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x1. MAY LEHFRICE T 3 EEGGIETE 0@ T

BET PR B hE pianaicyy e

APC KRR G g BAMBRT KiE, B, 6, SRS &

BRCAL BIAPEFLMSAINEMSAREMRE  DNA B #sA, INBE, FiNZhR, ML

BRCA2 BIZPEFLMSAINESAREMRE  DNA BH  FA, N, FiSZhR, P

CDH1  KEtEE»A DAMHFIRT H, FR, K

CDKN2 Ktk B afE DAANHIR T~ L EfE, RN

RET 2 FE TN S b RIS AE 1 7Y DALY R, B, 1R

EPCAM U v FhE R A FIOALHEE  RIE, TE, INE, JRE, N, ASA, BRE, RiNZIR
MEN Z RN S Wb IS AE 1 7 AR T BIERIR, B, WML, TR

MLH1 U v FhEERE DNA & K, &, 98, JRE, /N, IA, JRE, Wiz
MSH2 U v FHEMERE DNA &1 K, &, 8L, IR, /M, FsA, SR, Wiz
MSH6 U v FHEMERE DNA & K, 5, 98, IRE, /M, FsA, SRE, wizig
MUTYH KRG IR IEAE DNA B#E KB, (@FEovy 27 ESEUTINN, kb

NF1 PR AR IR AE 1 78 DA T iR I

NF2 PR AR HE IR AE 2 7Y AR T FREHEIE, AR, SEIE

PMS2 U v FAEGERE DNA &1 Kb, %, IR, IR, /MG, A, I, BV
PTEN  Cowden Kifiif BAMBIRT #3EE KB, B, K8, oA, BRI, 7=

SMAD4  FHAEPER Y R— X DAMBIRT B, KEMELE, MG K

STK11  Peutz-Jeghers JEMRIEE WAMEIRT H, N K

TP53 ) oe 75 A SRR DAMHIRT A, W, BAE BT, @k [

TSC1 o HiVERE AL AE MAMEIRT B, O WL BE, RIS

TSC2 s HPERE AL AE MAMEIR T B, O W BE, RS

VHL Von Hippel-Lindau fEERE ARSIk, 3566, #0580 eE 2 E

Vo= W) ® BRCAL/2 Miaf#HE, <17
0% T 74 MAKEMHEBA (MSI test) H3PRFEIE
INB I &L T, MAIITEALTENES 2 W
58, HHIhTL A,

N SEEMEL S TEIN 3 EEROP TS, M
AT LRI AETTS LTRICESES, HBOC, Vv
FREMERE, V)« 757 A IEMEE EAILD RS,
ZNZ N OB OVEY:, s S >0 TR 5.

1) BIEHIANAIENAEREE (HBOC)

a &F-ERE

BRSBTS ARERRE (LT, HBOC) 1%
BRCA1/BRCA2 i1z 1O A FHAII R 51T DN 1)
7o (B ITERKRT ZIDBARIVENA NS FE
THRRBTH S, HRDOINBABREZEDHK 3 ~5 %,
IS A BEDFIL0%H HBOC Hizk72 &z n
TW5., HHOKREEEZEXEZRL, ZDWRIN
VT v MEBID S FA50% DHERTZ /BN S,
L L, FERRBETHY, MHIICHHEET S,
HBOC 0f§# & LTid, OFFRIETHS, @) T
WA T 4 THBATH %, QRIKE/FE o FH/H
AMAETIET B, DFMA EINEDAEFRIET 5
OFMETHANAEFRIET 5, ©OFANIEIDA PRI
MRS AERBIE LI AN NS T LI ENEY

