IWFLIE ST R YR BE S ) AT v & —
HEHREE

WHEHAR ; 201946 H 1 H~10A4 31 H

WHe®E ; RIREE A F— HREGEAR ER BER



1. BRI FRIFFBEIZ DN T

(B ST R IR IR 9 £ B A RS I, WRBROESRREE LTRBLTE,
WBLENOEROTEZHN, GERGHEE ¥ — REFENBFEREF—, B’ A
LEILARERR, NAY ) LEFCEELEFR RRKFEEFHMBRbES) & L TORE
PR LTV D, FEEE 640 T, B 1904 Thb, T-EET 21 Mgk LRE
STV B RBIREEREFESOFHERR D 1 > ThH D,

2009 25 IUBLBENREEBEEOBREER L U UMREBEE CRRRFLEFEHR) PEE
i, IMEE B AT RE A = — A REREEEEC T RBEII OV THEIIN, £ DR,
BB W CEMBICED b, BEZIITERRCCT EALEFAEANE B B
FFJ 7 4 N A DRBYRB ORI, £ OB E VTR RO L DL KRR DFEREIRS
T, 1992 SEICHEFKRFEE - NEERICES Nz, UFE, E50 b ORRRREBIRER
MHTHDZ L Thote, BRKFTIIAMIEICXT 5 RFAIBROEAL F.0 & LTI
FEROFEMEY ., 1AREOES % B U7 EME L %7 S, 2009 FICHRKRFELIRE
#%. WELRSORGSE OBER ICRIE S, BERRARIIFABOREBBROM TELIC
BROMENT, RRERNLH, BESAE B, EhWied] 2Ey b—IZ, &k
BB FEORIE - WEEITV., BEPEEND 9 FER CHING O 2 106 EAOHEE L 72
5 TWND, FLTEOERDOL L, 7 LABEDOBIFKE RIEA, 2013 F 4 A DLREICS
J LERTE B — B BRE ST IWBLRSIHIREE S ) AT E 2 — X2 ) LEEROD
LS EANTZ, MRBBEED TR Z LLTICRT,

IMREEE (B2 - £88)

R RFEHEBI

WFMSIATEGE A ILBLIRSDRBHEE HER

1970 &£ TERFEFHEE

197346 T AU A = — VKFREBFHELS

1976 £ 7 A U H B U 7 4 V=T KERFBHTFERT

1984 &£ TERFEFHE—NE HBEH

1992 £ FERAKFEFHE —NE 2oemit

1997 £ ERRKZEXZFREFLRIER HLEBEATEYE 2R
1998 &£ HREKFEEHHERE BbEE

2009 4F [LFLEST R OUREE FRRIEER ERRERELRT B8R
2010 4E #iFMSIATEOE AN (LELRSLFIRHEE HER)

9. WBLBSI R & AENTE L Z —I2oWNT
(ELE ST R ER S ) LENTE v Z —it, UUTORERA /3 —% e LT 201344
Bz R sn At o 2 —RIC i &z,



IMREBE HER

YA (HLSEAR) 7 st 2 —k
SLEEEBIT #FZER (F—7)

WERE (FERRER)

Al X —NOFRE#IEE L TIORY
Rt —4 9 —

lon Torrent Proton lon Torrent PGM lon Torrent PGM
(Oncomine Dx' target test)
FA SRl A BHS175) BN

ABI PRISM 3500xI Genetic Analyzer lon Chef'™ system
AT (w3 B B N B BB R
e _— .
o

Arcturus LCM System KingFisher Duo Prime QIA cube

PCREE )7 V34 LPCREE

ViiA™ real time PCR system



2017 5 AT /) L EE L X —L720, 2018 £ 4 AN b3S ) ARETNHRO
5 Z. BDAT ) AEREEREICIEE S, BETETCRIT 2BESHICHOVWTL, B
B A CARTITRERI R TV RWA, KEFRESS (CAP; College of American
Pathologists) TOREFMEIZBMD 5 2, KR —7 = 2 g, BIEEHORET —F
BRI ORBEEE., mERRICY Lihiz#E L 5,

