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Abstract: Genetic testing plays a significant role in the diagnosis and treatment of cervical cancer.
Human papilloma virus (HPV) DNA testing is the preferred method for cervical cancer screening in
healthy population. HPV E6/E7 mRNA reflects the activity state of HPV genes, and DNA methylation
testing can identify patients at risk of cervical cancer or precancerous lesions; both can be used for
triage of HPV-positive patients. Patients with Peutz-Jeghers syndrome are recommended to undergo
STK11 gene mutation testing to guide screening and treatment. For patients with advanced and recur-
rent or metastatic cervical cancer, testing for PD-L1 expression, mismatch repair/microsatellite insta-
bility (MMR/MSI), tumor mutation burden (TMB), and human epidermal growth factor receptor 2
(HER2), rearranged during transfection (RET), and neurotrophic tyrosine receptor kinase (NTRK) is
recommended to screen for eligible patients and guide precision treatment.
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AR F2 RO TR S5 9 B Be i IR BRI AH DG
LRI M FAB BT TAEE S % His AR N E 3
e BE NCE B G RE, B R E 2 W e
FORTT I 2 AR R
1.3 IEFR DR B35 IE 5 B E

A HE R 20 55 =F B R R 2R RS ) 1 & R A
SO AR 5 N, ST SCHR SRR/ NG IR o
PR RIS R AECHEN 2 il S BUHe e A T
A PR [A]&, 95 K o FH 56 PRSI 6 A 1547 8 S50 19
FAIZ YT, T AR 48 AH OC SCRR B A B A AE
14 EEKREFIE

WHE B b ABFSURE TR . TR . LB

J S (population/patient , intervention , comparison ,

outcome , PICO) J5W W], 5 B ¥4 K iy I IR [l Ltk 47 1 &
Gikrzw ., O REEE . 45 Pubmed . Embase | 1%
P R0 5 B R R ST B QR R B ) B
20254F 1, @b BESCK B 1) - 9 SCRE R 7 LA “cer-
vical cancer” “genetic testing” S 3 ; H SO R 1A LA
“CE UL DRI Ry F DR R SCR A AL R
B SR R DR IR DG 1 R G M 2R AR TS A2 S i (B
BLXT BRAE 5T A BIIFFE 95 B8 %o BRAF 5 55
1.5 IERHENE SR

SRRV, AR I YIRS B i 5 HEE R R
HEAL i 2 K PEAT 53 9% (grades of recommendation ,
assessment ,development and evaluation, GRADE) &
GEREATVEAL T, AR R N3N E S (A) R
(B) A& (C) 5 HEFF DR 43 A iR 477 NS5 HERF (R 1),
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SR UL A 5 % A5 HPV ARG I 1 25 40 i
FRLA . HPV DNARGI & A 5 i HPV A I A9
ETFIET HPV 16/18 B B HE# WA 2 B Bk
A, ARHPV 16/18 80 , HE AT A0 ML~ 45 45 53 Ui -
AN R [ TSI I8 W70 SR AN St R IR 240 i
(atypical squamous cells of undetermined signifi-
cance , ASC-US) K LA -3k A48 TR, i 77 BH 38 B K 4
AN S B R BB DT 90% Y i fE BUHPY
(high risk-human papilloma virus, HR-HPV ) J&& 4 7 2
RN ARIEIR , FUA /N4 S R 1 J D i iR
AR, E L NI AE (cervical intraepithelial
neoplasia, CIN) I +F1CIN Il + % £ 55 %43 51 4 1.8%
10.8%"", T HPV DNAKG I JE i X 73— id P gk
HRFSEIE RS  HPVAG I BH A4 o] G5 | A 8 7 £ 8 2%
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T1(B) AR HIRIE ST T REXS AT A DA 45 R AT SR M, M T RE A% 2 U A 27
fi&(C) AR W FEAR AT BE XS I T AYFAl 45 SR A 552520, M AR AT E 22 24 i 4fE 75
PR R
SiR AfE 7 P S 7~ LA A1) R B B )
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2.1.2  HPV E6/E7 mRNA# |