SCHRLS & O e

51%. HBOC DOJENE{L-CTdh 5 BRCAL (17921.31),
BRCA2 (13q13.1) #inT-IMAMHEIZTTH D,
INSOBIETNHOEREINDE VX7 BiRESL
72 DNA (ffl : Iy %=EET2%&E 215, L
L, ChoD@IEFIZERBEL, RRoBEERKEE
PEF U2 Bn s o7& h 3 & DNA
BEPTHTERLRD, BETRENERLBA
5| &R IFFKE 5. BRCAL/BRCA2 Ei4AFIT
ERAEHT HE, Mk EHNTEBEITINA,
JHERMSADFIEST 5 ) A7 13 EFAT 5. — RS H
KA DBAFRIEY 2713 9%TH 30,
BRCAL/2 15T IT DD 5 LWYED IS AFIE ) 2
71346-87%TH %2 F£7z, BRCAL & % i3 BRCA2
DIFINY 7 v M EFFOADIMNA « RS AD R
MRIERITZNENET D, FHIIIEMA TIE BRCAL
DIF Y T v MRS O DR IRIER G &
I 53,

b U - BE
0184EICHRIMNABEZEDO A 5 /%) 7T DI A
9 % [T, BRCA1/BRCA2 B4 THEI/NY 7> b
BPEF I LT A, TDOFEHNEDONTINS,
CDIDIRIE TR, FAINENAFIEBZ T L
58 TOMMAEHKE U BRFimds (av
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RoA Vgl PREINE LI TER, —
77, PEBABREICE IS4 5 /0 7O L
T, ASRYUEPEEERIRSZ O B S A DOHERE
FEHEIZB LTI BRCAL/2 AR T HRA AT,
WML R LR O EEE L THOL A5 AR
BRCAL/2 BIZ{-BAEPNEE L5 D THEEA T S,

c P—ARAS5UR (FHHMNA)

BIZHYY X7 GO, FKRICHENZ O LN
Ao, GBS ABE ORI D 15, RIRED L S
NIBOEENRH LT EHHEE LTI SN,
BIZWY R 7 BENEBZ 505 ATk U TIREIR
FHREB L OB Y o) VIIBREEN B,
NCCN #4 K142k b &, &ho BRCAL/2
ERIGEOI LA N Y 27 FEZ, OI8EE D A
FEOMZ, @250 5295 ¢ H—moDFE MRI
(TEXBINBrETT74), @30 ST :
O3 E MRI £V E7 57 4, @T5mULE :
RN EREEET 5. —F, WRBATI, 35K
O 1 O EB A S~ — 4 — (CA-
125) WEAEITH ERSNTWABL UL, JEMN
AR RNEHEL SN S OMRAETH ROERET
DINEHE 2 T E BHEREE SV, F2) 27 K
FFEYIEE (RRM) OFBIPLII OV TOFHFE LA
U 27 ARIRIRER « INER T (RRSO) O#ELENIL X
NTHWa, LhLiEns, HENTRIhLSDY 27
KT 2 PR BRI A T h D —H o fis T L iTh
Tz, BP0 BRCAL/2 EREMEE I, D35
w5 HOHE Ofies, @350 &P & —410
IR T O FLER, 405K S HINLIS AL
PRSI TS,

2) U vFERE (Lynch syndrome)

