6%)., A
F—I 6061 (29.0%) . A7T—YIV 1341 (6.3%) TH-o7-,

F9, IR OB RS 7 SRS OB 24t L7, TP53 Z5#4 X HGSC (82%) & MC (62%) T
D AL, ARIDIA « PIK3CA ZE541X CCC (70%, 64%) & EC (46%, 41%) Taidhd, ZALE TOHE &[RRI
TR R e SRR B 258D £ 2 & A fes LTz,

WIZ, HR BESE R A ROBE 25t Lo, HR BREUE(R 7255 IAIEBI0D 30%I 278D, AHIIZEELD 2708
19%, AEFEMRRIIZEERDZDY 9%, W5 % AT DIERFIDS 2% T -7, HGSCEFID 44% T HR BAA 722 FHGR
DB, HGSC LIS DYIEFEDORRAN I T S 24, 8% DRFEITZEENGZRD v, AT R =%
BRCAL/2 ZE BN R HAERE DS < o 13651 (6. 3%) TRdedi=, MASHIIZE R, ATM 28828 23 f51] (11.1%) L% T
HoT, FREIUITIEL, HGSC Tk 22/50 B (44%) . CCC Tl 27/99 il (27%) . EC TiX9/39 f5] (23%), MC
TIX2/13 61 (15%) . LGSC T 1/6 fil (17%) (T HR BEE s FA RN RO Hivl, MHEDIZIIT 5 HR B
HIE SRR L MR 2 B CHEEEEAEIR - AR IR A HER L727s WU Zds 0
TH 2B CHERZETRD beoT,
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HR BERELE (s 128 A R O RHERAERTI L, HR Bl s T AR AR 2V ERIIZ I L, PHREFTHDH Z &0
Wk L DG ST D, Lo L, WOKOGRSUIMITERSINEEDZ < A3 HGSC Td ¥ | HGSC LISAORHAFRTL T
O HR BREE(R AR ORAEFRIIAATH D, HFEE DIE HGSC 7217 T2 <. BARNTHEED @V 00C <2
EC 1Z2W\WT HR B R A RO HE & T4 & OBBEAMGEE L7223, WM B\ CH AR 2T
RO LIRSl TOHHE LT, T HREETARE HRD & OTEEENS 2 Hivd, HRD DA, JEE
DIFHEFRRIREE T 5 BAIAN T LU CiszMED E < JPARP FREFE AR T 5 Z LI L <HBI TN D3,
HR BB T AR TH > THHT LD HRD 2383 & 1IBR B 720, BRCAL/2 Z8FINHYE G, BRCAL/2 Dxt
ST UV TAT oA MO (Loss of Heterozygosity; LOH) % &7- 1L T BRCAL/2 BEFENRIHL LTV A
72 HRD 25275, LU, BRCAL/2 LA HR BHEGRA 72DV T, BRAFRD THRNLT U VDR S
TOUR, 2T L HANE RS, HRD 2R E W AREM S 5, BRRY > 7L C HRD 7|l 5 /5ike L
C. LOH, 7a AT 7 LIV (telomeric allelic imbalance : TAI), K OSKEAR/NRAEER (large-
scale state transition : LST) ZHIE L TY /) LAAREEN: (Genomic Instability (GI) score) ZaHiid5
MyChoice ZWiT AT L3V | A%, HR BhER S 125 L Gl score & OBFEARRGEEST 2 ENH D, FTo,
AWFZE T HSERR CORMIETH O JEGEDIR S CND Z & AT LIEFIOR S 0CC TED 47. 8%
FEFINTEDRNAT— 1 Th-o7oZ &b, HR BEEA TR L P14 & ORI B A788 727> T EIA]
THA9,
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HEEE OIE. HR PR s O RBEE0T 4 & OBBENH 62372 TV auy HGSC LIS OYREE i E H
L7oAESRE, HGSC LIS 4 SORMENZI\TE HR BhEE R AR A2 —EOME TRO L3, AROGHT
HGSC LISMDAHFRIL DT 1% & AE 7R BEZ RS N2 L 2B BN LT,
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UNBFRIZIN T, i B R LA OFAFRAN Z 35 1 2 AR TRIREHL X (E1E (Homologous Recombination,
HR) BREGE(S O FBEIE, 128 A LHED RV, HEEEIL AR NIRRT 1TI1T HHEMED D HR B
P EROBER SO OBKRNEREHRET 5 2 L 2 B S LI 207 B2 x5 s U 2177,
PR s - & LT, HR BEED 16 s 28R U7, i DNA K OMLKHK DNA 2 VT2 —F y hi—7
> A E L, AR RS J ORI A [FE Uiz, A HR B s A BOSEE 25/, £
THTEAT -T2 & 2 A, mAAESREMESD 44%T IR s 2R i, MoOMARIZ B\ TY
24. 8% DIBENTIEFNFRD SV, FRFIRN 31T % HR B n 2R SRR & R 2 BRI C P4 & bt
B L7203, W HLORAREU W T O A BRI TR DV o7, AT —0 Y A R CIIEED /2
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