77 ABREHTIIERO-RE L TRBIE S W - BEFREZIMEETENLIRNR
B~BITT S L 217> TV D, BETFHEITBREINEEE~OZLENEL, BRNREIC
IV LD L CHEEE~OTHLOEIRICORRN D 2 EBRRE I TWS, B L7k
ERETFRECIRLERERESE LT, #FE LAMPE), v~/ a3 /5 Xv=a—FE=
T (LAMP i£). FilmArray 2350, BSAMEERZE L LT, RAS/BRAF % (KIBE).
~A 7 uYT T4 MREMERE (MSI HE) . UGT1A1 £A %%, JAK2 f#&, CALR/MPL
BERD D, 20194F 11 A LV RKEHOBABGTF AFIVBETHLA L a~v A DxRE
HEEREEINT,

77 DRIV TIE, 2013 4 10 A0 HEEEILAA - IRES AEFRE (HBOC) @
FREEEZHNTWD BRCAV2 BIF DI N — o AP T5 2 LTI L, #
OFEFR. BN T—EBIFARNBA L BRCA12 BnTFRE L OBET — % 25/, T LT
Tz (TREBRIICTHREO—HEHRE),

BRCA1 and BRCA2 mutations in Japanese patients with ovarian, fallopian tube, and
primary peritoneal cancer.

Sakamoto I, Hirotsu Y, Nakagomi H, Ouchi H, Ikegami A, Teramoto K, Amemiya K,
Mochizuki H, Omata M. Cancer. 2016 Jan 1;122(1):84-90.

AimIE B ANICBT 5 BRCABIBTER L 340 GIOME AR A O BHEIC DV THEAT
LIZbDT, BHERANDT —F_X—R L LTELBIHENTWS, FHEERSMN L% 22 F
RIHE MRS I — (20194 8 A, BNABEHFER) TLRH BB AD L, Bas
NTWe, ZRODEBDORRO—HE LT 2016 £ 1 Ak, BRCAZE R AT HINEN
IWBEERRL L2 FEERITHD 4T3 7' @ B ARG O FREF A ILFLER ST
BT « WMARNLAEFEN TV S, FIZEANL 2018 FEIZ AATH BRIV N ABE & HBICE
BRIEIE L 1R o7, ET IO DT —F R—Z 2K LT VBN DS OLRHZEOBR LHLH Y .
2019 & 7 AICRE TITONZBRIEEFR TIE R YL LUTOEENER SN TV

(oral),
Udo Schmidt-Edelkraut, Yosuke Hirotsu, Xiaoyue Wang. Regina Bohnert, Markus
Hartenfeller, Peter Koch, Andreas Werner, Ram Narang. Sajo Kaduthanam.

Francesca Diella, Martin Stein, Josef Hermanns, Stephan Brock, Stephan Hettich,
David Jackson,

BRCA variant classification is improved by Japanese SNP data and correlate with
response to PARP inhibition in MH GUIDE % 17 [EIEERIEESS. 2019/7/18-20. FHE



Z 95 L7 BRCA BT L REN. MSIBRERLOEELDRIOETT I, Bl
g U THREHERD D 2, BEEEEOZEOTREIZORNB > TND, ThbHOIEE)
XV, BB ETFIEEFESHHERR OBEIZOBRNR -T2 bDEEZX B R D,

FlEy ¥ —TIXHAX ORREOF TRIEZHDLNIEE S A0 b Mk, ik (K, B,
I, R, REUREER &) BB L VO H 5O SERRREN D S sl
TV, RIFO 9 X, BRBIFEE L THRED ABEDRGFHIT 21T > T\ 2,