a ZEF-EFEE
U FAEGREE Cil4 - BARMEIER Y R =2 2K
WA—HNPCC) 3, Bz f-OEFailRIIE L -

115

THlSEI Sh B EEEESERFTH 2. REVPA%Z
FLoEl, FENE, IR, §, /M B IR
(e A O RANVSE P AN MG N D ARE

T B ERETED D O, FAEYE « [AREPE o FRREPRICSE
BT AP bAISNTWS, FTETIE, DA, §i

SRS AT EOMFRAE BRI STV A, AIICE
W, BoREMIRL, BHAACIERAA O
DEOEINICH 5. FEBADKIKIE, DNA I 27y
F L7 (MLHL, MSH2, MSH6, PMS2) D3
N OBEREIEAMIZ R G U 3REE, AT MSH2
BlzToTaE—F —@HEDO A FIVLICBEET 5
EPCAM BinTHEMEMI N TH S5 ) v F4E
RS, HROAERREERXE L2700, Bro
FA50%DMERTIRI N Y T > S SZ TN 5.
L L, BARMgEHETh - THEHMPRER
i, £20ESITHBICL > TENENREL BT K
AT B 15 v FIEMEEOSER, —RERD
250~1,000 A1 1 A&HEE SN TH DS, BEIBHERE
MADENTRIRGHENBVIREBETH 5. Higs
LT, Ak GBS, RATRSE, BETTRSIE)
IFRAEmI S O, DAFRKIZ B TI0% A MSI-High
2T &, RIEMEDIRREMN S DM AL @ EE N
o fESE; & i U R BRI 3 5. SRR 1T
i, (KU, AR S OEFITH B D, i
WTHBEBIFTH 5.

Vv FIEBREONER « AT E LTI ATy F
B (MMR) ##ORRER AR MIEKTRAET S
EFEIs T A, MMR Bf§iE, DNA DI X<y
FEBAL AR, B, BHAKE—EHORN TS,
HHEIERSIZ B 5 MMR iz (MLH1, MSH2,
MSH6, PMS2) O 1 DIZIEINY 7 v b2 HFT 5 C
& THAR O MNLEILF DB RINTATEL L, DNA
ATy FEEERESMET - KBTI 5. R <A
yuaY T4 bElE (6 CHEAERSIAHE DR LT
BEBAL) 1ITB T DNA HBRIFIZ I Z<w v F (Y E—
MEDIEEEE ) BELRTLRD, Ty,

K2, ) UFIEBREFICB Y 2 RNELFHOT0EE TORRE) X7
MA MLH1 & 7213 MHS2 MSH6 PMS2
)2z SRR AL U Y FERE AR D Y2z Y FERE AR

KiG 52~82% 44~615% 10~22% H45% 15~20% 61~665%
FE AR 25~60% 48~627% 16~26% 555 15% 495%

" 6 ~13% 565% =3% 635% X T0~T785%
TN 3~69% 4T~495% Wit 547 % 595%

PR & 1~7% 54~605% <1% 6555% P etz L

o =]
EEL W,

B

NG, RE, BEOREIZY X136 % XHRT KO E
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DNA X EHE DRI ANY 7 v M RERESh, DA
ILEFERTEEZZSNTNSSY,

MMR #Ia DO MNEIL T (7T LVIV) OREHES
FREEHANT o EAMEKNEZ > TSR N
BIRBAKRENE < v FEBHERE (CMMR-D)
REMERE &S VLS. CMMR-D REEE /NI KR
JR—V 2, KEDNA, 774 VEE, REGOER
PRI EDOREIRDIBIT B 2 &, U v FIEERER
BRTINA, Mo TR, & M ESIEES T & DR
Hhd 5610,

b EEHT - A

Y U FREBEEOZENE, K1 OXSITE 1R, H
2IRA T ) —= v TEITOIEEBMNT N BT 551
WAV —= 7 TiRY v FiEREbN 5 B
WXL, TLARTIVY LHHET, H 50 IREEIRE
AT HA KT A vafilc LT 5 nERT 5101213
HWOWA ) —= v 7 TIE, WEHEO< 1 7oy
T4 MAKE (MSD WA, &2 03 miEgt
2T R< vy FEBEHE (MMR) ¥ /37 Ok %
W 5. HlfE, MSIEFRBIGEKEI T3, @
B REEDSA BT A NS4 0 TlE, A7) —=
VT OMET I A<y FEEELTOBEFIRE
KRS WD 25, BIRENRAZ SN L 728
JRREIE DRI N Y T 2 MR E N - 728

H£Th, VU FRERBEOREENKS E LTS
7, BHIRRZ Y —= 27 TY v FIEREED R
TINBEEESH D, WOKTI, 2RESA - 4
TENBERABFITH LT, MSI i MMR %
VST BHIEGEAT ) =N =Y IV R T ) —
— VIR EshTh S

