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FIEH B L DM E BRI, BEIES o 5 E H
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atous polyposis: FAP)
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WIS 7 ¥ MR REE T 5 H G AR B R
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FAPD BETII KRG ORE Y 2 7 3IEFITH <,
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FEDOFAEIZI0RA TOHRE S H 555, 40iFML TIEIF
50%, WCiE 9 IIX60mEE F TIZIZIT100% 23ET 5
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FAP), 100 2L E100018 i 3545, FF# A4 TIFAP
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BYIBRTH 5 2 L3R e n,

— 75, A RIFAP T I 105 A% T 0 K s o FE A
1302% & BAT L g L THF L <2, 72,
AFAPTIZ, WHLAYFAP & el L TR o S8 A 4R
WEE <, BIEY A 2 3RV, PRI KRBT RIC
I BEPHEE LT, BoPeE, 2k Bk, B
MIZE, RIE, T AEA FEHEORAELR EVRRH IR
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S ~1980 1981~1990 1991~2003
(n=268) (n=166) (n=71)
N L) 80.2% 77.7% 60.6%
TAESMFES 3.0% 4.8% 9.9%
BE 3.0% 2.4% 2.8%
+ Z{5ha/FLEE R 1.8% 2.4% 5.6%
= 0% 0% 1.4%
NG 1.2% 1.2% 1.4%
[ #& 0.9% 2.4% 5.6%
i 0.7% 0.6% 1.4%
FEE 0.5% 0.6% 1.4%
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83.9% MBI A& 5 L 721,
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N TR AEN YN 23] S R d PN 7]
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Total proctocolectomy) @K 4. [nl i 22011 (&) Wy
A4 (IPAA: Ileal pouch-anal anastomosis) (3 41+
Bl 3 1B W 4 (IRAL: lleo-rectal anastomosis) 253 4.
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43% \ZHRAFIE G TR ARAET B LW S hTw s
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KN BGERAEIC L 2 RO —~_A T Y A0 %E
Thbo MIHEILMYAE (IPAA) T3 E B
WHRAET B REED B 0, FRAAEB RN 2 &
MO —XA TV ABLETH L, WHOHTAF
54 ¥ TIIPAARIZAE 1 Mo KGN HRSGERE %,
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FAPIE KB LA BE S B & OV E B: Rtk 42
BIRET D20 (K1), FRELZE L2 —
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K= A, HIE +RERE TR AL
JRIEIZR T B — R4 5 2 ADHER IR T B2,
FAPIZABET A7 AE A FESICE L CTid, #1to
VA7 WS OO, FERENI0~15% & 52,
JEIE T DIFEHT1.8~80% & BFEMED T A EA K
i & KL CTHE L Z WP L ME I TV S,
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1. DFEEREER

DNAIZHE B A ) R 72N —E O HE CTHR
I J — (replication error) #4 L 5%, Zh b zls
B AHED—DI12 3 A~ v FIEHEEHE (mismatch
repair: MMR) %% %o MMREIE T IZIRI/NY 7 >~
FRZEY AT A v 7 BB T LIVITES
b, IATy FHEKEPRBREE 22, Z
DAKRE % mismatch repair-deficient (AIMMR) & I-53,
A 7u0¥TI4 FEIFIENADNAD 1 ~ Bk
DR K LELH O E 5T, MMREERE R RIRRELC X
DA 7a% 774 FOAERBUIREPEL, <
A7 a4 774 MAZESE (microsatellite instability:
MSI) %5 &k LI, DNAMBER 7 R + —
VAR EIZHE T ABIEFAMSNC L) 7L — A
7 MR ERLICED S,

)~ FEMEREE (Lynch syndrome: LS) &, MMRi#
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DBFEATERN BB > 7 SERIZE,  BARH G,
K - B L, 7 a— VB YORERIK
57 & ORI A D 57 BROHE Tld4
KIGHED2.4~3.7% & i S5 A%, RIFTI1X0.7
~1.01% & #iE SN TV BT,