T LENTE L —DIEEBNE LT 2013 E 4 ANDOHREICEDE T, EXLR L 43 H A
EHELTEY UTOZRERRD A, m I T _RTCEBRNTOT —HIZEILbDTH D,

SLEERG T RFEE

#55[E BABIGERENES BHFEHEE
JDDW 2018 ZEFITFHE

F17E BAREEEERS ERE

WEES EARRER
%26 E BABECTFZRES ERE

3. WHEE M ILBRLRSI P RIREE T ) LMENTE LV Z —COPHMEEHL L-HH

HHEE 13 2018 S D FF 16 Bl B ARERRIEE S TILBLRSI P 3R s ) AMEHTE v & —
DEFED O &> ;[ 3 FEREROBMHI 7/ LEHTIZ X 5 Multiple Cancers OR2KT] (BFRH ;
SLWEBBTRTSER) #EEREL., £ OIEENCHEEEE b o7, 2018 4F 11 A IC YR OREAREHED
FAEH T, A2 —0RZFTHETHEW:, 20%. A 1 E{Toh 5 LR iRk
BERTOT VT ) LI —FT 47 (Pre GMTG) (28D 5 2., R TONET —& &1t
BIETWEE, 7 LMEFORERBEFESETHEW:,

[FtE o —DENINy KA RTOF ) AMETEE 5L BERBE L FEWEETh

DI EDBRERBHEEBDLNDS, BEEOBILEVERBRENSBESAVDOBRICHIZ>TNAD
EMAHSOF THERBEEZHE L, R — 7 P~ CE BT BRI T5 &V 5 Bl
B BNz, o, RIREBESAE L —TIR-TWb 4 a<A 2 Dx I LERSF
RIFER S LENTE o # — T > T 5 Thermo Fisher O —4 o H— & [F UJE
HTHWTEBY At —COMELZE L TKKREERSAE S Z—DKRERS —4 P —
ZED L. BBIRY / LMERZ BN THET 5 Z LB CTEE, BRICRE BT N4
FNDBDOTIEHRVNEK LT, T D OBEEN G WRBSI R RmiE 7 ) AR 2 —TO
WHEEEN 2 /L LT,



4. FHELTZNE - E&

FHEDIRHEI MR BHER . JMEBNER., WERRERRRBREROEETICEL
W2, EBROBRBEOR, RIEFEDLF IOV TILELEE, WEALENOIREZE
Wiz, UTFICHHE LTENEZERICEE#ET 5, FRFIEZ LA EThOT v ha/WligEo T,

cwA a4 s Ve VIEOERE (RWEfkE)
Arcturus LCM system # W25 7 4 VU~ A I Z A7 ¥ a EICZON
TEAL, ~f7uf s arikzBE LT

- EERBAEOHR Y (WE L)

RIS UTKREMA 5 @ buffy coat, MEDSBERS, SEEROLE, LiFOSEE
RIFIZOWTER Lz, EBRERFICHY . BALD S 2, REY 7 PEAVWTERT
D HEEFENT,

- FRERAD S OERE (WELAE)
Buffy coat, #EIEE D 51X QIAmp® DNA Blood Mini Kit % T DNA #fiH L, 1
1%, B3 S 5 1% KingFisher Duo Prime £/ LT DNA #fiH L., /X5 7 1 EEEIFIZ
DWW iL Gene Read™ DNA FFPE Kit #fEH L C DNA #H#iH L7-,

- DNA OBl (WEEL4)

DNA DEEIZDW T Buffy coat, EIRILEDH D b DX NanoDrop2000 % V>, 1L
. EEMNLDOL DI Qubit® aasay & AV, T 7 4 VAIBEIFIZOWTIE TagMan®
RNase P detection Kit Z T, A~ U 2k b DNA ~OEZEORE LS ORI LT,

KRR =T YD T AT T VIR GLEKAE)

+4 72 IRE & DNA & LRIkt LT 7/ gt o & — TR L&
A% VT multiplex PCR 24T\, T A ~—ESIDRE, 7TF S 274 57—V a %
7271222 T, 7477 VEREIT o7,