JEENC g B & LTid, Tk & ik
MHb, VATKETFMR AT & LTk - TRREE
ZRRED A, FENEDA, INEDA O RA K
BT B ENMNDNTOSEN, KEBA, 5%

B U TAEMTPHROYUERZ LWL, Y v FhE

ERETIE, DAMERIC B THI90% At MSI-High %
RY 72, MSI-High O BFIZH L THRIEF = v 7
KA v MAESKTH BT PD-1 ik, $it PD-L1 #t
Kz & DY ORI T 3

c H—RASURX (FHHINA)

P—=_RA 72 (PHIAA) 2175 2 &iIC&-
T, REBADORAE LT 27 I3MRHTE 5 L&
nTwa, EMERENHEREZTTO, KGR
E@%@k%maw&%fﬂmb Witz —ra
O VREEFESZ ENRED SN TS, KIENALL
A BE AT LT, FEoEITT HEEE
HENY—RA 50 23RN, ThThoHM
EM oY —NA 5 v 2O & ik fig s h

V> FREIREE 2 RE S ER AR IR F 10 15 3R

1:)\“—'5‘)[« A
A9Y—-=>9 -BIiEE

-IRIREE - FAELFHS
-JRIRZF AR

EXENA/ ‘
FEHEDN

FPOARAFWA LB 2T
and/or

FIRRIV—=VT

ESIJ/\"IZZ'S’ﬁ‘{ RSA>&®/EY

MMRAYINIDGREREBTREK

MSIHRETMSI-HZELIE.
xﬁ%ﬁx%rsau%AuEh;mmgﬁmﬁ

} B22RRAOY—=vY

MLHIXFL—33> ‘
(BRAFZER)

' SAWFEEEETO REDH
(+) ETMBRIEEF R
AEMEMSI-H ‘
KED A

| usrmme |

L. VU FhEfRErO 2 CORILE D ZHIEE0
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T3,
3) U 759X fEREEE (Li-Fraumeni syndrome)

a &EF-ERE

Yo 7oA fiEmEE (LU, LES) I3H ik
Bk %E & 2 B EEESERFETH 5.
WELTE, BAMTKELRTTHS TPS3 EET
(17q13.1) OAFEANERS O BERETE AR, R
MbiFons., HEELTIE5000A~20,000A1c—
ANEMBEINTNSS,

LFS TE/NL, HERABIL 0 BNADFEET 5
LGz, Z0BROERBAVBZIHT HY X7 %
B9 5. EBEES TR ANE, B RE, PR
A, BITECE NS, WIESTH D, LFS B
EORT% % ED 5, ZoMolEE & LT, Wk
WA, MDA, BEBA, INEBA, fiNAL
EnFEFoNG. ThoOBITERPENNCX -
THRIEY R MEIL B EMPE SN T AU LFS
DIRFBRITFE L, BDAFIEY X 713305 F TIZ50%,
60k E TITI0Y EHERI SN T B, Fih, BADAE
FERRE Y Z 73 PERNC & > T ORI, LPhEFR
1F13100%, BHEZFEINT3%TH S, HEMNES
N30, KHEOFMBADIIE) X7 DEnicd &
EZONTNS, OO A DIEFEER D Pyl 13
KI255%, FEEIE21.9M EME Sh T, g,
I E TITEAT & BRI OB ZBUEEH R O
WM B,

b 2

KRB 53 TP53 dfn 1O Gl R 514
BAEGTHEAICLFS L2Mish 5. TP53 EIL T
DBIEFHIREERATT 2 5% L LTI LFS O
A2 M FLHE, Chompret FEEMIRB S T 54,
F7, FKHRWIZ TPE3 Bz ARSI h T3
MBEHIT b BIEFIREDEENED SN B. LFS
DLW R UE TIERIT0~80%, Chompret F:#E
(20094ER) TIZHI20% D B TPS3 IR FZHn
R E s,

c Y—RAS5UR (FHHBAA)

