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)Y FIEEREE, AAEEBICRELLTWVEEIZRDEGHDEETT, K
BAACFEERNABRESETIERAADRE) XY & MLH1, MSH2, MSH6.
PMS2 72 £ D DNA 2 A< vy FEEEGLFOIEMEN D ETFEHEOVNTNAHIZHK
[DRREGDERHINV 7Y NI YR T U M) 2RETHI L LEDMEIC
(X, BEEAHDZENMONTWET, U FEBEHEZHINEZEEEZST
BWEEETIE. KBDNAPLFERDADFEMRAZCHRNARTBEDHE, BIE
AIOEHBREAENEGRY FT,

B, ChAODEOEBELDZT—2F, EIC3—0yNREMAERNRIZ, K
BN 7Y NMEBEEEREEHLEEL DT, BAAEREZREE LEEDIEE
HTHLRVRRETLE, BATIHY VFEFEECEE L -REECHREZOR
BEREDFREREICLEBIRNEEDZRNFZLEAETDODNATOWERA, £C
TAHETIK, VUV FERHEOBAAEEIZHT 2ELEZE~NDEBMD =D,
BB WNEE T ZHAANERAFZED DNA S FILEAL., V) U FEBREEENA
EEL 23BONABELHBHOEETH 11 AAIZDOVNT, FEGFOREEN
ARZTDORBEKN B ETmT I EBIELE L

MRFEEHR

ERLRE S IL— T BENREEERTA RS54 > TH2D NCCNODH 1 K
TAVIZEWNTY VFERBEOBENAAEINTNDS 8 BOMNA (KEBEMNA.
FEERNA, BHOA., IIEANA, BBEHLA. BE (TUV) DA, REVA. XES)
EETARET 23 FEOMNAIEICER LI-EREE 74,085 A & xfiREF 38,842 AMDET
112,927 NZDWT, U UV FIEBEHOREELRFTH S MLHT, MSH2, MSH6,
PMS2 DM DNA = XX v FRIEELTFDT / LT ETVE L=,




vo= , % A H ¢ [ R e 22 momEMmEL _
Q mbmRm owosmnzmrn @ rorviiy @ BT s
P S Ak A marrneys—

') E()ﬁb ﬁ()%l I'LZE ‘ \ Q‘ \" “‘ \/""ﬁélidyf;;( o "" R/ DA S

WEREL L

9. BHARBICHERLEZE -y =0T U XENERANT, OO
AIXYFEEELFOR VNI E~NDBRICEEN KT NE SN DFREES
FUVZFDEI 2 BHEDEE 10,363 BEDES|E, 112,927 AL BIZDWTHAN
FlL, TOHERE. 111,974 A (899.2%) I2ODWTHRBEY—YV I VAT—4
FREBTE, 1,62 @DELHINI T MERIELE L,

BELEEGHN) 7 ROAR, ZOEEEMTR VRV EDERNMELET
5L ETHEEMNET T DHBERK/NY T2 b & [ClinVarl®ly @5 5 R E
IR DRIREMEMNE LN EBFRSN=NND) 7o ML 228 BARFEL., Chb %
APETITHEINY T R EHIELE L=,

EHLREEN) 7Y FOBRERNAEN > EDAAVFFEERNATHY . RIZKE
NA, IENATLE, FEERLABEDK 5.0%5 DNA = X<y FEEERE

DIFMN) T MDRBETHDENGMY EF L=, F/=. NCCN OHA
RS UT) UTFEBRBEOBEENAE SN TNENAERK., TS5 THRUONALE
ERTHERENT7 Y SOREBRELAS IMERICHD ZEMNHBEALE L=,

RN 7Y PORBFRICOVWTEEBEFHERBELZERILHILET, £OD
DAIZBYRTOHLD REVRXY | #5t8 952 TEET (R 1), MLHT,
MSH2, MSH6 IZD W\ TIlZ, NCCN HA4 RS A VIZEWTEENAESINTWNS
KEDNAPFERNABREDERE) RV E5HDENERINELRE, .
FASLUMNZE, MSH2 LEMAAREIZEVNTHHAENAEEEARSI A
FlLz, —A. TNET MLHT OBEENAE SINTEEELAAIZDNTIEH, K

