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BERETFEXNRIC. MBICHARELEY / LABTFEEREANT. NAANRY Y - Dy
NI K YIRESNERBAAESE 12503 AH L OXTRE 23,705 A0 MK
DODONA 2T LE L, ZOHE. 397 AOBHUNY 7Y FERE L. KEBEA
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RRRRERE  RES) | CEEXEEZTTITOLELE,

1. &R

KENAIFRKCARTREBHDEZNNAD—DTHY., BEAATIIREHK
AELIANIZBHET I EEH., AETEHANAIZENT 2FBIZZWAATTED
KIBENAEEDK 20%(E,. BIERIZKBNALCHOAABREERE DL VDA, X
BNADBGENBRNS ENTREINATWET, ¥/ ABFIZIZ BARD 11&
EDENTHD DEGHINY 7R RHYETHA, FhoDFTEEHEDE
EFEICHEELEBRRE)RIVERELCLETZ EHNY T U M IE BEEX
BNADRERRE LTETFLNET,

) LEDRHNY) T NOBRERANDIELENREL. RERS -4V
H—UnELIZEY, 1 BEFERBETIHAEIOREL, BETEIFTIER
B EREBICERT 2EHDODECFERBICRETEDSD NARILBRENET N,
EAMURNAT LAY £ L BEEFENRERL. HRRAKAROKXEEISEN
Ay hT—2%2 (NCCN) F2 DHA RS A VTEHEHBINTEY., TOXNERER
DELEFIBICARASINATOETNS, TNODELEFEEICHKAERADHHE
BRELLICHREINMTVWEYT, REGCFOERERENDHFSDESWVIEARE
C&E>TERDZIENDD>THEY. MEXAERAOHEHIN) T OT—2 %
HEITERSINEZHA RSA4 UABARAERICHEEATESIAE S AL, BR
ANEFDOKRBELGRT— 2T L TCRIET H2RELAHY E L1,

Tl ECFHREBEEZ T2 EFICEREN - DENAEHENES £ TR,
ZOEBIBZEOAREZEICERVET, 0O, REREDEREZRET 51
OORENNBELRBEEZH LM LORKYAD I LIE, BELAFENDABEZR
WD EITDENYET, £ WUINUT Y MRBEEZEICER DN KNGS
A INE, BEEENRERIOBRKFEHR, BN Y 7Y MREOAREMED
HIEBEEETRYIALZENTEEY, LHAL.BRYRADHELZRITEHLEHIZNE
BEHAAERAORWNY) 72 b EBRIBEROBRIZOVTOT—2%, @A
FEFAMLULAET—RIXEFEAESTBESINRTOWEREATLE,

Z T HERAPFRTIL—TIE BRAEROKRENAICDONWTRRBELGY > T
LWERWEEITIZEY ., RREGRFOREINI 7Y b2RE L, EEEXRBENA
DHEEEFARD LT, BRABECZTORKIZCHIT S/ LEERIZDEMNS
T—REERITHLEBIELE L, 512, SEOMEITTRE SN =HEHN
D7 RDT—=EHEUNAFTNYY - Do NRUNLRMBINEBEKRT—4% %
AT, BRAERIZEITAHEEN) TV MREEERYAL O DB AE
DEHAEETONE L,

A BisAtriE— NABHRY—EX BNADKKE 2022
https://ganjoho.jp/public/qa_links/report/statistics /index.html
3 2) https://www.ncen.org/professionals/physician_gls/default.aspx
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2. IRFELHR

HREAFRTIL—TEET. XA FN T - Do RUICKYIREENE=RENA
BE 12503 A L URTEBE 23705 A (A5 36208 A) oiuk DNA %, IEHF
NEBICHELES/ L\ﬁ@*ﬁ%_:/f&@ EHWNCETLELE, BN ZE0DEEGTF
[Z. NCON 54 RS54 Y TREMNEES A TN D 12 BETFH & CHIZRRE L
2 25 BIEFEEENANKILEY THRETRELE > TULNE 25 BEFH 5FEK
L= 15 #EEFO 27 BOECHEEREEEETFE LE L, BTORER.
4804 EDBREHNY TV FERELE LIz, E5I2. SADDBRENNYT Y
h—=D—DZEXREEKERE 7/ LFER (ACMC) ™7 & &L U FREZESR (AVP)
IO MR LI=HA RS 20, BENT—2RX—XTH5 ClinVar 27 OfERIZ
HINT BHAYT Y AENHALE Lz, ZOKE, 397 AOEEH/N Y
T RMNRENI T RTHEEHESN, TD 55 199 (& (50.1%) 1& ClinVar
[CREGZOH LIVEHIANY 7Y FTHY. BARANCHENGRUNYT U FT
HHEREMENDHY £,