V) ¥ FIEEECIERBE AN, TENEE, IR
Wols, WHE, N, NRGENE, B, B RN,
RIS, B M55 7 &% % 70 BEVENE S  (BE N 55)
WHAET B2 (F4). FUME, BEMERE,  RTSZBRAE S
DWTH Y ¥ FREMERE B EIE S oW BEE DS HE S h
TWh, B - MEEICS F & F ML 5k
ThHD, =L T ARERELELT 5,

B At v 7 —JREE

JE R AR T35 3 Fdefufk L oMLHL (3p22.2),
55 2 etk _EDMSH2 (2p21-pl6), MSH6 (2p16.3),
557 FYeta Rk 1 oPMS2 (7p22.1) TdH 5™, MMR
AR T LA TUIEMSH20 &3 12 A7 & 3 5 EPCAM
(2p21) DI PMDRIN X Y MSH2E FIE D FEH
WEh, VYFEBBORRNE 2L ZED1H5Y,
2. 2R

R 2 B < KIfe B E 2 2 83 2 554812,
) FIEREEIZ DT OSTEPIZ L7225 Tl 57
(K5),

STEPL: LT H 7 3) — %2 il 5

- Amsterdam#£ # 1T & % W (&2 ETBethesda’ 4 K
A4 RIS, MSIEE (A4 2uhT o4
AL EMERA) & B WV IEZMMRE F1E O 5058 LR
{t2% (immunohistochemistry, IHC) MA %479 o

LN —=HIV AT ) == T (ETOKRE
B T B (28 L TMSIHRZE % W IZMMRE

R4 ) ¥ FHEMRERE BT LS O J5 R R B R AR FE AR R

RERER
B8 MLH1 MSH2 & MSH6 PMS2 KEDO—RER
EPCAM
K& 46-61% 33-52% 10-44% 8.7-20% 4.1%
FENEE 34-54% 21-57% 16-49% 13-26% 3.1%
SPELE 4-20% 8-38% =1-13% 1.3-3% 1.1%
BEREE 0.2-5% 2.2-28% 0.7-5.5% =1-3.7% -
SR 2-7% 4.4-12.8% 1-8.2% =1-2.4% 2.3%
BE 5-27% 0.2-27% =1-7.9% - 0.8%
INGTE 0.4-11% 1.1-1.% =1-4% 0.1-0.3% 0.3%
3 6.2% 0.5-1.6% 1.4-1.6% =1-1.6% 1.7%
BEE 1.9-13% 0.02-1.7% 0.2-=1% 0.2-=1% -
Mg 0.7-1.7% 2.5-71.7% 0.8-1.8% 0.6-=1% 0.5%
X#k21) # 8E ISR

AmsterdamZ#||
¥ iTBethesdatif K54~

2AZN=YNRI Y=V T
AT g

(BIER) BAYT /L
7774V IRE

Yes

MMR-
sl r- HC
MSI-H !
1
s i MLH1%
Yes RAF-IH | Yes RHE

______ o RERETFRR No
——————— BHIZMMR -
Yes ~Z7Mb " ___ - IHC
No

dMMR

[ BRAI RIS

] BEHT LYY

LS: U Y FERE, MMR : S22y FHE
IHC : SRy

i

@No
es’
v

1 MSI: 24704774 FPFRREY

[ BEEMSIABRE ] [ Lynch-likefEf&#$ ] [ Vus

PGPV : &RiRIFRFIMR/ <Y 7 FEEL

MSI-H : BHE< A 7 09754 FRREY
Y
] [ e ] GPV : £3BARIIEN/ Y 7~ b

* VUS : BEFHAYTV b

ABEFEEE
BROTVIY Xbr ] BEAERBBERA A 54 2024588
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FEDIHC (MMR-IHC) #4E) 2179

