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. B L
EHIk | SPS AD RNF43 AH >5,<100 SL
AUA | HMPS AD GREMI | ~Hi R IEE 11%-20%
— A HP, %
M
FEHRY  |LS AD MLHI RO 1- JRIEE 46%-61% | 72 L FEWNEE, B, SIEE. MG
R— 4% SSL AL MRIERE, BERE, B - RE
A AD MSH2 R IEE 33%52% | 72 L BE. RS, BRI 2 &
SSL
AD MSH6 R IEE 10%-44% | 72 L
SSL
AD PMS2 R IEE 8.7%- L
SSL 20%
AD EPCAM iR e 33%52% | 72 L
LFS AD TP53 NG| > 20% 7L e BRESPINE, R RS,

JESE . A, P &
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BHDS AD FLCN ANHH - - 7L R
AD MUTYH | +~H - 10%-13% | 72 L
AD ATM ANHH - 5%-10% | 72 L
AD BLM ANHH - 5%-10%
AD CHEK?2 ANHH - 5%-10% | 72 L
AD GALNT12 | ~H - 5%10% | 72 L
AD RPS20 ANBH - 7L

AD, Fi KBNS (BIEER) ; AR, B REAEREMER (HMER) ; FAP, familial adenomatous polyposis; AFAP, attenuated familial adenomatous
polyposis; GAPPS, gastric adenocarcinoma and proximal polyposis syndrome; MAP, MUTYH-associated polyposis; PPAP; polymerase proofreading-
associated polyposis; CMMRD, constitutional mismatch repair deficiency; PJS, Peutz-Jeghers syndrome; JPS, juvenile polyposis syndrome; HMPS,
hereditary mixed polyposis syndrome; CS, Cowden syndrome; PHTS, PTEN hamartoma tumor syndrome; SPS, serrated polyposis syndrome; LS,
Lynch syndrome; LFS, Li-Fraumeni syndrome, BHDS, Birt-Hogg-Dubé syndrome; HP, hyperplastic polyp, SSL, sessile serrated leion
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I-1-2  BEEEXBEOSE
BEMEREEIL, R R—VZAOFMIZEDRHTE D, 6T, AU R—V R EEEREE
X, AU =7 ORI L0 BEERY R— 2 @EREMER Y R— 20 $EEIRAR Y R— 2125
HTED,
PREEPER U R — o ZIKRIGAR Y — 750N 10 ELL EOIREER Y — 7 2380 5 BE 48T, KGR
—7 ORI L Y #wAR (1000~2000 LA E) . FEEAER (100 fE L E 1000 BT . attenuated 7
(10 fELL I 100 fEATH) ([CHBT 52 &b o7y, BE LcFhn, R Loy, aRHmomw
HIOE#BIZE (narrow band imaging, NBI) =& O 7=8l22 51k, HYEIZE VKGRV — 7 EORE R
BIRDZ LICHEBNMETH D, BEER Y R—2 20T, T EUEORENR Y — 725D
G EFIBEMERIGIIESE (FAP) ThoZ enE<, BROFHHBICLRY —70NELHT 5, 100 ﬂﬁliﬁ
DAL, FAP, MUTYHES# R U 7R—3 A (MUTYH-associated polyposis, MAP), RV x5 —+%
FZIEBSEH R U AR— 3 & (polymerase proofreading-associated polyposis, PPAP) . KM I A~ v Ff&
/K42 (constitutional mismatch repair deficiency, CMMRD) JEfE#f, MSHS3 B#HAR Y AR— A
(MSHS5-associated polyposis) . MLH3ESH R Y R — A (MLHS-associated polyposis) . NTHLI B
HR Y AR— A (NTHLI-associated polyposis) 72 EDEERIPEEE L THENR L, 2O OfRIENMER Y
RV ATHRBRY —7HEN 100 lE2E25 2 R’ D720, KIBR Y —7 O A CTIRIEER Y R—
VAEERTH LT TE RV, BIaEARITIZ. APC, POLE, POLDI1, AXINZ % )R [K&{s 1 &35
BT AARENEEE (EMEER) BXE, 2OMORRIENER U R — o 2 LFE A EEEEER (B
EE) EX%E & 5,
RRBEMEAR U AR — O REERHIKIGO R U — 753 10 ERGEDO Z L35 5, B2 ERERIEMER Y
N—3 221, Peutz-Jeghers JEfERE (Peutz-Jeghers Syndrome, PJS), #4EM R U iR — 2 R IEMERE
(Juvenile polyposis syndrome, JPS), Cowden JEfE#E (Cowden syndrome, CS) /PTEN i8R E 7
#f (PTENhamartoma tumor syndrome, PHTS) 3% 0 | &% B RHEAI 208 27~ 3, iERRfEd:
RYR—=V ATIE, RIBICIATERNE (F2EEaate) bR —FNERT 2B, A
B O BEFHRCESHE e ERHEIN e LA R 2 E b B (146,
fEV_ﬁMj(T UR—2 A3 BIHER Y — PRI E 7R EDZF R Y — TN AET HRETH
. OO BRE ?lﬁﬁr'w_&lllkf U AR— ZEERE (serrated polyposis syndrome, SPS) L#frsinbd, #&
w%f)f~yxﬁ@ﬁ®ﬁlLM%;omf EDRIRTHESN TRV, —HOBEIC RNF43
R GREM1, MUTYH DA WMRRINZ I T DRI T MRFEES N EHwESINLTND (A R
f%}leUTV%\E%ww%ﬂNUTkawwwNUTV%)Wmoik\%ﬁ%ﬁUﬁ~y
ADFAIITBRERN OB LRI T\ 5,
j(ﬂﬁ@T U — 78D I MRRAY 2B E R I, Y o FIERE & Li-Fraumeni JEGRE (Li-
Fraumeni syndrome : LFS) 23% %, Zi 6 OEBIFN AL EORHBICZ L2, BB FRIR -0
HTWT25Z LT TERY, B, VU FHERBEOFIKELG - Th D I A~ vy FIEEBEFORT L
VIZBIT RN 7 M &R OF R EERENES (HMEER) MREIZERMEI 2~ v FEE KA
(CMMRD) JEERENH D . KIGIZHRIEMER U — 7R3 % 5% 25 (111-2-2-4 : e XK A~ v FEEKE
(CMMRD) JEfiE#t, PXX S, £ OMIC & AFEMILRSNOREI N Y 7 o M RIGEOFAE Y 2 7 & B
HLTWDEIEFORERDH D,
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I-1-3 EBEHEXBREOES

KIGHEBE DK 30%IXFIRERIEN & 50 BIEHRR1H 5 [10,11] (K I-1), BEERRDL S DI
H 00 b P RBEERMEZ DRV, FREKREBIEEE (HPEER) MEREREG DO5ERF Yt
REAVEE I (BEER) YEREBTHIRMIRE Y 1 7 AR E (de novo EW]) OBENRHDH, —
. FEERMEEZE I vb b T HRINBE B FE ST ZeWnElizix, Lynch-like SEfERE (11T
2-2-8 : Lynch-like syndrome, PXX) CFEBEMERE#E Y A 7 X (111-2-2-5 : FEMERBRE Z 1 7 X,
PXX) b5,

HIZEEERDHSHKEGE
30%FEfE _
- BIEEKBE
_ _ C[Tvormme we%
AEREBEEEETREE E |
BRCAL BRCAZ #11% | FAP,MAP 1% |
ZE%B%:DZA;D%HE%QBMH [ PIs, IPS, CS/PHTS, LFSfe #1% |

REEREKBE
#120%

M I-1 £XBEICRITIBEERRDOH 5 KGEOEIE

K BE x5 & Uiz ARSI OW T O~ L Fi&nf S VA (multi-gene panel
testing, MGPT) (2 X4UiZ[12,13], FAP 2349 0.5%., VU > FIEMERED 3% % 5D, ATM <> CHEK2,
MUTYH, TP53\Z95E0N) 72 hEFOBFELRO LN TEY . KIBEEIEOK 5% BB KGETH
olc, Eio. BIBPERIGEELUSNT b BIIEFLREINEE O R KEIs 7 Th D BRCAI. BRCAZ23ZNLH
#)1%. PALB2, BRIPI, NBN. RAD51D7: ENEHE TR 3%ITHRIE SN TEY . Ziub K
FESDOREEN RIS D& G D & ARG EE DK 10%ITEEMEES Ch 2 & AL bivd,

I-1-4 JEEREI R

BEMERIGEICB T D RIGEORIE D A7 1TRBIZLV B2 500, ARK FAP TIHREBR (¥
A RAEIL: REER) BIFF 100% TH D Z & ZBRITIE. BEMEREHEORREE ISR Y 7 v
NEROBERNLT Lo KIGEARIET 5 TR O, £z, UV FREBEHOL I, FA—0HEAETH
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JRIKEIR I L > THFORIE Y A7 BRI D Z L3k 5[14],

ARG CIXRIFEUAMC B IIEY 27 O@WEE OFZ) 2AdH V. 20 XBEEE (RE)
EREIEI D, FAP TIXBHIEMRA Y R — 3 20+ 5B E, U > FIREERE Cldm ARHEE-OMm R #e FHE
Bre EOBMEEE (R THhY ., EEMERGEOMEREE (R 1Mt RAicgtE+ 5, £z,
EARMER M CII R ARISIE D £ FBEIEE (W) BHRETLIZLbHY, VU TREEHOB L
35% D LLMEIZB N TE - ENBESES IR CTH D [15,16], L= > T, BRI H T - T,
THALZRN RO LA B D 472 53, 2R FHENR 2 N EE T 5.

I-1-56 REOAH=XA

BUE £ CIZAE 40T D BARMER IR OJR KBS 13T X TR AMBIEE - CTh D, APC.
TP53. PTEN. SMAD4 7 E13Mifla O 2 2 5851 C. MLH1, MSH2. MUTYH 72 £1X DNA
DERFEEBEETHELETTHD, LR o T, BREERGE CIIREREG O T LW 5 ke
KA SY T o SRR T R e e D, BERBEERT N Y T MUK, BERL N Y 7 R LOH  (loss
of heterozygosity) (%A FRAEI-1: B RLZEME, ~Ta#EEMEOEER), =7 Y VB COEME/
KI, —HOT I BBEHIIAN) T VS RD D,

WY EAREMER (BEER) TBERXOBEMRGE Tl JRIR ST OLRMIaR I ORI Y 7
NMZEAERT LW D% RIRIRI N 72 b33N 5 & A4 E G OREN I UIEE (R
) MEET LT, BIEMERGE CIIAR TR CTOMBICB O TH T LLOFRINEGE - ISEAY 7
VRN EREOID . BRI & R U CHAERIE L9 <, 2R LTV (K I-2),
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RE KRS &P T

(MR ERE)

first hit

ERMRRIO

- AU V]S

REREF

APCMLHIZE

second hit .

- ﬁrst hlt
[fmw:w Lol ﬂmna;wwh]
REREFOERLTPLIL
[ZH B EMILOHOH =75 MANSRETF
MY TURELT, APC,TP533.&
REFOWMBEELR>TLES.

b‘AJﬂS{EL second hit
#ﬂlﬁ/ \Ub o7 5

X I-2 Knudson (Z & % 73 A B+ D two-hit FIC K B BA LD X =X &

FAP (Z j‘éjiﬂﬁﬁ@%éi IZBEBERENAET A THBA SN D8], 7. KIBEO LEGlaics T
APC EHEOMREERIZ L Y |, MIINICER LENBITAEM LI 8 VT =5 TCF4 L EEKETE

DAY N zﬁhiﬁﬁ%iﬁ E@%Erﬁi‘%i@ém, HIFEGE T %, THREFHIICIZ A IR B (aberrant
cACF) (A FAXEI1: BERER) NRERETLHEEZ LN TWS[19], ACF 25 IEA
BECRIGENPFRET DI121F KRASS® TP53 72 OB AL D013, ZIUIT iR Z

E@ (chromosomal instability : CIN) &\ 9B - REQAE X LT VIRENESE L s &6
D (A RAEIL: afEcrnzeEtt) (KI1-3),

crypt foci
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e hEERTY

BERT
ESREE

. T . OO i

FAP

REERTENIE (LB TFERDEIE

)2 FIE % B

ATV FEEHAEER CLD B TEROEIE

X I-3 FAP &V U FIEGRDONRER R B ALD X = X A

U U FIEGEREIC 3T D R OB AEITITI A~ v FEEEEOMGHED G L T\ 5, MilasZRICED
DNA ORI CTIEMEICAT i, BT T — &I 1010~108 Th D, LA —., DNA o= Z
—NAECTH, VU FEEROFEEEFICHRT2IAYy FEEEABEN I A~ v 70 1~Hf ik
FETOWAIRID & 57 DNA OFERE T —28 T 5, Ll I A~y FEEREFOATEMIR
FNTMZ THRILIFHINY T2 idAE U D & I A~ FEEEILGE L DNA ofERle T — %58
ik CE< 2%, DNADEREZ—135 ) LNOBMR KBRS TH L~ A 7 0T T4 MEIZ4f
K95, BlarEY (BEHE) %2— R 2HBICKERSN 2 E0EE L H Y . EOHRITITES I
(TGFBR27: Y), #ilatdsi, DNAEHE (MSH3, MSH67:E) X7 K h—T A (BAX72 &) 7 EiC
BboBIrTbHY ., I A~y FEEEENIBGET S & KEREORE (RLZEME) BELLOIN
DDA DO RE D ERE UEG N BAET D,

W EEBIEEE (HHEER) BROBEMEREEIXE Y LB 5 RREE ORI 7o b
WRETHY . RRZETHAWBNSHEAINY 7o R 2O EOTOZIFHRWE R RIET 5, FYe ik
BYEEE (HEER) BXOBEMERGE QIR KES 71X DNABERE T Th o, FrE D DNA HE
DM - H/ECINEBET S Z N TERWZDEENEAET D,

A4 FAEIL
a7 b

(RYT b LIREIRIEROSHEMEZERT 2 54T, £I2 DNA ORI\ TS RAELS &
B HWERS 2T, BAGERE LT 1K ZHVWLNLZE 6L, INUT UM OFF
AnohsZ EnBn, FkRSEL LT ER] R0, EMFPEREZFEEERIE LTES
it &9 TRWEERDH 572 ERAVWHITRIN S D, £07, [ZEH(mutation)] &5 S
LN IRNU T b 2RV, AYTRIERCEIRAE R ORHMn 2 179 555513, pathogenic
(J5RY) <° benign (FEAYTZRVY) |, uncertain significance (FFEARI) 7 & OEHiGEE SOIF CTRET
Do

38



nAEFERMIIGRFN N Y 7 o LRI Y T b

o+ 2 W32 8 H LT fk2sh 2 DNA ORI SIZE(& TR SN Y 7o R v,
SAFINDORF R TEDEALBAAET D720, BFOT X TOMAAIZF CEEBFET D, ThITXH LT,
IRz RS 2 A LA oAl (AHIR) (28724 U7 RBE S O 28 b 2 (R S U 7 o |k &
Do

-?%ﬁéﬁ
BiatE BT DRKERLE T DB (Genotype) DERAZEIZE W TIHRANBIET HiEELRTH
%o 100%@6@¢T%§E@“5%@% PIRFEEL VD,

a~T R EESMEDIESLR (loss of heterozygosity : LOH)

WEE B K &2 Z TSN T BIRIEHRD 5 B, FFEZREEIC IV TR 2 ARSI FET 2 5G 2~
7S (heterozygosity) &\, FAP 06, EHMIE T APCHELE 1O F I DI 7273
U7 ERFELTEY, 95 —FHD APCEBEHITEY (BAM) Thsd, ZORER~T aEZi Mt
ThHDHN, DA OB TEHARD APCEIZFHRRRKIZEY Kbihvd Z &% LOH &9,

2 HIREHE (aberrant crypt foci : ACF)

ACF 1%, WHBIOWEFBLE CIXIEFRPEE XA 25 2 ST TE 0D, IERHBIZETCIIAT LT
NIRRT HERFEIREDES L L THER TE 5, ACF O—ITRIECRE ORIBEZ & & 2 5TV
2,

a2 B EREZEM (chromosomal instability : CIN)
CIN &%, DAMlazZe ETRONDEMRDEOEFE-CHEIERE (KK, BHE, BWERE) 0z L,
JEBEALDIRKNZ /25 EE X BTV D,

2 2
I-2-1 BEERBEZSHOER

BIRTERIGE SRR FHOMEIC LV fEEZWT 21T 0 (A FAE 12 BiRFHRE) . FURHEET
LI T~ S RECRKGE ST ORI ET 572, RBEUOLTRIT 5 Z LT TE R, &
(R IR R R o L0 . QiR @QFMEEEORERG (REF), RS (Bl
B2). @V —_A T AERRR D, Fio, MEEISH L THOMgEBE . @V 27 3HE (FF%
F) KA TE D, LIRo> T, BARFHIRAIC X DMEZWNIL, AR B ~ 05l B /e PRI
fitic o2 %,

BIRFRIRA - BWNCERL T, BEITIS U TERRHICEEI Vv ) 7 2R iid 5, Blah Y
YU U HEREIST TR <L B - R E O BHERGRIRDS ATRE & 2 D KO A DEAOAE R
XEPEETHD LD, HREODRERNEEREME BRI Vv Y o ZITHR LB D
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I, F—LERE L TEMT I ENEET LNEEND[20], Lo T, Bt osds &
ORI L Tt N DEBICONTOSRIEREBEFIBRED AT vk « T AU » MO
TTORMETIZENEETHL (w13 BBy rkv) ),

A FAEI-2
B RFRRE

&) Lo HEEE, MASHROBER AR Rod EEMIRS OB FRE] Rod
XBURDRNT, HiE 2 MAHIEE FA ), %E 4 NREEPAIRA] LIRS T L0 HARRRAR
HEEEGHESO B FEEREFEREEEMEES) PORS SN, £, ThHONFRT, BEE
FREPRR SR VRSN AREFSD [ERICKT 2 EEFHIRE - ZBcET 204 K74
v 200 T oH - BRI TN D,

I-2-2 E&REEERBEZE ORI
BARMERGEOZENT., BREHRICE DY X750 (STEP 1), JREMERRRIE L OV 1Rk
fli (STEP 2). @EzFHHAE (STEP3) ®3->DO2xT7 v 7 Tirbhd (KI-4),

STEP 1 BRI (C K2 ) RO FHTD
« SFRAE
- BEEAEE
- HERE
- BRBIE
© RIKRE

A 4

STEP 2 RIEAERP 895D
- AR
DFREFHISHED
« MSIRE
+ MMR-IHC#&&

A 4

STEP 3 BLPRE

®I-4 EREREED Y X0 5HE & ZHORN
MSI #§fs, ~A 7 vHhT 74 N REEMRA
MMR-THC #f, I A~ v FEES 37 O b7

BEEHRICEL DY X7 5f (STEP 1)

TEARPERIGHE D WHIFERTE R S EAGME RGO Y 2 73 HMliZ21T 5 Z L bbb ¥ 5, BRI
W, BIGHERIBE CH L0 E 2 pOFH 01, OEFERIEOFE, QREHE « BEED KO
%, @QRBHEDINODHFREB O, @I RN, 8 3 BIBlE (D & biE 2 BB £
CTOFBEOFAMERT L2 L12H D (HT-4), BEMERIGE CIIRBLSMIBIRER AT L &
W% FI-4BEREY R7), A ORFECOBOGREN, BEIEER EOHRNFFREZ RTHORH
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D, ZThEOFT IR oM KB AT OHEEICHIAT L 2 ENTE D, BERIECBIRR RO

B L0 SRR OBERIC IV TS 2 ETBA DR S A/BoN2NnI L b H o0, KT ERTEK
ML THEARM AN T S Z & TRIGERIBRE OB EZHET 2 &N TE D (FRHOEZT;

PXX &), FrZ, AU R—T R EZRD 72 WVBEMERE CIIs A EORIZZ Lz, BEEE
i@ﬁﬁiﬁﬁék%ﬁxﬁj~*/7®%k&é

BASPERIGHE OZWNZ B W CIHILENRER AT IO THEETH H, £2 T, Kip (FEH{L
ﬁ)Wﬁﬁ&ﬁt7?&<L%ﬁkéﬁﬁﬁ&§Lkwf%@$)~7@ﬁ\@ﬁ)w7@@ﬁ\@
RV —T DT A MEFFERT D,

Z ORFRIFERIZ L 2V 27 5Hl CRIRMERIGE D DL 256 121X STEP 2 ~ b iEte, 705,
(BRI @ m M R & W STV D BN D RIGHE RE )N %R I
I% STEP 3 ~ & iide [21],

/ W
BET L RBU 2RO 58I

FIEREE SO0 FRALH (STEP 2)
STEP 1 CAIBICH U H— o A 23T AR AN L. FEAMRSEAOTEITIC £ 0 RLEA A
5. B 15 12 (AT S K51 T AN K s % Ol 1 5

FTAREIKBIZOWTE L O, BR Y R— 3 ZIEBOBERNF N ERE &M & 72 2 R RE R 703 %
Do

10{ELL LD 2L ED S5@EL LD
[ A A — ] { AR — J i)
TULFRETF/SRLBE * |
APCRET A"rLL POLE/POLD1 m|rLL A7LL STKITRGF SMAD4/ BMPRIA PTENREGTF
t 7 } [‘n/w-ﬁﬁ] [ﬂn’g‘;w] [ :nsql%gi] [mfgrﬁi][‘”’“”’ '] [ Lo J[”""""’ J
Golle] (0] [sv] [av] [2v] [s9]s oy ][a a9 ]s]
MAP PPAP MSH3 NTHLT | PJS JPS CH/ SPS
[ ] [ J AP AP PHTS
| BREREHLY ]

4

APC
MY

() () [g0)

* FATIIRIREIN THY, BRBMTRETEHRRIBNTS.

X I-5 BEERBRI R—-V R BFOT7a—Fy— b

RI-2: RYR—VADHGELERNTREER

RIBPBERT R | WA R | AU =750 | T~ & RE foetili & 70 2 RIS
& JRfE +
HRIEPEAR U AR — | iR 10 fE LA E FAP, MAP, PPAP, APC, MUTYH,
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A CMMRD JifEft7e & | POLDI1, POLE,
MLHI1, MSHZ,
MSHG6, PMSZ2,
MSH3, MLHS3,
NTHLI1, AXINZ2

WRAEMEAR Y A | EREE (P, | 2 HBL E PJS, JPS, CS/PHTS, | STK11, BMPRIA,
— R JP) HMPS SMAD4, PTEN
SEHTIRAR U R— | HP, SSL S WiEM; LV | SPS, MAP RNF43, MUTYH,
A DA 5 f[H GREM]I

LIk
RARY K-> | JP, HP, HMPS, JP GREM1, BMPRIA
2 SSL

FAP, familial adenomatous polyposis; MAP, MUTYH-associated polyposis; PPAP, polymerase
proofreading- associated polyposis; CMMRD, constitutional mismatch repair deficient; PJS, Peutz-
Jeghers syndrome; JPS, juvenile polyposis syndrome; HMPS, hereditary mixed polyposis syndrome;
CS, Cowden syndrome; PHTS, PTEN hamartoma tumor syndrome; SPS, serrated polyposis

syndrome

STEP 1 THR U =7 ENB D ngEIcid, RipEifkez DT MSI AL 2I3I A~y FEEEA
B ORI L AR A 2 AT O (%-mm III U U FREBRBSR), U o FERICEE LT RBEOITE A
ElE. MSI-High 7213 KREE IS LI R A~y FEEEAEORIIHKEZRD 5, RARIMLZ
FIZRBWTY U FREMREBEIGE ORIEN L WGEIZIE, 26 DORERICH)D 53 STEP 3 ~ & it
ie,

BEFKRE (STEP 3)

B KRGE OMEZENILERFOMEICL > TiThivd, @F. FILE 1 ~ 2 KOs s
DNA Z i U, AFEMII R YOG B OFBIZ OV TN 5, BEEFIOREIC X 2 FIKER T
DFREIL, BBAV AT EWET D LN TX 5720, BESOEFERBUSCY —A T U RFIHTE
522,23, RFIEE 2 FTelfxE OB (LigxE2ZW) ICHHAT22 &R TE 5,

BAGVERIGE OB\EFORE L. QXA L7 by —27 = Ak (2)Multiplex Ligation-
dependent Probe Amplification (MLPA) %, @MGPT Ik 5% —4F v b —27 = AiE, @E=T
V—h—r A, OB ) LA — I T RERDHD (R ]-3),

x I-3 : BEFHIREOEE

@D FAVvr o —2 xR (Sanger 1)

Bil) RIIEE z & Leliixd O (ixEZE)

(@ Multiplex Ligation-dependent Probe Amplification (MLPA) %

Bil) RIIEE z & Lelfiixd O (MixEZE)
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® MGPTICL3¥—4y by —r xRk

) Vo FIEGEREOZE, BIEMER Y R— 203 W, SEHIRR Y R— 202
@ £x7J—by—rTURE

Bil) FEBUAL S B Tl e AR ME K IR R R S s 1 DO BRR
G &) rv—r T REE

B) A harNOARY Ty ML VG 7 VY U NET DA, NP DA

OQOFA VY hv—r = AETIEHME SN S RNEE T ORAE Y a— T2 v bz Y
VoA v b a UBERSEIR O AL & AT OGRS 5 Z N TE D, @D MLPAE TR VY 1

EH OE#SAANT 22 LT, =7 VY VRO RKRLEBE AR T 22 N TE S, RKERE 23
b\ﬁﬁafaf“?ﬁm EINTWDLGA, BIEFHIREIIA A LY Fo—27 = AES MLPA ERHWL LD,
712U, BT EORRENERY — 7 2B 555 TH APCIZHRHINY 70 MR Hivd L IE RS 72
VW, E7o, MfEEZE CIIRmE ISRO O NTHINY T FOIHR (Tt A K OfFTTH L
20, MHBBOANRY 72 MISUTHEA LY byr—27 2 AEH D W E MLPA ERAVWSRE, (3
DE =y =7 AETIE, b2 BEMERGEORNEBETE2F—7 > e LIz SRxVEE
pel, RS —7 = —2 AW THIT T 5, BAMERGE CIXERDTT ) b EEOJRIKES 7 4 HE
ETHILENZNTD, BB TIEMGPTIZE A —7 v hvr—7 U AEMTbIL T 5, JRIEH: AR
U R— ATt APC, MUTYH, POLDI1, POLE 72 £ D&%, U > FIEMERECIX MLHI, MSH?Z,
Aﬁﬂ&ﬁ%&ﬂﬂﬂM%%ﬁ#é%gﬁ%éﬂ\&~5yby~7iyx%fi@ﬁ@ﬁ@%%ﬂﬁ
IZIRHT 5 2 ENFRETH D, Limd> T, MGPT I BRCA1/2 % N Z 1235 8 i SL IR B &
P SN BIERI L 5D [24,25], @WDET Y Y —h— 7 T AETIL, #«f@Lm%®iﬁ//&
Ty VA v ha UERERICOWT, OO&RT ) Ay —7 T AETIE, HEa— REkoA > ha
CEEDETRTOEBIC OV TR Y — 7 = o —Z2 HWTHIN T2, 207 YV —ALY—J7 TR
BT ) Ay — 7 U AETIE, TR TOBGBTZMITT 5720, BEORAICEEN /W E S
BEHREBEZZMT 52085, 1o, &Y LA —r 0 ZETIR, MO 7E IR Lic<
WA b R D BRI AL E OBIR T RE SR TE D,

