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#ZE . ABSTRACT

5-10% FEAEAE{EME , BRCA1/2 £ Lynch &% RMETIEIREE ; 7748 NCCN FKik L I&4E EEX
germline 37, ASCEIBIQAIRE, AERANEEEER. DUAMBMENEIETER R,

# 5-10% KT E BN EESRAER , A+ HBOC (BRCA1/2) f Lynch syndrome

( MLHI/MSH2/MSH6/PMS2/EPCAM ) & 7t 14 £ #t. NCCN HBOC v3.2025 £ NCCN
Genetic/Familial High-Risk Assessment: Colorectal v1.2025 #JIEK ik PIRG4S RER : BAHK A
—E/A S0 sRATFLEE . BMFLRE. INERE. BAFE. Rk 2 —FHIE. HKIBE <50
K. FEANRE <50 5 , #IEE B S5 germline AR, &BERIRTE 2024 FR BT AR
FE. SR BERRE. BRMEUEREHIE 4t BRCA 451+ ; B & multigene panel #] NTD 25,000
60,000, AICEIR TIREZAELER. (TEERHEER. BT 2 @BMITEL .

AR EEES ) REEFIE LR,/ KBE. BENEECERNEBNEREE .,
E#r2BEAE. ABIHfZ BRCA / Lynch AR € N S B4R MIRA MK E |, 3) F—4RERIKE
ff#8 7 NCCN S M A ELAMTIRN . A I B RAS SRR JRBERT . B F55G
HEE

i

SRR ESRE® ?

—RRERREFLE —E RIS 12%. KIHEL) 4% ; {848 BRCAL BURBRM LM |, FLE—4£E %
EFE) 60-72%. BPELSE 39-44%, Lynch %RFRKGE—EBSKERARRE , 49 10-46%. F5
PIETE 13-49%. BFEE : FEERMIRET , FTARA MRI, K%, FARMEFHICEERKRDEEZ
R — AR EEKEE,
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ﬁﬁ%?ﬁﬁﬂ_‘& BRCA12 R EBHATIAGME IR EIPEYIFR (RRSO) AIRAZEFRRIP R EIL TR AL E
(212 ; #E Lynch R ESF 12 FRIBRER AT RIE R CRC MBI T. EE# NARE.
E_;ﬁﬁ TEAZ%‘TE@J Az .

PHER RIE SR —

SEIREE BUREH TEMMERE &M lifetime risk BERAER
HBOC (i&#f# BRCAL, FLiE. IPELRE. WHERLIE 60-72% P <50 k. EERIFLE.
MEF| R IR A BRCA2 LR . FRIE (BRCA1) ,55-69% FEEFLE. PR WINE
%) fe. BMFlE (BRCA2) ; BP&LfE 39- Fe. ERMEERE. Xk
44% / 11-17% >2 —Z B3 =
PALB2 5  PALB2 FLE () THEFLIE 53% (80 B%) HBOC &1+ F BRCA [&
33 R R e FR R 2-3 1% M. KiEB RIEE L
Lynch MLHI, KipfE., F=ZAN  CRC1046%, FENEERE CRC<50 %K., FERERE <
syndrome MSH?2, fEE. SRR, 13-49% ({KEH) 50 3%. Amsterdam 11/
MSH6, PMS2, E¥E. WMRER Bethesda &4, fEJ& MMR-
EPCAM 2. NBRE deficient
Li-Fraumeni  TP53 LSRR, B  RFEEERR 70-90% (70 B4R/ REZIRE.
PO, FEE. OB =) Chompret criteria, FEEE(H|
B BELEBREE 2J& BRCA &M
. AR
HDGC (i& CDH1 TEBMERE. N TEBMBRE ~30-70% ; /N Diffuse-type B < 50 5.
EHEREM T2 B 8 ~ 39% KikA diffuse B + /NEE
i) 7

