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Abstract

Breast cancer ranks among the leading causes of morbidity and mortality in women worldwide.
Conventional breast cancer screening methods are limited by invasiveness, missed diagnoses in
dense breasts, and high false-positive rates. Circulating tumor DNA (ctDNA) methylation detection
is a cutting-edge liquid biopsy technology for early cancer screening. Relevant literature published
from January 2013 to April 2026 was retrieved from PubMed, Embase, CNKI and Wanfang databases.
A total of 17 high-quality case-control studies, cohort studies and expert consensuses were included.
A qualitative systematic analysis was conducted from four dimensions: technical principles, diag-
nostic performance of biomarkers, clinical challenges and future development directions. Meanwhile,
we made a head-to-head comparison between ctDNA methylation detection and traditional screen-
ing methods including mammography, ultrasound, MRI and needle biopsy. The included studies
were divided into three categories: single-gene methylation biomarkers, multi-gene detection pan-
els and prospective cohort studies. The results indicated that ctDNA methylation detection has the
advantages of non-invasive sampling, high specificity and tumor origin tracing. The area under the
receiver operating characteristic curve (AUC) of multi-gene panels for breast cancer diagnosis ranged
from 0.80 to 0.89, with the specificity higher than 90%. However, its sensitivity for stage I breast
cancer was only 40% to 60%. Multiple translational bottlenecks remain, such as insufficient evidence
from large-sample prospective studies, lack of unified detection standards and low positive predic-
tive value in population screening. In conclusion, ctDNA methylation detection cannot replace con-
ventional screening methods at present, and it is recommended for risk-stratified screening of high-
risk breast cancer populations. Further studies should focus on establishing a full-process stand-
ardization system, conducting multicenter prospective cohort studies and developing multi-omics
combined detection technologies to promote the clinical application of this technique.
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1. 5|

2024 4F (CA: A Cancer Journal for Clinicians) & AR 2022 A BRIAES M EUE B, FUIWE 2B K
T3 2 8 BT A R IR 56 2 £7.(11.6%), SET-HJE S 4 61(6.9%), IR 0~74 & 2% 5 i MKk 5.05%.
[1]. HEZmAREH 0 2022 FHAR LI, FUMRIE OO 3R E MR AR MR B A, 3 oM R e 1
16.72% [2]. FHATH A 52 W FRCTLIRm AR T 5 G B TS O F B

A TERIAE AR SMZ W 1) B B 53 3, a e A I of v e Je 8 8 T8 1) A b 36 40 (L 3 R b 50 706
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TR 988 41 P (circulating tumor cells, CTCs) &34 fiJ8 DNA (circulating tumor Deoxyribonucleic Acid, ctDNA)
YL TONEW, FAPOEERE HARNE N R, e 5 Fas 52 it 1 AR BaE I M BR @42 3]
CIDNA & i 83 200 J ) T R SERE T 21 A0 JA) i v B30 25 DNA ) B, #5710 5 TR TR — B0 73 1 BB RFAE,
LT X8 iy A O BR B ik DR A e R Aar i, A ctDNA 3R AT J e 07 25 ] B AT B R RS e 12 [4] . DNA H 3%
k& DNA AL AR — R B, & B A0 AR V) o i AE T 77 2, 2 B R R I R AL 22 iR 2
—o Hrp ctDNA HUEAL R B R I MR Rs e itk . AT ZNVR SRy AL, B R B BT D R
IR Z —

AT R CtDNA FEAHT I B A A 2L 78 FL e 7 ARG DU o 0 B FH IR AN R BR PR 48, it
FPE AL A TR SR, DR AR SR F I I A ) AR N T 07 25 T I P DG B B S R ok R
&7 1) o

2. ARMIK
CtDNA FAEL4M o3 R B Al

DNA H3EAL 57 DNA FILEFSEF(DNA methyltransferase, DNMT)JEAL T, # FI3E L LA 45 &
FIRFE AT TR TRHE R WS B M FR 5] (LK 1), BMEsY b 2B R AT CpG T IR M nE 5 5
Wl b HrEE R T IE EAR, FIEABARE — MR R @, B TN K
AR, EILERE R RIEE6] [7].