- KRB REORHEEEFHY Z Hy & LT, MSIH
& HVIIMMR-IHCHAE 24T 9 -

- JE 35 MK SR ODNAZ S L CTAT - 72 a5 19 A3
AT nTaT7 74 B (CGPMAY) TAm
HIRERHIRR N ) 7 > s 2SEeb I A Ed@in s
e v,

STEP2: MSI-High % 7213 MMRE& 1% D 2 % fifg 2.
%o

- MSIHERZFED RN =) VREIEIRT T 4 v
HEARZHWTITbI b, EARD S L 7-DNA
M5 5HEO 1AV B L ~—h — % HvClES
Mo~ A4 7047754 "AZEREZHET 5. 7
4 70% 774 PORIPEIL TV L6 %MSI
EHIEL, 22U o —h—2MSIZRTHE %
MSI-High (high-frequency MSI), 1 2®O~<— 74 —»%
MSI% 7~ 9 35 & % MSl-Low (low-frequency MSI),
WD~ =% — HMSIE R S % Wi A ZMSS
(microsatellite stable) & |53 %, MSI-High% 7R3
55 DK F-AMMREH % 7R~ L, MSI-Low, MSS®
A I EMMREH 28121 S e v 728, MSI-High
WEBEMEE LT, MSI-Low, MSSIEREMEE L Tt &
N5,

- BEMEOMSI-High Kz D % < IZMLHLE R T
DTUE—F —FIHDOERN L REATFMEEAT
5 & 3N b, MSI-High% 7R3 KR D35~43 % 2%
BRAFVG00E/N1) 7 > b % 788 % %%, 1) ¥ F i
ML #E 2 oN5KEHEIZBIT A5BRAFV600E/N Y T
v M OBEIXLA%, #FEMEEEZ SN AMLHIER
HIRBEED D 5 KB TIE635% TH - 72 &
M X 912, BRAFVGO0E/NY 7 ~ F A% b hiid
) O F R A SRR ISR T B S LSRR E 2
5Nb, L72A3-> T, MSI-High% /R $HERIR, IHC
A CMLHLE F1VE & PMS28 FVE 0 T 5 %358 BLIK
PR TRERITIE, HEEHLERABRAFV600E/N Y T
Y MBEETHIUE, BORETEIES O REVEATE W & E
25N, BEEFIIMAICHE S 2 TH B,
STEP3: MMREa T O LML R A BT AN
V7Y NEFRET 5.

- BRI & RS RR O W )7 % v 72 CGPR AR
THHHIRLRFER N ) 7 > S SEE S AT
o, ARV O BRA LN B %561,
BIEHT ) 7l e HICHRZHRT 5,

3. BE
1) KEsecxrd % Fal

V) v FREBEREO RIS A ORI
PH) & LT, WMWK & RS0 L, Ik
KFAM s adit, Kiafmm) o@REH D %,
MIFNC ) ¥ FHEBERE &2 W S Tw 5 B3 T
HY, % OFEFTHIMEREFE & 5% o b) B
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MBIRENT WD, WHTICY ¥ FIEGEREOHEE B
PEOLNTVELEATH->TH, WX2HiTT5 L
TR OMFEAL, JERBIET, RRNTOKRE
WEREE L ZOERL Y, ) AZNT ORGP EE
THAHH, BETY 27 BIMLIZNETH 5,
7z, ) v FEBERE O KRR O A FETEA ) A 7 13BN
T54~T74%, LVET30~52%TH Y, K% A
LawnN) 7 v MEFEWL L L THET S (B
EHRIZLI00% TE W) S 5539 FEERE
PRIESAE  (familial adenomatous polyposis: FAP) @ X 9
PRI REYBREZ#ID 5 2 L IETE v,
B#Y—_A T A%BEFL, WELECERON
PSR 21T 20E, BRI & W5 o b R
PHCH RIF R PHEIIME S Tw ™Y,

2) KIEREa v bRtz ot wli b5k

1) ¥ FIEERE D RIGRE R B B bRk & %
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