EARPERIGRE DTS A 7 HEH (A FAE II-x : SHIBREY A7) Tid, HiEo oM
DHHIFHINY T o b &2FEOT-0, H[ANY T o NOBEMELS . 4 L7 hv—7 = AEORHRK
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TEREIEFERREE T T 5 Z ENEE L, L L, AR CIREEMERBE I3 5 8 R ao 138
WERGEAGR B IRBAR b T TV, HEZRETIIMEEN TOFER L 725 (2023 44 AL
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=t ja/realm/index.html
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Zan
VistaSeq®

Hereditary Cancer — 27 27 &1
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Colorectal Cancer Panel 22 Bt
T4 HNY 7 RS https://www.finggal-
link.com/inviate/inviate.html
Invitae®
Multi-Cancer Panel 70 Eis T
Common Hereditary 48 Bin 1

Cancers Panel

Hereditary Colorectal 21 Bin 1

Cancer Panel
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FERITERFHIRAEOR R LRI S, LD - T, B SR ORBRKR DT TR &AL
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A /v, Guardant360® CDx 73 AIBIR T/ 30/ CIINESHLAR O 2 &2 T3 2 72, ZOHICEEND
DNA 0%  |[JEGEMIER Th 5, LIeid > T, JEGHELL D 2 O gt T ARSI R 51 ik O FTEEMEA
HDWHINY 7 b (presumed germline pathogenic variant, PGPV) 235i8&® b ivi=356 . BIaltE K
BEOMRBRA & L CRIRFIMENRLE LD, 0B, BAT ) L7774 ) v A TRIBEKRE
FERGDON DG, TR ABIG /S VIRE ZIRIIFT BB B RHERE R U 2~ 2251275
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RI5: BAT ) 270774 ) Y IRECEHEENIBEERBEOFERELRT (2024 4 1 ABTE)

OncoGuide™ NCC F ¥ a2 /XX )V AT A
ATM, APC, CHEKZ2, MLH1, MUTYH, MSH2, MSH6, PMSZ2, POLD1, POLE, PTEN,
SMAD4, STK11, TP53

FoundationOne® CDx A7 ) A7 a7 7 A v

FoundationOne® Liquid CDx A% ) A7/ v 7 7 A )V
ATM, APC, BLM, CHEK2, MLH1, MUTYH, MSH2, MSH6, PMSZ2, POLD1, POLE,
PTEN, RNF43, SMAD4, STK11, TP53

GenMineTOP 23A 7 ) A7 7 7 A UV TV AT A
ATM, APC, AXIN2, BLM, BMPR1A, CHEK?2, EPCAM, FLCN, GALNT12, GREM]1,
MLHI1, MLH3, MUTYH, MSH2, MSH3, MSH6, NTHL1, PMS2, POLDI1, POLE, RNF43,
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6) ZETCTiMiid 5,

KI1-6 DT —FX—RZBIFIBEF NV T DI 5 A5

ClinVar/ Clinical significance value InSiGHT/ MMR gene variant classification criteria
Pathogenic Class 5 Pathogenic

Likely pathogenic Class 4 Likely pathogenic

Uncertain significance Class 3 Uncertain significance

Likely benign Class 2 Likely not pathogenic /little clinical significance
Benign Class 1 Not pathogenic/ no clinical significance

InSiGHT, International Society for Gastrointestinal Hereditary Tumours; MMR,

mismatch repair

A TR Y 7o by LSRR Y 70 b ORBEMER B B3 A —pathogenic F 7213 likely
pathogenic (ZAHY
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(familial adenomatous polyposis)
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i 11 S R AG BRIEE

I1-1 Bf=E

FIEME KRG RIEE (Familial adenomatous polyposis, FAP) X KIGARIEMEAR Y R— A& F ML 35
%5 FYML LD APCEIR T (5q22.2) OAFHAMIDRIIFINY 7 2 k&R & 7 5 F Y REEMEs
(BMEER) HEETHD (A FAEI-1, 1 FAEII-2),

FAP OBFIIRGEOREY A7 BN@EW T2, KB 28U RN ANEECTH L, £z,
KIGINZ & ISR XL OGEEMIR AN T 5720, MEREZEB Lo —A T 2 ZARIBEN M
LD,

72¥5, FAP OZWNIEBFIIREIC L > TORE I L5203, 2024 4 1 A BUE, AF CIIKRIGMREN:
RN R— 2T DB EFHIREITREE AN CTH D, LI -> T, AH CTIRERRIIZ FAP 3% bﬂ
T b BEFAIRERFEM OIEF 232\, LavL, 100 ELL EOIRIEMER U iR — 2 2588 2 JER] T
EILL EIZ APC EB5 AT RPN ORI NY 7o R EBd b 2 &b, A FAP IZ7 )& Liﬁb\i'%
B 2588 D IERNIE, BER EIX FAP ICHE L CTH—o T 2B L OVEHE, MixE ~Oxtaz1T 9,

P A FAE II-1 : FRMEKRBIRIEE O FEFR

ARHA KZA > Tl familial adenomatous polyposis ® H AGEFR & LT [F M KIGIRIEE] O
ZRAWTEEN, RERZ TFEEREMER U R— 2], [FEERER U R—3 2 GEBERE) | & MRk
THZELHD,

YA RRAEII-2 : APCEER Y :R— X (APC-associated polyposis (conditions))

A, RBIRIEYER U R — 2 2 25| & 2 T EBORKER 7 & £ 0BEEA, BEEg 2 & tohfft
AN B E 720 JRKER T Z &I — A T 2 200, B E ~OREARESI N TS (CQL),
ZHUHEW, JRIKE G IS bR ATEREL DML N 2525 Y . FAP & gastric adenocarcinoma and
proximal polyposis of the stomach (GAPPS) (II-2-2 : #5I|%2 H9 58 - /e, PXX &) % 0f
T APC B#AR Y iR— 3 A (APC-associated polyposis (conditions)) & D#HEHWONDL Z ERNH D
[1,2], £7-. FAP # & el AR U AR —3 2 %24 U BB A IRIEMER ) R—3 ZJEERE (adenomatous
polyposis syndrome) &R 52 EnH 51,

II-1-1 ERRAVREH

FAP iZ K (CRC) EIRJEGERETH Y, HilllA L attenuated 13 H 5,

WU FAP (330 0 DECT O RIGIRIENER U — 72 45 & L, S 16 7% (#6PH 7-36 %) 7 HIEIE L
WhD %5, iR FAP O%4 . 95%72% 35 i E CTIZAR Y —7 #TE L, KIBUIERZ: EDI A&xiTb i
IX CRC [L#ET ALV, RIBEFH O CRC ZWr O FHFn I 39 % (FiPH 34-43 %) Th 5, Al FAP
IIMRIEE R Z L0, AR FAP, FEEAM FAP OB IND Z ERH V. AIRMICIEF B EIE T
RIE ERIE A A L. RIES 2 > 1,000  (F 720X >2,000 ) O A. &4 FAP

(severe/profuse/dense FAP) (I II-1). 1FE & 502 3 Sl BRIES 238 L RIEEL A 5 L% 100~1,000 &
(F721% 2,000 1#) OHBE. FEEAT FAP (sparse FAP) &40+ 25 (KHII-2) Z&ndbbH, 72720
k%@ﬂﬂ;iofﬁﬁﬁgﬂﬂﬁé_k%bibiﬁﬁb\&E@k#&i@%@&uE@?é%r
MERITZ LU,
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HRIEHS, FXE 10 fELLE 100 EARNW T, ARSI APC i) 7 v N EEOT5E .
attenuated 7! FAP (AFAP : attenuated FAP) 1|23 &5, AFAP (%, ## FAP & lb~T KM
WY —=TH D7 CE¥ 30 ) . iz <. 2l s m < (¥ 50~55 %) . CRC AJEY X 7 1%
vy (70%).

KRIBIMERITER 2 T B+ Z1BBOR Y —7 (B, O RE MR o KERK (CHRPE)
BYMORRERE., 7 A€A REE, BIEEE, othoEEnd 5,

GAPPS [T BE AR U AR — A EFE L, BEO Y A7 @<, s S e A EofikTiit
THGRORIG DR ITFE D DR,

711 attenuated FAP : 555, BJER FAP, #EA FAP, #3&% FAP 72 EERIT A0,

I1-2 FE#E /LR FAP
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II-1-2 FKR&EF & BEHR

APC5q22.2  WYERBEMEES (BIEER)

APC 1% 5 FHROMER (5922.2) IZALES 203 AMNHIEIR T, 2843 HD 7T IV BEEN LD
311.8kD DX X7 & a— R L, B AT =X Axin 72 8L OFEA N A A &2 Fo, e fEE Lz
BIT5H APC OEE /2 MEREIT, Wnt o 7T URRICEE 45 B I T = D5 Th 5, Wnt o7 F Ui
off ®IF, APC <° Axin, GSK3B 72 E CIEM SN HOBEERICL > TB T =13V gk &, =% F
VMEA L, T T Y —ATHREND, —J5, Wnt 7L on OBF, B BT = 30 S 7r <
720 FIIRENTHEI L B T =3NS T L, TCF 24 L CTER & 72 5386 7 D5 215k
T25, L2rL, Wnt &7 F /028 on DEFTYH ., APC DIFEINY 7 2 bR H D6, =D APCIEIGFEY
B AT =V LRERTHIENTERNWED, BT = 20T 52 LR TER, ZHNHET LLd
APCEIGFFEMITB BT = OREEN RINT 5 & HIRMNIZ B BT = N EFE L. Wnt HEH&E s+ O
G AR 5 2 & CHIUIREETE A TUHE UNRIE S 34T 5 (8,4], FAP O EFIL, APC OAFHMIER 595
NYT v T _XTOMBICE D=0, KISLT L LD APCEIG T ITHEREEIARS Y 7 0 R ok ED
FENEZ 5 2 EDNREORAICENRY | 2 < OIRIENIAET (5], BRIEIL, k&L, ok, KRAS
72 EODB B TP53 72 E O AIITIERFORED MDY | 60 kb E TITIZIE M) TR
AT 5,

JIRAEE FE 13 APC OAEFERINEREN N U T v N OHALo KRGS AED U 27 LESE#E 5, AR FAP T
IX APC @ codon 1250~1464 (#§IZ codon 1309) [6,7] , AFAP TiZ, APC ® 5{I<° 3R OFELDIF )
(CIRINIA T Z A Vo ZfElk (N0 7 2 M2 X D FFE D exon DERERHI FEARIE S5 G8IK) (2 ZE5HAH
RSB B0 N0 7 v RRRD HND Z ENE W8], HAR FAP Tz O FAP & b~ CHRIER A O
XM IAEDFE S F <, RO L MisZ ILFMFZE T, BRI T 41 5%, FEB/ETT 48 7%, attenuated FAP
THIRKIT72 D & EHUT KRG OR AN A LT (K I1-3) [9],

1.0
kY -
= P =0.0127 iy P
2 08 - £ |
g Attenuated [
g 0.6 - Profuse
O Sparse J
S 0.4 - =
©
g 0.2 4
=
o 00 v 1 b 1 L 1 v 1 b 1 v 1

10 20 30 40 50 60 70

Age at surgery
X T1-3 Kk D Bfege A (CUHI9] & doks)
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I1-1-3 BHEEE - BAHRE (R1I-1)
FAP (I3 fEENE - FEREEME O BEIEE - MR A2 S0 5, 78, KIBIMERER 21X R ARE O {E
Bz 59 FAP O#fiBiZki s L THHTH 5,

# II-1 FAP ICREfET D =R EEMHERE

BIERAR Y K- 2 * SHEEIE, SREEENE, @R, MRV
H JiR e * ¥H bR i
+ ZFE R R FER s
- i B P S e e RMEREE AR ERER
7« [a] i e JHF 2 e
T AEA NEE fal] e g
fidfEsE (Turcot JEMERE 2 )

* o BLOREMER B D

II-1-4 E2E%E
—REMICIBIT 5 FAP B3 08 1L, FCk Tt 1:20,000~1: 10,000, AFTIiE 1:17,400 & H#EE S
nsl10l, 72, EREEEEICBIT 5 FAP £5 OHEE T 1% K0 T 5 [11],

KIGEEDFAIL 10 R TOHRE S H D03, 40 AR TIEIE 50%., AETHUT 60 £ TITITIFE

100% 23T 5 [12],

FAP O3 [18] D% 1 u :tjcﬂﬁ%?f Z DEIBIE 1980 R E THI 80% T~ 7245, 1990 EACLLE
135K 60% & IBAMENIZ &

iﬁﬂ%ﬁ*%ﬁ%% (& II-1) DI G, T AEA L, + fEEIIREELSND FAP O 37258

KThv, ZOHEETZENENK 10%., £ 6% TH 5[13],

I1-2 #ZWr
I1-2-1 ZWrofih (K I-11-2-1 : BEEXKBRY) R— X ZEHOEHISR)
FAP 1ZLL F® STEP I L= > T2t 5

STEP 1 : FRIRTE@IC & 25 U 2 7 §Fifl

K CFEBHEE) AHEHRAIZISWT 10 2L EOR Y —7 2580725481213 STEP 2 ~
LTy,

STEP 2 : i Bk 2RI F J OV B2 BOR AT
WY — 7 OREAERR AR KV IRIEER Y — 7 Th D 2 L AR T E A I2id STEP
3~ L iEge,

STEP 3 : Bz ikds (CQL ZH)
APCE{E&%@%@%H}E@%@J CRIT LW T R ERDOTELAEITIL FAP L2+ 2, &

RIS X 0 2 S D KIGARENER U AR— 2D %5 i”azsgl II- 4 |27+,
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KIGIEM: AR U R— ZBED 20%~40% Tl APC Bl OAFEMIRIIFEHI AN Y 7 0 3 FEE &
npnas[14-16] . 2K E LT (DM APCEY A 7, (2) APCEIF LS DOJFRINEEFIC L DK
IEHRIENER U R — 2 A (3) JRINABKRIGIRIENEAR U AR — 2 (@) TR ORA 2 EndH 5,

728, KIBIBERERZ X RIGIRIE DR LRIz 230 59" FAP OBzl s LTHEHTH 5,

— RIRME A BIRAEAE

BREFEMER

—| FU XS —CREEERY F—

AXINZ BER ) iR — 2 R

MUTYHESER Y R— X

BRREME A H— R |—

MSH3BER Y R— X

BREFBLER

MLH3BERY K-> X

MBD4 B8 & = M) E (RS

CMMRDJEREE

|
|
|
|
NTHLIBSEF ) #—> 2 |
|
|
|
|

I N

RATHAKGREE R ) K- 2
(CPUE)

B I1-4 : BEFIREIC XL D2 KBREER Y F— 2058
CMMRD, constitutional mismatch repair deficiency; CPUE, colonic adenomatous polyposis of

unknown etiology

I1-2-2 ER2ETHHEE - JJiE

{SHlile APCE% A 7 (somatic APC mosaicism) :

APC DEFIRa AR 7 o S MEERBAEDWBIETE Z 272356, APC (2N 7 2 R H HH0E & 72
fa2s R SN DBV A ZARRE & 72 D RIGOREERIIIZ b3 2 MaZ APCEBE T DRI/ Y T 2 b
PVEU % & FAP [RERIB BN A U A— 3 2 75»7% BB, RENE YA 7 DR APC@M’JA‘ Y7

YRWELTEZA I TICE RIS, FlAE BIBORZ APCOIFHNY 7 > bR LT HEIZI3E
PRSI & EG S RIGRIEPE AR U R — o & %S:M&béﬁl ZE il FEFJ wu&’)iﬁb\ £, R J\ﬂ:ﬁ‘é SRS
%75>’\1h‘f5U\HIJ APC BT ORI Y 7 > B3 A IR RIS b5 T 2 /Rt H 2

3. SIREOMENTER LI OWNIREE LS 72 Licak) (1 APC@J“E’J/\ U7 v RREUTEAI
mkf&%&:ﬁ{ﬁ L7220, APC /XY 7 RSB NS o 72 FAP 5 D 1.6~4%I2 APC TV A 7 I8NER
B, FHEERED 2\ FAP O 11~20%2MERIN APC &% A 7 Th o= L A ShT\W5[17,18], iﬁi,
WA > — 7 = o — % O CTAFERI R AN 3 DAKBEE ORI N D 7 v b B RIS 5 2 & 3 ATHE
720, EEOFETIIIFRANY 7 2 RFRD Lo TZERKAIC FAP EE 2 o b BED 25~50%

WARAEE DJFRR N 7 2 RSERD H L5 (19,201, AFFO LMzt L FEMFFE Tld, KIGIRIEMEAR Y R— 2
123 B 9 B (7.3%) (ZIRHIIE APCEY A 7 BNRD BNT-[16], 2D H 5 3 FNTIKAEE ORI/ Y T
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~2FRDTZR, FRY 6 il 2 DL R ORI E 72 TIES R & £ U EE D IEE RIS [R CAEAY /S
U7 v hERDToZ & THRME APCEY A 7 LZ2KSh T\ 5,

GAPPS (Gastric Adenocarcinoma and Proximal Polyposis of the Stomach)

GAPPS |, HERFY R—T R & EMWE L, APC OV vt —%—1B fEKIZE1T 5 AFEHE 25 D
RHIANY 7 v R JRR & T 5 WA ARBEYE RS (BMEER) HIRETH Y, APCBHER Y R — AT HE
Finsl,221]

B TlX, APCO7 mE—% —1A EBILEEA F I L) NE LS T Y, 7'rE—4—1B fHik
VSN TWDS, ZOkd, FrE—%—1B SERICFHN AT 7o hRET S L IERE 2 APC EH
HORBNPEKRT 5, —FH, KRIFETIE APC EREORBUIFEIC T mE— —1A f8IHIC L 0 #lf# i<
WA, T at—4—1B fEIRIEI AN 7 RAAE T TEH APC BEREORBUIHEF S, DTz
W, GAPPS ITHIEMA VAR — A% £ E L, KIBRIETE L7720 [2,21],

R OANERIE Y X 713 12-26% Th 5 (2217, KRIBEDORIEY A7 I T 5+ 7 — 203 e< Y
A7 ERIIZEREZ S LIZEBET D, BEOY—_AZ7 A 15 VG L, U A7 (&S 26
20-30 i LARRIC B BT 5 (28], KIBA Y R—2 2 &R 5 72D O TETHLENREIRE 2 B8 T 5,

FERARHAKBIREMNE SR Y R— X (Colonic adenomatous polyposis of unknown etiology (CPUE))
~ IVFBIG S SF VA (multi-gene panel testing, MGPT) (Z L 2 & EFHIMRE T HJRKE G2

[FE T 72WAaE TEIKARHKIGIRIEME R Y 2R—3 & (Colonic adenomatous polyposis of unknown
etiology (CPUE)) ] EMefrsing [l 72720, — i85 700MaE Tk, lae 1 7 [16,18],
BAR TN OMNL[24], E88E[25], =2 V) oo o b om SN BB A o b e o) T 126,271,
T2 —fHKDONY T 28] SIFRIH TE RN LR D D, ZD 7, CPUE OHITITHEA 72
RIBEN SJFINBE T DNREE T RWVEFINND Z L2 SFEICELS LERH D, Lizho> T, BIEFHR
BEREMOL L, BEFHMRAE CHRINEME FIDHRANY 7 R EBEORVEGETH, KB 100 {ELL
FORRIEZRD HGA11E, FAPIZHEL TH—_o T U 2B LRI, faE ~OxHE %217 9

iz bR 2B 5B L L CLLT D X 9 72 polyposis M [AIE SN TW5D, GEMIZfTHEEE - PXX)

MUTYH-associated polyposis (MAP)

AU AT —BRIERE AR U R— A (polymerase proofreading—associated polyposis : PPAP)
NTHLI-associated polyposis

MSHS3-associated polyposis

MILH3 associated polyposis

MBD#associated polyposis (MBD4-associated neoplasia syndrome)

AXINZ-associated polyposis

CMMRD (constitutional mismatch repair deficiency) JE{ERE
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I1-3 —_A 5 R EER
II-3-1 KIBIRE - #&
II-3-1-1 ##K - 58

JRIESE EIZ L 0, AR FAP, FE% A4 FAP, attenuated FAP [0S N5 Z &R H 5, HEAEM FAP
LA FAP % & T, AR (HHAY) FAP & &R LD, (II-1-1 )

JRIERE B 13X APC OAFEHIIERIIFI N 7 2 N O KGR ED Y A7 LE#ET 5, (1I-1-2 2
)

EEE M eSS (InSiGHT) 1%, KIBIRIEDOH L K& X(polyp burden) Z FV 7= NEREZHIRE
MR DAT =V 7 a4RE L(ER 11-2 ), FHEHEE RS A O M FRC TS OFEi23 polyp
burden iR AHBIT 5 2 & AR L72[29], F72, REFMIICAT- polyp burden DA S 272 BENIL, EEIR
O FESOHWTEAE . L CTHOW STV A[80], FEM# I X % polyp burden O—EUE X4 L 1T
272V H DD, polyp burden | FHEVHILE NS OFMFEFIEIC 2R E L, BTN 2558
BlE, FIREBETLHIZENBEINTND,

£ II-2 : InSiGHT RY R -V RRATF—D UV TV RT A

B Y — 7@ KEX KZEZlem | HEEREK o .
Wi | 27— # @D b D) P Lo | &7 |
Stage 0 2018 K 3% 5mm A il o
Stage 1 20~2001 L i
i B Stage 2 | 200~5001#& 1 10 A 3§
Stage 3 | 500~10001@ 10~501F
Stage 4 1000 LA £ AR HY i
Stage 0 10fi&E 4 3§ Smm il Of
S 1
fage 10~25(8 L i
(L] Stage 2
Stage 3* T e
tage 25{ELL L )
Stage 4* HY S

* JEIRR Y — 7 ldeebfRon[ G 2 RHb$

II-3-1-2 P—_A TV R ERBA T
I1-3-1-2-1 $—_f F R
FAP (2%} 5 FEBMALE I —_A T 2 AICOW T, HIAY FAP TiE 10 Mz & 7-mEn 5 1~2 4/
T, AFAP Ti% 10 & fti%4-(18~20 )15 2~3 FEMIRTITH Z & 2 HELE4 5, FEELE Y —~A1
T v A& AT D AR, BRENIIC FAP & 2 S ES] b B HAMRE ARG TR b [FERIC B BT 5,
B D 7 v—T73 20 BELL R O FAP BEICBIT 5 RIGEEAEEZMT LizL 25, KiBEOFEAEI 10
LRI CIERD T, 11~15 WOM T 0.2%ICB 0 bniz[11]l, Zoi=, FAP BFH O FHELE
— A T ABMROHESHERNT 10 A B ENOEE T S[2], UL, AR FAP Tk 10 Mok
THRBENRET D Z N LB 0EELZET S,
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AFAP T, Ay FAP & bz U CRIBHE O R A FHIE 10~15 423 < [32], 30 mAlili T O RGO
BEBGHTHDZ E6(33], 10 L H(18~20 %) LV FEHLE O —_A 7 A& MtAT 5 (2],

BARFHIRAE ARG THICB VT, RIGAHRETRE CRIGIRIEN GRS b2 T AIERA R 2 HiE L <,
P T AP RIGIRIE 2 58D 72 WA, BRI RS\ T E b IR A LR 3 5 (1],

I1-3-1-2-2 {LZF B

P TU AT, R Y =T ORI - HREBHT D AN TRETY & LTHERAT m o FHEHISE
#l (NSAIDs) 25 BT, BASATHIHRSRIBR GO EF v 2+ TR, 204
PRI 520 Tl (CQ2),

I1-3-1-3 8%

I1-3-1-3-1 ANHSEHE

I1-3-1-3-2 OAFHRIEDOHEIZH D X 51, KRIGHIC L 550 % )8 C X 2 e /R EIE T R R 4R
AN RIBUIBR 24T 5 FRERIRIGEIS Td 503, IED RIBWHSEEETFHOESRIC LY, ZRI2EHKD
KIGRV =T %t 2 2 ENTED L)oo, IEBAER CTHMHES SNTIEFICHOWT, £
BOKRIMGR Y — 7% WIS HIR L ool Z2 217 5 R0 A b 7c[34], 2 o@iE ik, WHHSE
RIRICB T A2 RACEERHIMITFES T, FBBETICETEORAE LRD o7z, RUFEIE, H
fizk TIThoNIZbDTH Y, T OHEEME & HNMEE D RREERS 1-11 #8785 (J-FAPP Study 1)
NS LRI X BFZE & U CEM S 7=[35], 10mm DL EOEMIE ORI R S 5 F TRIBHE
A a i L, EO%IC 5 mm L EORRELHFR L, FIRETHIUTZNLL T OV A XD E & fifhs L
oo MAHIMORGFIROFEELZ = RARA U~ & LEREIIZKIGRYIBREED 90.4% . KIGUIBREED
83.9% I N & 5ER LTZ,

ZOREREZIT, SFAEE (2022494 A 1 H) O OBFERMLEICHB VT, FAP IZBFRT 5K
TEDMTHOI FAP BF 33 2B KAEAR U — 7R (intensive downstaging polypectomy : IDP)
[Zxt LT, 4EI2 1 18] 5,000 SN ZNGRD iz, 20 EIC KGR T D LK T8 OIEHEIEN 72 D>
o7z FAP I2BW\ T, WHESIMIZAHR Y — 7 Z i I fibr 3 2 1a% L (IDP) N4 RIOUE T bl
ZEITRY Atk RIBEIEOENZ b OMisk CIXFEEKE LTIDP 2% 175 2 M TE5 2 Li/ko
77

aFAP (BT B KRBBETHDO-DDKBRY —F DANRERREER

BRA4AF (2022 ) OBFRMSGTICE D . HILEFR Y R—T 2D 95 FHEMRIBREREIZ ST
X, BET 2 SRERERICKIEE RBIET 5 2 &2 E 2. NWHREEIC LV KGR Y — 7 & a2 bR
L7258 Ol Ha% S, K71 0 WBREEMKIGR Y — 7 « RGBT 6 U C, TS5 RIGAREE O
BT U CHEM LZmaE, MEERY R— 2 E L LT, F£1RNCRY 5,000 A% FE S5k
B 5,0 pSBEMENnTz, 728, ERICHETAHEE R R—2MEIX, LoV b i35 0%
PERAGHRIESE B 1Sk U TR RIG R U — 7 - RIS R 21T > 72355, fF 1 ISR HETX 5,

(7) 16l ETHHZ L,

(1) KIBIZIRIENR100(ELL o D Z &, 7ods, T UIAHREEIC L 0 bk Sz KIGORIE D %

ARELTHELIRR,
(7)) RGO FHNFEf S -BE B80T, KB 10mll EFEFEL TWA Z L,
(=) RIGO=0 00—V ERNEAERITIIAAWZ &, 7ok, BAR L X, KIBNHREERT IV,