O~_N._ _NH Oy N _NH
Y\j/ 2 DNMT _ Y\I 2
N
H~F N Ny,
. SAMCH3 SAH .
Cytosine 5'Methyl-cytosine

Figure 1. Schematic of DNA methylation
E 1. DNA BEMLREE

CpG H: 7 Hh s ne Sk i 2B AL T BRI DUER . DNA FEZEAL F2 il (DNMT) FEE A6 FE R L A N S-Ji
TR Z R (SAM) A 2 msng, A2 pk - s ne 55 S-fIR 4 (7] 2~ bk 2082 (SAH) .«

IXFP DNA HIEAGTE ATERS i T ORI M B, (A i T FEJR R H R FEE I T Re[8]. 5
BRI RAEAHLL, DNA HEEMEA =AMZ O —. MR RrEe, ERASF PRI = 5
I, R AR AR B AR, =, RS R, WS REO]. HRTA KRB RAIRER
B DNA FEAUEE I S8 5 2 P, o HRIERE R A R R B VIAROG . W 4% 55 A KB SRY -box
transcription factor 1 (SOX1). Junctional Adhesion Molecule 3 (JAM3). Zinc Finger Protein 671 (ZNF671)#
Distal-Less Homeobox 1 (DLX1)] DNA H EAb /K15 5 #3427 5% 2 % U1 AH K[ 10], Peng, DF. Kanai,
Y 28 NIESE DNA HILE S 1 (DNA methyltransferasel, DNMTL) & [ 3IA M N2 5 1 e i A e BT
B3 3 e S 2 R ) R AR I AR 1] .

AT I PR S d52 732 ) CtDNA FE AR A 5 AR Dy ST At T8 600 3 9%, 04 4 5 DRI 20 T A 7R 35k 00 e
(WGBS)FH#E ) FH 4L Panel M7 . WGBS 7] 2] 4x B R 4 I ALAL IR, & AR B4k #E15) Panel
DU PP AR IR € B BN, A, BOAREE S ARG, REBUZE &SRS, RIMKEAREERAR. BT
PCR BRI HA AN € & . RBUZ G R A, B2 T 8RR D B BT A SR IE
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PEA T A BROGHAS U E RE IS ILVBUREAS AR P2 2 CtONA HJEALAS I 45 SRAERR R O S BEFA 47 .
FRY], MRS 6 MRS S AN, BBOCRIER DNA, REFE(K ctDNA fk:
H s M RARRIA (<5 mL) 2 2L ctDNA EEA L, HEIERBITE XS, S GRRE 3 2 T2 DNA
FrBft, WA WAL GAE 2o BRI, FRHERROREACSR S 385 AN ORAF IR A2 DRAEAGHIN 45 SR AT SE 1 X i

17,
3. ctDNA FREX I RS PR ERRIR
3.1. EGRHFE

TE B e I8 A s ZE M B R LRI VRS B A P A e LA A SR o B4 e PR L e I P 5 22 O
TUORHJR R T30 T FLIR A S0 0 B AR I, H Al P A 2L e 07 25 T BU RS IR R FLARAG 2 . FLAR X 4%
B AR A MBIR SRS . XA G R P T B R AN AN, (ERN R TR S U
AN PORANAT RE AR P E St B2 W [12]. WEFERIT, CREFLIR X ZRER N T IS W Bl R (KR S
Je H B0 KR AT AN WA [ 13] oo T 20 LIRAF AR IR 12 X o PG A A 20 T8tk A, HAERCR
TR R BRI R . BT UL, B BT DR B B OUE A TR S IR 2 R E Ty
FR[14], (BALGET B sh e AAS A2 BRAR 1 R ARGHEAT 4 B FU 8 0 2 0 R, AL S B 3R AT 4 B J e s 2 )
NGRSO HESh R AE 1 12 W AN i & A e ok 1 TR, il R S 7 s M (S R P e - 43¢
AR T I A AT P B SO0 A U R L M L T A R T T

3.2. ctDNA B EAL M APt 14

B AT TE A M AR NP EAG I T BB SR, AR R H R NOE i A2, 78 H ARG R BT X 1)
kR EY T, ctDNA YA 5L E () BE S iR [15]. WFFCR B, ctDNA &4 5 HE TR 1% DNA H[F
(153 THFIE[16] o A EL A T JE IR 9828 A T4 52 BOL 25, CtDNA B 3640 R A Tl (3 £ I8 5 3 T CpG
By b, BOFRIR CpG By e IR 4 Py A FBEAK, 17 78 bR 40 i P S 0 R SR [17], I HILA B AR
S, (TR CtDNA & JET5xF g A5G Bk 2 5 R AR S (A U, R T R Y ctDNA SR AT g i 25 v] e LA
PRI R . AW R R, MM ctDNA BB, BTN ctDNA K 1%
A S, ARG o DR R A of 7L P TN 44 BE 18]