WRICE W TIEHEETFRY R ERE

EHEROONFLEATLLE,

MLH1 MSH2 MSH6 PMS2
BEAA P-value 6.87 x 10° 4.28 x 10° 0.952 0.228
OR 47.56 9.46 NA 3.56
(95% Cl) (2.89-782.08) (2.02-44.20) NA (0.45-27.96)
fiEE P-value 1.55 x 10 0.975 0.972 0.974
OR 216.6 NA NA NA
(95% Cl) (13.35-3515.60) NA NA NA
Kigh A* P-value 2.93 x 10° 1.52 x 10" 8.05x 10™ 1.24x 10
OR 111.67 16.17 6.28 3.77
(95% ClI) (15.47-806.07) (7.95-32.87) (3.88-10.18) (1.68-8.42)
FEAEAAY P-value 4.60 x 10 8.65 x 10 3.49 x 10" 0.036
OR 116.98 53.6 148.21 8.26
(95% Cl) (15.26-896.86) (20.99-136.92) (46.35-473.89) (1.14-59.56)
BHA* P-value 4.29 x 10* 3.70 x 10° 7.95 x 10° 0.118
OR 40.86 5.8 2.25 2.13
(95% Cl) (5.18-322.12) (2.52-13.36) (1.24-4.10) (0.83-5.49)
BRESH A P-value 0.021 2.41x10° 3.81x 107 0.948
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OR 17.31 7.11 29.49 NA
(95% Cl) (1.53-195.74) (2.00-25.27) (7.99-108.84) NA
BEBEA A P-value 0.966 4.39 x 107 0.948 0.95
OR NA 26.56 1.07 NA
(95% Cl) NA (7.44-94.84) (0.14-8.05) NA
WA P-value 0.947 0.84 1.22 x 10° 0.327
OR 1.1 1.15 7.86 2.47
(95% Cl) (0.07-17.57) (0.31-4.28) (2.25-27.40) (0.41-15.02)
FEEHA  P-value 0.029 0.01 1.28 x 10 0.947
OR 12.61 5.93 12.25 NA
(95% Cl) (1.30-122.48) (1.52-23.07) (2.67-56.25) NA
Fih A P-value 0.303 2.92x 103 0.296 0.698
OR 4.32 4.31 1.54 1.29
(95% Cl) (0.27-70.16) (1.65-11.28) (0.68-3.48) (0.35-4.72)
RISZEEA A P-value 0.884 6.24x 10° 0.473 0.9
OR 37478.35 5.26 0.73 0.92
(95% Cl)  (7.80 x 10°%-1.80 x 1066) (1.60-17.28) (0.32-1.70) (0.27-3.13)
BREEA A P-value 0.967 0.956 6.72x 10* 0.955
OR NA NA 8.6 NA
(95% Cl) NA NA (2.49-29.72) NA
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NYT7URERBLTWLWREEAGVWERMNYELE (K24A), RIZ, &
ENBEBELTVWINAELEE—"EARENBELTVDINALOHEAEDLE DL
DIRPNY T MEEREFARE LIz, FEANABRED S 5. FEARNAICE
BLEE-—ERHFEENLVDATIE, MEINU T MREE 26.0%. KEMNAIC
BELEE—EIBREENNDATIE161%ETN ENDMNY F LT,
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APETIE, )V U FEBRIZOVTRERELCHFEZFNRELR EDFEREEIC
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Pan-cancer prevalence, risk, and clinical and demographic characteristics of
Lynch Syndrome-associated variants in BioBank Japan
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Yamaguchi, Takashi Kohno, Koichi Matsuda, Kokichi Sugano, Teruhiko Yoshida,
Hidewaki Nakagawa, Chikashi Terao, Yuriko N. Koyanagi, Keitaro Matsuo,
Yoshinori Murakami, Amanda B. Spurdle, Yukihide Momozawa.
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[1] U v FIiEERE
NADREY XY bEHDELEEEREND— DT, TICKBOCFER~ADENAY XY
E5H5EENTLS, DNA S XXV FEEEGF (513R) OEEARRTH S
CEAHBALTLS,