63




TSR SRR 2 Bl U BRI L D B RO SREEA RS WEEZ W 9,

I1-3-1-3-2 A BHE R
KIFHEIZ K 2 I8 50 % [RIBE C X 2 i K72 TB B I IR A RN KIBEIRR 21T 5 TR RIBYIRTH 5,
FE22 MM E LT (A RAE IS : i o4 #)
(1)  KEFaf - BG A TIPSR (TPC)
(2)  KiFafi - BIGEILM () wEih (IPAA)
(3)  #EM e - FIGESEYAN (IRA)
Nds (KII-5, #£I1I-3),

TR RGFEIBR ORI OV TIE, QBB EA L], @IE#%E36], GIEDO KX & L
RE, OZF DOFZE DI AER, FIAER, BIOT 2EA FEERARNIST, GAPC Eix T4 5
17[38,39], (® B OmtY:, sl & OBREE[40], DEIGEALIT () MEHTE OEZME[41]0 B MR
bEE[42], @) T, MEJH, Fif/e & oW LEER, 3L O@MEEORIEEMETR, 22 RAamIcEEL
TRET D, KIFEOFRRD SN, ) FAP TR UE 10 %5, %<1 20 iz
FMEZIT 52 ERHEES N TWBI43,44], APC OFFHINY 7o FELOTETE LT\ % FAP SEGNZ %S
T ORI TOMIHTIZE Y L) FAP @ genotype #Tld 34 1%, AFAP (§55% FAP) |Z link %
genotype £ TlE 49 ik &8 2 5 & AT Stage 1T LA EOKRIGEDIIEY 27 BNEE bH 2 ERHE I
[39], FEHAIKAGEIBROMEA TR 2R 2 7212 b . BEFAREIC X DR U 7 o MR D[R ED
BHELIRD,

BUE TR 2R - BIGEEATR () WA VR e B 2 bR, ITSh5EIE b %< [45-48],
FMENESE T FINOEIG NEAM L T 5 [47-52], 723, TPAA BEO—FEREIG A TP &R O ez >
WTIE, ZOAV v b, TAYU Y FONTURAEEZE L ET, [HANZRHETD2ONRBLENTH S,

TRIRI RGOSR I BRI NS 7 R B A FIEG 2580 255101, 7 AFA NGO - #HR0H
WHO 72 BIRE S TPAA 13— XM HERE S N2, —EDRMEDO L L ClIfFRE SN s, (I-8-4 57 XEA
NEE) 723, FFICIRA TIEEEESE T RINOIZ 20, T AEA FESEOBAEN DI v ) il
N %[53,54],

LMD FAP (kS 2 RIGERMI I ZAEDME T T2 /RN & 5, (A AT -4 Fift & 4h2840k -
IR - HPE)

7ok, HEITRIGE &2 IR L S v FAP I3 2203, KRG OMEITE, AR E2EE L TR
AHNRTET D, 1RIEIERDS JIA D D5 TR Y o HiENE & 5 T RIS Ir-0%E 15 20 & 324R
e & 72 %, BIBRAHELES T R CHERS B~ D XL IRIFRIEI DWW CUE, TRIBEIRRET A 742 1
FeoE | WORMERIE & [RERIC KIS T 5,
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KE2H - [ A TIPSR
(TPC)

B II-5 FAP iZxtd A=

K52 - ERRIPIVAH
(hand-sewn IPAA)

K2 - BRI EW AR
(stapled IPAA)

B2 - BEERYAH
(IRA)

# I1-3 FAP (X3 B D41

HIRkA XA =T DK
TO

IRZE, WA HRIILE; DAL
FFY A 10 b B~ oD i 5 A2 D
fEbRITFE D, mIIG#ER D]

= KW - G AT | KM - BUBEEATRT (&) | ARG - BUBIE Y S i
JLPRERRT (TPC) | W&l (IPAA) (IRA)
HR RGREEaTH | RIBEIXIEE T, BRI | JHEMREIS B AR, HERIAE
PR RE DIELAT S e Tl T, TPAA XY
bR EOHIER,
KR KANTHLMNC K5 | EHE Tl ik, PHEMRE | IR A O TRENE (PR

DOFERW, BN T
v RNEL, IBAFEGORE X
Il L R D),

REME,

P A RAEII-3 : iDL FFR
DONETIZEGEIT IS W & 117 % ileoanal canal anastomosis (IACA) & FFFRT 5D Z ENZ 008, B
K TIEXFEIGFALFI A9 & B A5 FEAT P W) A1 &2 X B 9712 —$5 L T ileal pouch-anal anastomosis
(IPAA) EMESZ ERZ, F 72, BIGEILIY)E T2 hand-sewn IPAA, [RIIGFEAT P& V)59 % stapled
IPAA LFESZ 28 B D, RIBERYIAHT (leorectal anastomosis : IRA) OWIEHO @ S GRAFEG D
FEI) IQIMfERERITR L, EBahmibmiafiibREe Ll s, ok, KIBaH - B
N LAT P9 &% 471X total proctocolectomy (TPC) EFEFAESNLD Z ENZW,

A RAE -4 : FiF & 50 - iR - HEE
T r~—27 Otk FAP BE 58 4% xt5 & LIoif%[55]TlL, #E41EIE 90% C, —MHEN & [F% T
bolz, 162 DI —1 /O FAP BEZ MR L LICHFETIE, FliE22 i TH72v FAP BEO
WEZ T — AR & R Th o7z, £72, IRA 22T T2 BF O b —fEM & A% Th - 7223, IPAA
BT I B TTIE RN 0.46 FICIET LCWzla1l, —J7, 45 %D FAP % 138 filzifg L L
TSR TIE, 2RI & 1XBE D 72 <, W OF s & BIE B 2 & WA STV [56],
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IPAA % DMK T ORE & L, itk OmENE 2 HIL TV D, A OWE[57] T K2k
78 - JVEER 21TV, VB OEMBEBE~DRE % 48%.2, FMIPA%EZE 43%.2, WMIFAZEZ 10%I27%
H7,

FAP L{BBEMRIGROBE 25D, BEESIC X 5 TPAA I3, BT L 0 bIEAERNaE
ol b A STV 5[58], FAP 235 & Li2at Th., MEESE TR BRIBREN DR, &5
M T RIE 2 DIR T D e E i STV A[49], LarL, FAP B2 x4 L Lzl o
BEhdiavy, £72, IPAA #OMIR - BIESHITIZETH D L HE SN TV 503(59,60], TPAA # Of%lE
S CII AR BB ORLFIFERAT OIS & BHER OMBREEZ BB T2 LERH 5,

I1-3-1-4 KBFFE THHEEES—XA TR

EIGE YA IRA) %I2I1%, BAEGOEBEICRT2NHAE L SREMBOY—~<1 7 2n
WETHD, (A FAE -5 : fEmeh - FGEEYET (IRA) #OEMEORAEY 2 27) [FIRGEEL
PR ST (stapled IPAA) #4212 1300 & B KRS 2~3 em 7577 L, BIGZEILFIY4 (hand-sewn IPAA)
% THOT DICEGRE AT T DA REER H D, L7 - T, stapled IPAA, hand-sewn IPAA O\
THIZBWT Y, BFEGREEICT 2 BHMB O —_ 1 7 ARMETH D, IPAA % OEIIGFENO R
JERE AL L 6.7~T4% & WE SN TWDHI61-64], £/, R HET L Z L bHRESNL TS 729[65,66],
RYM OV —_A T ANLETH D, FAP (26T 5 TPAA BROMEIGHERKITI KL 5% DEEFITHET
L0, BB RBRONE LV BHEETRW67], BRERE LT, B, TH, AlEobit, 2o
EORIERNHBL L2 6, THRNIRIBNHRERAE LT 5, ET RSO CIEmUIERAThh -
UalX, BOSMERIGE & FIRRICHERICK T2 —_A T U R %179,

P A RAEI5 : BB - BERBYEH (IRA) BOEBBOREY X7

IRA % O REHIBIZRCIE 24~43% A EIGIE R4 5[68,69], TRA # 20 £ F TORRIE TE
ZUIRT 20BN B o T-DlE, AFAP T 10%, FEHAEM FAP T 39%, %4/ FAP T 61% Th-oT-
[70], SMEHEINOBES L & HIZ TPAA OFEIENEL 8o T D Z L [45-47], EFEOFEKRIN T2 L0 %
FFOIEBNC TPAA MIBIRE D Z L2k Y, TRA BOEMGUIFRED 40%05 13%I12)H L, TRA #
DFRAFIE NG O BRI AR LD LT 5[49,71,72], 728, 11-3-2 LAKE Tk~ 25 KAGAMRELER 4 CIa#
MBI IRREIX KIGEIRRZ IR AET 5 Z L R E V., KIGYIRE O E N & KIBIMRERER A 2R 53
— N TG URIZONWT, R4 DX R GFENMEESHL TV,

# II-4 FAP IZxt3 2 KIBGUIBRE ORFER & ERMEHEREICR T —_XA F R
B3 2 BAARIE - HiE

TR AT IR AR [PAA i1, 4F 1 RO RBNHSTRE & BRIEORTER & 2 W TBER.,

IRA Tfit2i%, PARIC 1A (R e IER RIS U D),

+ ZFRNGHRNE - (Bl | RIBUIBRIE & 5L 20~25 FERED &6 LBV, ~—2 7

SHERE ) A > O EEFTEEENREREZIT 5, UK, BIEOEERIZS T
FEIRC R D IR,

I - F1E (FT2HEBoma L RE) o B EE SR

HEIRIRE (i) 1 B0 RO EEARA, 10 w2 b A,
JEERNT A A NHE | 48 1 [0, KRIBYIERE, Fr2T A€ NEGOFERZ A
% TOHEIE 1 ~ 3ERITEN LOE#O CT 7213 MRI &
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JIb4 NEE IS 1 [EDBE,
Ze - [AGHIRIE - INEDO EM 72 BEZWr/ NMENESERE IR I TR 59, 7
2EA FIEEOEEHEAE (CT/MRI) OFSIC A KA BIZE,

Sk 2 s

II-3-2 BEBRBRY R—T X - GIRE

I1-3-2-1 4 - 58

o HERRVA—T2 (K II-6) (TEFHACHALNDFERA Y —7 L 130K E SRR T
T, FAPJEFID 88%I2A4 H[73], sl & LTHEI1272 5,

FAP B2\ C, Helicobacter pylori FEIEGF T HIEMA U AR — v ANZLWME A & 5 [73],
BHIEMRA U AR — 20 ijE (B I-7), KON EL S 5,

HIEMRARY R— &, HIEE APC OB ORI 5 T [74].

FAP B34 T 2 B OISR AL, AIRERE, RBTE, Bl coEansd L@iEIshTna([7s],

RI-7 ERE (& RWE, 4 SEEER)

I1-3-2-2 ¥ —_A 5 R
0 HEMRAVR— ADOH|ZIRIESCHE & W o T EEMHIRAE N ET D720, —_A T ARNLET
»H5D,
o [LHEAEDRIEEIREIIZL RETHHLOD, EHEMEOREMRIRENFEAT HHEITZL 1T
LENTWA[73,76], F=SHIZHEIIEL WL OO FEBNEIELTI-HEL H 5H[77].
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O T —A T U AR, BEREIZ OV CTHEARMINC XV HEE O @O+ IRIBR A OFLE (Spigelman
RRIEICHES D

® T U7 TIXRRCK KV BRI ZE DR A S i & i SV TE D [73,76,78-80],  F I AFAERZ WA
HLWVRELHH7-0[78], 1~2 FIC—ERED FEMLENRERE L EBETE 5. FICU0EA
PE( =y MRDORY R—v A, REREREZ MDA TIXEERONY—A F U ARNRKRDOHNLD,

I1-3-2-3 5%

® HERA U R—TRBMBRITKT DA 2IERIIRNETH D.

® HRIEICKT D NIHSHERICEE T D E F o - RARIT /R, (R IYFE RE A C A 1R RS & 35

X evy, AT 10mm PAEOJESEMERZ, b L < IXmBAEREIRREOMISEEZXDH T &
MBZ[1].

I1-3-3 + " $5IBIIE -
II-3-3-1 % - 558

+ T FRAGRAE () I1-8), FLEEFBARME IR AIITMIC LR ST, FrcER+ 5+ fRIGIRE
XFFEAITH Y, FAP OMiBIR2E & L THBIZ 5,

X II-8 +_{5BYEEHRE (£) BXUOLE+_HRBRE (F)
+ ZFERG IR IE X FAP 25 D 30~90% (2588 ©H 41[81-83], M IEA 9 =1% 40 ik LARE & < 72 5[82,83],
KGR IEE O 2 faak L RMFZEIC AU, + 3B IBIRIED 50 k£ TORERAERIT 39.2% T, it
1) FAP |3 AFAP & il L CHBEICRERAERNFE -T2 (42.5% vs. 23.5%) [84],
FLIEFBIEE T 22\ b D T 72% DIEFNIZFRD % [85].
+ZHRRAEOBIZIZI, EANESEICNZ, LT OBIE O DICRHENESE S V5,
+ B E, FLEEEES & APC ORERTL O BT 5 TRV 74].
Spigelman 73 ¥EITMRALH, RAEEN CTHIMEN S 5 [86].
+ ZFEE X, FAP BE OSER DK 3% % 5 &, TR KIGER% O /2RO —>THh 5[18,87] .
+ TR Z B9 5 FAP g O—fREIZ k9 2485 Y A 713 250~330.8 {5 T v [88,89], +—
TR O R A FIT 4-10%F2[11,90,91] & fAEd ST b,

(53%)
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o | IRIGHRIEDERIFEL A3 & LT Spigelman 7750 & 5 [79],

® Spigelman 53EI%, NHSEMRA T+ _IBBREOMEE, RRBEZFML, S OICREOMBSE (K
II-9) (ZoWT, Mt & MAE A M 5, BU/ECTITE TOEE (|EIE Spigelman 538 2300
zZbhTns(92] (KII-10),

® Ptk t#l%Z% (narrow-band imaging : NBI) Offi iz & 0 + IR IGIRIE O [FEEIIEE 2 5 03,
Spigelman 53 ¥EIZ 1T EE 5 2 72\ (93],

B II-9 FAP I & 69 2+ $RBREDOHERE

A RBEAFEIRE (low-grade adenoma) : JEEIRE 1T LI AOHEIR & BB 5, /INEKHSER DA% )N ZL A
IZEFIL TV D

B IR Hsiirﬂﬁ”ﬁ IR S A4 L, &ODEE{K# Hi o b & BITE/MED LIZLITERD b b,
Spigelman %3%8C high-grade adenoma & ZFL5WZITIE, HAROZWEENE CIERIFMEDREENEIZ
ST DWENGEND,

C: &WRIHE (tubular adenoma) : Hifli 7o B R O HAHH 2 7R,

D : IR ENRE (tubulo-villous adenoma) : B/N2 i % £E - T EREE DIREZ RO 5
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A ~4AfE (1 &)
-5~201E (2:5)

<> 2018 (3:5)

WRE R {

2~6my — 4= — stage I
— )| -<6mm(1s)
->10mm(34) — 5,6 ——)stagel

T
Tubular (1 £2) — 7,88 —>stage I
Tubullo-villous (245)

fai S
Villous (355)
= N\ 4 i~ )
AR AR B 262 | 9 12m —>stage V
P
RAE

Low grade (1&)
High grade* (3)
—

CHEREESE

R —T# L—stage O
(7RM) E—stage V

X II-10 {EIE Spigelman S¥IT & 5+ —fai5MRIEDOREfTE

I1-3-3-2 $—~_A T R

+ ZFRIBIIE O B ITREIRT275(82,94,95], HEE, ROME(LD U X7 13 % 72D EHI 22 NS —
AT UAPMETHDH, (CQ3)

—MRAIZ I 20-25 FRFRE L W BAAA L, Spigelman Stage 0 Tld 4~5 £, Stage I Tld 2~5 14,
Stage I Tl 2~3 44, Stage M TiX 6 7 H~2 (T H 2 LR HEE ST 72[88], 7272L,
R UIFENH D 952 L0, BIERRY R—T R, BREORARN R EZEZE L, FIC—FE1D
B HEREONESEME L BEE TS .

FLEEE D O OARIIFER DV 27 PR BRIZEMEFRETH 0, WNHEBIAVIZ B E T L 7o W FLIA D
5O T Spigelman il & FH X2 A ReMEN H 5[96]. Loy L—RREICIXALEEE IES O T
IR EHEINTEBY, WS EREITREZZRBO WIS B ERNICER O H DA I E T
T5LFEZACLL, BREFTREZRBOLRVILEND OL—F  DAERITRETH 5[90].

I1-3-3-3 {3 (CQ3 &R)

{E1E Spigelman 73 HE U 7c+ —HEIIE~Oxtin o H 2 2 B’ II-11 12”7,

70



Stage 0-1ll: 2-5%F %5
Stage IV : #F-15F8E

Pl AR\EH XAV

7O
GOEDC
| /N |

BER PD" —
srcizpymspam | (PSD

X II-11 {&IE Spigelman DR ICESW e+ "HIBRED IV —1 5 X - 15 &
“PD : Pancreaticoduodenectomy (J45H 1 — e UIER7)
*PSD : Pancreas sparing duodenectomy (FEIRAT+ a5 EIBRT)

+ IR IBIRIE IS 5 A NHREEIRIEICII AR TIC X 00k, T 7T X<k Entrhbi T
5851728, WA, HLWER T (NAR—=F7—AFXTIZL D08, a— L KKRY LT kI—,
Underwater EMR) OZ24M:, HHMEICOWTHE DR &V, 18 OBIL DL > TV 5[97-100].
Spigelman Stage [I/INIZxf 7 2 NHEEAIFERTIBRITADHED Z <, 50~100% D FFREIG N S
T E W8], ITFITNHESIEIBREMT O\ EOFBUARPSBA SN2 LIk, NHEDIBROL
A, GRAMEICONTHHRE 2 TV 4[97-101].

VATRT 4 vV L E 2 —ICCORILIEH+ R A D U A7 L L TEIE Spigelman 73 A T —
VIV T 5T A[102], Spigelman 708 2 & o+ el A MEE ) stage 1T, M TENE
N 2.3%, 2.4% [103]TdH D DI, stage IVTIX 7~36% [90,103] & &<, FAlrims o7l &
LT 6~12 W ABOHEMRIZ L D —_1 T o 2R HIREN 5, TEITNEERRIC L 2T
AT =V HEHESN TN, RHFROT—HEIA+0THY ARLEZLEZDIZEODRERS D
IR TH %5[80,85,104,105] (CQ3).

JiE G DFI(Stage VIS5 Fifi & U CIIBEEA+ S5 MG UIBRIN AR HERIIN N Cixd 5 2%, TRIRER
BV OFRV Stage TV 12xF L Cld— & 0 KR EECIE TR FIESMTRNEEEY — X1 7 o ADREEE
&7 B IR WA+ I YIERIT[106-108] 3B IR S v 5.

FLEAEHER X lem ML EOFHERL, BIRMERESC S RBERE S Wo 7o b 5 advanced
histology W25, NFHERERRECHEAR 72 EDPAZEIZHE D IERN H G EICIRIFEEZZ M T H X2 TH Y,
SRR R% T ONBBEHIFLERDIBRIT 0 e & £ 3R 2 [109].

WNARSEROFLEA VI BRI X 10%RRE DA EFESR, 28% DiEE, 17%OHRNSMEIN TR, HERE
BRI & 5372 —_A T U ARMETH H[109].
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II-3-4 5 XA NIEE

I1-3-4-1 #K - 58

(e - 59%8)

F2EA FNiEE (BII-12) 1%, FAP 25D 8~20% 238D H1[37,110-112], #HEED —FE T, #x
B ui,cu\75§?§?F§'r$c:§’v§j§ﬁ“éfﬁﬁ7bx3%3éo

X II-12 MEEERT 2EA FIEE (V)

JEENT 2EA K, @S T 24 N RERICE S L, BIENT AEA RESBNT AT A NEE
D T0%% 5 5[113], KIBUIRE (B2 2~3 H£LAIN) OIEEE « IBREIE S 5 TS IERIC R4
T5Z L% 61,114,115],

KIRDT — % THIAERN 10~15% T, BIENT ZE A NIEENT AT A FEEEED 71.8~80%
ThHY, Fhn 30 LA T, MR TIELMICARIZZEO b, ZEOLE, £2/3 28 1 FLINIC
FAE LT 5 [115,116],

FAP (380 6N 5T AT A FIEEIT. BEMEOT 2T A PG L X, BAED A D =X LWRLR AL
72 E ORGSR 272 0 [117,118], FAP Offihizr & L T&&1278 5,

HARHEIR WL EENT HZ & ﬁ3%6[119-121]

HEEN (BREIRZ G de) ISR LA, LB EEEE, 250, B, HOWIIREHAER L
DFRRE72Y, Lmbiﬁ%uﬁﬁ?é

KIRDO L Raag LR IEN S OF — & Tl BIEREFIREFEFIIC L 2T 2514 REAED X7 1TE
IR 72 7-[47,48],

ek, RBIOF AT A FEERAEY 27 (ITENRNEOREIZH LT, KENLOFT—X &8
Lol D 2 DOMWETIX, KRN TPAA) OFREHSUIER (IRA) XV T AEA FORAY
A7 o 12[115,122],

T AEA RIEENHAE LIGA O TRIT 0~14% &5 2 51 5[61,110,112,119],
INETICTAEA NIEBORA L APC ua:mrﬁ/yu 7 N OMBEIC SN TIE APC D
codon1444 1V & 3MIE /1% 1445~1580 (28T 2N Y 7 0 MIFERMEZFE D 5 & 5 HE s
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& 5 H3[123,124], Church 5O TiX codonl1d399 L 0 & SANIIFHAG Y 7> b ZEFIEFIZ E
MR AR, RN BIEMREAN 258D 7= DD, APCDO/NY T v NALE T AT A REE
DI L ORNAHBEIEIZER D 22035 72[125], AFAP ICBIF 5T 2AEA RiE SMHEH A 7o M ED
FHRMEZGRD D LW ) HENH 51,51,

(Church D 43¥)
Church 5[126]D 3% % 252 U CTHERR LT IEENT A E A RIEE ORI % 2 11-5 1R T, 725,
Z O TITHE R R 2 FEHM T 2 LR H Y | BilA E OFHETIE 6 22 A M ORBBERNLETHY, %5
1) & OFMI T R BT 2 EffE e T — 2 DGO N WA 1R H 5,

# II-5 Church D43¥H 68 —22|C ¥ U - HENT X £ A NIEEDREI S

1 | o I v
R <10 cm 10~20cm | 20 ecm<
HE R ) 6 1 H IR0 L HY by
PR PR ZE L o)
ICEEE S L o)
Ny ik 1 2L HY
Uikes L HY
AT R L | b
N L W

% 1 6 4 HLINITHRKREEDS 50% LA E N

(A TREEINEZAHDL OHHIE)

FAPIZAPET 25 A8 A RIEE D BEIESCRER AT X IEES) D& 13— %I “wait and see” b L < 134+
RGBSR S, T% b BAFTH 205, BN OSSR IEBILATEENS IR SN D b DD,
JEE DK - R X Dligania®E (RE - 15%) O7=0,QOLOK T « EIE(KIC & 5 TH AR 2RI
BELEEND D, UEEEEB L AR TT AEA NEBICET 22 OFEEBN - 5 - QOLIK T o
K & 70 2 ek GEBNHIR - JREG@IRES - BEEEEE) | S OIXE0HE (1BE - Sk - 18
BEISER) OAMEZ IR U= 8 B ER S nr-[127,128] (EII-6) . ZOFsMEIL. BERED & o
time point [ZBW T HFMI T, Church 7L R THD,

R II-6 AR TREBINZEHO DT REA FHDE

Grade A SN AL JiE PR
A EENHIIR | RS | SRR | IR AL
IHERE B
1 < 10cm HiSE
2 | A | JERES
B any +
3 A < 10cm
B > 10cm
4 | A RN any + ]
B any any + (Bezg)
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| c any | + (P25
5 any +
MalEse : JEEE, DU, {Ripe

I1-3-4-2 —_A T X (CQ4 BR)

® E{TL/-T ATA FIEEIL, BESCEREEICEL B2 5700 —_1 7 2L 5702k
WEETH 5H[126]

® T AT A NEBIIKIBUIERE 2~3 LN, EEECHMME, HBRIERICRET L E1NEL
[61,114,115]. Z OHIRMIANIZEEARIESR (G0, REW, M, MbE@EEESeE) ICEEL, 6 7 A
Z L oA, 142 OEGZE EEER LB OER CT Mt d 5 Wik MRI M) ZHet
T2,

® FHIT RAEA NEFEOARE - FEBEAGT 2561, EMEMs L OvE#EoERY CT i E
7213 MRI #4417 5 [1],

II-3-4-3 i59%

P T APRR SN EENT 2E A FiEEIX. Church ®4%E[125,126]25&E& 10 L CIREN
FHAEMETT 5, A (RED DERE) 7 2 A FIEEICOW T, BRSO F AR ~D 842 1 LA
B ERErT 5,

(g E)

FAP BEIZE U DT AT A FEEZFFRMICHR E LIEEYEEO T o A XFEAER Y, T
ZEA NEBFICET 2RO PIZ FAP BE LB ENTNDIHLDORH LT, — R T AEA R
JEZICHE T THE 2 b b ([129],

1. #$HimA oA U3k NSAIDs
T AEA NEBIZT A ha 7P U2/ RS D 0L COX2 DRBENEN LR ENLHT A o 3K
(ZEFV 72y, TuFyT7xr, FLIT720RE) REAT oA FHLIER (NSAIDs) (R v
BT A RAZ R E) PRENTED, LR FHEBBT CH D, Flo X hu 7 U 3RIZEET
HBYATIT 4 w7 LEa—Tlk, THEE51%THY ., Him X b # U 3EA - NSAIDs fHHOA
ik, BEMICAEEZEITR . FAP B35 091 4) L BostERE (50 4) OHEIZBWTEH, BohEls
(51% vs. 48%) . FEEEIEIEIS (78% vs. 86%) IHE LR h - 72[130], ME—DniHA 55 11 FH5A6R
1Z/NE(20%2 FAP BE) 2 Ge b LAY U H Y L XXV 7 = OUFRIEORITCH Y . FahE|
A 8%, 2 MFMEHYEA AR 36% & R AHBHA K0 bK< FHmEE L [131],
2.y RERYEE

Fry X P—ElHERTH LA ~T =7 ORI & M HRBRD N 20H 0 | BhEIE6-19%) D
ENTIE, EVIRREIEES (84-91%) MRS TVWA[132-135], ~ v F X F—PIEKRTHL Y T 7
=TT TR ENG L LT o X MRS H Y VT T =T RETIE T T B AR LT
B EIEREA R P EO LR CREIE vs, 11.3 T H ., ~H¥— K 0.13, p<0.001) %388, Z=xhE|
A (33%vs. 20%) b EAFTH-Z[136], v~V TFFF—FHEKDO XY R=T7 RO A b L FP—k
+EUTTAFUERLEE LT X AMEE T ARER (DESMOPAZ #B%) 128\ T, Y =7 R
HARRLFI—R+ETTRAF R A_RIEIE (37% vs. 256%) , 1 FEHH/AEFR (86% vs.
67%) & HIZRIFRfERTH-72[137],

