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Abstract

Early diagnosis and treatment of gynecological tumors have an important impact on women'’s
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health and quality of life. Genetic testing is one of the fastest developing directions in the field of
tumor research in recent years, and it is of great significance to the occurrence, development and
prognosis of gynecological tumors. With the advent of next-generation sequencing (also called
next-generation sequencing), large amounts of DNA can be sequenced quickly and economically at
the same time to identify all types of mutations in gynecological tumors, making it possible to
realize personalized medicine.
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1. —RMEE
1.1. NGS FEAR#E

JiyRE Aot — PR DR 20, AT 7 A Hh BRI 5% D0 R R AR I b e R R B A [ 1] ERTT
Q%o P9 5 R A0 Jireg i P ) LA R e, B A L R e R, SR B BT R R R A R
U3 A DR R — EAEHESFRAT T g S DR A A AR (33t [2] o 1 22 PR 57 7 i g £ 47 2 v it o5 i 2
YRR, X A 0 26 R 2 R A7 00 A R A ] R e O ) 2 A DG AT BRI, AT A R v 7
R E L2z,

HE RIS A B 52 B 3% T DNA R RNA TS DAL T B 40 ) DNA I #) i PR 21 2R A 52 56 A
=R vk, BMBFRIEE — AR (CN T 28 &9 E A9 5 Frederick Sanger 1 iy 44 i) Sanger 7). {H—
ARIFF R AREH T 467y DNA B BRI R, ST AGH 0 RN 2 e e 5 52 DR 4L A 5028 A7 AE — 58 IR o it o5 00 PP B A
IR JE, KRAEEIHATH DNA WF 58, kR« F—All 7 (Next-generation sequencing, NGS)” J4f k&
7. NGS & DNA BIYI RN BUS BTN, SR 5@ v AT SR He e Ao A, vl LAEIS 07
HH T DNA FB[3]. AT LAZE 5 s 2 77 Aok 4 5 I EE R gt AL A8 5, L rp 38 BT IR Al AR
WP IR RAT . ARG [4], # ECE R[5 ISE K 24 7 5 EHE[6]. NGS BBk B A e %
Aab A R S 1) T B M AR B AT R A TE R RN PR K ST b AT 20 AT e 5 DR AR O, (36 A AR R 4
W FPAE NI R T H A AT RE7]

1.2.NGS FEMF 5%

NGS EZF 7284 AMEFAIF . RNA I 143 KA

1) 444 (Whole exome sequencing, WES): ES w2 I S LI A % 25 191 )55 Th g e T,
SKASH I 5 R 2EL 1) 5 47 RIS DX 3, mT DAL (R EEaleA 2 E E dmfiD RE R [8] o T 8% B3R AS- P 2 1 i G
AR RARER T R Z B E0R EA AR, 5 AT O #0052 H 4178 5519 60%LA_F[9] [10].

2) RNA i 7*(RNA sequencing, RNA-Seq): X NFE 00 77, W] DAAs TH PR s 3815 45 2 4 i sk 20 27
F—RE TV FrA g AR R R 7 515 BANRIAAE B, BFEmAS 5 1) mRNA A% Fh k4 S RNA.
BEA —ARIF % e, RNA-seq J7ER] FHTHT T RNA VA2 AR5 T, 35 Bt B &k, #
PEFT RNA Z584[11].
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3) 4FE[KZH I (Whole genome sequencing, WGS): WGS H. A 4= T A6 I i 4 25 704 35 R 41 A8 57 178 17
AT ARSI 5 R N SR R4 989% M ARG tD X i R I R A, WHEfE 2T 9+ W& TAEHER IS RNA
(ELFE microRNA) DL S AR IERE X (19845 [12]. WGS 1)) 7248 F B IR S VILE ) LT AN 58 R 4 Hpo s W AS [ 2
()i DA 2 LB AR AR S, XA T 2R W (A FE AN R R, MARAS 3 1 JRA 0 g i 7
AP B . IF H, WGS SRl S it 1 FE I PR b A 30 e 4R AR R e 0 ek 8 2 1R 75 vk, AT RE R AH
KARYT 77 AT 1R S APEA4[13] [14].
1.3. NGS 5K

NGS i i 32 At e Je i 110 25 DR AL AR A P B8 ) /N - RS T UM IR T R TR R e, 3 7 2[RI 20
I ¥ TR A TR PR S FH R 58 o B 1 ] AR — 20 S5 s VB TE B P YR 7 e I 2 R 2 o, AR I
PREE S AR B R AR SR G RFAE, NGS K XM e 1R Y . TG« 2540 I RIS i 245 P Py gt A A
e OB WLAA 6] BESRECHE vT L I Tt e E 0UJS AR e 7, 32643 0 R0 BRD R AR 2 iR 42 D) W 2R LA 7 A0

(vaIT 72, W TR B 8 X VAT RS DA B ZETE 7 BT s 5 HY B T 245 228 0 5% DL o e SR 3 A
WLHIATT P58 [6].

