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Abstract
Breast cancer continues to be a major contributor to cancer-related illness and death in women
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globally, prompting ongoing efforts to optimize treatment strategies. Progress in molecular biology
has accelerated the adoption of polygenic testing and next-generation sequencing (NGS) as essential
components of breast cancer care. These approaches allow for the detection of driver mutations,
facilitate the selection of targeted therapies according to genetic characteristics, and employ circu-
lating tumor DNA (ctDNA) analysis for real-time tracking of therapeutic response. A growing num-
ber of genes linked to treatment efficacy and prognosis have been identified through continuous
investigation. This article systematically reviews the latest research progress of polygenic testing
and NGS in the personalized treatment and prognostic assessment of breast cancer, aiming to pro-
vide insights for clinical practice.
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Wt LR O FR I BRI RS WK R T, IR PRIA T SRS R 2 8. 4 b, AU
(YR YT T2 BEAIGIG A BEAFAE, LG R AR L R /N SRR ROk IR 2 i B 1 L A6 [1] [2]. 4RI,
TS B S M, I PRARAE AR BA 0 58 2 6 AH R VR 97 1 S B S T P RE 22 R e 2, S il e A
WACSHBIETT 7 Sk WM . TEMETS U, ZREEIM(MGA) S AT (NGS) B A RGE K &, H#EshFLIR
FETT ARG HEACFIAN ARG HE . 8IS Bl e B Rkt 2 BERA I Bh T-48 IR 7 PSRRI VR4 AR
EWE, MBI A R BOS BEVRYT . 20N, 2 BRI Y95 VPG J7 T AT REA 715 Su il R
e FR. HET, Oncotype DX (21 J )1 MammaPrint (70 & BE VK& Wl CU7E 22 3l R BT 7 o 8 B AE B 471
L 7

2. ZEERMFE LR R

Al PR WP B S A A I B MESR B2 AR (ER) . AR AR (PR). AR BEK R 7324k 2
(HER2) & Ki67 Z54i4x, I LAONFEIEAT 20 50 B UAE iR )T o BEAE 22k PRSI A2 301 PL e s VR T
A H a5, AR SUR IR T RAC0R i A R AR oz .

2.1. Oncotype DX #&3il

Oncotype DX (21 F& PRGN 2 24 51 N BN 2 B2 3 R 5 vh 2 — o ZHEAR R I 5 R A1
B [z N(RT-PCR) Kl 48 7R L5 bR [F A b 0 3R 2H 2 (1) 21 N EERIRIAKF . 75 NSABP B-14 W5+, Paik
SF[3] A\ 250 A i Bk PR e 4de 16 AR AR DGR R RT 5 NS IR, #0577 B KW (RS) RS, W
JuHE 0~100. #&¥E RS 7l B E K5 MK fE(RS < 18). A71/& (18 < RS < 30) Al /& (RS > 31)4H[4]. A 3
BUEM T ER BT HER2 BT WhEE S5 B SN AL e 5, H RS BT R i Tljs FIWr (5 [5], JF
AT IR R A IR ST SAIT T 3R A AR E, O ASCO J¢ NCCN ZERUE 45 HtETE . 7£ NSABP Bl4
I, HZMSLESFRITH ER BRI IvEE A F, K. P, "R E D 10 Fimkh 2 Rk %505
N 6.8%- 14.3%7H1 30.5%, Jaiik [ A I ) P FIOI e 7y . HARB TR ] RS 5AEAFRETIME G . ATAC
FZOUAI I — PN T RS X ER ARk A B 1 B B R F RS TR A o 6 T-bk S Ba i
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2.2. MammaPrint &1

MammaPrint (70 ZEH )T 2007 351535 [ FDA #L#E, J&—FhdET 70 AR A DGR IR 3R IA S
MT7i% e ZBARKEER D Am. R RN, &HT ER BIYE. HER2 Btk Htk 45552 Jy 0~3 #
FLIRE B, JFC AN ASCO J NCCN FRFE[7]. 2 T [ml B ML Fo 50 0k 1 H J505 AR A . — ST
Z L BTSN 302 IR L AE I R BEAT 04, 45 R IR MammaPrint £ T AL e B RS AR A7 AR TT I
TSGR B R bR, FOXELL 27 2.23 F1 2.79. ANid, KIABE V& T50 R 77 7T 6 bE i 8] A fr
WRIT . T3 IUEERT 241 kR4S 1~3 MO B OB FUR B, IR AN G B 1 10 SERIm A e e A A7
5393179 91%55 76%, Ut BZAS I [RIAE 38 HT T 9k E2 45 B %k R85 0 T 1A 8]

2.3. PAM50 &3

PAMSO i i #ar i 50 AN E PR I8 K, K FLIE R 738 Luminal A, Luminal B. HER2 it ik J¢ g
JEREVD R IR, FE45 A R SRAE VRS 2 R XK . Laenkholm %%} 2000 fil4445 J5 ER BH A% 3 7L iR
S B AT 0T, ARG 9.2 FEJE ORI, WRELEE PE M R IS S fE ALY 10 ARz b R R RS 4 N
3.5% 5 22.1%; JKESSE [ e R 43 59 A 5.0% 5 17.8% [9]. Natarajan 23t —E B PAMS0 43 784w
ST R TS, R A DB R G R 4y 2 B — D .