Ric, BAELE 397 EOBMAYT Y b E, BER  HEEIATANLED
CHVDEIATHRALTVWEINAREZEZ A, BEED 3.3%., MEHED 1.6%
ARELTEY. . FBEINYTUMEEDZETRBAANDRY PTE (RE )
Z4) P22 EEBEZCEANNYELE (1), BEECE DB T
8 Bi=F (MSHZ. MLHI. MSH6. APC. BRIP1. BRCAI. BRCAZ. TP53) mMBXR
ANEHDOKRBAAREIZCEESE L TWD I EABERNICHELIMZAYFLE

(F1). BMTEH, MSH2 (p=6.0x10""") . APC (p=1.7x10""") . MSHE (p=2.1x10"
) . MLHT (p=16x10"°) 0 4 BEFAKRES(FELTEY (KD . T035
3EDBIETF (MSHZ. MSHE. MLHT) 1£DNA 2 R 7w FEERIEFTLE, &
f=. BRCAT (p=0.0034) . BRCAZ (p=0.0041) @ 2 EEFIF. BAAEHIZH
(T2HADN A, BISLRI A, BEENA & OBEENBEEICHLMNZAR>TH Y, I—0
YN TOTOHFETCEEENTREEINATCWNET, — AT, BRPI B+

(p=0.0034) [F. BKTIEANAPLIENA LBENH D EDDRBHNAED
BEFRESNTHLT. AR T TREMNRESNE L,

Dreams to the Future



RO REERISENT s maxrxwn

-
The Institute of Medical Science, The University of Tokyo » i v W "ﬁ ti ﬁll J'-“ }—I‘ S ﬂ

f“ | A B
Z BERERUDATEYS—

T MR EDEIA(%)

wEra | PO e - ol R 95% S )
MSH2 36 0.3 0.02 6.0x 10 18.1 (6.5-69.6)

APC 20 0.21 0 1.7 x 10 49.4 (8.1-2004.9)
MLH1 35 0.29 0.03 1.6 x 10™° 8.6 (3.9-21.3)
MSH6 39 0.31 0.06 2.1x10% 4.9 (2.7-9.7)
BRIP1 18 0.12 0.03 0.0034 3.6 (1.4-9.7)
BRCA1 21 0.18 0.07 0.0034 2.6 (1.3-5.3)
BRCA2 39 0.32 0.16 0.0041 1.9 (1.2-3.1)

TP53 19 0.37 0.21 0.007 1.7 (1.1-2.7)
Z0Ht 170 - - - -

Total 397 3.3 1.6 1.2x107%¢ 2.2 (1.9-2.5)

K1 APRTHLNZG>ERENARREGFIOBEYINT Y MRBEEERE) XY

REONY) 7 MEEEDEI S, BEBT33%,. HEETI6%THY., Ay XE22BTHotfz, +
R, HE2BEZOBIYPTIITOVTIONHTHRLAEZLEEDEVERTHMTENREN—D

T, FWHEINUT U R EEDZETRBAANDRY DTS (RIEYRYT) N22EEF52E5RT, 2
DRIZEFDpElF. BRIZFOELSHBIENRIDIERDI LT, HHAENEETEZE2TRTIEETH 5.

pEMENEELBARATEHREIYBRNI L ERT,

RIZ, KB~NDENLAAIVAIEEDD ) v FEREPIOTRRERE 45 DNA
AR YFEIEEGCFY L0 TaE—HLR(CNV)) 2ET 55, LETD
METHWLON: 4 BEOESZEEDNA x4 707 LaVF—4a2%EH L. CNV
ERHETDIVI NI ITERAVEBRBTES L UVESE PCROIZITVE L, F0H
B 3EBETF (EPCAM-MSHZ. MLHI. APC) Iz 30 D CNV A& h, %
D55 23 EANKES, 7TENEE'IC LIz, 512, 30 @D S 5 23 {@% MLPA
FTHEERLEES S, 1IBESREHICEELTWDIENADMY,. K
BICNV] THdBETMLELS,