LFS BN & O RANRZRT BB THY, N
ADRMFRRAHME Lic Y —XRA 5V ANEHET
HBENZ BN, BIEANESHEIES N TO 5 B
THY, TEFVRFHHTERZL, KAITBLT
B S THIRE N T B DI, HAMBAFRIEY X271
M9 BAFEHCKRE (8K, 5), FELS 1FIC
1 oM - #ifimz QuE»S), ABA7 Y —=
7 EUTH T D FEER MRT QUE»5), <

NICMZTHELIND< v E75 74 BUEhS) T
bp, Fi, VAT IKRILEUIERNOEPFIZ DT
LEEIND., TDOMOBAFRIEY X 7126 LTI,
1 MoEERZE A8%e 5), KENHEKRA
B & LEHLE NEGHRAE (25 F 2 KRN
& SIEOKEGBAZKATERD 5 RN S), NAY
INA N =TT B AR IR A & B AR I 72 SR
LEMBHEREN TS, £, LFS ¥4, EFH
O RIS ARETHNIT# T 2 & TH B,
LFS 3% —XA 5 v 2% id 2 b ZHTH D,
MBRPTREEZ DB LY —RAF 2T s
LA L, HERE, RG-S 5 2 &
MLYETH 5.

4) ZRMERNSPIESE (multiple endocrine
neoplasia; MEN I #, MENII #)

LR WL SV N BTN D 5. N WIE
ETbFRELE b RA 5 ENS, MENTHA, MEN
I#Mzzhzh, ThZnoREMETH D &F
Z 505, MEN I#3, JBZEthal RIS RE T
e, EIEALE NS, T IR 2 R4 R
BTdH v, MENI M3 MEN] #in -0 REMIF E
AETHB.

MENI 23, HURIREERESE, B OmmiaE, &IHR
BRI RS A R T NMMESEETH 5. I
W R BRI R T, T ORIEHEI, 3~ 4
FTAZLATHBEEEZ SN, Z0DiRERIF100%
KW EEBZ N TS,

a MENIZ

D TPk R R AR AR TCHERE, RIS NS RS,
TRAED ST B2 ETHONTNED, T
V=V T LDOT— &1 TEFRIERTZWNIC X DBk
NPl ERRA Ui b & ORBRITE N T NERIER
FRRBR B AR THERE 95.4%, WEIMALAE INA-IAEsES58.696,
N IEARRIEL9.6% T H O £ DA BHTIZFLE D 24 H55E
HoND, FIBRENIES320.1%, MR o &8 S0
B (WIVF A4 K) B8ARITRE sz Ih T
5. REETRBEROTF, BRICEAILVY Y L
IMUAE 2 EN I BB 2 R S h, MR MEN
I RDBWNE - 7 FInD 75 o, FARERFITR
IREgHS A, LTRSS, BEEET - girsdv-ik
IR R B RE U RE 1C B OHE U 2R A 2 LT
1B s - 1o & DA AH 516, MEN 1 iz
TEBAIHIN & LTBOTE D, TORFEITEK
D K g e TOMBRDMIEE LY 52 EEZ o T 5,
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b MENII#