DNA FI AL AE g oAb bkt 25 A H B B/ F . DNA FE4L /9 DNA AL i — R R, fets e
AHAE DNA FAIMETHE T, SR sE R . AR R, PR 4n Y DNA 58 H Ak 5 4 2 A
DNA &5 B[R T ERA 5 [19]. 2R RIA, BEH R 27 X I FF R0 SO PS8R 1) R A8 1) R AR B
B, HERTIRREREHH A, HE AR R AR E 2 JE K 2 —[20]. HEERZE, H
WK W], DNA HEALBAG AL FIE[21], o DU BT E RN B . ik, FIRAEE I HFEEY
PR PRZR A 2 ctDNA W54 A T T LI 1 5 05 25 oAy ] P 4 2 2 Rt e

3.3. ctDNA R MiFER N SE S iHE SR

RN RGO R B AR . BE R o OomH . O RN KR O, REXH
THTHE M) ctDN AR5, 5 ILBEE S A2 W T B (A LR RS . FUERE A . LIRS
3B MRI, DLW G hn A UEA) R R YERE . N5 BIA RS 5 REE(LE 1).

IS SRS B, ASHIT T 1 SRAGI T B FLARE AT AR ST B R R I R E AL, (R I B
R HTT cIDNA WA AR A TE Q). JohE SRl T8, 78 30 B v XU N AR A B i ARG 20 )2
SN A HEDN P AR S, B LA 1 S AR A o A A 1 SR PR A
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Table 1. Performance comparison of blood-based ctDNA methylation assays and conventional breast cancer screening and
diagnostic modalities

= 1. Mk ctDNA BREALIEM S & G 3L BR R T & KIS B F ER BT REXTEE

CtDNA F FEAL M
GioRl

X HEAR, xR

FUIR X 2 (FHEL) FLARE FUIRHE 3R MRI ARG o)

PLBUR, B BUEILRE,

BBt BB, (R TR T i bt
AR AL L
S i i o o bt
s EARERESG  wsu b DEIRCEE e win, fae
R e T R i
- N e WSGEIER. WCEE. IGERL B RHE JER
) THE) A MBS PAK)
SR BE 18 /N5 = N N
praingy O IEEBIT g ﬁ;; ARIE  mamsumsn WL e

FHIRBEEAR. R

e o ARG BuEI SORHE. W BB A IRRAEX
EE A AR, WUMSHEE [P ey - . %

=K ot

4. RRMHR
4.1. BREFRERXER

SV 5 LR AR < i L X DL Breast Cancer Susceptibility Gene 1 (BRCA1), Human Epidermal Growth
Factor Receptor 2 (HER-2)% 903, it A& i & 5 5 VR 7 SR (I HE £ [22] [23].

BRCAL [ F LA LE FL e 1K R AR 5 R 7 Tl B 2R Turner 58 N R ILFE AR AR 145 63% 1) (0] A8 14
FURREAEE BRCAL H3EAk, H ARz T4 4 [24]. lwamoto %5 AR & B4 4+ i) BRCAL
B F HEAL S BRCAL JE 2l HIHEAL ¥ e XU 2 35 A DG [25] . 1X Seiit 78 HhUR B BRCAL Tfe = 1)
M, RO TE R B A U RS [ VR TR AR A S o [FIRER Her-2 (3R 5 LR %
PEFR RN 2 UIAE DG, RIMAE LI (1 R AR AR e el B RS D RPE A, T T ZLARE VR 7 BT &2

KIFIR[26] [27].
H i, XEHH R EEa0 HER-2. BRCAL. BRCA2 & W43 W T R 3L I B BAT% & J VBT
t1[28] [29].

4.2. BEFEBPEMNIREY

2013 4= Chimonidou %5 \ @it xt 79 i & PEFLARBE . 114 BIECXSF) CTCs F1iiE 5 DNA (cell-free
Deoxyribonucleic Acid, cFDNA)FEAS, BL Az 60 44 il FEAN A H 1) SOX17 HFEAR 5 L I 451 6t B8 o Bt 98
SRY-box transcription factor 17 (SOX17) 5 &) £ J & 7 B i g &8 o S R 7L s S8 38 1) CtDNA R332
FERFEAMORTS, $Eom H AT AR g 3L iR H AL AR WA 5 [30], IX— R BT 7 F- 9100 ctDNA X ¢
TG ST R M AR, 3RS LA L e LR A b B TR AR, NIRRT TR T A S
SR, AZWTFAFAEZ IR 2 RIRIE. 5%, BEIUAR RS e B & 2= 01 2 FLIRE IR - REL s - eRs
23 £ %5 (the American Joint Committee on Cancer Tumor Node Metastasis Staging System, AJCC TNM, |~V
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WA NHBFHATHE B0 BUAh, R IRT R/ RS S5 AL IR 25 45 I PR BARF IR 15 HY AL 1Y)
KERBHE . HWR, 2 TN O/ NREARTE TS, NALBI%D, TeAME ML A, W 7045 SR A
AR e, BFFAE ATRETERE U 5 R ERE, WIS TS E, 3B IR T Z A Wb E
Il R A 7