3. AMAEBEEMERIAN ALK
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AR EMETIS AKICBET 2 MEOZ IIBRFTHENTH LB, VAT~ T 4 v 7 LEa—TCIHEHE
DAMMLEFY—Fr++E 0BTV h A K (BT TAFUEIEE ) LA EL)DORNE ST 11-
82%., JHBAGIEEIAIL 71-100%, WFHEDOT o N TV A 7 U L RIGEDZENEIG 1L 33-100%, T il
EIEIE 89-100% T -72[188], A b FLFH¥— F+ BT T AF UREICILATR X 5 T AHRERD &
0. BEhEIAIE 3540% & STV 5[139,140], FAP BE DT AEA FIEBIZH L REF Y LE o+ 4
NN AKHEA R FLF Y — b+ BTV ROEI 2R L% FHEOREEALER
FEIA 63.6%, 40.3%) 235 5[141,142],

4.  y-secretase [HEHI

2023 4 11 A, FDA I3 2H1BR 2 NE &3 D H#ITIET AT A NEE OB 23 L nirogacestat
%z &R L7z, nirogacestat |Z NOTCH Z KD y-secretase % [LE LHEE R 2 /~7, DeFi ik
nirogacestat D7 AE A REFHIITT 2 A 204 #MERE 3 2 HIE 2L =R CT&H Y | nirogacestat ¢
HGREXT 7 A& G & i U I EA IR O ERIER N A B (HR: 0.29) , FAP OFEE
D& HER S TV 7 7 — T CIEGIE D 70 < RO A A HIMICA B 2T 51T
WS DD, FT RN I 13 Bl 8 FTHIEN A BV DIZ% L, nirogacestat 234 5- S
iz 11 BTl ER D SO 2 BB £ > Tz, (2023 4F 12 HBE, AFIZBWT
nirogacestat OAFEHFHEITI T TR, )

TAEA NEGIIADVIREBOTZ0, T 7 2MMUEGER D NEE CH O ARG HENL L TRV DA
BURTH D, EFofim R ha s 3K 5 FAEREE - MafEEEST AK, y-secretase FREANIZW T4
HIRBREAN TH D, B, FEEAIO S L, HFIERNETH LY =7 LlEEETAAIETH
% RV ey T EMEGE IR k3 A OB L B 5,
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KR ® 2D HDICRETRETHH[144], FER D720 D1F Church O43%6[125,126] % 5512, #Ri
BIE2[145]0MRIEDPHELE S L D, BN O IIERE) 7 A A FIEBIZ DWW T b RIS
W EAT O 2, EENHIIRE, AEOEICHET LT FRbEEIND,

® HRDFERE LT, RESURIZT T2L, URARICHTZICRET 256 B2 6N5DT, Uk
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UIBRN MBI/ Z 13D 5[143,147],

® EARUIRRGIL NA SR EETIEYIERE] & O] TEFRICEIT RV E T HHRENH H[148],
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BRAITONTEY ., 22 UIERIZIEIES T 91%I2 %t LIEIEN TIiX 46.7% T - 72[149],

® RIFTD 26 FIOMMNT TIL, W I TIEFMZ2ETITIEAT 54 RHEHIRIEA] (NSAIDs) (FIZA!
V) RALEIRIENSVMEBCH Y, RN % & FHi 62.5%DIEFIMIITSHTEY, il
IZH NSAIDs (FIZRY & 7)), HRVERE, (LFRREREBE TIThh T\,

® A X MREHIATOIL TV, i I CIEEBlg £ 7213 NSAIDs, J#HH I Tl e CThiud
TR L NSAIDs+# £ 7 = >, SR Tl L FEEENSAIDst X £ 5 7 = o, RV T
FAETFIRIES S A XA Ff 7 EEINE & 70 2, W T/ CIIsE AR <, WEIIIVOSE T HRIX
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Ui E%(“ﬂ 5 FIRIEE (0 72 LV NEEERE) )
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WL ZERG Tl 76 %I ZFB D T- DTkt L CEprZE 5 & [RIIG CTlE 3% TH - 7=[157l, LoL, /NMERY —7 7f)>
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JIRAES FE AMENFE R TIXRR A LI CH RIGARIENS BN 727202 3B D, 72, KRIBRIEEE R E L,
PERE A & KRG HRIEME AR U AR —  ADRFAET HFH R TH - Th, ZUfL-0EIN 072 802D TEE
{EERNHEREZ ST 5 Z EICBPRHEDZ WD, 20X 9 ZelfEics LT, P bE N
BRAIZAND D BIEFHIMAIZ L > TFAPOREI 2179 Z LN TE 5, ZORS, Himd & [F LR Y
7 M NMERE TR SE, XA T ADN AEBAT B 6],

FRACFAP SO T H APCTIRRI AN Y 7 v AR SN WEEENH 5, Bk D DML T
1%, APCIZIRA/NY 7 2 R &40 2 O1X100fE LA EORRIEYER U R — v 2 EE T H60%-70%TH
0. 20~99ME D RNEMER U AR — 2 2 BE TIXAPCOIFENIN Y T 2 2RO T=DF10%ICiB &, 7%k
MUTYHEE R U iR— 3 AT, 10~19E D RIEMER U iR — 2 ZBRE TIEENENE% L 4% & S 512
%mﬁ$f%okmoxﬁ#%@ﬁif% KIGIZ10ME L EDRRIENER Y — 7 %2383 5 A 1234 & %f
Gl LIkt Ry — 27 = o —IZ K BT CAPCZIRINY 7 2 RS CE 7201, AR RIEM: R
UR— AD93%, FEEARPREMR U R —3 2D 72%., 100{E Kl O PRIEM: R Y R—3 ZBED17%
THO ., APCFEHINY 7 2 N ORI R ER L B L CnzI8l, —77, KRIBREMER Y A—
A DT.3%20% XAEHIWAPCEY A 7 (FERI-2-2 : ERNZET HEHE - e, PXXZMR) @B Sh
TW5I[8,9], HEHIAPCEY A 7 TITEMR Y R— 2B KRAFO—EBIZIRH L TV 72 0 BB B AE
ELTWRhoTo ) LR KB Z RERWZ ENH 5D, ZOEMIEY A 7 ozl cid, IKHEE
DNV T v NERET ANTRE N BRI L 72 D720 FEOITIZB N TUIF A LY hy—7 = Ak
(Sangeri) IZXDHtkD—7 =B —Tlid7e<, kWt —7 =P —RHWLN S,

FREHED T, FAPHRRDONTH ARSI DAPCTIFHIANY 7 b3S TEARWER & LT
1%, O L7 fTE T TE 22 WAPCH AR 70 b, QKB APCEY 1 7, G)MUTYHRH
RUKR—=V A (MAP), RVU AT —¥KIERER Y R— A 72 EOMOJFIREL A3 5 VOIERE DR
KGEAGTIC £ D KIGIRIEMER U R— A2 ERETF 55, IRIEMER Y R— 20 BEIL, BIRFEHIC
IIARE)—REMATHY, FFAY IRV A — 2 (10fELL E, 100EARGHOREMER Y AR— X)) O
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HTIHZOBBENEE TH D, Lo T, KIBIREMERY R— 2R BEFICBT 5 BEFOBRAE TIE, #K
DR % [RIRFIZ AT T 2 BARTEEE O~ L F 8B5S % /Ui (multigene panel testing, MGPT)
MHESES D [10), KIGHRER FECKIGINREREFRZE DR A, FIERE /2 s SFAPA < Bt 55512
%, APCEIFIIME LT T2 Z & bBIRESN D2, HWA Y 72 R 2RO WA LB RIS
OMGPTOENEZBET 5, 28, BKOHA T4 o TlRPEM~FEYTH RIGREER Y R—
A B DG AT BIEFIIMEDOFEMZHELE L T\ A [11-13]l, £72. FRWICAPCOIFEKI/NY 7 b
EROLOBN LA, NREE T MEF KT D RIERNRRFIRE S 2 M R LTV D
[6,14,15],

L7e3o T, RIGBIEMEAR U AR — 22380 2 BFITXHT 2B FHMA L, FiE OZW - 6L
BV —_A T 2ADHE | MfEHEOZBOBANCHBD THHATHL EE XD, 72k, 2024414
BUTE, APCEZFHIRAR L OSERMEIES OMGPTIZARRRIGE S Tunan,

W1 RIEANBRR PR, AT W

[FIERTEARFAIRZWT ] 13, BREDOK S TELERIE L TR AT LT, JRINELGFOFRHIANY 72 b
DA DFFRIEIET D ATREMEN EOREE H 5 a2 B TITbild, (AARES TERICKEIT S
BRTFRRA - ZWCBET A4 KT A4 2)) [16]
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CQ2: KIFTIRRMT 2 31T TWRWKRIGEARRIE D FAP BEF T 2{LETFRHIIHRIN 552

TETFUALYL B OHEREE 2L, BEE  94.4%

RIFGIERAT 252 1 TR R R FEIE D FAP BE x4 DAL THHIC oW T, 38
HEOHERERIH L HOO, Roh-EE - BIEHIRICIS T 2 BIEO I 2R3
SINTWD, LILABEL, BRATHIRSCEMBE GO T A3 +4 Tl <,
HERDOHRIT TE 2,

KIGUIBRIN 2 52 1 TR W RIFIERFIE D FAP B 1CRT 22PN T, 7 v X Ak
5% 15 fm. 24— NFZE 1 fw. 2 L7z, £/, COX2 542 L 2L /A <> b, OB
(B LTI~y R —F 4 Mzt L7z,

AT BA RRPIRIEA] (NSAIDs) OUEDTHDLAY U F 7220 T, FAP BE& 5T 1T
BN R BFET DM TN CTE 72, AU U F 7 ORNARITKAGIREDHIIN & BER 2 mil 3 2 212
IRENTNS[L,2]83, AU &7 FIERBITIIRIGIRIEIZEN - KT 52l Bl otk HHBIEsE T
b, PRIR e KIGERN 2 L2 89 4D APCYHRE/NY 7 2 b MBS iul- FAP BB 7.4 48
WY R o Z 7 BB LT 2 A, 1HIZBROTR Y —7EN 4% Z &2 ZE LT3l
Flo, AV U7 OISR (mT7vur=Fr =auF=7) FEAHOHFRHEEZ DN TS EERKERD)
fThoiv, RV —TEHOBMIDXLKRIGEMOVLE.EZE LR L EOMFITR LN OO0, JFAIEAIC X
HHEFRR LR D T[4-6],

COX-2 BN ERITHH L aF T T % 774D FAP BE (2L 2% 7 800mg/H % 6 » H H
BE L= L 2 ARIGIREORAD &R bnizl7], £7-/NEFAP BFICBWTH, ELaxy 7
X7 T7vREHE LT, BAEFEPEMNT D L KBRY —7OREZIH L7128l LrL7ens
KIBEEDOBAEDH HIE FAP B2 x5t5 L Lt L ax s ToORBR Y — F IR % i L7 5K
B COME R OFEFHRENEM L TW72[9], oo COX-2 BRIIBHLEAITH % rofecoxib, tiracoxib (2
DWTHR U =T IHZEIREZRFT SN TR0 . IREMICIFIRIEH 510,113, L aFx 7 LR
AP A~ B AN L 7=[12],

fAlTH DA ah~F o U fR(EPA) T IRA % O FAP B8 O KIGHRIEDIK & A X &ALz b
TLHHELHLINN8I, —BEMIZIB O TRIBIEDRAEY 27 %2 i 2205818680 Hiv Ty
[14],

CAPP1 R BrIx, &4 FAP B3 (10-215%) ([ZxtL, @HAET AU > (600mg/H) 3K OWEHHL
P77 (resistant starch) (2K DML TFRIOMREBGEL-RERCTH L2, WLy S KRG~
ELAG O BRIEEE D) % 3RO 72 v o T2 [15], BAEICE W CTUHEHET A2 Y > (100 mg/H, 6~10 » A
M 5) 2RO/ “EHER T v F AMEEGRER (J-FAPP Study II) 23 Thiui=n3, FEERH
HH Td 2 MRIEY A XOME/ NI B Ze o 72[16], Kl T J-FAPP Study IV 23, 77 &R & % &
LCTIEAET AU > (100mg/H) & AH TP (2g/H) @ 2x2 factorial design THEffi iz, %
OFEF, KHET ATV >0 8 » AMFEEGIZL VR =7 O KZHBICHHT D Z RS-
(17], F7=. EFEREFOICHRMN LI E 2 A, EEERTRIBEM AT TV FAP BBE 23T 2
FEMR) AR U — 7 Hik% (intensive downstaging polypectomy : IDP) ([ZIKH&ET AU & HFH T 5
Wik, IDP DA F 7= 13BN 72 KGRI & bl U CE AR m W ATREMEN & 5 L st T d
(18], 7=72L. BHET ALY v OEEF EEE ~OB5IIMELO ) 27 25 20ELH 0 [19]. 4
%, RHIF G FAP ORI H 2 2 8B L CORIRRBR O FEf S LE Th 5,
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LB LY o RIBOIERIT &2 521 TOZRWRIGEEARTEIED FAP & 16 2L TR W TR, HRH)
BOAEFRIHLbOD, [RONTIE - BIEHEIZB T 2 BEOMHZIRI RSN TN D, Ll
G KIGEfolEE, BRA TR, 20 NCRMFBEGIZEAT 27 o AT+H40 TRy, 72
B, FAP Ot T & U TRERINEE S 70T 2 FANTFR AN E T e,
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CQ3 : FAP & DILEH 2 e+ " HIBREICXT 5, NHEBRIIHERINDH?

TETF ALYV C, HEEERE - 2, BEE  100%

FAP B OIEFLIR+ 5 IRIE IS0 2 NSRRI, HEEFRRIRCZE 278
BRIEZRIN U725 2 C, AR T2 BT X 2 /et 2 W L CEiT 5 2 & %259
SHERT 5.

FAP B35 O+ IG5 LR 26k 2 WRETIARIE, BRMICIERE RO E IR
BaMBICEMT D & 259 HLET 5.

I

FEFLIEES + IR NG IRIE Ik 2 NHREE IR O A IE, et a it L7-aif & ok — MIFZE 1 ik, W
KHIEFZE 78R, v RY—F 1fRahit U7z, £+ el oasmieiE (FLEEEIE) (x4 2 NEiss
FIFLBEEEIRICEA LTI AT ~T 4 v 7 L E a— 1R, RN 2 feahht L7~

FAP B35 O+ —FEIGMIEIX 70 1% F T2 90% OEFI THIAE L[], + 5l O fe B 3R1% 50-60 % C
5-8% [1-5], 75 1% C 18% £ T EH-T (5], + 151X FAP & O3ER O 2 L Tl6l. 3-12%% L
[1,7]. ZERNC 58 2 KIGEEDOEEIME T L TWA O & ik U CHIMERIC S 5, FLEEFBIRIE ISR
795 LMEINTEYIS8, 9], FEAITRE L 73T THRFE 2B 2 2L ERH 5.

1. FAP BT 5 IEFLIEH+ B REIC R 2 NEREEER

FAP BE O+ —FRIGIRIEIZ x5 NHESEHER OLEME & A AMEIC OV TR SN TE 72, 2010 4F4R
B F ClIPNIREE AR R D] B fiT (endoscopic mucosal resection: EMR)SC 7 /L = 7 T X< fg[El 1A
(argon plasma coagulation: APC) 72 EAMTHOI TV, AEFESIEARG-26%) 1 <. EHIHIC
1% 73-100% DIEB] TH AL RMMEN R AE L T iz[10,11]. 2o, ERNADOTA K74 Tk
FAP O+ _f5IGIRIEIZ %~ 2 WHSHIREISHERE STl 67, [REMZRRHEKICE EE > Tz
[12,18]. LU 2010 FARE YA A Y, INRZEICKTHa— /L ARV ~R7 I —0HAL, 10mm 2Lk
DIRE S L ATREIZELN B o TR AE DB x5 &3 2 BN BERIRRIZ X - TLAT L v RWA 5
FHHREAR (2-13%NWME SN D L )T~ 72[14-16]. + 4RIGIRIEI 64 2 NIRSEIRRL I, 21
g, WEATEORBAEITIER D70, 49-101 » A OBIEHIRIZI T 74-100% DIEF] THVEFFIfT 2 [A15kE
T&CWW5[16-18], F7=. Spigelman %5)¥H Stage IV L DX TV AT —V 0 7 & a[fE &9 L HEiH &I
MFgEL B 5[16]. 727210, £ < ORFZERBKEIT, NORBEERBIMA 0 Tl l, BEEREE
RN R & OEEEO IR G e e, NWHREKIREN A L 5 EHXIFRIEIAATH L. Dl
%, FEFLEEER+ FRIGAME ST D NRBEIARIZ Y A7 X3 T v M a+HEE L, RO HEM R
ICBWTHEIZCEMT HARETHDH. 728, +HBEAKERE VMM RY —7REHET L5581
1, RO RGNS 7 NS, 2L— RSSO b T 5[16,19,201.

2. FAP BE TR 5+ G ILEATBREC 3 5 SRR

FAP B OFLIIRIE IR R T2~ 2 L 3% < (8, 9], WHEEBIZE TREN RV Z Ak
AUy MIA2n6,9]. FLEHIEOEE ST, 10mm M E, & U < IXNBLEEE1IEE C B EE 73 B
DD, FTTERTHRENS FERIRE R E 72 1B R 269 2% L1298 L 7ol
W ép % [8]. FLERFBIIEIZ 69 218 & L TREEIFLERBIRIE M T Tl v, £ DEARI ek &l &
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1% 78-90% & BAFCTH L, FHEIEG D 25-33% & @V [21-23]. FREFID 9 B T5%IZ BN EETERH
AT CEIZE VI HRED BV [22], WHETHIFLEATIBRITIISVEL TN 4 [B158E C & 2 ATREMED RIZ ST
L. 12121, WHRESEHIFLEREIBRIF O A B HERRARIT, Hifl 9-11%, [ERER 2-15%, 224 2-4% & #
HanTkv[21-23], RONHMMBRICBWTEEICEET & TH5H[24]. 7ok, HEFHENGEE
4 (endoscopic ultrasound: EUS)IZi# % O NAREHHIZR 1 0 & FLEEFRIRIE O K & XS IEMEI I ¢ &,
36% DIEFI CIRIFE T# N ER L oo T2 MENH Y, NHEHSIEFEANCITEEZRFEN L EN S
[25].
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CQ4. FAP BEDT XETA NEBIIKTHV—_A F U RIHETEDEIN?

TET ALY C, HERRE -2, BEE  94.4%
FAP BE DT AEA FIESIL, AIER TR SIS 13 AT 218 DORE)N K
XA, —_A, T REEETHZ LTRSS,

FAP BE DT A A RIEFIIXT 25— A T U R L T, A XHHT 1. VATT AT
LB = —2 . adk— MFSE 1R, JEFIXRAFSE 3 fR. JEFIEFEAFZE 5 MR, JEFIHRS 3 . B 8 .
ZfhH L7z,

JEENT A E A NEEIX FAP BE DK OFE 2L TH Y, LM TRICHELZRKIET 08D D,
4,625 4D FAP BF Rkt L Lic A 2 7V v AN L, 7 2AEA REBOFEE (OR 7.02,
95% CI 4.15-11.9), APC» = R 1399 kv Kl & 2 EFEMaR5 w3 Y 7>~ (OR 4.37,
95% CI 2.14-8.91), T (OR 3.35, 95% CI 1.33-8.41), % (OR 1.57, 95% CI 1.13-2.18)28 5
AEA NEBEOFHIEY A7 K1 THY . 41%PEENIZRAEL Tz, 2, BN 4 TEO LY A Y
FIE T 53% N KAFUIBRE TH o722 ERAME I TV B([2], & 51T, 6,452 4 D FAP B & xt5: &
L7zt A X T F U A BI T, JEETFHIRENT AT A REEFRIED U A7 K+ (OR 3.40, 95% CI
1.64-7.03) TH 2D Z L BWEINTWDN, FEIGERINRIIGE AT & KGR R 2R
(&) WA, BRI & IEHEEE T Tl & O CF AE A NIEREORBRABEE OZITRD S TR,
KIGREAFFES DL gk L FFFE TlL, KIGUIRSE FAP B ICRE LT AT A NEBED Y b, 71.8%0
JERENIZRAE LT z[4], L > T T AEA REBIETH% O FAP BEICRIE LT W2, F
(I AR IIIEENT 2B 4 NIEEOREICEE T HILERD D,

TAEA FERGOFIERFHNZ OV T, A ORE TIIH AN Fiii: 3 F~4 F L3 2 MENZL
<, Btk 9FETH o= T2HELH D], Tz, KIBEBIFIES O Ziiix L FMIEIC LT 2 €A
I S 0D FEJE I O J B 1 X T AT 7% 2.2 4E T o 7214,

ZHIVET, FAP BEOFMEDOT AEA NEERIEICET 2H1M EHIEITR, =4 T 2D
ARAMEZEE R TRIUIZ L, L L, FAP BFIZHRAE LT X TOT ZEA NEENREIT ADXE
G LTV b OO, EITENETIZE D REREFBEREEIIBFENIADRLEL 0D, FRC, EEAN
T AEA NIESENAIER TR INTZ5E OEITE L Church O¥F#15%E[5]0 Stage III, A H 5 OE
SEME 3 %El6] D Grade 4~5 TH D720, RERZIEE LI IBFIN ADLE L I DA et @7l L
72 o> T, FAP BEDFHis T —A 7 A ZBWTEIERDOT 254 NEEEZZET5 208 TEN
X, TATDIEEL ., NS RRECHELAREERD D,

PLEXY, 7RAEA FEBIIEIERO 5 HICBZET 5 2 & THATLIREN/ NS 2D alethE & %
7=, FAP & (FRIMEETHiR) OV —_A T oA FEN T 5 2 L 25 < #E1ET 5,

SCHR

1) Sinha A, Tekkis PP, Gibbons DC, et al. Risk factors predicting desmoid occurrence in patients
with familial adenomatous polyposis: a meta-analysis. Colorectal Dis. 2011 Nov; 13 (11):
1222-9.

2) Nieuwenhuis MH, Lefevre JH, Biilow S, et al. Family history, surgery, and APC mutation are
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3)

4)

5)

6)

7)

risk factors for desmoid tumors in familial adenomatous polyposis: an international cohort
study. Dis Colon Rectum. 2011;54(10):1229-1234

Aelvoet AS, Struik D, Bastiaansen BAJ, et al. Colectomy and desmoid tumours in familial
adenomatous polyposis: a systematic review and meta-analysis. Fam Cancer. 2022
Oct;21(4):429-439.

Saito Y, Hinoi T, Ueno H, et al. Risk factors for the development of desmoid tumor after
colectomy in patients with familial adenomatous polyposis: Multicenter retrospective cohort
study in Japan. Ann Surg Oncol. 2016 Aug;23(Suppl 4):559-565.

Church J, Berk T, Boman BM, et al. Staging intra-abdominal desmoid tumors in familial
adenomatous polyposis: a search for a uniform approach to a troubling disease. Dis Colon
Rectum. 2005 Aug; 48(8): 1528-34.

Ishida H, Chikatani K, Mori Y, et al. Diagnosis, treatment, and proposal of the new
classification system for the severity of desmoid tumors associated with familial adenomatous
polyposis. Journal of Hereditary Tumors. 2020 Sep; 20(2): 45-58.

Kumamoto K, Ishida H, Tomita N. Recent advances and current management for desmoid
tumor associated with familial adenomatous polyposis. J Anus Rectum Colon. 2023 Apr
25;7(2):38-51.
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CQ5. FAP BEDHRIBEICHT BV —_A T R IHBTE DN

TEFUALAYL L C, HELEE 2 AER 1%%
EELMED FAP BEIIFIRIBEEORIE Y X7 BNEWWes, h—_A T A% EiT 5
L EFAEET D,

FAP BE O RIRIPEIC T DY —_A T RIZB LT, AZNT 1R, Y AT~T 4 v 7 b Ea—1
B JEGIRAFZE 2 fR. SEBIEFENFIE 1 MW, il 8 CTh -7,

FAP B 23 ET 2 HIRME O K NHLEEE TH 0 | FricEiM (8 - /1 78) cribriform-
molula variant & V9 8 EA 7RG 2 2T 25 O 50% L A 5D 5, ZFME, WA OBEREE N %
TLZEIL 28.6~69%, 42~67% & @\, TRITHERBLAFCTh 5, FAP B OFIREERIEIZ OV T
Bt Lz A2 77V AN XAUR, 9,821 AT LT & 2 A, HRBERIES O 79.2%I1% APC D
mutation cluster region (codon 1286-1513) £ ¥ % 5N AFHMIERIIFEHI Y 72 R 23H D . 95% 7
LYETH T, Fio. KD 129 4 D FAP B & 3t RICH B E WA A 1T - 7258 Tk, 85 LA T
DIMERANA U AZIEFITH D Z L RME STV 5H[2],

FAP 8.5 O FRIEE I 5T A —_A T 2 Aol AU N 2 CSEEl S I FR s 2 HEsE
TLMENRD D03, %w&43yxmﬁ%@%ﬁ%ﬁ#iH?VX@%w%ﬁ%ﬁ%@@wo%2%@
FAP B3 % %1512 Uio KIS O Zhisk EFAFFE[8] Clx. FAP Wil OFEEA 30 i (Fhoufi) <
%é—ﬁ\$%%E%Mﬁ®$ﬁ#W5ﬁ<¢%ﬁ)&E<]MP 2T LRI R B IS R LT
LDEPND, BRERIED A 71X, &Mt 11.4% (16 #1), B 1.4% QHloH) LEFICLMEICE
<, FB0aHA CORIETIZEA LR, FRBEOMSI Lo A U A 7K+ & L TEMEE 33 %
RIGOLAENTH S tz, S BICEIZEIL, A X 7TV A% L TEBY ., FAP BEIZHBT 5 FURR
JEOMEERIT 1.6%TH DAY, 2000 FELEREERN EF L CND 2 EE2@E L, 20 06 OSEERRS
WHREIZL DY —_ S, T ADERDOEZEZEID TV 5,

F72, WSO TiEL, FAP THURIRICHSER 72 & OFT A2VERD BN 5 AT HRIEIIED U 2 7
NN 2ERBE CSHIBERME 2 T2 2 L2 HER L W15 4], B Eino FAP B#& Tk
T TH > THHRRPRO T —_A T U X %179 ZYUMHICOWNWTEFFT 57 — X iFeu,

PLEXD, BMREEO A U AT Th D FAP BHE ., FHIEFLMEICRW T, SRS & SUHE S
BEIZ L DRI DY — A T U A& FET 5 2 L 25 < #HEEd 5,

SCHR

1) Chenbhanich J, Atsawarungruangkit A, Korpaisarn S, et al. Prevalence of thyroid diseases in
familial adenomatous polyposis: a systematic review and meta-analysis. Fam Cancer. 2019
Jan;18(1):53-62.