» Jon Chef Z H\\/m—< /LY 3 PCR (BLEEAE)
Ion Chef # W</ g PCR OBEEBIZOWNWTERR L, kR —T7 2 —D7%D
@ Chip #EIHZ1T > 7=,

- Jon Proton, PGM D¥#fE., v —4~ L A% T (BAELEA)

W — o Y — DIEBIEF 21TV, T VAN B ETEITo T, — TV RT
— & OFFEFTIZDOWTIRS ) MR V4 — RO Y — =TT FDOFIEIZ OV TS EO
FHETIXEBITIIE L od o7,



- T — 5 OfFIR (BLERTEA)

BLEESCAEITHRIT L Q2T — & 2 1T OncoKB, COSMIC 72 ¥ DF —H _— R %
BAWT, L OREEOFMER E2E# LT, $£7~ variant allele frequency DEMKRSCIE
WA (buffy coat) 72 & % reference & L TCHWAZ L OEHEALEFR LT,

LREOHEENAEZE U THHEHMPICLUTOMEE - TRATo-

MpazeEN Lo DNAHE. 5475 U ERL 78 ik
Buffy coat, HKILE )6 D DNAHIH., 51475 UERL 96 Bk
g - KR BB O DNAHIE., 5477 UER 38 Bk

NTT7 4 EBYIR LD DNAHIE., 5477 UER 212 ik
DNA IZ&TH ) MM Z—NITBREL, A4 75 VIE—F VAR LIz n
TIIEL W5,

5. MHERNZEDZHFE - w3z >\ T

IMBERAOHTEED L L LT 7ay 7 NEBHEHIREFIZIT -7, $-FFNhIC
DNWTESRRE - WRXCHELZITO O IHBEEX, ZFICOWTHEBEE TCOTESE
#WI 5,

1. RfFMREZHRE T BTk iR — 7 Y — AT O F DR gt
—HREZERICES O T EBRESEH CE VWS ICRTFHRZREN LB E 5| &
1325 L (peelingoff), £ 22260 DNAMH O 5 2, W~ o —BFNITZ 5
E D MERRE LT,
FGenome analysis of peeling archival cytology specimens successfully detects driver
mutations in lung cancer]
E LT, @XfERGET L. B TE,
% 60 IR ER e, F 109 ERBEZEERBICTENTNEBETE

2. REXRRBEE A ORI S — 2 o — 1T DRt
SIFEZE TIIVWHLR RIS N—EREZFETHZEAROONTEY , —EIZEEK
DRIANRN—EREZFEETE DBELTF/ SR E LT, 2019 £ 10 BbFrav A
> Dx D3RR THIO THRERINGEL S iz, JEEERORESZW 2 &7 TICEEMEN S
FNDREXBERMERE TR S — 7 P — TS FTREN & D B RS LT,
LB R SE P R e DIE B 2 J BRI RE ERER O L3E, thE., EEEE. Wik
MNHENEIDNA ZfH L, RERS —7r o —@BIrRREO—BReBE L,

HAEERFE 40 & LTV, BIE, 21 HlE CREFZET LTW5D, 40 EF % BEIZHF
B TH LB S ERER - BiFrziT-o T\ <,



2020 4 4 AEICTRIIRBEZ BIEL 75,
% 60 EIFL&HFRRE, F 109 BFREBEFSRIITENENRETE

. EGFR B+ EEBMEEEEIZRBIT 5 Co-occurrence mutation @ EGFR-TKI %5
DD

— IR S PR/ BEIs T 1 8 EGFR-TKI TIEHE S N IES 4 56t 8 1 i B85 73
KV THEMT L 72 Co-occurrence mutation 7% EGFR-TKI OZIRICED & 5 IcEE4 %
MEIRT LTz,

2011~2018 D |UFLRSTF 8557 ¢ EGFR-TKI DG %22 1-ER 71 EF D 5 5,
BRT /N RNVBBAT S FIBE T o 72 42 FER % B IT iR LT,

BiRF R T 28 JEHIAEATIE T L TH Y . EGFR &z FZERDIFNIZ Oncogenic mutation
ZH T LEFTIZ EGFR-TKI OEBPFEIVETLTCWD Z Elbhotz,