2015 ££, Mishima 25 A\ #t—# 2 Tripartite Motif Containing 9 (TRIMO) ] BE 2 L s i 45 7 F 364k
P&, HAEREAREP R R 100%, AR E 2 & TG ISR EY[31]. TRIMY J5 35 X 4 e H
FAb T AR A L S B, U S AR e A L e T GRS AR B TS CE A, DR 7L e 1) 1
USSR 7B IR TR, AR RS IR T A . (B SN B RO IR AIE B 7L, AT
HMEBABISGUE . JoRTEPERE VT IRAE, 705 & Gkl F BT LLEGAIE o B A g NI P i 11 7L s i
F, RFER TRIMO AL A8 5L 5L s A0 J L ctDNA A B AT AS I 12k, TE k1A oA g 3L s L 3 07 5
PR EIRIANE -

BRI AR B ) R IR R, MEDU S R A T R . AR S RERBOR, FE
SRR REAR INH N A G

4.3. ZEEBEA Panel

Dt R R B, WA R T RE 2 A AL AL Panel.

2016 4F, Shan, M; Yin, HZ FBAEI 7 M ILE HHEEUPTEREE DNA HSANZEE(SFN. P16,
hMLH1., HOXD13. PCDHGB7 #il RASSFla)i & 8+ H Ak, ffH myid & DNA HEAL A Il 77 kAl 1
749 Bl MIEFEA[32] 0 1% FE DA B SEARAR I 77 V278 LA 12 W Hh 1) RABUE 50 531 79.6%F1 82.4%, 457t
43530 72.4%F0 78.1% . ANHIFFLIAFIRE AR, 2[R 7L B AT e 1 85 i e 7 2 1) 34 22 5k ) P
Wit Fiz —. BFBAFIE R T AJICC TNM I-IV 270 7L,  HE RIRIE 1 2 5 D H B Al Panel X}
R A A . Aot 5 Bt FIm R I B s G, MO FLIE JC 81 L I A
T &R TR, WP E T AR RIS WI AR SR R S BRI R0 X R A
Bl , 33K 7SN 22k R B A A 000 T A A 7L s 12 W7 P BB M ARy S PR s R, IR BH T I3 A WL ist
FebRic AW FLIRIE T . (BRI At B D TS EERE DT, IR IR 37 502 B .

2022 e, ZEATL S N IS T RS, R T aAr 5 R 2H PR - 3R v 1 L e Al 4
(the Cancer Genome Atlas-Breast Invasive Carcinoma Dataset, TCGA-BRCA)Z#T, UESET 18 N 5T/EH<
(1) B TR (17 A0 2 DRI AN 1 AN S PR A7 7 5 B0 e 1) — LE L 2 DNA HRAK X 48K [33] . (H L ik tH
{1 B A DI AR AT I R AS U RT AT PR 0 AT, v B SCHE S AR TR R AR B BT I, S IR A A7 AE
BRER.

2025 4 e A H AT FH I 7 25 DNA %5 58 FLIE R e 1 AR B, TR T 2 RO PCR
K755, M TCGA Hudli FEfiig 21 MEESE CpG 745, b 8 ANEE[H (41 Clorf230. CCND2)TE Il
cfDNA 1 [X 7 FLARE 5 i FEXT BRI AUC J& 0.856, 45531E 95.2%, | AT 11 1 R &% 733N 55.4%.
66.7%; KX L H BRI SR A S A G, EX S AES RIEMIER, AUC 1A% T 0.898,
WD T 23% AN A B [34], W FERE TS Wk R . % AN FURIE 0 T BB A TE R SR AL TR A
PR EFI S BRI AR, HIERAAR )5 A5 5 I B Al 7 8t 9 1 PR 7L s 7 2 A2 B 1t 158
Pk, BEHEREERTER, HAEZEMIGRE N E . 5 R X BT 50 2 I R B30 B AT w1
A AR R H T FU e RO A U R i — PR AT, KSR RAEREE. 2 hOim Rk e 2
[ o

[F4E, Alexander, GE 25 NHIWTFTSE MK 7 T cFDNA [ B LAY, (1032 98 5L IR R AR (5 2L 4 SRV )

DOI: 10.12677/acm.2026.1672669 1495 I IR 2= =23t e


https://doi.org/10.12677/acm.2026.1672669

PNFIRH 45

R GEo Hr il UESEH A 0.07%~0.17% (AT M R . 99.3% w7 1t I8 7 35 S M % 8804 2 Ui vhE
% [35].