2. NGS 5138 g

2.1. FEUNE

T B WUR R Lot g s DL IR [15], AR+ P LR (Uterine leiomyoma, UL), MAHZ%: Eij,
LR A& RAEIR, 2T B P U ZZ 1 B sa PR . (H2, UL /2% 250 58 3 rb (1) 32 2 AR 35 o o 1) L 1)
PRIR[15], A2 At T B PIRAR I B BB, E I T 4L 4 50[16]. 29 50% 4% 70%I LR - #R Kk Ak
AR, I HIEE RN, Caihe RABERMNMEE S E 12 (MED12) [17]. FRitz4h,
AN 2ELI R 5 vy A ARG DU 1 E P RS e B2 9 (AT e FLAh R (R [18] [19], X R T MED12 fEF 5
LR R (AR o T Kim 258 N7 R ], MED12 5 p-catenin 7E#3_EAIThfE LA E AR, p-catenin
M WNT (55 SHISCBERN 7, 1l DLBE #EIE R 155 3¢ [20]. IR, mIRIH MED12 BF5E UL JR97
B B Va YT bR, AT UL k25 BRI T HR A 2O .

22. FET LEREE

T B #0_E B 998 AR (Cervical intraepithelial neoplasia, CIN) /& 5 7 S i i 25 YA SS i — 41 5 #0
A5 o 15 N FL %8897 7 (Human papilloma virus, HPV)JEHL CIN FE AR 1) B B G R R . (2,
A XN B S A s KRNm0 CIN BURE M 5 3UE[21]. BEARIERE HPV KAl = 253
CIN BT HEAT 5 20008 577 25 75 T 7 20008 75 TH B N AE2, GT%S HPV i 2 IR AERA PEAT SRR [22] -

BEE I HAR M A R, R HPV R ML M Hors AR B AR R RLEAe fR b on ., M+
HP\/ Jik [5] ZE 71 2 U0 A DS 2 P 3 L A s A AT TR i ot R SE TR 1) 1 e, AN v 1 E S A AR
FPRIZ e TE[23]. NGS FERIIN 2 Fh HPV L7 T RS H mi[24], X T /e HPV BIPE i, NGS
Al e AT CLSEELEE b 1) o0 28 A R LRI, kX I 2R RE AT mIRNA DI, DA% e sh i b 22 5 3R
A miRNA, AT 2 w] DLAERR TN AS [R) 20 03 25 30 _E B2 IR AR miRNA, - 45 536 BH T 45 52 (O AN
miR-30d-5p 1 let-7d-3p J& H T & 2 b Jz R AR i AR A2 AN PER 25 10 I (L2 B i A= b 5[ 22]

2.3. BRER

B B35 (Ovarian cancer, OC) & i B8 BP0 R HEA 26 P IE, TERTA e R HE4 55 B [25]. fal
H—X META Zr#1iE7~, H 1980 4Lk, OC [ 5 HEaRAELFR LA 240, 11 sk IV #] OC &
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1) 5 FEAEAERAIRE 25% [26] [27]. OC 3 R TlJm Bk T~ BT (112 LA S SR AS VS 1) TF- AR 4 SR I7 IR HL
220 AR T I A R T A SR ] LRI R IO B, 408K 22 B0 9118 E H I AL R I A 42
Wit ok, IXBOKHhEZ M T OC M3 TS [28], PRIk, BN S ) 75 2 5 R MU 2 W A sE A R 7
HHE o

TRAATEAS P R T 12 W RS ST BT A B B, AT AT DAJG B L Si i M 00095 1 & g [29] - AN
IRV 25 DNA (cfDNA)SETE I 2 BT R CAIC A0 SR ASHE I 21 DNA, 5 E MR 1) cfDNA, R A1
FFHH9RE DNA (CtDNA). T A Itg 3 #0456 ctDNA BRI Mg,  Fr L ctDNA RS L 2 2R354
FEATH, AT RA7R 3 VA R AR S B M [30] [31]. T i Ra el 5 PR S AR Sy — ok B (e i AR AR B4, W LA
BT — AR A R 3 e J 34 [30]. 404y, BT NGS HARFIE & g, ctDNA W7 7] sL 3
bl 4H S 6 5 A U, IR TR XA R 7 H I T 13 [32]

FESIR ) — U i, Pereira 55 NIB IS0 22 44 O S 35 3EAT WES AR [m)ll /772K € 5 OC AHK
PR e SAR , FFxE FR VR IT 5 AT R B ) ctDNA 45 Lk A7 4041, 2L nT 5232 10 8 42 BP S B 3 A is K.,
XTI SR W] ctDNA M & AE AN A 2 2 mT e R AEAE HI[33] .