[2] /BN T o b, BIEHNY T U b
BN 7ML, EEFOEERINOETILEZIEL. EYWOLSRREEE LB 5,
T, BEEHNU T U MDS BEREREDRERELRDEOERBEN) T FEWS,

[8] XA ANVH - vy (BBJ)
BANER 27T AAEHERE Lz, HARKRODERBENAF NV, F—F—A A K
EROERIOI T LB LTEESN, 7/ L DNAXRMFEY v FIL£EEKERE
HICUEL, IRE~ARHEL TS, 2003 FHLERRKFERFHRAFTNICHES
nTuna,

[4] xTHRE
ARRTEINETIZHAADTENGVEEZEXNREL LTV S,

[5]DNA = X< v FEEEEGF
MIE D DOERD DNA B ICIEEDARATS (AR YTF) 2B1ET HHEEHES 4
VIR BEI—RLTWBRELGFDI &,
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[6] NCCN
NABEDTT LR, BEEZEMET D, XEEZRERTSH B OLAEYZ—ICL
> THREB S N=IEEFIFE,NCCN MER L TLWENABERD A KT 4 U IFEEKY
CILKFIAS N, IRBIXTEHLCE/HEIN TS, NCCN (& The National
Comprehensive Cancer Network D&,

71 #—4%v by —H TV RE

£/ ) LREO S BIENYST ) LABREOIH @IS 555, 2 DEEIFENELFE
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BRELEET S/ 2 O UEREBCHERE G EOIEFREH BEA AN, BN EILK
LTI 2556H5,

[8] ClinVar
KEENHERRAOIBELTNE T —EIR—XT, 2HFAWICELCFEEDHIH
EICEASN TS,

0] HF—EAHE
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EMEME ZAFH (EFVYF-ITF)
THOZALRE Y T axt (vxJF-3v3)
RAYT ) LFERF— L
F—LTaLOR— FINET] (FHAHT - eTT0F)
7 ) LIS EF — LA
F—LT4LIR— FEMAIE (7734 - FHhY)
HREKEF
KERIFBEAI BB ZFER AT HIVIERERER EHVEY /) LBEFTHE
% BAE— (AXZZ-FI4F0O7)
ERFEHERT MEE NS/ LB 2— —0 IV XBMRARSEH
#%EE%&T% * EHID (V\yg ) 3'747‘)

(RKRE XERFEHAIBEERER AT HLBHREMEK
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EiNAREREY 22—
R 45/ LEYEFESEH
a1z-v bk Hamts G&I42-a37%)
PEHER SABRE (39 - 42H8Y)
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E&8 THEEZ (34 - FitD0)

ERAPRT WEREEERERE EBELRTF2ER
ME RS (XA/ -30FF)
(FFRLE : BIAATRE Y 2 — hREl EEF2ERMM FEHES)

FHMENAE Y2 —
M AT RS B
DNHE WEREAR (XYA - Z440%)
IEMREE IMIREF (AvF%-21Y3)
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TN—T)—F— TIVHE B ANX—RJL
(Amanda B. Spurdle)

HrRX &

ARIE. BAREERMEFFEEE (AMED) 7/ LBEEBHERRSE AL A -
KB A - EDA AT S 2 EUREFHR S ERIEICT 2 RBRET — 2 EBOBEE (MR
RAERKRE  HRES) ). AEFNNAVEEREZREAREE 231XAB 14 FAZAHAN
s - B AEBEEHA LESEAOKRR ) R DHEE (REE  RES) 1.
BT/ LAEEBERENA ANV IFFERTOTSLTRERAZBENE LEBREBRNA A
N DEE - BE (RERE MBS ). SLURARERNAVERBIEMITEE [#
BEEFERERARNAORE) X7 ICEHL 2 EHMIERINERZDRTE & £ OHREFH
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NHMRC Investigator Fellowship (Amanda B. Spurdle) DB 52T TN E L 1=,
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F—LT4a4L V32— $REF (EEYT - 2FET)
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