0 DEFOMBMT EIT 729 2T, MET 5,

2019 NI CRFE T E,
% 60 EIffBFEEFNERIT THRBEELE NS, F 111 BRI HERESICT
WHEE DPNEEHETHFE,

. EGFR BETZERBIHEMEICRIT 2 PD-L1 & T R4 N—LROEV ORKE

- RIKEBRB AT Z —, [WRLESTHJERE D EGFR B FEREEZA L. PD-L1 OB
BHEICRERERHIRE I0BRELZ~ A 7 uZ (v 7 gL, PD-L1 OREHEDE
WOBERICEBTFEROEBEBNREFETINE 5 28T LT,

k) FRFZRIZ OV I KRIRER S A v —NHEEE S TRRY

10 fEFI. 20 RIEDIFREEE T Sx v (EEE 53 BinF) OTERTLTEY.,
PD-L1 OREBROEZEOERICELRTEROBEVIEE LRI o2, FBALCBIT5Y v
NERBEEEZMEIT LI 25, PD-L1 EREEBM CEMICY o REEIEVVERE N H
o7z, BIBFERDBIICOWTERT 7 Vo i—4 0 R3FT - TUVRWAS, major 73
RIAN—BERICOWTIEREIFEEET, VU S BREENBHEOBEWVC LI b0 E
IMNTDDOIRNH, FOEEIZ LY PD-L1 BEIZENAE U TS HEREEN R X
7

FENBIZ CRRSUER T, 2019 ENICRH STERETE,
. De novo i/NREE 28 UT- EGFR BT BIEMERE O —EF O T

—KRERBAY L F—IZ2T EGFREIFTER (Ex.19del) 2K L, EGFR-TKI # 5
DIIRVRTLT CREB PRI/ MRE R 0 2 L TOER A RBR LT,



fifi/ R LIX EGFR-TKI fHMEEEFE & L THE SN TWA A, #iT de novo T/l
B E BT HEMND D 2 EBH|EINTVS,

AEF TR NIBRER Y~ A 7 uF A v 7 g L, fiREE L OBEFEROEN
% FE BT/ S RN TR 21T o T2, BT SRV OFENT CrI i/ NI, fiiiRmEE
I\ EGFR, TP53D 2 DDBBTFEREZBDOLOHLTH Y [ ZOBEWIRD RN T2,
BiZRT ) VY —hy— v A E[Tolz b ZA /M ERIC CEGTFERY 81 B R,
JREERIC T 57 BEBO T, ThHDERDS L, HBLEERIZ 1TERTHY
Z DRI EGFR, TP53 DEREZ R/ T-,

E2TOEED I L, OncoKB IZBRFEENTWABEFERALBRB LI L 2 A, IHlREL
TR INTZBIEFERIT R, F/MIIEESH Tk SMG1, CDKS, RUFY1 0E &%
BTz, FTH SMGL ITENHELRTFE LTOMENRMLNLTEY, RBEFEEN
i/ NHRBREEA LIS 2o o To FTREME S TRIB S Tz,

LA TRIUERT GEFIRE), 2019 ERICRBTE,

. JRRERB I T EGFR CT9TS BRIZ X ATt % & 7= L7z EGFR GT719S £ RIBMEMRE
BE DT

— BB ST P RmBRIC B BER T, EGFRGT19S 2 %44 L Afatinib 25 & h /-
JEFIT, 2 OB G DORICIVREBREOME A EZ 72 L, RREZ R LZEFICRBWV T,
iS5 & SRR BRI B\ TZ N F 1 multiregional sequence 1TV, EicAEE
WA —HITH ZFHME L 72, ZHic kv, MFEFBEANDO SMARCA4R1192C ER 2 H
TH57a—URNIIRICER L. 22 C EGFRCTIIS ERZEE L= bDEEZ LN,