WAL SUBTERSRE )RR R e 5 EEIVERT, 17 DNA F AL S (= 22 8 3 7 F b i
o) A K 2 BUmRE PR WS [34] . 0 b R B LR B ) ofDNA H SLIT2 [35], OPCML [36] 4
RASSF2A [37])a 3l T H AL IR T B, DNA HEALHIAR AT 7] BE A 512 Wi i B M g (4 £ M b
HEH[38]. T NGS ] DL # A AL B R 73 8 %, AT B 211 CpG f7x3[38]. Uh4h, NGS A LAF 4
ST S NRIEERH N AT CpG 29— 8 5 X 15[39]

Flanagan %5 M\l BRI T 072 725 11 11l R0 58 (NCT00003998, www.clinicaltrials.gov) i 880
% LR VBN B g FR Y DNA HIBEEARES, JFHRIE T SFN HI &40 5 0 1t it A A7 JH(PFS) 2 IR] 1) Y 35 AH G 1
(p = 0.016) [40]. [Al—/INHAHT T S A IE ARG 9N N1 247 44 51 5138 58 3 10 I DNA FE4b iR, At
MIE T 3407 Ja & R I ML DNA 455 1) CpGs 438, I & I L 5 4 17 S A0 Jh ST (1) 8 35 Bk (p =
2.8 x 107 [41].

B [a) Y7 — Mo VR T 771, 1297 kI e s 7 QR e e 40 R AT b s 240 P P B BT A [42] o DAY
FPL(BEV) 2 3 [ Ay 5 FI 254 1= Stk (0 27 A F TR 7 i A8 2 B I 38 P B2 AR KR 7 (VEGR) 2570
TESS 3 RBY Bl PRI S8 1 , BEV J732: O RO TR 7 R e 1 4 1k B S0 KB % 11 PRS [43] [44].PARP
1175 Olaparib 76— 3 HIlG ARBRES - O s HOH B RSUR M 52 R M B S R 3 (YR T 8Ok, IRt T
EH) PFS 3 [45]. FHRERBRETRTT RN A I IIRE 8 A= hr A 0 LR VbR B I AT A S i e T DL BE
Lt ¥R AL S IER AL &, RIS AR RVRTT B2 [42]. B N — AR TR AR T AR
(R BATTRERE R 50 H P S 5 3 v o 22 1 B LS M 1) 7 e AR [46] . ANITTAS 31 5 2 M AR 7 L
ET AT RS E b=

24. FERNERE

5 N B (Endometrial cancer, EC) i i B 5 Hh e WL I IERHEAE , 29 o5 Fir A e MEJERE 1K) 5% [47] .
| 3075 P L R 35 (1) 5 SR AR A7 RN 75%~88%, 111 1114 50%, IV 324 15%. [Klit, X EC -5 {2l
DAy R AR A7 48]

1E EC WI5r2K07TH, WA 223555 5 R AR IR 1R T 25 R0 3 20 (B T Ak 25 A RO 23 40) SR Aff 5 1)
[49]0 ¥5r T B NFRUELL 23 2575 o, A AT R S RG it SO B N IS0 () &% AR 2, 3t — 2D 4R
ST AR TR T IR R R [49]. 2013 4, JeiEdE R 41 B (TCGA)IF 7 M 4455 1 373 19l
T BRI RO . ST A FE R AL b, 1ZAF OB A AN AT H . FESR AT BRI
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POV, EARFES) SRR MR AL RS AT [50], B T A A FEIRIR S 9 BN S TARRAE 1)
VUS55 WIS : POLE (BBRAR) (7%), T TLEAFRE HE(MSI)/ERAL (28%), +5 UEUK/f T2 2 € (39%)
FURHREIF% DK 15 (26%) [51] 0 X B850 F 73 AR T il & Fh AL T B A IS (1 3 e DR Al 1
(0 DA, 3 A T B 2 S B P 2 O3 4 AN S B AR BRIt T 8472 [50]

POLE HZARW AR 3 2015 A RERE IR (¥ LR =, (EGER 2828 P 2L (e i, v Jied 1) 31
i, #EoNH BIFTE, WE EK[51] [52]. MSI#ERAZE ] DNA 518 5 (MMR) R 8GR
PP DU AL 2 P ASF 20 1041 $2 DUA(CN) I IE4LAN CN il 4. CN B th gl fr ot PR Fa
SERE, AL DU AR 5 A IERE g o 1 — MR, O sy S 2L 4 Jiev a7 PO AN 43 S 2H (1 T3
#[51] [53].