T RBEINU T Y MREBEICEBRNASBEAHINE S E, KENADRK
BN 72 MEERE 416 NEFEREEE 12087 AELKRT D L THRE
Lz, ZDRR, BWEINY T MEEREZEOIZ(E. ZHEBEOESBNATMNDIZD
NTERGLEENESN (K1) . REREZOXKBMNAZEERIE. ERERSE
[CHERTEHYIOFEVNSENDMY E L, MAT, REREETIE. 4EEHD
A (KEBENA. A, FERBEAA, IIEAA) ORKEL 3 BEONA
(BENA. FEREN A, IRENA) OBFEEEEOAN, HBHLY SN
ENRETEMICEALAIZR Y F LT,
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FWHENY 7Y MEBEZEDEISIZ., ZWEOESBALAZIZONTEERRIARONE (P=2.3x107)

IH2, BEFHREDRIZHEEN) 7Y MREEZEEZFRTHE0I12, 278
DERFETLERTLE Lz, —2 DI EBOKBNABEIZRE DNE=RKERE
AR, PWERLS EOBRKRNESE 12EEREL. FOEHDABH TR
A7)V T 5T BHHEET. KFRETAKENA~NDEENTSNE 8 BEFITHK
BNV TURNERBLTVWSDEELERBEREECTERLE L, TOHKE. B
NYT7UMREBREORD7 (EH1.2) X, FREFEDODRXRD7 (06) LU D
BRIZELL BYFELE, LML, BLRZBRMEICODVWTRE -HEEE* 0y L
EROCHIETEMETILOFABEZTMLI-ZLEZ A, FARBELEZKT AUC (&
06355 TH Y (K 2a) . ERICERKBS CTHARBELGRBETCEHY FEATL
= ZO®IE. LB M EANT 8 BEFORUNITY NEEEDF
AERAAELE BIKMNESH 20IBB2RICTVALTA LA NG E 6 O
WAHEERAWCTARBEZRES LELE, TOHER, ARICK>TFABECE
LBOENELNZEDOD, —DODHELRARESL LLEZNUTORETH
pEFTMmENFELE (K 2b) ,
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BE - BHEEZFNAFNME - #E#Ic 70y b LEROCHE. FTRAETILOEEZRL. HBROTOERE
AENVAL, FYSHEEICTATEDIZLEERLTWVWS, FREHRELLLEEOMNAUC RO 7T, EA 1
[CIEWNEEHBIELNT N & ERT,
(a) EBRERMEHI2EBEEOABHTRAITI V2T 25 E0ER, SLWFARBELELINAGN D12,
(b) BWHWEIBMCL->-TREBOFAUET 2 6 BREOMTAEOHKR. FARBEER (2) LRABEL-S
7=.

AFRTHLNZEN) 7Y MO U —I1FRIF. BERORKY / LEHK
BT —A2R—2Z (MGeND) DIFEA., BADT—EZN—XIzt BF S, BERERS
CHBT2EEHNIT Y NOBRIZCOVWVTCEERBRE LTFHEINET,

E3) 20018F 6 A 21 B LAY ) —R TREMBRBREICE D 2 B4 EE T REHEEE
https://www.riken.jp/press/2018/20180621 1 /index.html
3 4) Myriad myRisk Hereditary Cancer panel
https://myriad.com/products—services/hereditary—-cancers/myrisk—hereditary-cancer/
¥ 5) American College of Medical Genetics
https://www.acmg.net/
3 6) Association for Molecular Pathology
https://www.amp.org/
3 7) https://www.ncbinim.nih.gov/clinvar/
3 8) Lynch HT, la Chapelle A de. Hereditary colorectal cancer.
N Engl J Med 2003;348:919-32.

3. SROMEF

AR TIEL, 36,000 ALLEICRAKBINAEBEE - fIREO DNA ZH =1
RERBEEOBFETV., BRAOKBAABREICEIT2HEHN) 7o o, &
EERBHNAEEET S 8 BE-FHALUBERNSHEZHELMAZILELE, Ch
S>DERIE. BRAEFAANBTEZRKEAADETERNRELCHA R4 VR
[CEE L. §%. BRANATEZEGENADRBEFICEE—A—AIZES -
7 AEEREHINEBEIN TN EHFTEET,

4. FXIRH

<BZA RIL>

Population-based Screening for Hereditary Colorectal Cancer Variants in Japan
<EEZEL>

Masashi Fujita, Xiaoxi Liu, Yusuke lwasaki, Chikashi Terao, Keijiro Mizukami, Eiryo
Kawakami, Sadaaki Takata, Chihiro Inai, Tomomi Aoi, Misaki Mizukoshi, Kazuhiro
Maejima, Makoto Hirata, Yoshinori Murakami, Yoichiro Kamatani, Michiaki Kubo,
Kiwamu Akagi, Koichi Matsuda, Hidewaki Nakagawa, and Yukihide Momozawa
<HE>