HPVIE XUEEFRIRDN A 85 , 73 A3 T Rg X, Horp
EX g% E6 E7H8H F8 £ EE R, HPV EGE7
mRNAKG I 35 T 2 5 IR 5 SOk OF | R84 S
HR-HPV E6/E78U#F R RN, SR G &
R AR B U ARG RTAE Ry B B S T 7 1 XL
R PPAG TR

HPV E6/E7 mRNAK I Xt E7 2595 25 12 Wi (1) R 4
JE RSB PR T A R B M R Y T
HPV-DNAKGI ™ 7 A #5839, 55 HPV-DNAAA L ,
HPV E6/E7 mRNA F ke U5 VA S v J2 200 i~ 4G
£¥ (thin-prep cytology test, TCT) , %f #iil CIN Il + H A
TR RS Y AN, HPV E6/E7 mRNAE P46
() R R K HE S B 0L T TCT, TCT \HPV E6/E7
mRNAE P FIE B 56 A6 12 B ey S0 07 10 B
() 28 B R 57 B2 151 HPV E6/E7 mRNA K Il Xf
ASC-US A #E 19 73 it 20 % AL T HR-HPV DNA Al
HPV16/183 , H: ] F ASC-US A B 1 43 37 45 B AT LA
SN BB B 12, TR A AT S A2 1 e
IR SN
2.1.3 AR

DNA H 3 fb J& 72 DNA H JE #% 5% il (DNA
methyltransferases , DNMTs ) i fL/E T, B S-JiR
i & 12 (S-adenosyl methionine , SAM) [ B J& St 4
25 B CpGC AT IR H I MM BE  (Cytosine,C) 5"
el b B L5-F L S WE (5-mC ) , DT 3 428 5k 1A
FEIRT 2y A IR O PR o PR R 4 i
JR T B A B a3 X AL, SR )
R 2K 1% PN s Aol A 2 iR 4 22 Fn 5 72 1% _DNA
FEARAS DU AT AR A ) S0 0 A MR R A (CIN I +)
ST E T H ) R ] T HPV BA P B4 A
2SI DU S R Ry S 0 AR b Y]
TR A E B Y A U 3 3 R £ S 4 g
FEATFHEAT 43 AL =0, H A 322 TP B ARG I O v
£ #5 DNA H 56 16 #F 5 #E PCR ¥ 4 1% (methylation-
specific PCR,MSP) . 4= 3t A 41 H 3 4k ] J¥ (whole
genome bisulfite sequencing, WGBS) | H 54k %6 &
7% (Methylight )2

T 218 2 A B b b 2 B sl 35 5 T CIN
BCE U 12 W RN A S . — T4 M 2 A A R
PAXTH A R i 0 WF 5% 7~ , PAXTHY 6 A A 0 330
SCIN I+ 26 F 10 X (area under the curve, AUC)
$70.948 [95% & {5 X [8] (confidence interval,CI):
0.895~0.990 ], % 5 11 72 #5850 BH 4 ) i A 4L, 1L
HR 5 A 00 1 1) T 455 2 12 % E A A D 2 9 477 %0
£25.6%, —IWZHOREiEED TR AR 16/18 7!
HR-HPVJE&Ye 2 | PAX1/JAM3H 36 AL AG i %t CIN T+
FR RSt 2 ) SO0 T 40 B 2 A 2 R A i
45 R S ASC-US K& L) | 4% 42 i, PAX1/JAM3 W 54k
(+) BFEFEEPIEGREIZE (74.66% vs 17.45%) .
HR-HPV & YL & PAX1/SOX 17 3 AL A 46 I 1) R
JEE BRSSP TR0 | I 0 E B AUC A )k
82.0% .89.6% .67.2% .95.1% 5% 0.858 , ¥ 7 T 4l iy °#
Kl (68.0% .69.9% 37.0% .89.4% }.0.690, P<0.001) ,
HSOXITFPAXTH B& A A I 55 9 R 45 3L 1 — B AL
T 2= IR 8 E iR CIN T CINIL (CIN [
KB #E R FAMI9A4FE R ) 3 7 B AL BH 1 %
BT R S FAMI9A45E [H 3 3 1 B 34k %t
B S T 2 12 W 0 R 8RR T HR-HPV A I | ¢
S+ T HR-HPV AL I 5 & B Y& 40 Jf Y 3 1k
FAM19A4/miR 124-2 8% 4 Wi 45 &5 20 5 b Bz 9 98 7%
(high-grade squamous intraepithelial lesion,HSIL) . &
i W AUC A 0.813  (95% CI1:0.713 ~0.913) 1,
FAMI19A4 PAX1 .miRNA124-2 H 3£ {k Bt & 2 W
HSIL+IYAUC~0.928, RAEEE F100.0%, 7535 K
81.8%""" , HoAth 7 FH 65 #0048 FL 30 0 A% 7y F S Ak i 1R
it /5 PCDHGB7,ZNF772 . ZNF582, C1301f18 SEPT9,
ATP10a% , 35 5875 H AR 25 F hr A DU 7 125 18 12 Wi s
fie, A% N A HR-HPV FH M 55 240 M 2% 5 5 53 I 19 8
ji/f 28—32\O