2.4. Endopredict &3

EndoPredict (EPclin)# & 1 8 Mk K. 3 A S HE N 13k DL M /NS ik E5RAS, A2
PI4RMAATT () ER FHE H 2 3E4T KU 20 2 (I fG: EPclin<3.3; mifE: >3.3), LATHI 10 4E N kK K . 16
ABCSG-6/8 B\F, fIfE2H B 10 - RImA B K AN 95.5%, W3 m T mifadiin 80.8%. Sestak &5t
Fison, EPclin TEIRIEME /N 5 S8 3 BA TS KB 8, B AR ELSE B R A it B v R —
. #EPRE[10]MRHE EndoPredict K& 1 & & RS PF70 8 Luminal 43R FL S B3 0 MK S e
fadll, RAZHE logistic [543 4T EndoPredict YF4r-5 I A ERFE I R, RIUHIR A/, 14155
25 EndoPredict vFArAHIC, HAKSE A B ERN 5 V697 R R A B B8, K B EndoPredict #5ill il oy
AL B AT IR R IR S

25. FLEREIRY

FLIE TR ZU(BCI)i@ L 40t HOXBL3/IL-17BR HAE & 5 AMEFEAHCHE R, PPl ER BH PRI B 45 B 14 i
I (<5 F) S (>5 )= KR, H4EFEK N/ RIT . — Tk T BCI H T1F4% ER FH%E . HER2
B 9k 2 8 B LR B 3 i K = 2R A IR YT 3R A TS LRI 7R B, BCI i XU B 3 M RE KR 97 Hh 3k
A, TR B IR FR[11], BiEH BCI XTI 2 B3 A K = A NG IR Y7 13K 2 B — s TRUAE FH -
KODALI [12]F]F BCI ¥Fiti F- 13 3 52 PR (HR) BH 14 7L A8 £ 38 193 BRRRAIE 5 4 K N 20 Wb ia T 1 o, R B
BCI A B T3 i 28 B 5 2K N 40 WA T T 22 M . Trans-Attom 78 27, BCI 3435 s bk R 25 B
PEEEHZ 10 FARSEZFIRIT MR T 5 497 # (HR = 0.35). Liefers S5 [{IHF 7Lt — P UESE BCI 1]
VENIEK N 73 W6 97 3R 2 1 T000 A= Wb 420

3. ZHRMFFERLBREE PRI A
“ARBFNGS) Ay — M R FHA, RAEEER. AR, (EIMEERTI
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DT RG> RN H 2 AR R 3 T RS A PCR AT R A e e A R AGL
TR, A 7 BORI 58 3 MBCA AR, 7 LA RO SERIRT 7T b, i R N IV Rt — 2D 9 K

3.1. FLEREERFES

FUIE B = B S o, B R () e B AR N e B, 5 ERE AR TS AHOC. GeparSepto it
B0 E UCR FH NGS 0 M A R U AL, R I = B 1 7L e o TP53 AR A ., 1 Luminal & HER2
FH 4 83 7 LA PIK3CA RAZAE, H PIK3CA RAZ 54T HER2 ¥697 B N A 5. ESRL JEHR RN 5 A
SHIMETT T 25 A0 5% . ESOPE M Fi%f 123 151 3 # 1 7L i 28 35 idE AT #E 1wy Je =AM 2705, 278 Luminal A
B E AR R RS I R ] REFE A N T BRI Y, H LR RE R BT TR BT Luminal B 2[13]. Ahn Xt
2 RNVEFLE AT I P 0 AT, RIS 4y B e (AR AE 98 DU S, 37 ARG I B — i AT g a8t s DG
SRR, U2 K TR o7 o b

3.2. BERKETHE

AT EE RIS FIRRE, FFEH R EABERRERIL, 2 5%~7%1 7L iR 5 i F
A, ASCO 1F 2010 4E 1) (I HE 5 L DR B i [R5 BH T ) A, 78 DA AR 100 25 RE i (R A
W G A NBSK e 5 MK T AR 2 78 70 ke s 45 A B T-38t 4% XU R 3 s Wi AV T . o 30%~50%
(3545 P FLARE B BRCAL2 LRI RAF G kD, #5712 L R AR I e AR, T R, LA U
AJ T A 50%~80% . FEIBHE I P - U SR LR AR T, 40 USnT K HE BRCAL B BRCA2 JE A
RAF, DR ER X R KU A BE T JE BRCAL/2 A6l B A B B R & o