2) Uchino S, Ishikawa H, Miyauchi A, et al. Age- and gender-specific risk of thyroid cancer in
patients with familial adenomatous polyposis. J Clin Endocrinol Metab. 2016 Dec;101(12):4611-
4617.

3) Sada H, Hinoi T, Ueno H, et al. Prevalence of and risk factors for thyroid carcinoma in patients
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4)

with familial adenomatous polyposis: results of a multicenter study in Japan and a systematic
review. Surg Today. 2019 Jan;49(1):72-81.

Monachese M, Mankaney G, Lopez R, et al. Outcome of thyroid ultrasound screening in FAP
patients with a normal baseline exam. Fam Cancer. 2019 Jan;18(1):75-82.
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K i
III. V VT iEfERE
(Lynch syndrome)
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B 1L Y o FIiEfR

ITT-1 =

U U FIEBEREIYX DNA S A~ v FE1E (mismatch repair, MMR) #t& ORIGHE 2 7~ 9 K & 1= R
A B E 55 MMR & OAEHIIERIIHET S 7 2 % ERRIK &3 5 Y aRBarEEs (B
BR) HEETHD (A4 FAEII-L), B3 - AN S E S EREEEENBETL720, VT
JEEREBEESE 2 BB LI — A T U ARRIENLE L 72D, 2B, U U FIEBEREO K &R
BRAEIZ L > TOARFEME DD, 2024 4F 1 HBE, A TIRY o FIEGRC AT 5 B FRIRA IR
W Th D,

H# A K A% III-1 Germline epimutation

UV FIEEREO —F T, ISR EICTE I 2—F—3 3 (epimutation) 2NEH L TWD Z ERHS
MPZENTZ, TE I a—T—va v, HERINIIEER /20D, DNA O A FALRE 7o EB IR T
U 50 T OEMIC LV BIE PRI Z L6 TEHRTH S, ENTIEH D, ALHEinR
Sl MLHI 7w ®—% —fk R A F AR Y FHEBER ORISR 5 2 L @G s Tnslll,

III-1-1 BRERAVAF

U v FIEGERERE IR AT 2 KB IXBORMEO KRS 1) BERIE, 2) 2RM (FRE, =
KeME) C, 3) AMIRERBICAFR L, 4) (RSB OBEN &, £z, BEEA Y /BRI, BERRIEAE,
R - FNBSMIIaERE 21k, Crohn £k U > /SEREUS 72 & OFR BB AR & 5 [2-5),  (111-2-1-2 :
LAy FEE (MMR) S &3 R SRR 70 0 B RO T L. P.XX &)

Fz, RIBFEUAMC, FERNBREEZ XU, SF B EE AT 25 (I1-1-3 : BEER, P.XX
ZH)

III-1-2 FR&ETF EBALD A =X A
III-1-2-1 KRBT & B
%2 /YR o> MSH2 (2p21-p16), MSH6E(2p16.3), EPCAM (2p21)
%3 FYtK Lo MLHI (3p22.2)
5T HwY AR Eo PMS2 (7p22.1)
YRR (EEER)
B DOFRKREE A DOWT I AETERIEREIHERI N Y 7 > RBEE SNZHAIC Y U TIERRE &2
Wr s,

II1-1-2-2 BAAED A =X A

U U FREBRETIE, MMR B FOR T OT LA AETEMRRAOFRI AN 7o heFLTEBY, %
KINZH I T OBFERT LVIZER (HDWTT rE—F—flo 2 Fu) 235 & MMR #itE
Db, ZORER, 7 AOHHLKERSI THL~A 7 a7 T4 MEURKICKEREORE (&R
ZEM) NIRRT D L0 D, EEH (TGFBR2 72 Y) , filakgss, DNA &1 (MSHS3, MSH6
L) RTRE—=v R (BAX 72L) 7 EICBALLIEETEY (BRE) 22— N 5B IERS
NEENTEY, ZHLOEBICERNEZ VLTV, 20 MMR Bz 82— RS 5RADEA
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BTN TR MMR EA-E E~T XA ~— (~7T 8 _8&{R) ZFk L., DNA EHKHC
DNA R U A7 —BOKIEMEEE T 0 P 7o —HRERCHEE L TORASCKEL(I A~ /%)%um fJﬂ“
Do

EPCAM %, MSH2 O bLifi\Z it 58 a+ T, ZO@EFO 3 (500, 52K T 25012
WBIRELA) DORIDY FIEGEREDIRIK & 72D, ZOXRKIZEY MSH2 O 7 v — & — gz Bk A

FAL B =V, MSH2 EHEDFERNHET D,

U UFREEREC BT A RKIBEICB W T, RO KGR & [FIRRICIRIED & 23 A b 5 B8 DIEEN
IR EINTWD, SIS L ZV, (%Ki I, BI-8: FAP & VU VU FEBEREOREMN R AALD A
J1=A . [p.*k] ZH)

II1-1-3 BEEmESS

U U FIREERE IR LN, FE NS, P8, B8, /D, RHEE, Bok, B - REE,
M@ﬁ,&F@F(%%Pf%ina)@E%%@ﬁﬁﬁf(%@@f>ﬁ%$¢éoﬂﬁ,%%ﬁ[&
AR [THZ oW TH U > TR B EIES O aTRetE RN s S5 (8l U v FREGEREIC BT 5 B
HEEEOFRAEY 271X, Kk & FENBERESE O, JRIKBSFORECHRIANY) 7o s 2 A7, B
HK e LIc L0 8, WY T2 MRS (LT I 7 0 MR &3 5) ICBEERE
WTRAT D EITR S 7203, 9-15] (R III-1),

EPCAMI\ZBRJR UTo RGBT, MSH2\ZIRHINY 7o a2 Y T REGER & T, EIEES
DIAEV 27 ) ZA7 T FNUEEED SR, MSH2\ZH_THENERED ) 2 7 13K\ [16], EPCAM
6 MSH2 O 5% @ Te RIFITIE, MSH2IZfFHINY 70 N G35 U T RERE & b & 7
JEEDIA Y 27 2w [17), EPCAM KK1%, V o FIREGRED 1~3%DFEKN E 725 Z LN MEESNT
W5 [18],

‘uﬂ

£ IOI-1 V) rFERBEEEZOFRRNBEGCFHIREEER B0RET)

XA PR AR

MLHI1 MSH2&EPCAM  MSH6 PMS2 — xS
PNL ] 46-61% 33-52% 10-44% 8.7-20% 4.2%
- NS 34-54% 21-57% 16-49% 13-26% 3.1%
N B gpm 4-20% 8-38% <1-13% 1.3-3% 1.3%
R T PR 0.2-5% 2.2-28% 0.7-5.5% =1-3.7%
B e 2-7% 4.4-12.8% 1-8.2% =1-2.4% 2.4%
B 5-7% 0.2-9.0% <1-7.9% - 0.9%
N 0.4-11% 1.1-10% <1-4% 0.1-0.3% 0.3%
ke 6.2% 0.5-1.6% 1.4-1.6% <1-1.6% 1.6%
EKES 1.9-3.7% 0.02-1.7% 0.2-=1% 0.2-=1% 0.2%
Jiba e 5% 0.7-1.7% 2.5-7.7% 0.8-1.8% 0.6-=1% 0.6%

NCCN Ver 2.2023 X v @ -, not available

¥ A K A% III-2 Muir-Torre JE#E#E ~Muir-Torre syndrome

KGEZ LU & 552 OV o FIREGEREBIEIEE I B NSRS (BAGHRE, FAER FRahE, B
) SeALEGIIEIE 2y & 2 A 0FT AR A, 352 MSH2 OAEFEMIRYRHI NN Y 7o R bbb
wE 5191,
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III-1-4 FEEROSK

WSS OWEIT LD L U U TFIEERE OB E 1T —MREEM T 279 A~654 A2 1 A[20-22], &K
D 2.4~3.7%% 5D EHEEINTVWAH[28,24], —FH ., AFTIETEKRIGRE 0.7%~1.01% & #HiE5 S T»
% (25, 26]

I11-2 2
III-2-1 o

PR 2 bR < Rl 3 (R 22 250810, U U FIERBHILIT O STEP (IZ L7ehi» T
25 (RII-1) . £72. SO & 722 2 BRI oA T B2 2310 5,
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[ AmsterdamE Il AZNR—YLRIY—= 5 (85EH) PAY / L
% iTBethesdai{ K54 >~ AV R=ZF VBT 7a7rAY v IBES

Yes - Yes
RREET
sfsansnnnnnnnnn ?;E%EE}](:
Yes MMR-IHC
No
[ BIzhorw) s ] EBixhoreUry
EBERFENEE
MO
Yes
‘ ! ‘ |
BFMUEMSIASE Lynch-likefE1®Ef VUS [ Y v FREfREE
E ......... > ZEOTILAY X LA <

X III-1 : U  FIEEBEOZEFIR

LS, Vv FiEWERES MMR, I A~ v FHERE; THC, fEfifkibys MSI, ~ A 7 a¥7 7 4 FAREEN
MSI-H, &#E~A 7 a¥T 74 MRZEN PGPV, AR5 IR N Y 7 2 RV, GPV, A GEHi
RYFEAINY T2 R VUS, BEFRARHAANY 72 B
§, =7V B ORE R EIINAT ) ATa T A ) U TRETHRIE IRV ERH D

STEP1: LLF D~5) TN T L U7 ) —4%ERT D

1) Amsterdam JEYETI[27] (F III-2, B III-2A, III-2B) & %\ % 2)ikiT Bethesda A K7 A o
(28] (RIII-3) Zili/=T %G : BRI R (FEREEZET) 0 Y TR DI,
MSI #4:5 5 ik MMR & HE Ok LY (immunohistochemistory, THC) fra~ide,
IS DEER - SIRNGEIT ) CFEBERETII R VEE L LTRREED S,

NL=NR—PNAT ) == TREEITHOHE : & T (HDWIXTORELT) OKRIE1= WIS
R T, VU TFIEBEREO A7 ) —=2 T & LT MSI & H 5N X MMR EHE O THC

(MMR-IHC) %179, SO MSI-High ¢ L < X MMR A& OREBE L 28D -5
BITBEA Y ') 7 ~ETy, MMR-THC #i# ¢ MLH1 & A& & PMS2 & HE Ol 5 23388
THRZ RIIERI T, BRAFV600E O CHUEM RIE 2 BRI TX 5,
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42 R=F B EAT O G ISR < KIBEOIRERINE B L LT, MSIHEH 5\
% MMR-THC ¥ 21T 5, MRk MSI-High & L < iZ MMR ERE ORI L E2BOI-HE
BTy Ry ) I/ T

5) MEEHIEH D DNA (2xF L CTIT - 72 CGP #ifs TSR RSRA N Y 7 v b gEbh 5854 ¢
-1y Ry A VA A N T A

STEP 2 : fEg(EAk D MSI #4, & % E MMR-THC #2717\, MSI-High %7-13 MMR & (& D
KA BT D, (A FRAE -3 : MSI A D H1E & i SO 2Ei)

ffiie THC Fi# < MLH1 & H'E & PMS2 & & Ol 5 A5 BN K 2 /R TER T, SRS BRAF
V600E /N U 7 > MtETHIUE, BRSO RN RV EZ 2 b, EEFHIREICEE 2 <
Thv, 2B, BTiEdL0. VU FERERHICRAE LT KIBETH 1.6% (15/969)12 BRAFV600E
MBEPEZ72 0 . ZEOWIE MLHI O 1.7% (8/482), MSHZ2 ® 0.7% (2/269). PMS2 ® 9.3% (5/54),
MSHE TiX72 L2 TH L FENRMBL T 5[29],

STEP 3 : g ER2Mr & LT, MMR &/ 1 OAEFHMIERINZEBIT 20 ) 72 M EEET 5D (PRERIGE
TR, JEEAARE & FEREES AR Ot 5 2 H ) - CGP M CAFEHINE RFIRAY /N Y 72 R
EHERICIAE SN2 5E CTovo, AGEHIIRSIFT RORRA LR & 5581, Bl vt 7k
HIZHERZBRT 5,

ERRIW BRI RIC B D <

# I11I-2 Amsterdam ZE#EI (1999) [27]

Lip b b 34 DMERE N Y TR EMRE R, TS, B - REE, E
) ICREEL, UTOTXTOEE ZH-T,

14 ORBEITEOMD 2412 LTH 1 ELBETH D

D b b 2 HARICREE N VD

Ll b 1 4 ORBFIT 50 AW TR S Tnd

B TR B AR 2RI CTH D Z E BRI N TV D

FIENE R IGHRIESE SR ST D

ARl S

# I11-3 45T Bethesda ' FKF A+ (2004) [28]
LT OWTNNORMIC T 2546, BA» LB LSOV T MSI A 2§ 2 M58
b,
1. 50 mEATM DF TWr S iz K
2. AEEIZ D BT, R E TIZBEHEO KIS 2 W3t U o FEERERE S 2L
TWBHE
3. 60 AT DF T2 W S 7= MSI-High O#EESERIET > 244 5 K
4. VT JEERBIEMEGICRE L2 1 BN 1AL E (2095 b0 144103 50 ki Tz
W) 2 BAE O KA
5. WFHpIZhHb b3, U U TR EEG I CRE L E 0 2 A E Tl 248 EW b A
EOYN
R, TENEYE, He. JPEUE. BOE. EE. . B - RS, MIEE GEEIX
Turcot JEMEREIZA HHL5 glioblastoma) . Muir-Torre JEMERED [z JF MR -4 { Lk fa i
N Y L ojERIRE, Crohn R Y LNERBOS, KGR - FIBRAEIRRERR 0L, BRI
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: A JZ)L%Z

d.60 R d.70 &
FER (KBgsE?) A
: 2 3 Hj
I D——i | |
74y d.54y d.61y B 65y
53y K5
4 5 6
I O
37y 38y
6 7 8 9
Y4
13y 10y 10y 7y
B 1 2
I
d.60 2 d.70 X
ﬁz;fﬁ 50y & A FERRE
| 2 [53
I o
.65y /iR . 69y
52y BiE 45y FENER
3 4 5 6
I ] O
A 48y 44y 42y 38y
i A AT, 39y FEAEE
42y HTRS ISR 37y RE=E
2 5 6 7 8
v ] <;
13y 10y 21y 18y 15y 16y 10y 7y

K III-2 Amsterdam ZHED[27TICAEBT HRER (& FRROEEF - HiAHHFORA [p.
1191 28)

A R D235 %

B : RIS O B 2 58 52 %

III-2-1-1 2= N—Y VR Z Y —=

WK TIERT (DT T0ELT) ORI L, MSIRAES MMR-THC 41T 5 = =/3—
YNAT V== TR TFREGEREOZRNICE L, BRE AR OmWTEE LTHREATWS

(CcQ6) .

MSI #4, MMR-IHC ##, BLOWEOHRICL D A7V —=0 7 KEIX, 7— T T
T2 0.93 (95%1EHEIXH : 0.87~0.96) , 0.91 (95% EHHX [ : 0.85~0.95) , 0.97 (95%(EHHX
il :0.90~0.99) &, VT bEWVEENRRINTWAH[30],
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L= N—P VAT Y == TGO NTE RGBS IS D U FIEGEREOSEE L, A5
2.4%~3.7%(23, 24], AHND 0.7%~1.01% & DFEINTEY | KB IT D= "—H )L 27 Y
— = T DONEITEI & i U TRWRTREME DN B 5

FREORIGIEERE CTIX, U U FEFERERE NS EN 5 FE DRI W—T, §EMH: MMR %5 K
I DAEFENEMEM AN S 5126, 31, 32], ZD2w, A7 U —= T ONRLEERAMIELZEEL, K
I BE 2 TlIR <, TR E, —EOFMUTOREZNRELTAZ ) —= T 2792 L
HiEE I TW5,

U > FIEGERED SR D720 T,  Amsterdam FEYE [27] 2072 T F R 1% 27%~41%[31, 33], &iT
Bethesda 71 K7 A »/[28] % 7- T HR1E 68~89% L #HE ST\ D,

KIGEMIES D7 vy =7 MFFETIEL, Amsterdam JEHE 236 72 TAEBNIT 2 RIGEEF O 1.2% Th
>72[84], —H T, KRIBEHEE DK 1/4 ki Bethesda T A R T A v &=+ & b STV 5[35],
Thbb, VUFIEEROARA T J—= 7128\ T, il Bethesda A KT A XKD BV —TJ7,
FLES AR B DRV HE T H D DT Kt L, Amsterdam FEYE IT 13 & 0 B IC 5 6 O OFFFLEE 0 &
HWThHoD,

B, =NV RT ) == T OXGE LT, 2TOFEAEEEE S, MSI A MMR-THC
BEZIT) Z EBNHERIN TN D,

III-2-1-2 S A<=y FEHE (MMR) RE 2R KBE B 2REERFOF R

MMR 25 %3 K TlEZ OO KRG & e, W< ODOMBRFERIRFES, K0 S5EEICED
bNb, il Bethesda B A K74 2 28 128\ Cix, OIEEANY v/ 82 (tumor infiltrating
lymphocytes : TIL) , Q#fitkHy5E, G ki « FIBHMIOEERE >k, @Crohn £k Y >/ SEREUE

(Crohn’s—like lymphocytic reaction) ® 4 IHHBZETF L T\5 (RIII-3) , 7=72L, ZAH0DOHH
AR FROREII LT LS U O TFIEBREICRFAE O b D TIidZe <, Bt MMR 25 KGRI &3 LT
R b 5[36l,

U > FREAERE D RIGRES O 0 Rk PR IC £ 5 MMR KB ORI T, B2 D0 vDb

53 79% (68/89 i) TXRIAAZFDH, MMR KA RIEDTEAUZEATT D Lok S 72[37],
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X I11-3 MSI—High KR O R ERAR AR SRR
A JEBENY oSERIRE, BEE ERNIC halo ZfE- 72 ) BRI A RO B,
B : BEBRHN, MEGAIAIEIRG AT, JoRMI R ORI T,

C : K, ZROMIAHIAFES

D : Crohn BtV > /SERFUS, FESAIICZHED Y v BROEFHRABD D,

II1-2-1-8 UV U FREMRBEDOR 7 )V —=v FJITHAV LN RE
II1-2-1-3-1 MSI H%Z&

MMR 25703 & 5 M TIEL, 7 2AOHPITIFHET D 1~BUEE OBV K LES I Th L~ A 7 r¥
T T4 PORBEREDOEZ R LT D, ZOBEE~A 7oA MARZEN MSI) L),

U FREEREICLE O RIBHE D 90%L4 113 MSI-High Z~3[38], —77, REEAMAIZx+ % MSI-
High OEIA X, FCKOHE TlX 12~16%[38-40], HREOHE TIL 6~7%Th 541, 421, =D7=
¥, MSIMAIL Y U FREMREA R D JEF 24V AT A 7 V—=0 i L LTAEHATH S (A RAE
II1-8 : MSI A D ik & FEFOFHE)

P A KA E III-3 MSIL RRED FIE & KR O

MSI BEIZFEICHA L~ U CEENT 7 4 CEBEARZ T ITh D, BUERS HNHRTWD HiE
TlE, i L72 DNA 226, 5 FFED 1 IERMV IR L ~—— (F'u A H/3x/L : BAT—25, BAT—
26, NR—21, NR—24, MONO—27) # MW\, IEEMEDO~A 7 a7 T4 NAREEZHIET D

(BII-4), ~1 7% 774 hOEINELLLTWEEAEZ MSI LHEL, 20 EO~—0—n)
MSI %z~ 3 4 % MSI—High (high—frequency MSI), 1 >®O~—4—73 MSI %/~ 785 % MSI—
Low (low—frequency MSI), W hd~—H—1¢ MSI Z/R 72055 % MSS (microsatellite
stable) &3 % (X III-4), MSI-High Z#/~rJfEE DO K 1L MMR 24 249 52, MSI-Low, MSS @
Al MMR 2 NZIER S0, 2072, MSI-Low, MSS (Ff&ft & L THE SN D,

BUE, MSIMAETAHWLIA TS TRV KL ~—T— 32N L A ERBD LNRNWTZDH

(quasi—monomorphic mononucleotide), HEEHIHRD  THEFRETH 5,
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III-2-1-3-2 MMR-IHC &%

U v FHEGEREBEIE R O KT, MMR &1 Ch D MLHI, MSH2, MSH6, PMS2 D\ T 1o
BIRFOMT LVICANE LA E TERY, EORESOIEFITHIST H2EABORIANMHKLT D (A
RRAE -4 : B AY —2 LGl (A4 FAE -5 : FI4A07 THC BRERE) .

MSI-High i3 MMR #RED s 2 5K &+ % 729, MSI#d & MMR-IHC #& 0 —8RidE < T
DT —F TIERIGFEMME T 98.8% & ) —ERNME ST\ 5[43],

MSI A& IZxrd 2 MMR-THC & ORI RiE, FREBEFA#HETEHZ L ThDH, 2L, b
DO L FFREIIFSETH Y, X ORERS IR L TRAMICHET L, &6 50n—5ORE %8R
FTHIEI WV, 2B, BREIDTRORE THLHETH L0, BEAMICBEEO TREMENE B SN 5E
E. b~ HOBREEITO 2L TMMR EERHOBREEZmD S Z ENARETH S, HIE, BT
BT 5 MMR EiHomd & U< MSI AR L O MMR-THC &M RBRZR CRIAFETHY |
ISE, DREF = v 7R A > MEFAIOZR TR, 2V o FIEBEREOZE OB, Q) KIFHEDHitz b
LRIEDERD 3 > TH D,

YA FAE -4 FEHARY— LT

MMR 545 O 72 W EE Tlid 4 FEEOEAERSTHEEL TnD, —JF, MMR %% % 29 25 EE CIX
B Db MMR B2 KB L cEREORBEAZ 2T 5 (RIIT-4, FIIL-5) , 7272L, —oD
MMR E5 D H D EGIZE W CTIEEPRIEB N Y — o R dIEFN R NS (A4 RXEIII-5) |
RN AOEE, JFHIE U TREMKTIOVEAMETH D720, EREAREZ AWK S TIEAR & [F4%
DREE THRBENARETH D,

MMR & H'E 3T 2 g ettt ¥ — o CIRIKBIE T OFEBHEE CX D, MLHI NV 7 NeHT
ZESS T MLH1 & F'E 22 T PMS2 & HE, MSH2/NV 7> k%49 5 EEIL MSH2 & A& 2
% CMSH6 EHEORBUHAZMESY (RIII4) .

Fl BAT =26 Panpa=0
S| 104 120 1.4 1B EF:(] L,
M
ﬁ | |
i i AL AL
L SFA-21 BsT-25 FACT= 2T

1 1 (43 1350 144} £ 1] 2

! i S ;
Y | f
Gl i
m“ B 1750 Hp:-::lﬂl-'l:: TEL I:'W!‘H'l-'?l b

“~ 1L

K III-4 7va X H 3% Fi= MSI ORI
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RO 1Y IRL~—h—D4AT (BAT—25, BAT—26, NR—21, NR—24, MONO—27)
<, EEMEO~A 7 adT T4 FENEREL Y, MSI-High S HE s 5,

# IlI-4 MMR ZEEEIIHTREMBICERE NS —V LHE SN FREGFOER

SRR PR A C DI HL
MLH1 MSH2 PMS2 MSH6
MLH1 — + — -
feEXND  MSH2 + — - —
JRIN&Em T PMS2 + + — +
MSH6 + + - —

-

EHH5.MMHKE%M@%WF%A)T/F%ﬁTé)/?f@ﬁk%?k%ﬁkkﬁéMMR
THC BRZEHI

MLH1 &HE (A) , PMS2 EHE (C) 0#xIHEAEZZE DS, MSH2 ZEHE (B) , MSH6 EHE
(D) OEBIIRZNTND, WTFROGEAIZBW T b NERRRM IR & 72 2 B O BPERT R AR
bihvd,

P A NAEII-5 #isE72 MMR-THC AR R
@ S RBUARNUTUNREICLDREEAE DRI
RABUANY TV NOEE, BIEDMEEA TR WERAEN BT E0nH D, MLHINY
T MRS Y CTREERRC IR N ERHLITEY, 2D OER O KL PMS2 EHE
OHEMIEEINE R A 2T 5 [44], 72721, MMR-THC TR N FEH TE 2V EHICIEET D,
T et CRE 25580 B e < THEREMIC Y U FEMRRED R < Bebn 2541, MSI A & B0
THZETARAI == IRAREL R D ZERD 5,
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o ~A7uVTrIA MNAREZEMIZEL D MMR L0 2RFINY Tk
MMR #1551 DWL DRV K LESIZ RO ORH 0, 2R T hEiRZ3 2 &0
HbH, MLH1ND 7>~ (MLH1/PMS2 & FVEFBIEAK) HITHE, OVFAMEE 7213 MSH6
BEHEORBMAE X192 L1 5(45],
® AL BIRIEIC & 5 MSH6 & F/E DI HH K
TR PR RRE AT > e, AEHERIIR S O MSHE |2 55 7372 < T4 MSH6 & HE D%
BUHRZ R Z LR ST\ 5 [45],

II1-2-1-3-3 BRAFV600E NV 7 v MiE

MMR 547 % 5B R O JCE . MLHT 7 v & — % — 5 A FOUc & 5 MLH1 3B0# %

FIRELTRBY, 2O OEEITEMEEIC BRAFV60OE RN 70 FaH L TNWAHZ ERXMBA T

—J5. MLHI OAFEMRRIFEIIANY 7 2 M EJRR &35 U CFREBREICfE O Kk Clk BRAF
V600E /XU 7 > hME#lisd T CTd 51291, #E- T, MMRmC@ETMuﬂ%ET,Mﬁ2EEW
FEHIE R 2R TER TIE, EEMED BRAFV600E U 7> MR THIUT Y o FIEGERHE, 1EIF
BER EE 2 b 46],

MLHI1, MSH2, MSH6 D530 7 > b ZJRIK & 325 U > FIEMRICAE 9 R Cld BRAFV600E
NYT 2 NIBD TR CTH DD, PMS2\ZAFEANGRIIEHI N 72 Find 5 U v FREGEREO KRG T
1% 9.3%\Z BRAFV600E %38 7- Z L NG SN TEY, HEENLETH SH([29],

BRAFV600E /U 7 > k& AW B MEIEE ORI E I RGEOHRIZEN TH Y . FENEER L
IEFE CIZTHWD Z E N TE 20,

BRAFV600E /3 U 7 b O HICIZEE, EMIERICH T 5 BRAFV600E N 7 2 Mot
abf.mw.&ML@%WEMﬁ&LTﬁbnéﬁﬁﬁﬁkio BRAF V600E XU 7 > NEHA'E