Clinical Gastroenterology and Hepatology

<DOI>

10.1016/j.cgh.2020.12.007
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5. #iEHHA

1] WU TV b, BEHENY 7 R
E ~ o DNA B23li& 30 BOEEIA DR B A, Z ORI OEARDENEEERHN
JFUREWNDS, ZD56, EEREOEREELDLOEHMUYNY T2 b EMES,

[2] WAFNUY - SRy
BAANER 27 BAERRE L, HARRKBEOEENNA ANV, A—HF—AA R
EEOERIOTILEZRLTERESN. 7/ L DNA SLIMBEY Y FILEERKIEHRE
HICWEL, FEE~NDEEZTO>TWNS, 2003 ELh D HERAZERZEHEHRANIZE
BInTW3,

[3]DNA S X< v FEEERGRT
MIE DO D DNA BRBFICEEDOARATE (TAYYTF) 2EETIHHEEZHES A
VIRVEBEI—RLTWREGFDI &,

(4] }RiERS —4 v H—
HUH—EERALEELEF Y ES Y- — o —ThH BB —4 o —]
EXE I THEDONDHE, HEICLZA, 1 BICRAMKEED DNA OFRSI% R
ETE5,

(6] v FrElRRE
NADRIEY R EDDEGCHEEND— DT . XICAKBAOEAAN ATV EEDH S
EINTW3, SARYTFEEERFOEENRERTHD ZENHBLTH Y., XE
EMBENARY bT—2 (NCCN) TlE, 50 MEFEDETOKRENABEIZIZY >~
FEERBODELFHNREBEEZITDIZEEHELTLND,

[6] JE—#%Z%% (CNV)
5 ) LERHIDOEABOZENO—ET, 7/ LBIO—EOMEENALEDbONDE, 1 LI
BATHEASNDGZLIZKST, ZOEDDT / LEIIOEEBINERT 2 &,
CNV & Copy Number Variation DB,

[7] 2ZEDNA YA O07 LA
1TIEEDEVWERETZIAIOS / LABILNSBEICHIFDONTWEFY IO
Sl RAUOT LA LIZHREDDNA 2RI &Ik >T. £ DNA [Z2BYESF A
EFENTVWB LB LVZDEERARDENTES,

[8] &2 PCR
R AT—E@EERIE (PCR) I2&Y. ZERO DNA B3| DBEIEE Z FRHIZREIE T
bh%, HEEEM S, ;T?D DNA oaE—#%EE & T35, PCR (& Polymerase Chain
Reaction MO,

[9] &k
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FEAEFTIE, DNA DBEESO—EARDON D Z &, B FHEEICEDL DR ICE
CdE. BIFHEORKESIEREI L. REBICEALLIEENH D,

[10] &
7 ) LB DO—EBDOEENEE L THRASNEFRE, RECERTHIEDARNA, &
EFHEICEDLITDICRID L. BEDEGFRENNZI—VEYEREIND
L2, BELFHRENDELEBISRIIRELAHK. EELEOEDLY AL R
LEIhTW3,

[11] MLPA ;%
12D DNA ORI Ic#EE T B8 & PCRIETHEBIRBEI D F74 ¥ —BLHIABEY &5
70—TJERANT, ENERIINGFET INEERT DREODFETHD, -8
BREDEREICL > T . FET HEIOEEPRKG EDENES O E—HEHAIT
x5, MLPA [Z Multiplex Ligation-dependent Probe Amplification M#&,

[12] #ieE
AVEL—ENKREDT 20 oRAIMCHMEEZZB L ENITE DV TRAD
F— 5 EHET DI,

6. KE - #ERO

<ERE> XHEABICOVWTERRFIZIEMUONELELESL,
BEEHRT AamERFEHIRt 2 —
BT ) LREF—L
LIRS (HRHE) A B8 (79% - 75 Y)

FoL)—F— BRI T (FAAT - ETOH)
ERBMARFEF — L
F—L)—H— iR £5F (EEY7 - 2¥ET)

E-mail : m-fujita[at]riken.jp (B&H) . hidewakilat]riken.jp (FJII)
momozawalat]riken.jp (BkiR)

HRKFERFEMER ANEREETTFSEF
HIF AE ZFB (LFHZ-3V/Y)
HRRFREFEREFTBBEIREFEZHER AT HLEREREFEK
JYUZALY—9 TV RDEH
% AE #— (YA - a94F)
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oA —f& R T (FHEX - FTL)
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X EED[at]lEI@IZEEFTHBA TLEELY,
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