%11 panel ~ R 2 BRCA
2024 ASCO/SSO germline testing TE’%l EE?E rﬁé‘ BRCA
(/E'.\ PALB2, CHEK2, ATM., TP53, PTEN, CDH1 %)

fil= BRI 54

1AM 43, RIBFAL multigene panel
, KAy BRCA
MiELE R EH 7T PITH surveillance 3%,

ErimiEs 4-5% H
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AT ? WLERIAR

$—5 — B EREEIE
ERRRLAZANEBELE,. BWERETER FHE—FR. —F/) . E:
- S0 BREIFLEE. P&/ WMONE/ RIBIERRE. BUEFE. SRZE. =EMIE <60 5
« KipFE <50 3%, FEMER <50 5k, R— AL %R, Kik >3 A Lynch AHEIRE
- BRI E. BRMREE. WEMERE
- BMKIEFE AT BRCA,/ MMR BiR#R

%" — HIE NCCN R EEAESEN

NCCN HBOC v3.2025 B NCCN Lynch v1.2025 3E_HH1E LG4 IR 5., FEE—6K , HE
HARGEHHERA. 4% BALERED  BRAR. LB, XKEEBRSIME. 3
B BREER,

F=8 — & "RETRHEMNAL 5

RARRNKREZEZCHEE., BRERRELY (informative testing) , — B RE|FK k4T 2
B, Hbg R B R S single-site #A) (EH &%) NTD 3,000-8,000 , FERE) . HEZITE

ErThn , @ RS B E A multigene panel tHA] | {BfFEE R,

E9 — BM1E¥E surveillance | FEFHSREG

[otE4h R B IEEAREIR IS FEANMRRE | BURBFFE. FABTMEFHTIRIE. ZKik cascade testing,
IR FFBLRIG / FERGRE . [t TEGEER ) A0 EIEI—RERERIR  (EEREER X
KEBRER  AARMRIRRFIERYE  NERKELFAE.

BEE (HE#FG TREMAT | BRERN)

RISATEE (A8, 2024 Fi2)
RIRETE T3k R 44+ BRCAL2 4841 (FATARIE PARP IPHIHIZ/A%) -
- 3% : HER2 [RMES BRI RN, B HER2 [at4
- UREL/WOPE / [REBIEIESE  F2BIIF germline + somatic AR
o EBBMIEERE - mCRPC Y2 [& olaparib / talazoparib
o ERBMEBERE : £ olaparib (POLO :REQIE FEIE)

MITAEB AR TR AERZE AT REEARMEHAE ; SEEMEEMEARRTEESHEMRTHE
.

BEIZR (BARFAM, BERABEE)
o {BFRHJB cascade testing (KIECTKEIBUREER) : single-site , £ NTD 3,000-8,000
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o AEESBRALTHNFRIEREE - multigene panel £ NTD 25,000-60,000
o FEMF T BIBEERE B Rk 8
« K% metastatic fEER . {BERIKRKRSENITELERIZERE

B EIESPR!

VUS EBIRFEE %R (Variant of Uncertain Significance)

panel # X , BI#R "VUS (EFRKPFER) o MERNES , 713 2040%., VUS FFERRAMK

FERMEFHT , WA ERBRARE  SH VISHELEBEFNFARK (£) BBUK
(/) . BBV HBEEFEREDK ACMG 2015 criteria $IZE , W FERZE 3¢ 47 reclassification

FENEH.

Hib FEFIETEMBEER -
o RREA : (B3ER Li-Fraumeni, APC, RET F5EH & 3WMEREE , BRCA / Lynch %A%
ABTRE R A 18 BREBERAREA WA,
o RERSIIRZE - GMAARTTRERC BB EREZR ( (BRAKE) E&8E8HERERRER
) |, FESEEARETR.
- HEEHEEE (DTC) K : 23andMe FRAIDEE TR (2N =18 Ashkenazi AIIAE R
&) , BMEARREHR BRCATR , RARKSREREFIHTE.