(23 2 S AR L F R MR RSIE CRIHEE CTH 5, RAS - RAF &G A RMTO®INET, (1)
R I 5 U o FIEBREOBRSN,  (2) BIBRAREZRMETT - FRRE O R EE 12 31T D16 78t
DYTE. BRAFV600E NV 7 v MEEICKT 2 %k b A omic L, (1) KiBEIckirs ) v
FIREMEREOBZW OB, (2) KIFEIZE T 2 FUBEMEIEEANIC X 2 IREIEORIROHBOZNEih 2 5T
b,

II1-2-1-3-4 MLH1 7' 17 &— & — X FIULRE
MMR 55 % =8O M s O KL MLH1 7 v e — 2 — 8 2 F ikl L 5 MLH1 & S 5E
P ZRRNE LTCWD, (o> T, MLHI 7t —4% —RE A F MMLOFHRERZ T2 2 & T, BsMER
W % R L RE L, BEFHIREORNGNDRINT HZ ENFAERETH 5[47-52],
kﬁb\ﬁﬁ®k:5\MUﬂ?h%~&%%?WM@Ei%@ﬂﬁéﬂf%%f,EWTHE%
MAEEE LTHIES L Tnanizy, 2R coMMIIN#ETH 5,

III-2-1-4 EEZ W D 7= DIRE
:m2141MMRﬁ%%&E®ﬁ%#mmﬁ

U U FIREGEREOREEZEBNCIL, MMR BB RIELOJFIA & 70 2 AR SRS U 7 >k OfFE
ﬂuﬁfﬁéoIL%%@EW%%WT,MMRL@%&EHMM@E%@@%WL B DI NY T
v & (EPCAM Tix MSH2 & FVERBIH OJRIA & 72 5 SMMORKDOIH) OFEEHRAET 5, RIS
% Sanger {EE 2 iFRk R — 7 =B —Ic kLB —27 =27 multiplex ligation-dependent
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probe amplification (MLPA)ER EIZHW SN TW5D, IEEMHEE FAV - MMR & FE 129 %5 MMR-
IHC &M THN TWAEAIT. FORBICESWTRAERNSR L THEEFEKRD AT Z & B ARETH
%o U UFIEGHOBEFAIME IO E TIIRRIGE SN TE 5T, 2FECA#ES LI s L
THEEL TWLORBIRTH D (BIEFHIMREIIRESHITEKETEE) o BUE, RN T T
WERLNATWD, AREOHRICIILTEBIEI Y ) 72175, (I-8:BIzhvrtl) 7,

ENENOREEZ EITREREER Y 7 > bBFET D728, MMR BB FI26 7T 2B FAIRAE
DOFER, WHINY T RSN Do THA5TH, VU FRERBEZZER2ICRET DI EIERETH
%o Bl& LT, Sanger {EIZ L AR CldERF ORBIZRETH L, R —r =9 -2k 5
B CTHMEFEIC LV RHBRE ANV T BB 5, Lieh-> T CGP M T 6 A G MR SR /S
V7V EBFRIESNRWGEELHLOTHEET LILNENH D,

II1-2-1-4-2 UV U FEEBZEICEDL 2REICB T 5 BERE

ROKTIE—MRICY CTFIEERDO R 7 ) —=2 7 k#& L LTo MSI #4, MMR-THC & DM 712134
FHOMEMFAEIZMNERNEEZ BN TNWD, —FH, ENTIIINLOREZ Y o FIEGREOZ B O
ZHBE LTHWDSEE, FANZY) U FREGERRICET 2 o dl 2170, B/ ZENREE LN
EENTE, LL, INOLOREBEERET = v 7 R A > MAEAIE A% L HRIEO®RIRE BHY
ELTITHHATYH, TORREITY) FIEGRERZBOE >NT &0 95, bbb, EEOBIRICE
Wi MSI A MMR-THC M IZE RO BRIC )b 69, U U FIERRED A 7 ) —= 2 7 &3
TWb, F7o. U FIEGFERRCHE D IS S B 2RI 50 2 F& 13 E < 72 < EEEEREE IR
5 U CTFIEFEREOEISIL 1% RRE L @S SN TWD, LEER- T, BIRATRZR ENDS U FREGERER

R G 72 Eh . MSI A MMR-THC & 2175 1CH7= 0 . U FIEMREICE 3 2 3¢/l 72
R ROOND Z LIFREFICE > GREIRAHLE LB DNRD, I, VU T IEEROMEZK &
Hi & LI BRI LT O BA1E. TNETOY U FEMRRICRET 2 0B 5 Mg 5
FEOHEICED ST, WO THEEI T ) UV OBENEIREN D, 1o T, EEOBEITKNT
FEEEO BRZEDL 53, MSI #if, MMR-THC M& O TIZIX, —MRAVR A & [FIERIZ @ OBEEIT
Zb UTREOMLEMEZFH L, DEBE~TOHRHANFLZRLHT 20HICE &, BEFIIRERITK
D 5D BEHEOMEBEEE THESLER, BARGHEESESAR— L= 0 Y 75 (httpsi/jsht-

info.jp/wp/wp-content/uploads/2023/09/28e3da4a24e0e3a04aab229839adf7c2.pdf) |ZZZE &L ABH
INTWAD,

I11-2-2 &R 2 ET KB - FR
I1-2-2-1 MLH1 7 v % —% — & 2 F /b2 £ 5 8% MSI-High XEE

MSI-High Z 7R3 BIEMHERX, mlsicrt, (Kb, ARREIHEAL, 72 & ORI BT R
R %, WK MSI-High %/~ 9 £ R KIE MLH1 7 0 & — X — 8O % K72 B A F
M THHI53], =D X ) el Tl MMR-THC < MLH1 & FHE 5 L OV PMS2 & B O3 MK % 3R
b5, Bl X o, MLHI 7 v ®—4% =55 XA F bz R $T KEBED 12 255 2/3 13 BRAFV600E
NY T N EAT 526, 54],

III-2-2-2 RY XA 7 —ERIERBAER Y R—3 X (polymerase proofreading-associated polyposis:
PPAP)
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PPAP [55-57]1%, FAP (AFAP) VU U FIEBRICEB L-REZ T Z 20360, ERZ23ET 5
(FawO 2-3) :#ERIZETLHHERE [p.29] 2R) . FEANBEEZRIETH2HLE . PPAP RV VU F
JEEREDERRBIZ N D, POLE % R N5+ & 45 PPAP @ K Clix MSI-High % 7~x¢ 2 &3
H5,

II1-2-2-3 Lynch-like syndrome

MMR £% (MSI-High ¥£7-13% MMR & RE ORBIHK) 2R3 Kot < MLHI 7'n€— 4% —5
AT IALEROT, NOBBTFHIMRETY Vo FREGR & 2Z2W 72V ERE, Lynch-like syndrome
EFHIN TV D, ZOERFRIT MMR s F O 7T LVICAE UM AT 7 FTh D05, Zhll
M IRNE R EE 72 A S R 51D MMR BB 73U 72 b2, MMR #1517 O EFEARIE RSN U 7
MZERT 2EFNE EN TN D EEZ HILDHI[58, 59],

II1-2-2-4 &£RXKHEI X< v FEEXKE (Constitutional mismatch repair deficiency: CMMRD) JfE#E

CMMRD JEFEREE, MMR BE I REEAMED D WILE 7 LIV COEFEMILRIFERI Y 7 2 ~MZ
R 2 AN X D [FIREE - SRR R 3 A % B A O BRI AN 56 9~ DR T d 560, H YL
BREEER (BHEER) B2 L5, JRIKEE 1T PMS2. MSHE 3%\, FEIEEMHRAE L LT, &
B FE | AP RRAHEIEE 1 Y (neurofibromatosis type 1: NF1)JELELO S 7 = « 4 « LBE (Café au lait spots)
Zi 5160, 611, PMS2 OJFEHINY T o MITIIRE I a7 Vv Dy 7 AAL v FBFIZL D 1gG &
IgA DK, IgM O K 2 BH 2PUASIS 2 R E T2 REARIEZ GOF L, /NSRS ESIRIC
fREIh T a62], Wt ORI E LY A VI LD & HIFORAZBHEE O T 9L 9.2 5% (1.7-39.5
%) . BAEMEER O AT N T AR MIEES RS2 <. RIBE, REEsE ik <63, KigZ
IEZRMERE A RO, BIRAPTRIZ FAP SHEI9 5, MRI (M, 25). MEHEEE, HILENESER
T, MERELZHAG DY —_oA T 271 ha— LR En[64], 7L —_(1 T ZAak—h
TS TROUEN T SN S[63], 75T Turcot FEMERE type 1 & FFFM TV, BIETH
CMMRD ToHHHENDLN> TN 5D,

I11-2-2-5 SFEMEKE®E ¥ A4 7 X (Familial colorectal cancer type X: FCCTX)

T DAT N DBHET[65] &0l =373, I A~ v FEEBILFOEMIRINANY 7 o b 2RO T, K
HEE D X A~ TR TV 256, FIEMERIGEZ A 7 XI[66] DA FRPIRBE SN TWD, K
BEMERIGE 2 A 7" X 1%, (1) BROBRMERGEOER, (2) AIEEELZERE 748, (3) KD
bOxEET ) TGRS OB, 7 EOEEBOREBRN O D EHER S, BRET HHET
b KGN D) o FIEGEREREIESE O Y A 7 13H BTN Z ERNER I TV 5(167],

) TEARAT UK LHARET 7 AAT)VE NEETN IR, 8 NkE, B - IREE, e
WIS & T 503, 7 AART VA LN T [65] CTIERIGHEE D7 % BIEIEE & 35,

II1-3 H—_A T R LIGE
IT1-3-1 KIGHRIE - &
ITI-3-1-1 4% - 5388

KIGHRIEO R, W@ ORIE X 0 /& THRBENRE < [68], i bE TOMMMEN R ENRZFET
5N TNE[69-72], U FIEMGERECRIT DR A A B = X LIZHOWTIE, %K MMR K8 [IRE- 18
RISz T, BRERAR) S O MMR RO 5> MMR K487 U 7" ko6 OFEEORK LEE S
TWBHMI[37, 73], KRIGNHREEMAERHZXBT D Z LIIR#ETH 5720, EEMHREOR BRI RE &
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(2B b PRI e NSRRI OXIR & 95 [68], £7o, AREBZ RS T 2 KA BEEEE O A 0FHC
HELMZRMETH 547, 70] (F III-5),

KIS EEEE 1T D BH IR —_ A T ATHONWT, —REM L BARLBEPMLETHY . K
FENTREE Y — XA 7 o R & A s (ICHERE S L 2 BRI A 217 9.

FII-5 VU HEERROERBEEBEEINT IV —_AF U ROEE

A L EEWIRES TR B AR 4E in TR [ b a Xk STHR
MLH1, MSHZ: 20~25 7%
1~2 4
K KGNSS MSHE6: 30~35 7% [47-52]
PMS2: 30~35 7% 1~3 4
. TE N | MLH1, MSH2, MSHE
T P - 1~2 4 [47-52]
(E7213ME72) | 30~35 %
. f&hE US, CA— FH 24 [ 0 H| ¢
iy - [47, 49]
125 ZE
. HP &Y H
HP & 30~35 1% o N lars1]
ILBRE
o B A7 DO
5+
fe WEEH, £
T e e 30~35 2% 1~34 | H - e | [47-51]
DEIREND D
BAICERE
MSH2 )T
kN, E7IERK
BIRE =13 B R
IR . 30~35 ik LA | BREOSFIRIE | [47, 49-52]
IR B BB E
I8
N EUS /-1 - g O FZIEREDS | [47,
A 50 ik 14 o
MRI/MRCP HDHLGEIZEE | 155-159]

III-3-1-2 $—_A 5 R L RFE T
II1-3-1-2-1 KBANRERE

RIGFEARFEIED V o FIEGERE DO RIGNIESE T — A 7 > A O BRI, MLH1 & MSH2 Tl 20~
25 i, MSH6 & PSM2 Ti% 30~35 1% & 32 AN\ [47, 74-76], £7o. U v FIEMERED KRG O
BICiE, RIS RBOREICEEL, FRICORED I —_A T 2AOMENRLETH 5, KGNSO
MRARIRRIZOWTIE, AR EFZET, 3 FRRONHESE — A 7 AT XY KIBEIZ L 55 ED 65%
s s Z LA SNTN[TT], WL ONOBEMZE T 3 FEO NSRBI TE O3 AN
RSN Z 0D, MERREZ 1FICERT 22 & bIRE SN Tx72[48, 66, 751, LovL, BN 3
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(RAY AT H, 74T R) IZBWT 1HE0L 3HFEETOMREMBCLRLIEEZA, Kin
FEDOFRERRLZ ORI HBEEZRD RN -T2 TH2RELH Y, BHEMREICRT 53 )35
LI THEHT[79, 80, JKAEEFITMZ T, REFEEEEEIC L2 U 27 @b R3RA LT 5 (CQT).,
AFRTIHRA 1~2 2 #ELE L Th 0 [48, 49, 51, 52], BROHT A FTA  TIE 2ERMRBE T2 HDON%
W47, 751, SR ONBREEE VT E OEm WO KIBNHERE & —_ A F L AL TEHEETH Y .
RGNS OE % 73 % Quality Indicators (& PEvEEE, BRIER, MRIER R, B2 /e
E)VOFHI b BETH 5[74, 811,

I1-3-1-2-2 A{EGEO%E

U U HEEREOSA, KIBEOY A7 2 F SE52E, MIEAREOMER, ZEoMic, g4, &K
i, EENCED D U AV R NN DAVRESN TV 5, Body massindex (BMI) &fiEiE, MRIESOKIGE
DFIEY AT ZPERIED T ENPREN, FHERBEOHFANTHED L Z ENHRIN TV SH[49], %51
HIBLEFTE TREZ, BMI>25 kg/m2 O BHETII KRGO U A7 BT 5 Z LR ENTV5H[82], &5
(2, T v Z DEEEGRBR CIEMIE MLHI N 72 S 2T 588, KIBREY A7 B8 3725 L2508, 7
ZE Y (600mg/ 1 H) ZHRA L TWAHEHAS MSH2 £7-13% MSH6N) 7> haHTAHEAICIZY
JHIMEIA LN ERFE STV D (CQ8) [83, 84], JEFIXRAFIECH% 5 MR £30F 78 CRAE X
KIGHE Y A7 WIS 5 720[49, 85, 86], ZHMAHLII N TV D, FRTEETIHZ < BEBREL T
DI BKRIGHRIED U 2 7 28 5 Z EARENTWAI8T, LD, % FHABIENTE T~ /L FEHX
VTN T LDOY TN A NOBEIS KD Y A7 KT &5 2 L [88], JEH sk FRATFZE 0w S
B E TR OBRE AT ERBE Y 27 B35 2 £(89, 901, 7 /0= — /VBHEUC X 5 KIS
U R 7 OHIMRCEFIIEN A DD Z L [90-92], % G HRRBEN R CHIRITEINHE X 5 & K U X
7 OIS Z &[93], RERBESH TV,

II1-3-1-2-2 {b%TB5
U U FREGRERE T 27 AU 2 WAL TR T TV D23, £ OF A 5
TiEAe (CQ8).

III-3-1-3 /%
U o FAREGRED KRR RS D KIBOUIRER () & LT, DIFOBREH 2
o TR & 7% DU
o ILKT (REMRART, KRR

U o FIEAGERE O K 2 IR FEDR I R & A O VIR Tiibh T\ b, ) T
FRECRT DU A RAT 2 1T WIRBE ORI E T KIBIEE OFRIESHE & 2 ORI/ &0
V27 RTBIORBBIEETH Y, BEETOSRREED ) 27 BHIHLER 5 Th 5 1= HE R
RS LD B OIEARV, DBETOYINED L ORIS I T B iiIc BN Tk, BE Ok
SOERBORIE/L L DANT U AEEE L, HfithD QOL LU —~_A T2 ZADOMLENEL ZDOIRF %+
N LT BT, BEOFLEMR LN SEIESN TS (4 FAE -6 : U > FIEERO
KIGHEIZ T 2R [75, 941,

WK Clk MLHT - MSH2 N 7 > MR35 ORISR L, SR 5 /15 amil,
BTSRRI 72 L OIKFHAHEIE ST\ B, —J5. MSHE - PSM2 25| KIBHEIC 350
Tl EEFOEREEZ R T BT v RIAR 50 & OB THIERFINEEND S Tuniaun[74, 75],
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TR KRIGEIBRICOW TR, U TIERRED KGR OAEJERA Y A 7 135 T 54~74%, ZMET 30
~52%TH YV, FEZBEUTRBELRELZWAY T MEFERD RN TEETHZ LG, R
FIEF KT AHERMEIC DWW T a2 . PHRIRBYRAZEID D = 13 TX 0,

YA RAEI-6 : U FIEGEREDO KGRI 5 IEKFH

U > FIEWGERED MLH1 - MSHZ2 ORFE KIGREIE 84% N ITAFENG T, FEIGHEIT 14 00 B KIS D 3
JEY A 713 40 1% 5 70 i E TT 36% & Wi S5 [95], s 6 DA TIix, JERTHT & HRMER
JEOWTE T & D KRG BBk & bl U 7% F MBI R0 A 2 7 F U v AR W TKRIBEHR T UIERC
22.4~22.8%, YERFAMT 4.7~6.8% T HEHMERGRE SR L, KRG UIBRIZE M R A D fi
Btk 2 A BEICHENESE S L @GSN TWAI96, 971, —J7 T, TR L UIM PRI EEZRB O R
VW LRI GIBROFERE U A7 1.65 (95% (5K : 0.90~3.02)) [97], &7, U > FIEBEREOHIFEK
IEE D 15% RN B CTH 22, EIGFUIER (B 54 1T S REBNC 31T 2 BRI 0 % <
ARG T, P8 14 4 H MR TSI — A T v A&7 - 72356 O B2 3 KGR O B
A, 104F : 19%, 20 4F : 47%, 30 4F : 69% &3 2% HHRIBIEMIEN & 5 (98], DA ED DL DY)
FERWE OWTRUZ BE T 2 WA 1T 700 KIBNIREERAE O E HEE  (Quality indicator, QI)
EEV— A T A BT L, JRIEZ E TR AR ONEBIER AT 21, BOsMERIGE & [R5
OYIBREFH T BAF 2 TR HE ST 5[99, 1001,

II1-3-1-3-1 #ii&waBhRE

U U TFIEMERE ORI D % %t 5 & UTe i B b A BEDO = B F U AT E A LRV, BostE
MSI-High KIGHEIZHE L TEZONDEAENZ N, 72721, U U FIEMREO K & #tE MSI-High
KIFHEIZIZ BRAFV600E /XU 7k OBHESRC A F/ALDIRREZR &, BEAIOMHIERNH D Z & 278k L
THBIRENDH D, FEEE, 5—FU X— 2D FHRIED, Wt MSI-High KM I13A A
RV, U UTFIERREEN SIS 50 AR 0 MSI-High KIBEICE W CITA AR H 5 LT 2WED
&Y [101], HFEME MST-High KIGHE & U o FIEMEREO K 2 BICHE 2 2 MBS RIB I TN 5,
728, U TIREGERER X OO MSI-High E W 23 2 I i b FRkIc BT 2 e —Z 1%
T EAERN,

Stage II/TOEFEMEKIGHE 2 %512, MSI ORFE & 5—FU ~X— X Otk B L EEE OB/ HEIC D
WTATON T A Z 7T U A TiX, MSI-High Kk MSS K L 0 TRIZERWAS, IiEmdiBhb s
PEVEIC K0 AR X O RS A TR O SEEN RO bz h - 72[102, 103], LAvL, ZBIFHFER
T&H 5 NSABP—CO7 ik, MOSAIC BRI\ T, IkfiBbmiEicB T a4 x4 77 F 00k
Few2h 1L MSI-High, MSS fEGEOWT I HR8H H7-[104], F7z, 12 OEKRRBRIZHES<
ACCENT 7 —# X— 2 Ofig#rTlL, Stage MOFEGREIZXT L, MSI OREEICEAD ST, 7 vk ) X
VUBMBEL O AT Y I FUOHBEO S PFS $ OS L EHTHDH I ERNIRS T,
MSS/pMMR D& IE#EIZ e~ MSI-High/dAMMR O#5BE Tl N1 TIZ PR B TH 508, N2 Tl ¥
#IZ[FZ%CTH - 72[105], HLIR Tl Stage MR ICI5 T MSI OARREIZ X 0 i t4A Bh b 52815 O i s
ZHIrd 5 2 LIIHEE S LRV, Stage 1T KRIGEEIC BT DT MBIIEEOA IS ST 5§,
F#lZ MSI-High O8I PR BEIFTH L7120, ToAAEIIENEEZ SN TWD,

III-3-1-3-2 BIRRTBEHEST - B3I ISR 9 % YRk
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Stage VORI
Tu5[106,
U U FREMEREZIRE L7 fatid -+

WD,

1071,

HTHIL TR,

High/dMMR & K5 LS O E RS, MSS K 2 x4 & L =RIGHRLEIC R

DA LI % AT U T 5
y MSI-High/dMMR [E ¥ #
JE1F 724 86 o> MSI-High/dMMR FEJEHEIC

g IAEER (KEYNOTE—016) TiX, ZE4hE4
X 581 PD—1 Hiik oA %0 ) - [108],
B9 Dt IZ BV CTRBEIA 53% (KIBHE 52%, KB

T3 TIE Stage I/ =T MSI-High % J #i 2ME L =
MSI-High OHE(T + FEFs A MRS 72 (LA AT B L C 2 a2 T C
MSI-High/dMMR* Kf#i, MSI-

LRI

ST AL T el XvT

TZNEN 40%, T1%,
12 TS DORENEI

LISk 54%) & RAFRFERTH Tz, £z, 205 B YU U FIREGERIZEES 258 COZREEIE

BEE L 72V TIX 59% TH Y, [ASD

MSI-High/dAMMR KJiffe 2 %5 & L
v Y A~ 7O OF M A RET U725 TAHRER (CheckMate142)
=R~ T+ A Y L~ T OEHORNEES
HAERRIZNTN 20%B LN 32% TH - 7-[110,
BT DHITENZEIN 36%, 29%EENTEY, %%%

MSI-High/dAMMR KR & x5 & L —

BAHILX31%THD,

TIEE L7-[112],

*77,

U > FHREAGRE O R 1
WB, LERoT, U FIRGERECIEET -
D LM HERT D, Teds. EMRILIC

WIRHRIC

PRI

R - 72[109],
TIRIRIELARRIZ

BN\

1%%1%oton@3M®ﬁ%%

111, 2D BEKRT —% 05 U o FIEfERICE
1% 33%, 71% & EOFERERI%ETH -T2,

0% T
ki

1% 46%,

BIFD=RmA~T7HAABDLINI=RL~T +A4

R e DY

FBHRLT 0 RXv Tk S ACFEREO AR
féﬁ%%@bk%MWﬁ%@EﬂﬂﬂEﬂﬂL%wfi\H@iﬁﬁ%%%of&b7m)%?7ﬁ

* dMMR : Rk LA T MMR & RE O BUHK A5 T MMR faE k48

III-3-2 & AFMEE
II1-3-2-1 %% - 038
U o FIEGREIC B D0 AR & L CITF = NI & IR N T B b ) o FIRERRED otz

FIET D E LT, NIRRT RGE!
1151 FE 7= KGRI EAT U CTIRIET D RERIN D7 < 72 <, U FIEMERED Lotk
F VIR ENLET STV DL KGR & Rk
MEZIT ) 2= N—P )L A7 ) == TN CFIEERE DS

L CHEREX LTV D,

# III-6 (=

U FIREMERED el
R MMR B OFEEIC LY B2 L

=~
THE

116].

KII-6 TEHNEE, SIEEOFRERETHITEHRIEFE & RERER

CIRWNTHFHE L, BB =RI3HRA 60% & ST 547,

#J 90% 7> MSI-High/dAMMR % 292 Z L 23 F1 H 41T
A LG T = v 2 KA o MLEAI O A AT
BOTIE, KRN A K71 2 BI0T 52 &,

113-

B\ NS
’\ifw%aW%F%ﬁ% MSI #:#<° MMR-THC
B, RE L EH AR OB WL

BT 5 FENBYER X OYREE ORIEFIE L ORBERRY 27 &
NILBLTH BH[47, 49,

MLH1 MSH2 MSH6 PMS2 — AR

FENE FENE FEIE FENE FENE FHEIE FEIE FEIE HEIE

iy | VRS -l R A i 4 i Uz U R

15 49y | 34-54% | 47-48y | 21-57% | 53-55y | 16-49% | 49-50y | 13-26% 3.1%
PN S

YIBE | 46y | 4-20% 43y 8-38% 46y | <1-13% | 51-59y | 1.3-3% 1.3%

(BIEV A7 80k E TCORMY A7)

NCCN guideline Ver 2.2023 X ¥ tif
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MSHE \ZJ5Ri N0 7 v N &G T D56, 15 NEE ORIEFEE MLHI, MSH2 & t~_THElCTh 573,
FEIE Y A7 X MLH1, MSH2 D[RS £ 7213F N ETH D E I TWBHI49, 76, 95]. PMS2IZHHI/NY
TV N EEOLGAINEEY AN ERTLI00ET A TZ L.

ARFRTIL Y » FIEGERED 75 NS X T 1% BAF 72BN S O BRAREI T T 1320 & O@EC, AR
3 <, FEIER T, mECHRE BEIE OB IFREMERNW R EOREN B D & oWENRH H[117, 118].
Z O — 7 CHRERMERE-CUTHIIaE, WRIER &, Wb b Type I+ E BRI EL S LD & O HH O
WELHD. I OIS, FEEEH TEHEEICIRR L CTRIET 2 F = (LUS: lower uterine segment)
OBEFENRENE SN TWA[119, 120]. FHZICEBE LTI, U FIEBEREO -5 NEE X, MSI-High O%f
MEHD, BB LK L TREBARECH DL L, EF =y 7 RA v MEERDADNTHDH Z &
PRENTWA108, 121]. ek, )y%f%ﬁmwﬁﬁ (R LU, BN OB A 72 & O IR
PEJE CHEITHI T M2 & Sh, 4T L7z S WiﬁﬁgmLm$%FW%F(mmmmw
breast and ovarian cancer, HBOC) L 1ZxfRHITH 5. -8R L LR TCFREHTHDHZ &, + =N
fEte & OBEMIEFIN L2 LN, KR TH 5122, 123].

II1-3-2-2 ¥—A T R

TEABIEICT D= TRk E LT, TENBEMEEZ N BE C R RENEL, £V —
RA T URAEERY S B[47, 116). FENBEMEZIZIEZENELS 2N LD, RN
WD DB DO TV, g L ik L TRAEREOREN D20V, HBEOKETERLTH LW
FRRAAE R DL 1T 34%FE L s X TR Y, WIEMEZ O 57% & @< Zan[i1e]. & <z
RATZETITAREIS CCTFERARERRE S LB T L5720, REBEEBREICL 2 —~1T7
AITHELE S AL720047, 49). F70, FEANBYEILIRN T % B EETH Y, BRIEREZEL THrHR
Wr SN 7o GG LR LY — A T U ZARRAFEBIRZ RS &0 ) =BT U AITZ L. RAERGE
fB L OMERRICOWTOTET A TZ LWA, 30~35 mENH D, HDHWVIEFERN TRED DN
ARTEFRR LV 5 A VRN D O 1~2 FHOMREEZBET 5. 72k, JRIKBE T Z & ICREFICR
FEMEBRNER D Z LD, WS CIE MLHI S MSH2 2B L Tix 35 %, MSH6 TlE 40 550> 5H D Y—
N%?VX@%%%@ﬁﬁékmﬁi%%5M91%]ik#~N4§yxmsz,%Emﬁﬁ®£
RERIEIRTH DR IEMSH M 2RO BEIE, AR EBO LR EOBEELEETH 5.