# & & I HPV-DNARR 5 20 g 27 46 il 2 ey 3
i — R i A F Bt . HPV E6/E7 mRNAKE I AN Ak
R A] DLy AMME G F BN R, A BT XA
HPVER YR s ALK I B A AW FTCTHY R
JERFNRE S BE WA B B K5 AT F T 43 T HR-HPV
PR B (U A 2. rh  HERERR I .00
22 EREKRNESTHESESHIT.

B HUE 1Y 0 R W HR-HPV KR 2L R g |
BA /D85 B0 B P 548 41 OC |, Peutz-JeghersZ5 453 1iE
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(Peutz-Jeghers syndrome,PJS) & —Fp 5% UL 1) 4L (0
TR PRI AL e 2y LR G, 19 Qe R RS
1Y 22 R /75 R BRI 11 (serine/threonine kinase 11,
STK11)FEH IR R B PERAES [/, A4 41/200 000~
1/50 0007, i 7 It R 2 B 0 B AR 6 it (0 3R 03
H W18 2 KRR Ve I TR B 2 ™, (R
DUB RN DR e s G 3 T- 48 0k 25
700 B PR B R B R BRE o, B AF IR 38 K m] 2 T T
KPR TE R AW T E N R A AL TE
HoAERAE , AT 4 PR 2R 2 e i R ; e & A A A
RN N IS BN 7N 7 TN A

‘B 2 Y (gastric-type endocervical adeno-
carcinoma , G-EAC) J&PJSAH & 5 1) 1 2Ll 412
KA PISLAEG-EACH) KA L) N 15%~30%", 2
JEHPV AR OC AU 5 R i foe 1 WL 2B AL | R R AR
T R e AR P G-EACHY B RLE R N 2% 2
ARG A /KA B 73 A s B3 S I s A 2
o b 38 0 1R S B S N R AR R, R
SRR B, E AN AT e kR R H ARG
B HUTCT HPV AL I8 L H KB, Wi,
G-EACHZZ2 LR, F 1 B AT A A T B8 = 1 A 8 4=
LT ERFMBAIE A5 7S | S A A7 R R,

PISH I RIZ Wb i 4% . (D E Wi WA 24> 58
ZAPISEIE R IER N, QK. WK &
5 R AR A TR 0 BB R R 8 R T ;BIPIS
FEL ™ Y HA LA PRl 2 R R AR BRI ATAE H
PISHIG R 2 W o Hogd bR — S5 R S e 75 E
A7 5 DRLAGE 00 R 358 4% 5 380 (STKT TR R 578 )10, 4G i
FERAFH KA BREGMEEX Y (polymerase chain
reaction, PCR) | £ 5 ¥ 3 (O PE R £ 718 (multiplex
ligation-dependent probe amplification, MLPA ) F1 3
L ) B 31 A e HEFFEPIS AR H 18~20% IR B 4T
AT ICTRRRE P AG e ARG A e ST 40 2 A6 e (A
TS ) W BN AT AR A AW XS T R R
MEENG-EACHE , Al UIATE B2 IR 2 UG 5 8%
SRR A O 3 2 v BUHE IR VTR R A 481 . i
M2 N G-EACH | LIRS SURIRIr M. i T
G-EACHY = 281k, B 5 R AR U0 5L 7% DA L, AN 4
HG-EACHE IR E LT I REFOR B BT 5L