Z L[N Panel W E RS TR R B, (BAAEER A0 1 Je A [F] Panel ff38 R 20 f 2 4
K, SRZgi—brdks FLUON | IAZLI S I R BT BUH, o DL 2 I A O /K.

4.4, =FAMZLEEE (TNBC) KRt A ELAREYD

TNBC =& FLe OB R B v TG S 22 A, 6 = A 280 ) 0 B R VR 7 4 A

Glodzik % NEIXIFSE BRCAL mH A4b2& TNBC (JLHMAREBEH) W CEBURF R, HolfEhN “X
BRCAL RAGH A5 B A SR IGE P BH R E N, 18 2 R R A% b % & B (Poly (ADP-ribose)
Polymerase, PARP) il 7155 #2113 I 7 126 £%[36] -

Yamashita 55 A\ [A#E7E R 2] BRCAL JH 3+ H B A AN AE = 9114 FL I (triple-negative breast cancer,
TNBC)H#Ih & B, BRCAL J35hT Mtk 5 BRCAL £k, RZEBMERIMA BTG BEMKE, Bl
7 BRCAL B3 7 H Ak 2 S8 BRCAL Tt 2k 1Y B EHLHI 4518 [37]

2023 4 Mehdi Manoochehri B\ i $4d 3K [ TNBC 223N IE % FLIRZHZL . TNBC #h & Aot e i
AN I DA K 5335 () TR LR L 1K) 2 26 18 i (1) A S5 TR 41 DNA HEALELE, TER 725 T cfDNA [ F 2%
WARIEAE 12 H TNBC [HEE AR AATE R AR 1IC Y P77 1 [38] . IX /& TNBC AR TE AL S B A R G
HEFIRIE cFDNA FIEAR T VAR BV G 78, TESE T 25 T 12K cFDNA HEALRHE AT SEIL LA TNBC
MTGENIE W . HBETRA SESRNTFB L, WAATIEYER U IR UESS, A RS H R R A —
SE IR BR P o 1% 2 L, B A A N P R A bR B B R B, A6 R 0 1 L s 1) 0 7 A2 B A

TNBC #5521 AR ST &, NP TNBC -0 xfe St 7% 7 1a, (5 H RTaTF 7k T #rh
C/NFERBTBL, 7 2 O RFEARRIE

45. ElRIMEREECHR

B TUAH SCHIF 6 AR 7E AN W 4 3 56 - H A0 p S5 470 0 L e 7 00 5 7 S i 5 7T, Hok GRAIL &
A 1) Galleri A6 3 i iz B, 10 FH T JoRE RN A2 5 0 A, 2026 4F4) s A Frii B i o 1Al
AT CIDNA HEALR BYAH SRR, HA Ol ARIE 4R SR B P ISSH#ERT 7: PATHFINDER 1 44\ 6621
4 50 % UL TR e NBE, ESK Galleri i — MRS 50 A FiE, St FLARJE I R BU% A 51.5%. 4F
SIS 99.5%, VIPIGUE T HImIRTATE[39]. B 5T ERT PATHFINDER 2 JAyEMPE. 290, ATHENE
FHETST, GO 35,878 4452, A& H T BBRAUG IR K 298 B I R 78 . 2025 4F ESMO 2 A
25 R RN Galleri sk REE N 40.4%, X 12 P SO0 F R BUEIE 73.7%, FremtEmik 99.6%, &
P AN 0.4%; LRSS HH i P 53.5% 4 1~11 IR HIR AR, H 74% K 4 5 sk Z AR AE 07 25 F B Al 4
IR, B S R A A, AT AR AR AT 7 A5 b, REE KRN TR G g AR O A
A R [40]. FRBFFLR I, BT FIEAG ) 298 R0 BRI TCAEIR B h B R RURR R 1 5 24
P, JUHRTFL M 45 R R AT A R 78, iz g LR A SR AL R A0 UE R AR