— AR IR B iﬁm@%~~47/x&%ﬁhifwénf&w#,ﬁ@ﬁ W W TE L g CA-
125 (TS EOHIBTEE L TH L [47, 49]. UL, milRlOBETIIBRE L HES NI L 0b b
T, WICTFESNTZZEOFNCHRIERDNHE L THRAREREND, b5 interval cancer (ZHE
ﬁ%%f@éuﬁ.it%%ﬁi@@@ﬁ%fﬁ*iébwﬂ THEE, MEERRETER, EPRIEN, RN
MR, JREYNO: EOIEREZ RO T HAICIE, SO KIS ) EIROATREMEN & 5 720, i A
%%%wéﬁfwﬁﬁﬁigfﬁé.ﬁﬁ,)/%r%ﬁ%ﬁ%&btmﬁ%ﬁ T, I AEHEICRT S
Y=g T U REAT o T85O 10 FFAEFED 5 NI T 98%, JIGLE T 89% & S hv7z[95]. =
FERD, V=S T U ADOMFIC L DL D0, U U FIEMECRAET 2 m ABHE OEMEE NIV &
L2600, REIZONWTIHBIED L ZARPATHS.

III-3-2-3 5%
III-3-2-3-1 FHiRE
U o FREMERE LM 80T B - PO & BB O AR RGBT LTI, BOEPE & RAR IS i B,
. U U TIEER ISR D T E AR T, ECROEEIRITREN T RN DD, 7 EN
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BHEDRAEZBI Z EPRINTWDHTD, VAT E LTEET RSB L 25 (CQ9) [47,
48, 125].

ONBUE I L CIEA R 72— 7 U ARIFIRE ST W2 U A 7 AR IR EAG T (risk-
reducing salpingo-oophorectomy: RRSO)3IFHED — K TP & L THEET N EEIRL & 725208 [49]
PNEEIC X B AT RO R IR STV [47, 48, 124, 125] .U A 7 (&I TFHF O i THEIZ >V C
V3, HER S O F A DHE, FHERE, RN & 72 5 MMR & s+ ORI RS FERNCHRFTT 5 2 ENEE L
WA3,40 ELLRTO 5 25 I +RRSO IZL D517 4 v MIZ LWM126]. 7272 LKEEEO Fili s 7 &
LCW5 U U FIEBERE LI LTI, R O FAIRREIC 75 2t & RRSO O[RIFFIIT A B E S b
[49].

RRSO Jaf TREIC)IS U T, IR REIEIR & L COEEHELL, sexual activity D2k, JEE 7w 7 7 A
IRF R A~DEENGEHSNS. 2D RRSO % FEi1 5121%, LtEESRHEMFEDORE G HMLEIZR
5. FIEEEEO WD RRSO il T D~V AT 0T — g UNIRVE UEERIENA 256
W 547, 126-128].

F 72U AR TFHTIF O K ATFEREARIS TEPRE SN DV M) U A7 23,75 NBE TlE 5~
1T%REEE, JRELE CIX 06%REH D &L END. - T, FHIESL» THORFHMEi 2179 Z ENEEL
VW116, 125, 129, 130].

II1-3-2-3-2 {bZ%FE5

U ZZAREFM LN D U 2 7 AKRBE E LTI EFE PR EBR IS, RIBEICEBWTIET A Y iT
L 2ALF T OFAERHRE TV D (CQ8) . 1= NIEE-CON A & s ABHEIZBE L Ik 0k
EERDOFRAERHE SN TVWDEN, A TOTET U ANFZND & ZATHD.[47, 131]

III-3-2-4 %Y —~_A1 5 R

TEABEYES X OB D U X 7 KT O AR —< o1 7 > 22 LT, BRR 722 5 1EC 1
IR EN TRV, RRSO HBIZJFSMERE NS 2 FIE L= U V FIEBREOHREF N H 2 b od[132], U v~
FIEGEREIZ 1T 2 RRSO % OJRFEMERENE OFIES IR L TTXEN TR L, RN 7y —7 v
TRLEELWNWEEZLND.

I11-3-3 WRIFHEE
ITI-3-3-1 4¢f% - /348

B ERRE 72 & O _EEIR AT D IR R (Upper tract urothelial carcinoma: UTUC)IE, WAJR
PO THEIR IR TH DN, V) O FIERRET T O 5% UTUC R4 L, U o FIE e B
DI TIERIGHE63%). = P (9% TRV T RBIFE AR @ [133-135], IT4E, BEDERE & BIHE L &
LTHDOND LT >TEY | BiSCE, RERMES, RIBREE S, U TR L OB RIE S
TW5[7, 136-1411,

BRH =G DT UTUC &KE2 A7 )V —=7 L& 2 A, 5% T MMR Bz (MMRs) O A5
FRIVEHI AN T o R RO T2 L OWMENH 5135, 142, 143], Z D 720D KIGFECF- = NIEEE D & 721F
T/ < UTUC 226 b U U FIREGEREO MMR-ICH #EIC L 5 A7 U — =2 7 REBIIC T2 6 5,
F72. U U FIEGRERE UTUC O 64%\2 KIGHEE % &t U o FHEMRE R IEE OB 2585 Tk v \.UTUC

TIRTIT Y o FREERE O FTRENE 2 S BRI & X G 2 R 217 © [142], — %72 UTUC D2
AR T0 i CTh DN, U U FIEGRERE UTUC Tk 64 % & HLEREOFH4E T, MSH2 TRIER AR
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II1-3-3-2 $—~_Af TR

U U FREMBRETIE ROV —_A T 2L LT, 30-35 iH bFE, IRBRESCRMIEZ 217 5, 45K
MK RINS MSH2IREI N T > b a2 f 4 58 TIEZudinz Tl ﬁ@ﬁ%ﬁo_&%FwTéﬁi
b b 5[144], LU EOBAETREZROTHGAIL, CT. WITHER LIREERY ., IRES MEEAR e & O
BT D, ZOPT, WATHER S REERORE BT ISR, R2lrEeE imwﬁﬁ WIZAT—T v
5“@%%%%%%?5@%%@§T%étb\E%%ﬁﬁ~A47/2ki@LTP&wo

III-3-3-3 {5%

U > FHEBERICIE T D UTUC ORI, %ﬁ%éﬁ UTUC OIRRICHEL 5, D F 0 B Lofmll e &
IR, ARIEE BB L LIEBIRE SR, IRESDUIBRN, JRES T L —F —BERlil e & O RRIRE H
5w@\%@ﬁmm%#&m%ﬁ%@ﬁﬁ?zy7m4/b@%ﬁ&&@%%%&%ﬁoh%h

I11-3-4 -EELEES
ITI-3-4-1 %% - 538

U U FIEGEREO B O REREAE D A 71X, KA EZTLHRT U7 TREWIS, 146-149], OB ML, ~Y
anNy Z— - v'ull (Helicobacter pylori : HP) J&Yx'H 7% O HIEMEIZ K 2 FIEEIE OFENH VY . HP ik
GUIEE DS —BE G D BB FEIE & [FIERIC Y 2 7 KD — H%ﬁofhé&%{%ﬂfhéb@l@]HF@
YeLISNOBIHIK - & LC, MLHI - MSH2 O¥iEH/N ) 7 2 MERFE CTRIEU A7 BNEWERE I TV
% (€Q10) [1501,

II1-3-4-2 Y¥—_A T R

U 2 FIEERED BB O X IRITOW T, 83O HP BEEEE RERIZE T U7 O X 5 IZB O S Hk
X, HEOFEREZAGT D) o FEMEOBSE & MGE L, EREEENREREICL D —1 T
VA% 1~3 AT O T EBIRBE STV A[151], BHERIEFEIT 40 %A Th 5 B E/IMEMIT 31~
35 kL DWEE T, b—1 T L AOBEEIC OV TIE, 30 ~35 L T AMENL S, 148,
1491,

U U FIEGRED/NBHE DY —_A T 2 A HOWTUE, BEND RN A RT A4 o THERIZ S T
W, NBNIRBSR A O T A e VNS A, 1R CT (231 5 Clk. fam & L CHEPRE T
A E R T FEIX 2 <, R LV Te LA EETEHLE WHEERFOBH -+ _HIBBE N IRE ST
%1521,

IT1-3-4-3 &%
ITI-3-4-3-1 NHEE - FIam

) ‘/%ﬁ%ﬁi@i’ﬂ;ﬁ%“ﬁ 23 2 NARBEIE R OB OV TIE, —RIER] & RSB misET A N7
AR [153], Fio, EATHEEIIHT >0 ThH %&%%ré@jifﬂ IZHET D,

I11-3-4-3-2 KRR,
HWATE ISR 23 pEEICB W TR, —RIBET T vkt ) 2 P+ Ae&llFNc L AR ERE Y
SRE L. =BA~ T HLFREDEREE. =R~ T A B A~ TR « ZaMs i+ 598
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=LA (CheckMate649) 12 L 1 . =R /b~ 7+ 2piEfF EE(n=789) TLEIERE(n=792) L v
HAEEIC OS DIER(NY— R 0797k &N 7=[154], LivL, =R~ 7+A BV A~ TRETIH L
FVERRT T 5 A 572 OS DIERIT R IR o7z, £ DORERO MSI-High Z /R L% 7 7 v — 7 gk
IZBWWT, =R~ 7 HERIE OB (=22) CII L PFERE =2 D% L T L Y BEFE 72 OS OIER (O
P— R 0.38) R &, =R~ T+ 4 ) A~ T HMn=11) THILFEEHEO=21)I1Z% LT OS D4
FEOF— R 028 RE N7z, - T, EITHEICBW T, EENR —KIBFEE L T=RL~7 +
EFFRENER S TWDED, U U TFREEHOEITHEIXI=A LV~ 7 O EREHEN L WifFTX D%t
BThdrLEILND,

II1-3-5 % Ot o> BE S ESE

U U FIREARRE DB DV —_A T ZIZHOWT, ARG TEI L OBAERREICOWTOZET A
IZZ LW, BCRO T A KT A > T OFIEREN H 2003 7 0 MREFEIZIL, 50 . HDH VI
FRWNTERAED OB AFIEFER LV 10 BEWERN SO, EUS H 25k MRI/MRCP # & HIZE 1%
WTNNIZE DY —_A T U RAEZBET D LEERRERIN T 547, 48, 155-159],

7B U UFIEGEREO/ N, RERE,. MIEER SICET XA TR IZONWTIE, TET R
MNZ LML S LTV 720 [152],

II1-4 Fik (L&EE) ~OXREH

® [BFAARANDMIZ, FiE (EE) CbEBA VB V7279 ZENREE LY,

® atrisk & (FFlo. 2 1 ENCBlE (Bl , Wepfith)) (IR EIZ O W THO 2B AT, FEE
e ECHEEFMA, b LX) A7 G U BEESE OV —_ A 7 2 %17 9,

® U U TFEMERE O BEME O FIE T — I RAEHILIE Tdh 25 O T, BEARFHIRA O RFH & JRRITAYIZ AR
HLIREIZ 72 5,

III-4-1 B=ZFRIZEHI

WEINYT > S HH D
ZENEEREFRIRET

RHINY T2 b H e

‘b g— g S AN /s \
BInFRIREZIT>T ZENEBEENBRET

UV Uy I

BRI N T3 MEE RENTLHMGH
UV FEREEE L TOY—RAM TR —R DM AIRE

R III-5 VU FIEGEBRE OFE (M&EE) ~DOxtik

CIRIANY T MEFFETH D ZERHEEL TVD, &5 WITBRERRA 21T > TOZRWIILGHE IC
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1TV CFEGEREE L COEEFEEO Y —X A T 252175 (R III-5).,

s RS T RN LR SN2 iR E IOV TE, —ROBARZ ETT O (K IIT-6),
© U U FEBREOBEIEG O Y — A T ARG E L TO D IR E ISR L TE, = T

ADRENE, BLFIREOBRICOWVWTOFEHRERMT 5, BEFIREEZZITE0E 90T
Bl 7o) 7@ TCARANDERTIRET S,

III-4-2 VUS %1

U > FREMRE 2 58 < Bk O IR DN & 2 BB FHIRA THREIN D 7 > bR S a0 a E (BE
TR B L OuLkxE () OV R 75 SO TAFHE Y —~A T v 2 2G5 5,

© U UFREGRE A5 O IRIERFIRIESCHAERE D & 512 6 B D & TR FEAIR A THI AN Y 7 2 b3

R En2WRIBEESE (VUS ORMREINT-BELZET) 1%, Vo FiEEEE R L THh—x
AT UAEITI,

© U T REMRRE A B O RIS TR FIRIEECBEIEIE 23 72 < | BARFHIRA TR AN T 2 R AR SR

R EE (VUS ORHEE S W BE 2 aTe) (TiE, BRI & RERIC —RIRZ 21T 5,

I11-4-3 BRZFERIKMEES]

EARFHIRAE 2 E M LTV e, HAWITER L= TR LT 5 Z LN TE R/
FOMBEEITIE, FRIZI T 2BEER ORAEFIHCHE R S22 B @0 U A 7 FHliZ21 Ty, B
SO —_A T2 R%AT .,

c U UTIEBEREN DT Y, BIRFEIOMRE L I L T e WAL, BRTEHR, MSI B MMR

BHEO THC MEORKRELEND U > FIEMREO FReM: 2 ER I FHE L, BEEE DY —~1
Y AxATH (KIII-1),

[Amsterdam FEHET Zi7-9), T3 TV O FIEMRREAZ R 55 BEERE - FERERH D) 55
T, MSI DR H 2 MSI-High, F£7-1% THC MEOHES MMR EHEHATHIZL, &is
FHIREZ A LINROWGEIL ) VFEERHICHE L T —_ A T U 2 %1T 9,

[Amsterdam FEHEI Zfi7= 3, 7211V o FIEMERE 250 < B8 O BEAEIRE - BN & 5 1 A T,
MSS/MSI-L £7-1% MMR EAEHK& L (MMR Enf 2 20 < b D AR2R0) O
ATYH, UV UTFIEBERNGEINTZDIT TIERY, 20X RGE, 20k b BETE, FEEICE
BN SROBBIE ATV, KIFEIH L TId i &b 3~5 EmMICRIBNRERE 21T
Do

[EET AL HTA RTA > &0i7=9) 25, [Amsterdam JEHEI &7z & 720 7213 T U FIE
(R %58 < Bk O BEAEIE - FEHEE S 720 ) 56 T8, MSI-High  £721% MMR &HEH A THILL,
U U TFIEEREDO AIREMEDR B 5 (Z<ITBMERGE L B2 6 D), BIERE, FEEICESE LW
TR DR BIEEZT O,

« FIREE, BEAEEEDNG U U FIEEREO AREMEME WV E E 2 B b MSS / MSI-L 7213 MMR &

SCHR

B K72 LORIGIERITIL, Feilleth—~A Z o 23707, K £ 7213% Oftho B E g 2
Be o RN HEL, b U <RI E (8- e PSS 03 IE L 125 Bld, ZRe @) 2,
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CQ6: VvV FIEBEDR 7 V—=v T2 AL LERBEICH TS DNA S X~y FEEREXREBELZHA
REBEZ=N—HP NV R Y —=2 (UTS) IHREINB?

TEFUALAYL : C, HEIREE 1, AEE  94.4%
U FREGEREE A Y == 7 B DI KIS L T = 8= R s Y =
VT ERFERT DL ERIHERT D,

U FIEEREOZWNI T 2= "—H L 27 ) —=2 7 (UTS) OAZh & EERF ARG LT A
K EENT 1 fR. BiIAIE 2 — NHFSE 4 fm. W KRAIRTETE O fR. A KT A4 v 4w, £72. v RYP—FIk
D 1fEAERH L7,

U Y FIEGERED A 7 ) —=2 7 )5k L U CHRIREL NI @2 R Lo 7 A AT L4 KHEHETT (ACTD)
RUFTREALATA T4 ¢BG) BHWLNTE 7208, L0 IEEO&SWERRFREENAETH S rBG
T 12-28% 0D U FIEMRERE 2 RIE T 2W(1-3l, 72, EBROBEEISICB WL, NAFERE%
GO RFREEAE R EHICHE T Z LI LIS LIEREECTH 5 Z BN ER ST 5 4l, KigEA
FaxtB & Lic 4 DO KRB 2 78— MIFEOFEMNT TIE, 5F 10,206 4 O K EE D 5> H U o FIEfsx
BEIL 3.1% CTH - 7228, ACIL 2572 KIGHEERFE 1T 2.5% T, FFREIT 97.9% L @m0 b 0D JEEIL 27.2%
o Tz, — . rBG ICAET HABEIL 39.8% T, U U FIEERERZBIOKEIL 88.1% L EWV b DD,
FRREIL 54.4% LK o 72[2], ZORERND, BHRFRESENR 2RI L) CTIEERED A 7 ) —=
VIIEEICRERNH D & LI, EELRREOWESNARETHD Z ERNTRBIND,

AR, K TlE~A 7 v¥ 7 74 MRZEMEBRAEMSI ) 72132 A~ v FEEE RE O R
L HAEMMR-THC B % AW U FEGERO A7 ) —= TiE s LTCERBREEZdRE L
7= UTS WML TN L o> TWwW5b, UTSIZACII R rBG ZH\W-A 7 J—= 7 Ll LT —
ANDY o FIEGERE BT 272D O& FIEm a6l BRFRESAERICEKFEE T, U T IEGERERE
DIBFE IS TR, T2, A7V —=2 7T X DB AE 74 (quality adjusted life years, QALY)
ZEE LB REOBREF NS UTS ITAHBRRETH D EMEST LN TNS[6-8], 2 b DfER%s
bl WHNDOTA RTA4 U TIEERBEEE ZxI%E LTUTS 2179 Z &R ST 5[9-11],

—ﬁ\K%L BRIV == TREERSCY VTGO BEHEZZE Lz UTS O HxI%h
BHIIITON TR, 7ok, AROKGEEZFICED D U v FIEEREE OEEIIN 1% TH 0 [12-

15], F@%¢éﬂkéﬁﬁ@%i%ﬂ%&Lk%&?%)vxmié22%&@%%&wﬁbfﬁwk
W16l AFRICIE T 5 UTS O I RITRCK L 0ROV ATREME N B 5, £ 72, BB ROBLEN S
mﬁ®k%ﬁ$%fi)/%ﬁ@#$%®£wé%A@ﬁw EEREEL, 10 Eo— m@%ﬁu?
DRGFEEFICIRE LT UTS 2175 FiEbIEIRL TV 517,

UTS i385 E. BWKECTY VFIERHEORWEE LM T5Z E BN TH DI, EBEDO RS )W
=V REIXRE OBBTFHIMEDOSRER LI IND, A7 V=0 I TI Ay FEBERE
IRENTZEREICKH LTl Y 'Y 7 ié%ﬁﬁ&%ﬁ?;&TLﬁ%%ﬁE@x@¢#@<@
HZENMEINTEY[18], UTS #1719 12hi=»> L, @WUIREMLEI Y v ) o R EH 25 2 5
ZEN, RVEWEETOY U FIEEHZEZ AIRBIC T2 LB 2 b1 d,

728, MSI ## & MMR-IHC BEOWTFNEHWTEH, FERICEWIRE TV o FIEERERE & [FE
T5 2 ENAHETH D19, MMR-THC I L D5 27 )V —=27"ClZ, BRAFV600E /XY 7 > M&
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TEFHT 2 2 & T oI MSI-High K ORI AIEE & 72 51F0 (K -1 U U FIEEREDZ
Wr FIE, PXX 200, BRI DR RIEL T DR D IAB N AREIZ /2 5720, MSI A &kl L, LV

2
DA

KNFNBENL TNV D7), 72, MSI#id & MMR-THC M2 i%, KIBEICRIT 5 Y v FIEMREOZ W
B, RaTn ) X~ 7 OETGHEEE ~OHEISZHET D200, KipkIZB T 2L RIEDzE

WM, 2L LTHRBEET STV D,
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CQ7: UV U TFIEBEBHBE O RKBNEE Y — A 7 U RCB T L REBEFICL5EINLITHREEIND
2 ?

TEFUALAL : C, HEREE 1, AEE 100%
HERST - U TR RS O KB — A T L RO WCEEEE T A28 L TEHT 2
LR HERET 5,

U FHIEERERE O RIGIRIEDO ROV TG L7- 2 ORI & 2k — MFEZ M L7z, KGR
JEDOAFHRIT 10.6%-23% T, ML & HICARRITI EAT D12, U o FIEGERICE T 5 KRIGNEER
TIX, ARAENREINTZME—DY—_A T AETH Y . RBANREEE A= —_a T 23K
DI R E 60%—72%JD S5 Z EAVRENTW5(3,4],

U FREERE RS OJR KBS 112 B 5 RGO RRERIER 2 MG L7z 2 RO FTm & 28— Mgt &
SHmDO%F MR — MIFZEIC L D & 80 Wil £ TO R BERIERIL, MLHI T 46%—61%.
MSH2 & EPCAM T 33%—52%. MSH6 T 10%—44%. PMS2 T 8.7%20% & M E<nTkv, Vo F
JEERE CIIRIKE S T RIBE OFIERN R/ D Z LR SN T 5[5-13], 5,255 il & 45 L 7= [H
ERIL[EIRFSEIE, % THRBORFZE Cldd 5 b O O KIFHE O RIERICRINEE FIC LB ETMA T, M, K
BEfZENH D Z & bME SN TV D[14], ZOMRIZIIAFROMIRE GBI L TWDERT T 0 b O
G DI D KRERE T 2 Z LIZTE TV, BLERY . U FREGEREBRE O KIBEIC 5T L
T, FEEEFRBLIOMELZZE LI KGNREREICL 2V —_A T U AFHEEZEZ D LN TE
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RGN A O BHAAFEERIZ DWW T 5 fROREIA & 28— MIFSE L 6 fRD % HHIIIIE. 1RO A ¥
T, AMRMOTA RT A 2 Lic, U o FIEMREEE O 20 i T O KRB OFBIFRIERITO T
DJFKEG T OHETH 1%RHMTH Y . 25 mLLARTO KGR O3 A 13 TRV [5-7,12,15-26], 30 5%
e TR BRERIERIL, LM Tld MLHI S 0%-2.4%., MSH2 EPCAM7? 0.4%—-3.0%., MSH6
2 0%—0.05%., PMS27\ 0.02%—0.1% T, BYETIZ MLHI H 0.9%—4.5%. MSH2 EPCAM 73 0.7%—
2.6%. MSH6 ) 0%-0.5%. PMS2 7 0.2-0.4% & &5 ST\ b, £io, 40 k£ TO R ARER
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N, KBNS LD —_o T U ZAFHEICEEA 52 D1 EDET RV, LLEXY . MLHI $£7-
1%L MSH2 % JRIKB(RFIZFF2 U FIREGEREBE TIX RGNS A X 20-25 R ICBMA T 5 DN L FE
LV, F7. KREEIIEEENE MSHE £ 7213 PMS2 % G RE & 1280 ) U FIEBERBRE TR
AENREERR A IE 30-35 mFICBAMET 2 DOMEE LW, 2L, [FA—FR2NOEFEDTIEER OFH LD 2-
S5AE R KIBNHEEREIZ L AT —_A T AZHIAT 5 2 L bBEIND N, T —A1 T ABHIARE
&R D BAIZ U<, BAREENIE 2 (pE s XE b0 TH H[27],

KIBPRSEREIC L D2 —_4 T AR HOWTIE 1 fROETA & 3k — MR & 2 fRD% T HIE
SRt Uz, MLHI1, MSH2 %7213 MSH6 % )5 N B2 B2 ) o FIERREBRE Z x5 L Lz
1 ROBIERFZEICRBNT, 1ETE, 2T L, 2-3FE 7L O FEMELE NREERE CIIRIGE O B
FAER L RGFEREAROEITEIZTVPR L AE TH 2 Z ERRESN TV A28, 1RO E 27k
— MFFRIC & B EEIC X AUE. RIBEISIEIER] D 69%73N it O R L NHREERMA S 2 ELL ERGHE
LTwWi=[7l,
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KK B DR R KBS 120 T 72 U FIREGRREBE TR T 2 — o T A RIS A O it
R G LT B, RN ISR R 72— T o ARGNHEERE O AR Emn &
W5 X 5[29,30l, MLHI & 5\ N% MSH2 % JFRE(R FI2R2 U o FREERERF ClE 20 & Tld7Ze <
25 %06, MSH6 & PMS2 % KB 1 ICFE2 U U FIEEREBS T 835 i 40 1 /2 E b — A
T U AKIGNRSEREZ AT 5 L B RICEND Z 3 HEINTWD, /-, MSH6 & PMS2
Z R G IO U FIEGEREERE Tl SOV —_a T v AMBAE 2R ICEN S L@ Sh
TWD, B, KRTOY—A T Z RGNS TR KBS0 K AR 2 B &
L7et—_A 7 2 ZARGNEEER A O AR RO X T Tz,

PLEX Y U U FREGEREERE O KRG T 5 KIBNHREMREIZ L 50 —~1 T 2RI,
MLH1, MSH2 EPCAM %713 MSH6 % R K5 T IZFF2 U  FHEBERERSE TIL 1242 L2,
PMS2 % JF IR G IR 2 U U TIEERERE CTIE 13 Z L ICHEMT 5 2 L 2595, 72d. Kb
SCNREOBEEAEH T HHRE . B, MLHI 25 \W% MSH2 %7 KBRS 8E . 40 bl Lo B
TiX, 1RO —_A 7 A EHLET 285 H 5[7,31],

SCHR

1) Liljegren A, Barker G, Elliott F, et al. Prevalence of adenomas and hyperplastic polyps in
mismatch repair mutation carriers among CAPP2 participants: report by the colorectal
adenoma/carcinoma prevention programme 2. J Clin Oncol. 2008 Jul 10;26(20):3434-9.

2) Rahmi G, Lecomte T, Malka D, et al. Impact of chromoscopy on adenoma detection in patients
with Lynch syndrome: a prospective, multicenter, blinded, tandem colonoscopy study. Am J
Gastroenterol. 2015 Feb;110(2):288-98.

3) Jarvinen HJ, Aarnio M, Mustonen H, et al. Controlled 15-year trial on screening for colorectal
cancer in families with hereditary nonpolyposis colorectal cancer. Gastroenterology
2000;118:829-34.