MENI %o 9 #L] iz RET #f5+ (10q11.2) o
AN RN R 5 b, MENTT R, HHR
MpBiekE, fefmiaiE, EIHRIR ST KA D 5 5
Yt B EIRIR BT H 5. FRITE LT R I 86
He#E 13 (familial medullary thyroid carcinoma :
FMTC) &MHEhTuna, 1993412 MEN2 D J5 K
BiL T & UTRET @5 F0 gk S /e, RET B4 T
DFEFIE, MBS F AL v THBZ T Y 10, 119
718, 14, 15, 16ICHEH LTV B Z ERHS
NTW5., RET &A1, HEHEHF o v FF—+F
SRR TH Y, REBEMIE T OEHBITITEEL Y
2T A VRIS AV, RET #isTHdid, &
TEH DA RRMEISTH 5. EIYED HFHRIRBERE O
g, mEHREERHTH b, MESORE LT
SAFEMNH B, —F, EFETED HURIRBEAE L, W
o AN TR OB v [ A SN ) W S W B ¢ i et 3
FVETIRIGHEIENILIT 570, HNCEIEED A
EEALTEBL EMBETH S, EBIZ, HIRIR
JES 2 A K54 1280 T RET #E2EMHBA I
MRS L—FAEINTE D, HIRIRBERE 2AEH
BTN O RET AL THRADEEAHERE S N T
WA

5) ERMEBEDERNY Y EY VY

EARFIRAZTT 5 B, BEIEBROREE%2E
L, BEfiicBOT, BFICH LT EEEA
Uk VT ETBIENDETHY, EHFEFIRE
FZOERIREETE LT ZENEETH S, ©
BUEEREICB G 28EAY v 2Y Y ITBNT
d, BEOBTHBHIEKEZIZ L &T 21MEHEN
at-risk Ths I EAENTIEFR LB, THDLDL,
BALPENEE O F i E ORPEIC oD TR oI EE)
DBIZFRAEITB O T EHEE 2 W B RIS
12, EH SRR B 22 R AR > u etk sl €
BT ENH B, Atrisk DIBEFHITIE, FEIERTO
EARFIRA IS W2 ) 2 7 R 0 E I 72
Wz ERWNC TR RN TE 240 5.
LipL, ZOIEHMOFIH &G oD I3
JEISAEETH 518, MFEPREEZ T 556, B
BEZTDLIEDAY v b T A v ML EEREES
LEBITEZ, EOMBENHEEITIRE DM E,
HEIZZDOHIGEBELZT Y v &) v 7 OHhTRIL,
BIREERT Y LEDNH B,

F i, BIEFHIREICXDER Y T Y MNelo
LETH, ROIODOREWENH 5 ExHEZ 540
b5, O#EETREVES, QBEORER
WMCTERHETEBOEETHL5E, @FIML 2@

A (B BRCAL2 #fa i) DSt oz
TEEMNFNEEZ SNBE65THS. UELD,
EIEFIRAE TR N 72 Metto ok LU
U T v NISEIEPEDAEE (VUS) @b oh
1A TS, BB RIERE 2ZE U RyEnyE i
Db s 2 ENYEE L, BMERMOEETY V&
VU TR, #BEEMREOER REMRENED
& O IKIRENFHIZIGNE 2 00, BIZFEHY 27
DFFl, = ST B SNEEE L &0,
FAE R AT DO TEELAWM TDObN S, #EinA
v oYy rTiRYEHR (V420 ICL) A
SRR AER I BT, BIRFIRAEICX->THELS
U R 7 AR Z BT UAREEHERR ICBE 9 2 1T D 3R
2 HFMIITI IO DIXEMITON B LENDH 5.
MIEETH BBERCRIRH L, FEE (MRAHM
), HREBEHME, WEBEAY 2T —, 0
AR HERG, ASABMLOES, BRI T « 25y
T EMNIEE LY R — M BRGIEREEN THESE S
5 ENEETHD.

BhHhUYIC

KRIFTIE, BIRMREE O T & AEN D B
EomnEashns AREEZRD RiFEEE L. Ch
5OFBLINT bBIE ORI ANY 72 MT X0
BINFET 2 ZHOBIRHIEESAET 5. 4% S
SIEMAYT ) LE#OERICED, av=vt v
BWrZ 3 U & T 2 RBEIGDERY & M7z iBHE ML
RKEIN, DBABRFIZE O THEIE AR EFFE O HEH
P AN R R A = g e /51 i AN N AN Y /=
N5, 5%DI 518590 SiEHE DM 4 fE L
Y

X [
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