BRCAL fEN—F#ia R, @i+ 17 SREARKE, RmiD S 1863 MEIEMRIIE A . 1M H
22 NASANE T K 2 AN RS ANR LRI R, MU S5 2 Pk R B sy, Ik e a um i iR i R
HHRRE. MALT 13 54 (0 fx K 1) BRCA2 FEKN i 27 MR F2H0L, 7£ DNA e 8 . 4EFri
A e M T R A S AR D, AT A 1T R U T SR BELL 20 B S e A o L AR AR S FE IR 0
RES LI BOW A, BN R I PR T i SR (A4 . SR1fT, BRCAL/2 FERIRAZRIYE IR EZHE .
FE AR F (NGS) AR K2 Hi, B Sanger Wl /5 v T s Ak M A1, &5/ v BEEOK Fr Bk ok 5973
%5, 7 Mo a e & PCR. DNA B, £ EIEEBAKBMERE P 15552 2 H A B mMEAR, X—
JR SR T EE A £ T LI PR AT R . NGS AR )2 B A Ui o T IX — . AR L mid
IR A e BRLIE RS U 3 T IR 3, e uid 5 B BRCAL/2 FE DR 4 T I e 5728 S 2R R 5, NIl R 3 4]
RS T 3 = AT SRR T R . B BRCAL/2 4b, NCCN (2021)#5 78 # ATM. CHEK2. PALB2
SRR AT . NGS BiARRES H AL, R A SZI Z RN RS IR, H BT IR 5 B A+
& G AR T F[14]

3.3. FEHhIEHR

NGS AN N FUIHE TS 7 =3R4 7oA I TR RS2 00 1 S FH A8 A VR A & A
S BT NGS 2 BRI o 30 1A T35 RS e i A 009 24 i 88 4 (CT C) S5 96 B4 Ji 93 DNA (CtDNAY), Sy 7 i 71
J& FIT 5 S AL T IEE, A TR WA, NGS A2 il ctDNA Hf g 5k PR 41 o5 (1 s 7
2, of B L R RO AN L R AR A B . 5 LIRS B RE FIEE R4 (BI-RADS) 45 & Al
RS WA, RIS R R AT (1 FLR R B ctDNA 5 LIRS B AR5 AH 456 mT DAE v B v 11
FINSWbr E . X THBHEIIE . NGS /iR, SRS 3 R 13 I 5 gk G oc. Hop
KPP 948 A TP53. PIK3CA. ESR1. FGFR1. AR il ERBB2. H. ctDNA [ 2 A J5 bk 45 #582 X
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W ERERS IR T, CtDNA Zhas I mT Sl 25 & 4, 1 TP53. PIK3CA. ESR1 Z5HE[K T AL
R ETHRRGIREHEE . Shaw ZE[1510F 70 &I, & CTC i ¥uEE b ctDNA W] [ W fiis g, G BT Wi
HRE5EK.

—HEPAK, 2 RPN S AR RT-PCR B 5145 AR BT f (L i B DR 2 iA s, 0 3 5 Ml LK
H I PR 5 P 1 799 b 22 L DS T - ——MammaPrint &5 Oncotype DX, AN g i A0 S 56 == $2 0 #r 4
B ARLERTI A I AR s i o), BRG] T ARG IR A )2 S . TR T AR (NGS) HAR 1 £
BERAI, A e Al IR JRER, SRR T E M, RS TAEIG R . Mitterngher S5 ATFR T
HT NGS 1) MammaPrint 5 Blueprint £l /5 %8 , 45 R BoR H SRS A B A = — 351G K T 97%),
RLAE 53 B S50 3 20 1 IR R S VAT 5 BB KA AR FU it — 2D IR AIE . (HARVER 2, WA S50 1)
T FE R A ) £ 2 R 4 R AR 2

Han-Byoel % N MITE LA itk — B fEidk, @it %t 343 BIFEAZEATHLA RNA WP, H IR HET
NGS ]2 F K6 I 2 48 ——NGS-T 5 148 (NGS-PS). i% 245 5 21 F2PK M 3E43 (1) — Bk is 31 94.1% (93
flREA AT 85 4 —3%), BetgiEId MG ER FHME. HERZ [ S0 s ib 53 &k KUK, 1 a1 23 Ak A
HEawiZs, EX—021E 50 H LN EE R R AEASHENME[16]. NGS-PS 4 T 179 NEEFMRIASE
B SRR 2 BRI IATE 55 2y HCE A R SR 86 = 30T, AN R 48 TR W se P 5 4HE 38 7).

4. RE

FEFER AL AR, NGS CBMiuf1L4t Sanger MIfF; fEIMIK E, Oncotype DX &l kAN
AICC 45/ . ML LR AN, FEERNS NGS SOARAWHESDHT ) 7T 5 S ALK
FER 2GR o A NGS R Il A M T B, H 22 58 PRGN £ A i@ o 61 5 3t B AT T W 4915 T e 1 Bk
o BEAh, NGS 27 R PR AL S5 1) L 75— 2D e o ROK, AR R 20 2 KB 18 S MAEAS HEVR T
W2 Z AN S NGS K ) EE 7 ).
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