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familial adenomatous polyposis, FAP

1.
n familial adenomatous polyposis: FAP|
AL < o — AL < A -”
N Aq< ppr100%- - % A
n ~ L /— — ~ 10 % |
[ ]
Ny — | 10 % — L Ne| 3% 40 %z Fr 50%
Fr 100%- A Y
r FAP— 2— 1| #Ne| %/ — | FAP—
~ Nef| 1
(VNG 2 —e L ¢ O mm)
0 % Nef|
1 FAP - </ —
~-1980 1981~-1990 | 1990~-2003
BFE n=268 n=166 n=71
N 80.20% 77.70% 60.60%
F2EFEE 3 1.8 9.9
= 3 2.4 2.8
+ e SRR 1.8 2.4 5.6
= 0 0 1.4
NRBTE 1.2 1.2 1.4
LERE LT 1.8 2.4 2.8
fsizE 1.4 1.2 2.8
iz 0.9 2.4 5.6
Bz 0.7 0.6 0
TEE 0.5 0.6 1.4
=85 0.2 0 0
EiEE 0.2 0 1.4
BREEE 0.2 0.6 0
ElE 0.2 0 0
ORERyE 0.2 0 0
PRIRE 0 0 1.4
£ 2.1 2.4 0
e 2, 1.6 1.2 2.8
-7~8H 0.2 0 0
Bf 0.2 0 0
=4 % 100 100 100
SECHF R (CEEHEERE) | 41.9+11.9 44.0+13.9 46.01 15.6

T

APC

S

Aq 60

- |

ot 44 -~1

— FAP—



[
* 5 — APC
[

w

[ - 00 Ak ]

r APC —{V=—=a" 1 (allel)—e L— — - 1 Le
—= " i —APC ~ two-hit — L 1< - <
4 k=™ Qw0

S L I e B R
3| = ™ (multi-hit theory v | multistage modgP
1 FAP- %1t —o0onut

R K=
={>@={> BEFCT P SO
FICER
APC -/+

EREXRNSSIER

WTH, BHEOIE B FICERNIC 4+ FHAER R

ERINHSEHA

IEAPC GUITHBEGT
BEAPC CULRIET)| | e

DHEEE L TLVSODT,
FIRIFE RN E

LTLD.

tr - %1 | # | 1:10,000% |- 1:20,000 % # | 1:17,400<
SR
Omm) O-=
< N el L a= o wdq L <
™e - % % AV E — == w- & = /d- ==
LA — - %B™M= - % 114 < ™e oV %[ =
Los - - A a4 O O
= 4 = d Yz @ mme A-”( z @ mm )
FAP- %1 { APC —Ra>fi FAP- %1 { APC —R22fi< = DNA—1
— Y%l =%— —  (deletion) (insertion) / — 1 — %N psfz- -
™ o APC  (truncated protein % |4 |



2 FAP  —h. D #' D
HBEEI10@ELLE
ORY—=
EBRORRLRE
%1008 5. £ 19°ﬁ*fﬁ
/ FAPwE&;E:b*bé FAPG)E: S
ERMMEESFE EWNREEES J
% [FETIEALY APCifEFER
' | (+) )
' MYHEEFER
MAN FAP  FEEN AP MNP wrmmskx o SRR
* :FAPOREKEN LGB BISIMYTYHARYAR - ADRE R E R TELL.
n - A
nFAP— | 3V | o I
0 x —(x V| @ A | FAP< A
M -priw0 - LA - | o
(2)100 - <o ™ % A % FAP— LA
s-=  rof
(0] X
APC — LA | FAP< A
¥ -~ Fr 100 — %N # L FAP< # %o ™ —
MUTYH w' wdeo @ %Ne| oV %[ = - eq ™ | FAP
— < o= %y k= # Nef|
i ~ FAP< =L /—-20 30% ~| APC % 19 o™
%Nef| ® CQ1
voo% - 4 - =V k- L 2 Nef| ™|
attenuatedrAP  AFAP < MUTYH w! wd o @< — ¥s 4\ - | APC
AL - A =% # N td=™a™  CQ1L

10



2 - H
n - | FAP FAP attenuated FAP S FAP
< FAPL Nese 5 = FaP< L 1 4
n | APC — - 4 ' e-< A
w FAP(severe/profuse/dense FAP) ~ %3 ™M= Y5 L e F2
A Owm 0- 3
tr FAP(classicalitypical FAP) ¥ L =1 % Fr 100
4
& AFAP(attenuated FAP)* Y Fr 10 100 CQ2
attenuated FAP FAP FAP FAPo 2 | o ™
tr FAP# | APC — exon 15— codon 1250 1464 ~ codon 1309”7  AFAP
2| 50 Y|exon55# exon9 Nef ™| exonl5—36 -~ ™ I
%o bl osw ™
v & A codon1309— |/ - - - < = —
% 9 - L ™ <% 1 =™

4 FAP

Owm) O=
< — 7% ~%1 2| %l - % 5000 # |4 -
s %l %N ™ — -z FAP | >2,000 | 100~2,000
214 L FAPS — o ™ AFAP(attenuated FAH) 10 99 < ~=™{

11



Nej| ™| = % A
2 FAP~ A o
BEMREY FA—1 2% AR
= R SRS A R L E R
+ZEEFIA— 2% RFRRE @ H/NRBRAE
+ BB R RIS IEE *
2% - [EIREARHE * RFERE © & < (CEERE
FATA VEE : BEEE, TILEER.
REWAE, L XICEAREE
EEEE FEEEE BRE, BEE ok B omEdH Y
£ LEE
w! wdy- @ w!' wi- @ 5 ¢ ©: mm)
— n 7 02— | FAP—
-0
- 8 | H A
~oq{ CQ3
< == ¢ &z mm) — FY%r-
% A
5 % |} 6 % |- ¢ O )

12

IN

i

IN

8

»

D
1\



Owm) O=
Gardner — ¢ O mm) ozd e | Gardner
< rd FAPS| - 4V LNg v % APC % ¢4 =% FAP< #
Nef 1% kwrod 1= % gdo™ N
Turcot type2  APC L A - e — L Ly
L—# Turcot — type 2~ t 4 i - % - Z
L 94 L—| Turcot — typel< vl fiow
4 L A n
APC: M wm®
LooNe| =—  — APC - % 0= ~ APC —
L Nef| SO™ —: @ - % 144 — - A -
I — % %d r FAP< — % A{ APC % |F%-of
vV FAP  — 16 4% APC: @ mm- % E |- - ==L —a™
— FAP  # | 11 20%%: @ wme # Ng V < td =™ - FAP
s-= o

MUTYH w! wd>o ® MUTYH associated polyposis: MAP

DNA — = # Nof MUTYH L <a
1) — | Fs$=2%100 ~ Vo ™% 100 1,000 — LN *®
— LA # LAl - | 60 5 ##
Fr 100% Nef *” FAP<  — L rd=m | %r k=34 2
N o L omw | amAP- 0= oxdd

13



n 0 AL A-” -
A

IN

(1) n
(2) n ()
3) n
s Ne|| 9 3 n
c= o isn ™
n Z | n
™ 18), 19) CQ4
n - 20 % L 1<%
FAP- A

14

IN

el

IN

J

# ol