IR AR FEAT 1) DNA TEA2 53t A BEALCARZS VAL , A6 1 e A R 0L A0SR0 A 05 54
PACKE R 9T PSR FE[54]

IETERF FE R 2 Bk ST —FPER XS HER2/Neu NG sEpEpiR, OIS S ki, HR ket
AT SR S R T 203 A 55 [55] [56] [57]- Black 25 AiEidt WES MR 1 75 3 i M (USC) 4L & 1)
HER2/neu ™ 1% F1 PIK3CA J74%, HiEAT il Z Bk B P A Dl S, 25 R B0 PIK3CA RAZ7E HER2/neu
P USC HRH UL, I AT REAI R T B 3on] i Bk B HTIR T 24 A 5 BN LHI[58] . Balr i— T WM
RTBETERAAL 11 GRS R, TEEE T AR AT H N i 22 2R R0 v oot o b J A= A7 H[59]

25. BHE

H 2% (Cervical cancer, CC)& 4 BR 3 VU K5 WL e VG g, B3R T Ak - ZE (i Bepk K [60] -

76 HPV Al 7T, T s fE AN FU kB 25 (HPV) [ RR S e e B 3 R AE I 25 1F . ML, i
SRR HPV AR 320 7 A 7 29040 i 2% 1 A s 3008 1) 32 B0 25 7 VA [61] 0 AER, AR5 55 P4 2 RIAH I 14 B 14 T
DUME 22 BR ) 1 S pb A F HPV AR S 0 A U, 1M Ab T HPV 3 ARG Vi) HPV A2 7R ]
P, FEHPV R HRIE62].

AL, FRATEVI TR EH AR R HPV Al 7% £ E 308 HPV KSR ik 76.3%, JFH 55
bR PIRAR (CIN) S 41 2 IEAH C[63], FTbA HPV &l UAE R 2 I CC —FhF-B. (HJ2, Refgn]
SERTIAIE AL HPV BEG Wkl 7 v M F A R G818, 7R %58 BN B - MG )7 B 2 1 B ARBRAR
[64]. @it 5 Hl HPV PRET 2428 FEEAT IR BEM 7, BHE NGS 2087 vl i 3R TG 55973 B 201 RAS 5
YN IERE[64], 1E HPV KIS HZ Wy A BRA IR IE T 3.

NGS 5 1UE B2 PPt e 40t % DL A (CNA) R R 35 T 98K 19 77722 [65] [66], I HHFE R Rk KT
FNPE DLH 2 T6) 2 TR SG[67] . A 58 A3 S04t i 2 R A [ G ik CNA R AT I sk CIN 4L 2R iy )
X 7 R VR E, DRI, A NGS HAREAT A0 M 240 1 4120 vl R 22 AN R B 0 7 2 F)—
RN B A ) J77%:[68].

B 7oK HPV B & 3075 R RN AL RA 2 46, 75 HPV i S A9 A0 1 R v 7 o i DR 20 F) 4k 4 iy 5
AR R AL S A K E BT THI[61]. A NGS 4B o] LASE /R CUANAET S m e 2848, 1fjixdE DNA
AR T E R A L SR AR SH ZL 2 R (9 22 5 i S8 Wi RO s Va7 77 207 RIS 5 B I [61] o Ji &k
[RI2H B3 (TCGA) R M /R T 14 FHTE 5 5 h 48 AR (1) 24 [RI[69]. 1 SCC H EGFR #5 DUEL Y384 in
T B X LR I L ME AT RE 22 55 TH1 EGFR HUMTIL, BIANvE % & BPi[70]. IXLERF TR, HH
PPt — DA 5] & EGFR 67 SN T AE b &8, IR BAT I I fE IR R R ) EGFR
FHRCAN T RE RS N IR[71] o EAh, 4F%F PD-1-PD-L1 % T 400 S Ze 46 A 40477 a0 pembrolizumab
BRI PD-LL AP 52 R Bl A% 1 o S iR A i B A i 52 M AR A BT a&[72]

DOI: 10.12677/acm.2021.116389 2693 I IR = =23t e


https://doi.org/10.12677/acm.2021.116389

3 BREERE

Bt 5 P AR (0 R SR PR AN TS BT IR A3 Fi P g i BRI SRR PRS2 P 1) NGS 73 A2 75
HORBR K o (HAZ, & RIR MR R MR 2 FEE, I 7248 2 10 NGS Hudls Zreok B 1A
TR (R 2L o

MEAER, AL 1 5 BRI R A B8R 10 17 S PR 0, SRSt i B SR S i 4
PR IB SR BB AT O R BE . 2480, NGS B FL 2SI AR AR Hh B 4 008 e 5 2 s IR 5%
SEPb, RS A E D T E AT A IR R, X2 NGS G AR R A B E b,

SE K
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