4) Dove-Edwin I, Sasieni P, Adams J, et al. Prevention of colorectal cancer by colonoscopic
surveillance in individuals with a family history of colorectal cancer: 16 year, prospective,
follow-up study. BMdJ 2005;331:1047.

5) Bonadona V, Bonaiti B, Olschwang S, et al. Cancer risks associated with germline mutations in
MLH1, MSH2, and MSH6 genes in Liynch syndrome. JAMA 2011;305:2304-2310.

6) Moller P, Seppala TT, Bernstein I, et al. Cancer risk and survival in path_ MMR carriers by
gene and gender up to 75 years of age: a report from the Prospective Lynch Syndrome
Database. Gut 2018;67:1306-1316.

7)  Moller P, Seppala T, Bernstein I, et al. Cancer incidence and survival in Lynch syndrome
patients receiving colonoscopic and gynaecological surveillance: first report from the
prospective Lynch syndrome database. Gut 2017;66:464-472.

8) Ryan NAJ, Morris J, Green K, et al. Association of mismatch repair mutation with age at
cancer onset in Lynch syndrome: Implications for stratified surveillance strategies. JAMA
Oncol 2017;3:1702-1706.

9) Baglietto L, Lindor NM, Dowty JG, et al. Risks of Lynch syndrome cancers for MSH6 mutation
carriers. J Natl Cancer Inst 2010;102:193-201.

10) Suerink M, Rodriguez-Girondo M, van der Klift HM, et al. An alternative approach to

143



11)

12)

13)

14)

15)

16)

17)

18)

19)

20)

21)

22)

23)

24)

25)

26)

establishing unbiased colorectal cancer risk estimation in Lynch syndrome. Genet Med
2019;21;2706-2712.

Senter L, Clendenning M, Sotamaa K, et al. The clinical phenotype of Lynch syndrome due to
germ-line PMS2 mutations. Gastroenterology 2008;135:419-428.

ten Broeke SW, van der Klift HM, Tops CMJ, et al. Cancer risks for PMS2-associated Lynch
syndrome. J Clin Oncol 2018;36:2961-2968.

Suerink M, Rodriguez-Girondo M, van der Klift HM, et al. An alternative approach to
establishing unbiased colorectal cancer risk estimation in Lynch syndrome. Genet Med 2019;
21;2706-2712.

International Mismatch Repair Consortium. Variation in the risk of colorectal cancer in
families with Lynch syndrome: a retrospective cohort study. Lancet Oncol. 2021 Jul;22(7):1014-
1022.

Vasen HFA, Blanco I, Aktan Collan K, et al. Revised guidelines for the clinical management of
Lynch syndrome (HNPCC): recommendations by a group of European experts. Gut 2013; 62:
812-823.

Moller P, Seppald T, Bernstein I, et al. Incidence of and survival after subsequent cancers in
carriers of pathogenic MMR variants with previous cancer: a report from the prospective Lynch
syndrome database. Gut 2017; 66: 1657—1664.

Dedong AE, Nagengast FM, Kleibeuker JH, et al. What is the appropriate screening protocol in
Lynch syndrome? Fam Cancer 2006; 5: 373—378.

Hendriks YMC, Wagner A, Morreau H, et al. Cancer risk in hereditary nonpolyposis colorectal
cancer due to MSH6 mutations: impact on counseling and surveillance. Gastroenterology 2004;
127 17-25.

Quehenberger F, Vasen HFA, Van Houwelingen HC. Risk of colorectal and endometrial cancer
for carriers of mutations of the hMLH1 and hMSH2 gene: correction for ascertainment. J Med
Genet 2005; 42: 491-496.

Hampel H, Frankel W, Panescu J, et al. Screening for Lynch syndrome (hereditary nonpolyposis
colorectal cancer) among endometrial cancer patients. Cancer Res 2006; 66: 7810-7817.
Jenkins MA, Baglietto L, Dowty JG, et al. Cancer risks for mismatch repair gene mutation
carriers: a population-based early onset case-family study. Clin Gastroenterol Hepatol 2006; 4:
489-498.

Cairns SR, Scholefield JH, Steele Rd, et al. Guidelines for colorectal cancer screening and
surveillance in moderate and high risk groups (update from 2002). Gut 2010; 59: 666—689.
Rubenstein JH, Enns R, Heidelbaugh J, et al. American Gastroenterological Association
Institute Guideline on the diagnosis and management of Lynch syndrome. Gastroenterology
2015; 149: 777-782.

Jenkins MA, Dowty JG, Ait Ouakrim D, et al. Short-term risk of colorectal cancer in individuals
with Lynch syndrome: a meta-analysis. J Clin Oncol 2015; 33: 326—-331.

Giardiello FM, Allen JI , Axilbund JE , Boland CR , Burke CA , Burt RW et al. Guidelines on
genetic evaluation and management of Liynch syndrome: a consensus statement by the US
multi-society task force on colorectal cancer. Am J Gastroenterol 2014; 109: 1159-1179.

ten Broeke SW , Brohet RM , Tops CM , van der Klift HM , Velthuizen ME , Bernstein I et al.

144



27)

28)

29)

30)

31)

Lynch syndrome caused by germline PMS2 mutations: delineating the cancer risk. J Clin Oncol
2015; 33: 319-325.

NCCN Clinical Practice Guidelines in Oncology. Genetic/Familial High-Risk Assessment:
Colorectal. Version 2. 2023.

Engel C, Vasen HF, Seppala T, et al. No Difference in Colorectal Cancer Incidence or Stage at
Detection by Colonoscopy Among 3 Countries With Different Lynch Syndrome Surveillance
Policies. Gastroenterology 2018;155:1400-1409 e2.

Kastrinos F, Ingram MA, Silver ER, et al. Gene-Specific Variation in Colorectal Cancer
Surveillance Strategies for Lynch Syndrome. Gastroenterology. 2021 Aug;161(2):453-
462.15.(CQ9-14)

Kang YdJ, Caruana M, McLoughlin K, et al. The predicted effect and cost-effectiveness of
tailoring colonoscopic surveillance according to mismatch repair gene in patients with Lynch
syndrome. Genet Med. 2022 Sep;24(9):1831-1846.(CQ9-15)

Vasen HF, Abdirahman M, Brohet R, et al. One to 2-year surveillance intervals reduce risk of

colorectal cancer in families with Lynch syndrome. Gastroenterology. 2010 Jun;138(7):2300-6.

145



CQ8: U U FREMBEBE T HIFETHIX, BBBE L B L THRESh 502?

TETFT ALYV B, HELEE 2, £EE 100%
HELESC - U T EERE RS T, BRI CRIBICRT 2IbFE T E LT A Y VG %
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BEERE T, BSOS T LT E LTT AE ) v OB 21TDRNW I L 255 < #1395,
ﬁﬁ\7%t)/®£ﬁﬁg%@ﬁ#écmw3ﬁ%kbf\UV%E@%%%%KlHGMmg®&
H-&#% 300mg 35 LY 100mg & i3 2 H/E 2 LIS MR T T %,
— 55T, CAPP2 HERDFEHGEIMERNSIL, LIRZ Y b RAX —F OB KIS ORI B 5
XIPNZ EPIRENT, 7272 L, KIBUSO Y T REGEREEE (FRCE ., + 2160, 1BE. B o
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CQ9: VU FEMHEE AT DI X7 EBFHN (FEEMHLN | MANBHRMEN 3HEshD
2

TETF ALYV C, HEREE 2L, BEE  94.4%

U U FIREARRE D NI 2 U A Z RTINS, FECROERNRIT R I TR
W DD, N L OYNEEOFIE Y X7 KT S 5700 BE T T8I
Lo, 7212 U 2RAGLEOFE GOHE, Vo FIEREBEE L O F IR, RN &
72% I Ay FEEBER T OREICES X ERNIRETTT 2 Z ENEE LU,

MEER AR I, JEBGSRIFZE 2@, Bif & ak— MR 1L RE2A Lz, M T % odE)
X, BRAEOMIE 2/, =2 b—ra VR 2ReasA Lz, [EEREONE CTlEvIal—v
a MR 2 mA B Uiz, THEMIRORZEE ) CIaBCk7e L, T EESR ] CILEFIRSIIZE 1 W28 A L
7=

1. EEFRAEIH

FEBIRT AR 2 i LAuE, 2RI B X ORI BRI K0 | 75 NRE, IR 0%
JEV A7 METT5Z EVRENTWSD, Schmeler KM, 2006 & D U A 7 K FHIC T 2 M IC L h
X, FEEMHEN 220072 61 4 O LML T 18.3 4RBHF Sdu, 1B N ORAEITFRD L)
Stz — T, FEEREN 2520 TR 210 £ O LTy 7.4 B ESh, 75 Wﬂﬁﬁzﬁ 33%IZ
BA LT, W RS A 2 5210 72 47 4 ORI T 11.2 B S, IIRmORBAEITRD 5
Nighoitz, —J5 T, WL ERHE T 2521 TV 72 223 44 O £etE i) 10.6 4BHF S v, IS
5.5% 2384 L7=[1], Tzortzatos G,2015 & OHAAIZ LAUX, U A 7 (KT (32 423 7= /T +i
WA B AT, 7 A0 E IO, 2 2N EHAM BEREEITOAR) 2207414055, 44
(PRI 75 NS/ N BRI REE S R E S iz, — T U AZ KBTI 251 T 45 4 C
X, Y=g T AT 9 43 N/ B N IR REE . 2 4 DSINELE & 5 L 72 [2],

d—nmyNEHLE LY CFEEREEICE T D EEE S i LA IE Td 5 Prospective Lynch
syndrome database (PLSD) (ZX 2iM & adk— MFEND, U o FIEMEREZMEICIS T 5 72 N -
GNEE D U 2 7RI OFEM BN R NG SN TW5, 25 TV 2 7 KB+ E a2t 2= 0 =54
70 % E T ENBESEICRET DU AT % MLH 15N 72 MEREE T 356%, MSH 2T 47%, MHS
67T 41%, PMS 2T 13%, TBITZX5H L SN TW5D, [AERIZ, 40 3% TV A7 K= 26 il 25 ) 72
BAETH, 70 E TICFENBEREICRET DU X7 % MLH 1REHIN) 7 2 MRS T 34%, MSH 2T
45%, MHS 6 T 40%, PMS 27T 13%, FHiT&5L &N Tnb, T74bb, U A7 KR 52T
25 R T H 40 R Th, 70 E TOFHNEDE U 2 7 KEENRIZFE%ETH Y | 40 mEARNIZ Y 2 7
TR =E 2PN EZ T AU v ME i&hk‘ﬁLb@f;b\k SHTVW5D,

F72. 25K T U A7 AKBINE IV ESE LI 22 T 72354, 70 i £ CIOINEIZRER T2 Y X7 % MLH
TR N 7 2 MERFE T 11%, MSH 27T 17%, MHS6T 11%, PMS 27T 3%, TBiCTE5 &I T
%, [AIERIZ, 40 5% TV A ZAKBINVE SRR T 22 0 728558 Th, T0 M E CICINEICRET D U X7
Z MLH 1958930 7 > MEFFE T 9%, MSH 27T 16%, MHS 6 T 9%, PMS 27T 3%, THhiT&5L&h
TWD, 2D, 70 E TOINEGE U 2 7 {REENRIL, U A 7 KEIPE IV EAG TS 25 F T
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40 RIFR T HFEFETH Y | 40 BN U A 7 (KBIVEINEMHIT 221 5 A U v Middlens sh T
%31,

2. EMTHROWE

A TPHRICBE L CY A7 KB FM oA A OW TR E LRI, Bilf & 2 — MFSE 2
micE D&, )y%r@ﬁk%méntﬁﬁ%%%mﬁ%ﬁéﬁﬁﬁ%ﬁ%ﬁ@%ﬁﬁﬁ%%ﬁft%
—_A T UREToTGAE, FEARBED L IIINEELZRIE LICGA b TRITBERIVEBL Th o7
&ﬁ%énfméokmmmﬁﬂzm9g@ﬁ%_ini\)/%F@ﬁ&@%éMKﬁﬁum%mﬂb
T35 % b 7 E IR R B S A 2 - 23 4EIC—EDH—_ S, F U A& T2 E 2 A,
I NEH— A T ADEMFEIT 97.1% T, 10349 194 (18%) M H NI 2 FIE Uiz (s g
495, 2D 194D 5 LAIEIRTRZK SNIZDIX 2 4 DB T, FRAE 8 £/ 0B CIZIEEHIT e
Dot PNEUEIT 112 41 6 AITHAE L., TRl 2 ER OBBCHE T ATV e o 7-[4], 2 LN DR
@fk%ﬁ!ﬁﬂ%W%ﬁ@%~&43yx%ﬁwv¢¢Jx&ﬁﬁ%ﬁ%%Té*k%%ﬁLkHﬁD

X DA E 3R — MIFETIL, 1057 4 DY » FIEERELMEON, 186 43 Y A7 KBTI E L T+5
immm\ws%@ﬁwﬁﬁ ST 22 7, A T 2 AHUT T2 D31 NI & 5805 L7228,
10 FAEFRIT 98% ThoTz, Fo, 19 ANIPHUEZ5IE L7223, 10 FFAFHEIT 88% TH D | ki1
BIZRIFTH-oT2L LTWBIBL,

72%, PLSD IZ X ZH0A & adk— MFETIE, FFl2, MSHE & PMS2 ORI/ 7 2 MEFEE Tl
40 & LLRT T O MR RS IR I X 2 M TR OUERIT RV LR ESN TN D 9,

3. ERZEFOUEF

RCK D D DEFRERRE TS L D &0 U TR T2 U A 7 AR TN 138 A 2h R
nNTnsE@EsINTNS([6-8], LovL, AFOBEAEHIOL & TEIET 2 IIXEE 23S RO B
%o ¥, U UTFIEGERHEE T T 5 U A Z KR RBORINGE TH 5 (2023 4 5 HBIE),

4. FEHEEL QOL

U 2 7RI & U C s i w4 B g ik 2 52 10 72 U o FIRERRERE~D T 4 — N
TE2MIC LD L, IBITkHT DRI AR Z R L7z — 5 C, EFEMEARIC L2 EZ2BD-E LT
%19.101,

5. JA#EIEBHE
VAT 2207261 4D 55, HELAGIHEX 1/61 (1.6%) IZRELZEHREL VDI,
B, APHEDIA UTESNL., BRI U CEM, BEROIBERRE 249 DIER Th -7,

SCHR
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CQ10.V U FIEMBREBE T Helicobacter pylori DA 7 V —= v FREIIHBINE 0 ?

TEF ALYV C, #EBEE - 20 AEE 1 88.9%
BREO U 27 KE B L LT, U o FIEREEE O Helicobacter pylori &4k 0D 2 7
J—=r 7 HaEZ5 < HRT D

U > FIEGERED BRI T D —_ A T 2D =0 EEEILENHRSERE R L O Helicobacter
pylori (H. pylorDf & OB ARG L-aim Bl ok — MR 1 iR, %Mok — MIFE 9 MR, %7
TARIBIZEIIZE 1 fm. i3 MR, WA FI7A4 v 1fmafht Lz,

—REMICEB W T, Bk E LI L THRT U7 CTHBEORIEY A7 BNEWZ ERMBILTWDR, U T
JEBREC D, RCREHI L CHRT U7 TIXHBEORIEY A7 1XE, 2O X2 2HEHIE Y A7 OFEW
WX H. pylori [RGB G DZEN K E S BEEH L TW5D, H pylor [&GE, B ORI 2 RIEIC K 0 B RRZE
Maks KO ERALAENA T, FRBA (O OBFRREORIEY A7 BN LT 5([1], LoT. Kb A
NZ A 2Tk, HBEPHEDZBREICMA T, VU FREEREE D H pylori GO A7 ) —=> T &
Z D% OBREBEEDOHEIZICOWTHEFTT 2 LEND 5,

U U FIEERRIC BT B B O AETERIE Y 2 7 12OV T, R SITRK 183% & HE STV AR
[2,3], HT7 T TIIHRRT41%E, BCKE L TRWEBOAEERIE ) A7 DRENTn54-7], VU
CFIEGREDO B S D WVITRTEIRZED U A7 R+ & LTid, B, @izt H R OB TRE N His
EhTWn3sI2,38], £/2, I—m v Zdubd Lz o FIERREICET 5 B ik L FEETH 5
Prospective U »F syndrome database (PLSD) |Z L 2 Rijlf] & 24— MMIFZENS ., FINELGEFICLVE
FEDIIE Y A7 BRI D Z EATRENTEY . MLHI JEHIN 0 7 2 MEREE O 75 5% T O RS x
URAZIE—AOD 89 %, MSH2IHII/NY T v MEFEETIOTHEERESI TS, =720, F1
FESTBLAE O B O F R & i O BRERAE Y A 7 IHBEIE eV EE S TuwA[10],

U > FHEERE D FRERIEIZ DV T, B BIXBMEE K H pylort J&Yx & OB# IR Z TV
[11,12], VU FIEBEREICBIE L= Bmo S 3R TH L Z L AME SN T\ 5 (13,14], — . A
HO—D2D%FHEM TR — MIFFETIX, U > FREERO BEBEITHMEEREN Y 27 /7 CTh 5 EN
IRENTWB 4], EFAILORO% TR R — MIFFETIE, U o FIEFERRICRAE LT HRIZB W T H
pylori BN NiifT TE 72 6 iR T X T T H pylori [EENBRD SNT-FENRRE SN TWB[5], LiEXo,
U v FREEREO BREERIEIZ I T D H. pylort Y2 DB 5% R EER 75U S S 0TV R0, BL
JEZERENFED HILTWND Z & A LTEHEIZEWT H pylorf EGEIEREmWZ & B (OER) @
B DOEIG NN 0D, H. pylori [EY, U U FIEGERECBIT D HEORIEY A7 K1+ ThHD &
Ex bivb[15],

UbEXv, VoFERBOEEOY —_A T 2BV T, Bl ERNHEEREICNZ T, H
pylori DA MR T DA ) —= 0 T EET 5 2 L 253 HERT 5, B, H pylors &
WERO BN HA IR EREE Z BT 5,
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f18 1. FAP L &R BE5 2R/ RBEER Y R— X

MUTYH-associated polyposis (MAP)

MAP %, HEBREEEEETFO > THDH MUTYH DT LIVIZEBIT 5 ARSI ORI Y T
VRN ERKRE T D alEEEs (SRR EERENITH AT, KIBIRESIT 10~ 1 0 OfHOHA
NN, 100 HLL ED = &b H5(2], Tz, ZF serrated polyps ZiBH 25AHH V. MAP O
# D 18%I1% SPS (Serrated polyposis syndrome) D2WiiL#eA 7= 9°[3], K DIRER GEB NV
7 v NEAT DRI TR ZRIET D5 ADEIE) 1X 60 E TT 43~100%Th Y [4]. 25~30 miZ
T L ENRERAEIC L 2V —_ A 7 U A ZHIhT 5, MAP OFEF Tl FAP & [FEkOFEHERZ 23
HEIEERIEY A7 T+ TR Y R—2 23 17-34%., + FRIBHEED 4-5%, HERE U —7"5 11%
Th V., 30-35 ikl L LE N A BIIAT 5, TBIL AFAP ICHE U TiThil 5 (5], AFTIIAKR
DOFLET V2, BARNIEBIT D MUTYH NV T > N OSEESLERIIEIC 5O DB ITARHTH 553,
KIGHRIEME AR U AR — o A B3 123 B2 OV T MGPT 23t L= & 2 A 2 6] (1.6%) © MAP 35 % [FE
L. WINoBE & KIBREEIX 100 @ ETho7e Z ERHE S5, [6,7]

1 MUTYH®DR T LLOEFEMBRAER R 7 o b

UAE, (WFER) DAY ) h7a 77 A4 Y v TAET MUTYH O R 7 LV OEFEIRSER N Y 7
VIR SN DA NH D . KIBEOIRIEY A7 120 TIE, KIFEOFEREN D 58556, KIGED Y
AL ERFTD LN WENH H3(8,9]. A X FENTCEM O KB IE ClL, MUTYH Jr7 LIV
U7 MREFECIIRBEY A7 X ER L2V T5#E b H 510,11, oMK TL2=ET &
2k, BKkOHTA KT A4 (NCCN)TIE, RFEIED MUTYH 77 VIVIRRI AN 7 2 MEREE O —
AT VAZOWTIE, B 1 ETBE ISR OFIERE 2RO 2546, 40 EE 72135 1 EIrlE o2 Wiy
Flp LV 10 5 WV FER S 5 AFEEO T L ENREMRA L HESE (72720, ZHUTEBEHERN/E | 5H
1 T ([ KIGHE 2 B8 OREMER 70— T A LFIL) L, 8 2 EIEEICKIBE AR 5
e, HERER 7 UV —=2 JIZBT 50T —Z R E LT 5 (3],

RY AF7—PRIEBEER Y R —3 X (polymerase proofreading—associated polyposis : PPAP)
PPAP X, DNA EHlOBO T — 2 (&84T 56 (RIEMEE) 28> POLE<° POLDI DT Y X
7 L7 — B O AR ORI AN Y T N ERE &S E R ARBAEE R (R R) PERET
5[12,13], PPAP %, FEMIEED 0.1-0.4%. KEFESCKER Y R— 20 0.3-0.7%% 5 5 [14],
KGOBREOEIIEAETHL Z ENZ VD, IREZEIFLAVEFMbIRESNTEY, KD U A
7 ESICBE LTV 5[13,15-18], PPAP THE D @& ILIBIFIT R CTH 2725, KIBIMRZE L LT,
POLDI BNFRROBGEITIE, 5 NEECHIE ., WMIEE 4 . POLE DBFROSEIZIEL, + falIRIE - .
URBLRE, JRIESS, WERE, FLRE. AT —~ &I 2 L OWEND 5[14,15,17-24], KIBRED 2-8%., +
HAENAD T-15% T POLE OFEMIa Y 7> N &2RODH M, POLDI OEMIIE/ N 7 2 NIfgsD TH
Thb, ZALOEMIENY T ML TRAELERGEIZ, ~1 270774 NREHEZRDT
(MSS)., ZHBABEENFFIZE L ultra-mutated tumor phenotype & L THI DAL, R E R 7 x
7 % —(mutational signature)% 23 %[14], fif, A TH POLD1BETHIFINE T 5 1 FZRnHE
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SN, FEE 1L attenuated B O KAGIRIEAE 12N 2 1B NIFSE 2 A 0F L T 72251,

MSHS3-associated polyposis

MSH3 13X DNA 2 A~ v FEEELR T T, ~A78HT T4 "ARLZEMICL D RIGOREICEE LT
W5 [26], wYEREBEEELR (BHEER) 22 T2 KEBRY R—T A&, W7 LV TO MSH3 A5
RRFNRA N Y 72 R EDORBENRE SN TWD, I 7 LAV TO MSH3FRRINY 72 SRS KGHED Y
AT H@DBIINE D T ON T e HEREIX S STV e [27,28], T LLVORIBIERIINY 7
MEFFFIZRT 2 —_A T 2L LT, MEIHLENESEMRAZ 25-30 OB L, RY —70
FAUE 2-3 MK IR, RY —FRRONIT 1-2 EFORE LTV, WHEETOBE NN L 20
X FEZET 58],

MILHS3 associated polyposis
MLHS3 % DNA < XV/?V@L%%@U&OT AR RSN BT DT LIV OFFERI N Y 72k
(p.S1188X) ZJFIA & ¥ 2wt ikEitEin (B MER) MERARTH D, BUNICHSE SN 4 55% 5 4
OHFHZ L D L. BE TV M E s (48~52 i%) T2l S4u, 1~200 fH O KAGARIEER Y — 7
DOIFENEMEE L L TRBESILELZREL TWD DR WE[29], =770, A5 0 7k
(p.N121Mfs*49) (FHBMEREDRIKIZ 72 B MPRIEMER U AR — R XA LN ERHEIR TS
[30,311,

NTHLI-associated polyposis

NTHLI1 (The endonuclease III-like 1) |3 HFREEHE (base-excision repair) (ZBHH# L TRk S 4
e S D UBEICER T 5182, W7 VLD NTHLIFEHI N Y 7 2 b S RIBAR U AR—3 2 D F A4 |2 B
L[83-35], iz & I B PNIEDE & OB H A ST 5 [28,33], KIFHE 72 & N KIBLIS OJE D
APEFIE Y A7 1%, TNENIMET64% £ 86%., LMET4T% L£100% &L 72> TWn5[36], —J, /7 L
DIFHI N Y T 2 MEIKRIGR VU R — ALK O R AE & 13BE L 722 [37],

RIREDE T LIVIFI N T T v MEFEEIZXET 2 KBGO —_A F 2 & LT, FEELE NS
HH225-30i% DA L. RN Y —FRRTFHIE2-3FMITH Y KT, RY —FRRO0NILL-2FEm OB A
ZITV, WS TOEENKNEE & 2VUE IR EEET 5, RISk L T340 6 hE BV A Z
ST~ VTS T T 4 —EEMRIZBEIT D, U A7 RBELEGIRR G 2 HE T 5 20 o+ e T v

ZNE72 0 FE BRI LTI IE o5 NS I W TR M EE & 72 5 (3],

MBD+#associated polyposis (MBD4-associated neoplasia syndrome)

WHREFEE R Th D MBD4 OERKIRLRINZIST DT LAAOIRRIS Y T 2 b 038 KI5 M
RV R—=VAZADFIN L7 D 2 ENHESNT-[38], = OEE B X OULBEE T, B~ 5 5 o KGR
JEMEAR Y AR— 2 ZAD1E0, KRGk, SME 8t aiimm, 5 E 5 BRafE, IR IRmiaiE, SEE &
SRRIRIEISE A LT,

ek, A BIE, BRIEMEFRY AR— 2 (30 ) BEIZ MBD4 OAFEMIERINCB T DT LD
JEEINY T D EGRD TS Z E N STV 5 [39],
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AXINZ-associated polyposis

AXIN21E Wnt > 7 F IREREEIZ B W T B 7 = OREEOFEICEE 2 & E R LD &
& BT, WA DRAEICMHADEEN ZFFOZ LRMOLN TN DD, AXINZ OEFGHIARINZ BT 5 RAY
NY T NERODHFEFAToligodontia  (FHCNEIE) & & BITRIGBIEMER U RN — 23 L ORI
MRS 5 Z LRHEEN[40], 72720, KIBERY —7 O/ L L CIREIRFL 2RO 2 ME L dH
Bla1l, 72, KIBFMRAEE LCid, BEeE R Y —=7, s, B, FEMIIREE, aisz i o5 £ 5]
PE ST 542].

CMMRD (constitutional mismatch repair deficiency) EFBERE

CMMRD JEMEREIL, 2 A~y FEEBIEFOMT LV 2402 S ORI N 7 > - & 5 A
&I D YRR fE (BMHEE) MEETHY, RIBWREER Y R— AnRH 605, ARG
WS, MBS, K7 E0354E5 5 (%im 1T : Lynch JEMERESIR) . 7238, AIRE D HAFERIZOW
Tik, PERMEI 2~y FEERBIERR] | [IREMI A~y FEERBIERFE) . TCMMRD JEfE
B R ENHDBERILR,
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