Downs, BM %5 @i JF & 10 £:F H &AL Panel & H I RS, A ME I A, JUHER
JREE Z M X ) SR AT 4t 7 BB R U 7 52 [41], 2023 4 AL T N R B H L e 030 2 ) 22 A R K] R
PRI e 52 F PCR G &, $R4E T Al BRI IRTE i) 4-CpG A7 sk I T B, A vk 1 300 7L B e T 37 9
B RE PR, BER R RS [42]. AT OB IR IS TEE N 2 AR E RS WAL )
RZH A PR B, #4) Panel 765 W7 IR 1Y) AUC L9805 0.8, JEILH R 4T Ml PRI A0iE 77,
{EFLAE St SO A i A 25 . AT R R A R T A 5 A T VA
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5. ctDNA FEU R T A BREF AR ENZ L RRYE

BIRMEARJZM P, P ctDNA AL bR BV A% O 3E AT FU e FI0% & AR e & nl 4T, ERAMKIH
AEBAIS W K5 58 b i & TAF 2 18] 1 ER IS4 -

5.1. ¥k

511 RHARERBELSE

Jir e S SR Mt CtDNA HSEARIG R AZ O B 2Bk i 2 —[43], FLARIEAAE SR JRlml. i
Rt - FER AL A S B R R R R R 4RI AN R FLARE 4 7 E A (Luminal 2. =1 TNBC,
HER2 BH:2Y) B SE b P 2 S W i AR R AR 1) R SRR RN B —, B FR ST S5 s 52 Panel #fE LA
BHRAWIANE A . F R FLARARIR S R A T I S A e R, D
FHRAF 5 HE, ORI i 22

5.1.2. ABRRMESIMEMSRRE

ANTE ARG AT DNA FEAL AR B 22 5o i, Hh B 2 Mk L 22 2% Luminal B 241 TNBC
[ il v T RS N, L SR BB nT REAP AR 22 5 o DR, o BB T R 10 H K Panel 275
W TIENEE, DURRRE NBERIRT ST 4 A BB £ E AR, B ir.

5.2. BiARHkKE

5.2.1. &RIFRNFRELRRE

CtDNA FEEALIG I A FifE S Z 58— ArifE, BAEFAKRE. B, R, DNA 2L R AL,
MFFEAR S Bl AP R 45 RPN AT o AN TR S 36 3 R Y AL 7 i A 22 S 0K, S BT FU 4 1]
et 2, MELASRELZ oA ORIE. 2026 SR KA LT DNA AR MR bR 254 S50 = A6 I 5 Wi
PRI X 36iR(2025 hR)) bnEfbdefit 79106 T, (BRI — P AR g # [44]

5.2.2. PR il E 2

FEIX AT I SE PR ML - B LB DR - AGr il 45 SRAX RS S A H A LR, R0 TR I o
i T AL R IR [45] o TH0 P8 iR A FROOH v S A7, T S 30T 7 S0 975 A F3 R AE BT A A 5 Wi PR e AL R R
T I P — KA O BRI S

5.2.3. & ctDNA B SES /T HEAREIR

AL R bR TR AL B R B 40 DNA 8, 3 WGBS, 7] Panel #lif7. %5 PCR
WEAEAE 50 LR MEARER Hh e (b i R 25 18 B DNA Fr BB, ZARER 7 WL AL rifE B, 2t — P HI 58
SLIT AL Ar 1 e

5.3. IaPR R F#kik

5.3.1. MEREFERFE

I 2R GRS ] U SS B 7T S0k, FRA TR B LR 78 1T 4 305 5% FH 0996 6 JRBT 9 5 i o T AE X
PR A2, BTN AR B S O BRI, B2 B0 M i ehe £, O 70 R fr s
S e DA % B A A A A 2 e i o RS T SR AL P N B B 5 S B O 2 A TR L, JESRBIRAfE,
WHER . AR BB L. BRI SRR N R NSRS, EIH 2R LN
B, WS ECT SRR T AR . R [ R AR Y CtDNA RS 5 {g BT R A B3 2 5
By BRI AR AT IR T AL W AR I [46] [47]. IXTEWRE, 0% TR AT R R R (0 R AR
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NHE, IR A SR A7 5 P R B R 0 32 BRI . ATIEYE L B ORI 2 A B R 706 9k Bl R
M ZEREE, SIS B AT AE AR

(e IS 3 S B AT 7 AN DAVS WA 11 9 2% sl ORI I, 58 A TeVE HERR WS I TR 135, JE¥5IESE ctDNA
AL L7 R A B R ELSE I A A7 3R 2 . HLIA CtDNA H A0 Ao 7L e 1 05 AR AR DG 72, E N
R RIEOR . BHFEcih a5 fats LAEAE B35 IR 577 i, WECR SR AT Lt 2, Joikid
i Meta 73#1 & 3545 2 55 B IE B e o« F AT AN, A RS S5 0L AN L LA s Hth Nl PR B
.