ERENBICTHR L EZHFE T (Ann Oncol, JTO reject), 5l XX R AFHE TS

[FINA L3 60 EIFFIRESRERRRICTRERE TE

BEDLZ A, LRR6EHEL ZNENHRIEE, 22BETFTETH 5,

Tz, MR N — T OBEBRSSAE LY BHEBIE T invited review $WE L RS ) LT —
ZR_R— AR O ETAE . TNENHRIEERL TV 5,

FEEHE O/MRELELY | 10 MOFRIER BEREEZTEV TR  AHMER TR LA &k,
WARZ E2 R U THIFRICER Y #7, [LBLRSL P RIFRE 7 ) MR 2 v 4 —COEEI % 10
HBERLEWEE-S TS,

6. RIREREN AT H—TOZRITODIZIENNT )
FHEHIR] 418 U Clon Proton 2 .00 & L= kA S — 7 o — DRI OWTER LT,
2019 £ 11 Ao XKIREBRES A ¥ —IFRBNBHIERTIN, ZOHETE-LO%



ENLT, BAErE—CntravA( L Dx OBRNER O EEEL RS LI-W, BERBER
O LIE EEEE, FRRIEBNRORBREELHELHKD S 2. KREESAE Z—NTEHY
avA Y Dx ZEHALTWS ZEORENAY v M BEHUAY v FERFLIZWVWEEST
Wb, 5%, ORRINE SN KRR —F v —2AVERELATNTL 2 BEbh
b, ENTOERANPELNELTH, BREICBWTY 55> TN Z &34 %., LE
WZiRo T bDEEZ D,

(R SE P IIREE D/IMRIEAEN HIX, T —F _X—ZA DB, /3 F 30 7 OVERR OB EH:
(ZDOWTH THREWEWe, KIKEERN A & =3B ERRBERANIHY . FNEH0
BRRRE R LTV E | FEROMBHIT, BFRICRMETA L IR ARA AN T F—F_—2
DG L R ZRNEL, MR, FREMEZHR L EED ) 2fTo TnEZNEEZ T
Do

FIMREEDPDITRITHEICOWTEOLEN L ZHRE LAV, lBRREZ
THRE - BT EITV., TORRE2DETH-ThH, FI0OEMNNAFTRARITE LTET
TEBRUEZLBMCEEL W ERE WL, ZRETEY H LV BLICHRTRELITV., B4
DEREHOFNLEONLZRBREZBICLTHELZWEESsTW 5,

7.

AElL RBED 5 X LFIRSI P RIFIE COMEREE 52 TS o7z, KIREBESAE S
F— RHKIE RE, EEBA R, BAR RBAREEHRICLLVE#E B L
EFET, KBRS, ROBESAERZD LK EE o, MRBNR FEHME BIE
&, ARET BIME, BEEH ER. HLE&T EE AREBA YT WBH
¥ YTV BERENE KEfz BR BHERT BERKESRLAEEZNIELZC
L. DRETORBEAEL LI L2BRUBE L EIFET,

THEEZZ T AN TS Y | BAOHETEE, RERICERELZER LTS EE LW HHE
BLEWLTEWZZ EICH LT, /MRS BHER, MEFHEE RE. PAE BBRECL
i@ﬁﬁ$bhﬁif T NENTE X — LB BIEE. WERT ERRERm

IBEI TEICEBOHR NG, IR —7 o —D|NF A EHIEETE X £ Uz, MR
k/&w BRERN— ¥ —R BTHEEX ¥ —HESELIICD, FERFEE
F—DAZ v 7 DEAFIZIIERBREOFEFICEE L, xR bR THHEZENW-ZL, 22
AXYEEBE L ETFET,

INHLDOBRBIZRNE72DICL, KIREBENAELSZ—TOF ) ADEORPEX | (LA
MHRFRE CORELZ/LE LTHRETILHIZ W LET, s S0nELE,