« B4 NGS# "BRCA somatic; : JERBAAL%F ) BRCA AL —E = germline , {35 H4H
M8 germline #EFBA BEMK cascade testing,



R vs. EREREER

1515 {7 K panel e
F|% HER2- , BR  [d (FEEBEHT) A 04 panel BRIGELEEL > 50, B

i 3 d

EHtEEELTEE

ORI S 1A v/ - fE{RIE 441+ BRCAL/2 ;
panel B &##

MR R E [ (germline + somatic) - A IRTE PARP JAHK

SRS R R e V| - POLO trial & JlESE

KIGEE <50 5% Z BT LA IHC + MSI 54 tumor panel #] NTD £ % universal MMR THC tumor
screening ; germline B BElEH X 30,000+ screening & B /R E

FENERE <50% [E panel B & EoiFEP ORBHRER

/ Lynch Z &

f@ FRE1 B cascade X single-site 4] NTD BMKEER A BAHR

testing 3,000-8,000

BEAN "FKiELE X panel £ NTD BT EREEEBTE

& 25,000-60,000 NCCN {44

fatE1% surveillance %

BRCA1/2 #5A#E (&tk)
« LB : 18 AT EIARE ; 25 BRALHF contrast-enhanced ¥.J5 MRI ; 30 BR{E M _EHSEFLEER

(mammography)

o DR /WP : % 3540 5% (BRCA1) Bf 40-45 3% (BRCA2) SEA risk-reducing salpingo-
oophorectomy (RRSO) , F= ] BBA] NEBKEZR

o FERRMEZLBSVIRR - PTRRRZLAEE RS 90% , BB AR IERH)

- B BRCAHRE : 35 MEIFEERELSFEBERE | 40 R IBRB TR RERT R
LR (PSA) ESRl (BRCA2 FEIEHR)

Lynch FHH#E
. KIZ$E : MLH1I/MSH2 B 20-25 gkifc . MSH6/PMS2 B 30-35 gkite , & 1-2 F£—)k (PLSD Ed
InSiGHT 515 Bx548 )

- TENE/ PR : 30-35 R SR ER R F LR ER TR + T5WNIEHMIR ; 40-45 BT
EFRUEETAGMEFE + SREBMIPEIEYI

« B/ R ER  RERFEREER (FHIE MSH2, tiikd) EE LIBHERRE
Bl PR R4 AR 22
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o FUHTOLEE : CAPP2 ;AEGAERE H 600 mg fAHTIL HEFF4E > 2 0] [&{K Lynch #F[E#H CRC %Y
50% ; B RIHKIE 75-300 mg/day , F5EREEADET (4L I B %
Li-Fraumeni #HEE
« £85 MRISF ; 38, KB, S8R0 ERER ; BR/aRMERIT4R (RT 513 kiER

b))

« Toronto / SickKids Hf 5T RA/R 7t 28 B A o] BAZE PR K IL TR

R ARRBNBRER

ER L R —IRAR

BRI =ZARMB SN (1) BEER, (2) 2EFR. (3) BIKR. SREIXABER.
HRENESNR., SMETIAR , FABRBEICEBRIERERZEFR.

THEN

AESHESP LR TEEHEAME /SRR  (BlmAERER OER. AKX K
HRE. tEF)  AEEARSRESZEEREE , BEIESAHRAD (genetic counselor) .
AR B RIEIAREM (FLBESML. KIGERSNEL. R, ERNE) 0.

EABERT / FoRAsT Rl AT IR
1. ARt £ FF & TP — 1% NCCN {4 2
2. FERZ SRS 2 IRA T vs. 1515 (EREE) B, ZRETE?
3. BRIRBIRAHT ? /IRE , BE panel HEEWEE ?
4. 4ERINRE VUS EEBM ? ZAGEHMNE?
5. 45 RE MG |, WEHEERTA surveillance RFER TTEE ?
6. IR TLIBEEIR, FRIE T REEELRHE cascade testing ?
7. BB GHEBERBRARKIRR ? BFERERRRAOZER ?

REBTE DTC EARMERRIR

23andMe FHERAMIHERER B AT RER , (BRMARREHHER BRCA /Lynch R , FRKRR
MEBEUNERERERERERE,

PR PSR | SIS T 2
CAPP3 (NCT02620852)

E=H. ATILE=ER Lynch w[HEF CRC FAFMEEIRFHER , 2025-2026 FIAFEAER S R~
HEER .
& clinicaltrials.gov

PLSD - Prospective Lynch Syndrome Database
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Bl Lynch %R E RIS ERIE , BaTiefto &R, ot RIA ZFREAE R IR B dET.
& plsd.eu

EMBRACE (NCT00321802)

BREHEM BRCAL2 HRERIRIIEAS | 1246715 . IREEEREE RRSO WMt EH

& clinicaltrials.gov

i
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