5.3.2. PRMEFUAME. FAMFURMEMEREERTER

s A T [ A KRR R R EE, EMIZER, A5 ik R AU 5 B 4 T {4 (Negative
Predictive Value, NPV)J& A% O VEREVEAN Fa bR, [] Bt SRR U0 1% BH 44 150 {F (Positive Predictive Value,
PPV)ik & 3 /K-

2 e ) IO P U0 0% T SR i B P A2 3 10 L e B XU, kD> s S8 i A2 2 Ok FF) IR T R U
THHE: MRS B0 T BUR AR B PR, By 1 e N BEE 525 B2 W 5 A b SR N VR YT o R
IR A N7 2 M DA M ) S R A . 5 B B A LR R S UG, BRI R MR R S B 4 5l
90%, PPV /52> Kl FF%. IA KEMFITIUES, LA ctDNA FIE RSP NAZ O 7L LR R, E5t
IR 1Y) PPV ik AN 2 10%. i 8K PR BH 12 T DN 5 % o P BRI R 2%, SRR 29 T BB S A TR
FUASTRIE A 07 25 (1 T 47 4 o

K45 GRAIL A AR AR B, JET CtDNA F AL/ BT T35 4T 10 22 988 5 07 K000 Frr A B0 114 )
LS FRUAS I R R IO . | SRR N 16.8%, 11 JUJEAE A 40.4%,  HLIX LE 54 24 Sk T 151 )
FERIF AT, LB S AL R 1k e KME 2 72 78 4 [48] - 7E Pathfinder BT 701, 10 1.4%(11 520 % £ F 30k
Mi(multi-cancer detection, MCD)MIX S FH 1,  ELBEMER B 35 61, EFHIER B AL 57 6. 54 121 F16
REIE 2 A MCD IR B, $R7RAZAG I 7 2 B B M (U AGE) 236 L IE BUAS 7T ZAR IR K7 o 5 F 7L
IR Il A 1 A A v 07 7 7 S R P, MICID T 1 399 i P B8 e A2 0 T P s A o 1 7
B[49], (RIS e B PR P e 2 S EUL BEI2 T, AUE R BRESST FHR MK RIR S, &R — RFIA L
LRSI A, AEETRITEN S, LI S5E5 4,

5.4, F5IEHk

H AT ctDNA FF AL I () B A 6 (40 3000~5000 JT/R), s TAE S0t T By, M DL N E R A1 K
FARHES o oAb, L0 BH I 45 5 AT GE4A S A A R K AR D B AR R, A I ) B RA TR It 2 7 O
R4 B i) A
6. RESRE

Zi BT, ctDNA FSALA I e FL e A & A BRI N 7, B SR, ws)
SRR S, TR TSR A TR L . B HBNZE AR A TGRSR IR B, s iE i S 2R
B FHRBUEC. AL B2 EHRR
6.1. MABFARIGKEN

LB B ctDNA FHIEALAS I 1A IE A A N 8 N B 0 & F By, IR R e A & FUARE = e A

REMIRIH TR . X+ BRCA ARG ¥ A FLIRAE S0 52 BEAEAT FLIRAS S AR A S5 e AR, T e ik
1T CtDNA FEEALKI , BHIE & FAT R AR 2, DR R AR, Il A B AR A A B3 A -

DOI: 10.12677/acm.2026.1672669 1498 I IR 2= =23t e


https://doi.org/10.12677/acm.2026.1672669

PNFIRH 45

H T QPRS- THZAE AR BT AN ISR A vy e Mk B AR S5 A A e SR B R P 5 [50] . X T
HAENHE, T EEANE, MARSER U X RSl AR S B T 5 o A 2R 2 ctDNA A
Rl 5L SR I ARG R R, SKIRMIEA L 2 TR SRS A2 Wi LA AN

6.2. ZEFHRAVRNHFELR

Fi— ctDNA H B AUAR EP UK SE R W IBAL B MR AE R A IR, (5 S4B —, o R S o A A
HEE AR, 2 A58 A 2 i B R BUE A% O 7 ], Horp ctDNA HEELECS cfDNA B %
D B A B S = A S T &R

cfDNA JFr B4 220 5 1 B FE 43 A1« AR 5 PP REAIE « A% /M e 7 1% =A% O b IR SR U ctDNA
Fr Bt 3 46 1 1E A7 25 DNA, FLIRE R 21 ctDNA S+ 70 A fE 90~150 bp [X 7], [5] i ik ég 4 i
TR DNA Rl 3 FPAFAERAE MRS, 0T 5 H AT i T OO R e S PR 5o 0 T DAL
S, RN BRI R AU AN 40%~60%, SN BeA B . SRy PRHIE S, Pl g8 KRS A4 &
T, KRRk R BUE B ERETE, RN 4R R, PRI

6.3. ALEaeSHHREIMEE ctDNA RELALEREM L SIGHRE

N T fg(Artificial Intelligence, Al) . L85~ > 5200 BT bR ML . AR R 2 1l PR KUz 20 2
RS, RRBUVAE B TCRE R PR . I & RN 2 5 L, BRI R B SO T B

6.3.1. Al IiEYFH M4 R ELAR SIS

& 2 FREAGAT AT IRDE RGN THER LEXT TCGA. IRRIM B IREE, R H 5 B 3= AR
R FPEAL A LRI TR 5 ST AR I 46 . [ 20 G i 2% T k2 A T 4 22 R 4 I3 1 256 00 e 2
BB, BN AT AS . DHFLIE A P F B 5 CpG Ar sl [N H 35 Br AL R A . %
Lo R A ARIR M T S, DU IR s e R 2 BRI Panel, KR4 KL A7 S W0 KR A
W At E L AR, FLESE ST ER @ERD Luminal. TNBC. HER2 FHA: Y 7Y ()4 J& FR AL A 55
WA, AR NG T 5 S P 2K A ok ) 8
6.3.2. HEFIMUSEFHKASHEER

BEWRA, B R IGIRIEAAE B (R . FUIW S . F0 0 S5 4ERrAE, ZhasF
i RGUZ S5 AT N B e, Al B a] R 6 A B FL AR BB R S G S .
i N B R S B DA PRI BRI, e AN Tl R BB Dk R 2 22075 AL BERY AT 8 25 32 T AL s 12
W AUC, 920 AN 06 B2 f1 L 28 IV A o

6.3.3. Al SENREN FRIE SRR KPR

AR Al RS, EIIRAIFEARN. FiEE . DNA BIRESASKEAR, G RRENF
AR IE SR, T BRI = A I R 25, ST R0 R A AR AR I R e ) Y R vk SR G
B RS NGB CIDNA ZUAER G QS R, AL E 3l H iR S5 X 2 2
SRR, BRI ARG BN IR B MR TE SR R I ONEE, Al AT STl 4 B I
AR, il ARV T R, R R R R R T BRIE A

6.4. IEKRFLEMEEFRERSE

CtDNA LAY Ao I 75 FL e B0 U A FE - 7k tH PR AU B THRORSR AR AR X, F A P 3L e B
PSR PR SR B R Hilm AR N ARG, @ e Eir et ik R, JTRZ O aTIETENSIB T, TR
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AR IEOR, B RN B 42

%P T CtDNA FEAL RO PR RO, B e AT PR S SR A% S 320 UG 73 J2 VP A, 3 4 DR BB 1
REIALER LYY, el EREEM SRR, SCIURALERL, BB E SRR, AR R
A GRS BRI o 5 4775 WA R AR S mT B ka5 A 23221012 S BEVP AL, BEAT IR IR T T BE V7 8 2.

TR A BAR 7= 4 B 1) PR AAS IR & Bl PCR E SIEAS I &, BRARER AT A, HEShEE
TREIN, BRTHIE R BT WU AT S Ak

TR IBAATI B FEA RS IER, EER A AN S SEREVEBHIRE, P
EN I En RS (e AN

LR LA, ctDNA LA G2 L i Joet S ST 07 0 0Tk ) B EEE U 7 oo B BOR K AN i DAL AIE
A R, AT RO el & T BOA Rk 78, O LIRS B 42 50 3 2 ok
& kA EA

PINIIRH . CRIBAESLHI BT RSO E ROUIRBUR I RSB, ER T BRI K I HIE T
s XKAR: XTEREAT REHEK, BT LA FHE: BB FEG, TR ITAE, B
fil: SCRRIGEZR S 0fE, O URS s £ IRSCHISR AR AR A I H Bk it whin =
e 5435, SRGFRCRE . BUUSEM TR, TS SR R AT T < S A K  #

PR S,
B

T AR YR B 18 SO I v 52 1T 2 [ 2 F) g 5 R K Sk
EemB

IR KA DN Zhit-RITH (5 H 455 . S202411065142).
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