4 % & M2 W 2 PISIE K12 W by e & 77 1T
STKI1HEH 288 4500 | 58 AT A RHE P AG A 1A FRHG:

4

A FNE AN 2K A 5 B2 N G-EACH | BTG &
FUEIRYT G RN HERRE O B A B I RE Q4R 4590 . v
HEAETR S 98 ),

23 EEARMNESTHBRA. ELEBEEIEN

W09 B 52 R T R 1 e LAY L SRR YT K
HL[RRTT AR R GUIRTT 8 E o IAEKEYNOTE-826#F 7%
i, WERE R PEIRITAE A PD-L1 FH M & ke ul i 78 1
B U I B - GRT T R, AT ST R
LU, RPEIRIT B TR LR RS RN — &
TRIT 5 R e () SR AR AT R A U
231 ABEAEMIEF T RZEST
23101 HESE/MMIERBT K

F 4B & BB (mismatch repair-deficient,dMMR)
AR A S AN ER S (microsatellite instability-
high ,MSI-H) , B 5 J A= R 4 i 58 7% | H 59878 J2 i e
& %2 1E % (proficient mismatch repair,pMMR ) 9 1)
10~100f% . A UL, 5 B A& & (mismatch repair, MMR)
RAS AT F B0 PD-1/PD-LA i 31 A7 55, B 5
Ji SR # MSI-H L 1] 29 42.62% % . KEYNOTE-028#f 5¢
PEAL T A A 2R S H] T 20 2 R PD-L1 3R 35 IR Y
W S0 S AT 9T AR e e BRSO T 24461 ' S
¥ BB % W 2% i % (objective response rate, ORR)
K 17% , Hr 445158 53 2% fi# (partial response , PR) , 34
PR a5 (stable disease,SD) ; B 1 A7 A7 A= 77 1
(overall survival,08) H 119 H 64~ H f124 A B4
3500 67%F140% . KEYNOTE-158#F 53 ¥F- 4
T MATER BR FHTTERIIR BOZRIA 09 TR I 300 S AR 9 iR
HWIT R, TEMA B985 B9k /3 b 3451 34 3
CR, 935 #PR,ORR }12.2% ; fEPD-L1 FH 1 i 484 &
#H, ORRA 14.6% ; & A FIPD-L1 B i 98 £ 4 64>
A AE 53 08 75.2% 80.2% , 124 F A A7 %
Gy i h 41.4% 47.3% ), MR s KEYNOTE-028 il
KEYNOTE- 158878 i) 45 24 , i 15 41 2k 470 80 2535 57
SJEMSI-H/AMMR B &5 983 28 28 171 faf - (tumor mutation
burden high, TMB-H ) 5 PD-L1 FH 4% &2 & /7% 5% P i g
B e ZAIRIT T R

W7 52 K ok R R B U AR AT MMR/
MSTAG IS i PR R FH B 9% 2H 21 4k 2% (immuno-
histochemistry , IHC) %% €8 %] il 83 21 214 7 MMR &
(MLHI ,MSH2 MSH6FIPMS2 ) % i 2 11 1) #2 ik #E A T



Rl DR REE Y (microsatellite instability
MST) ARG I 19 75 35 A 3%, 43 ) )2 22 E %< LPCR |
Z AR JF (next-generation sequencing ,NGS) Fl 1§ &
Ji 9 DNA  (circulating tumor DNA ,ctDNA)-NGS>!,
o PCRENGS R IR 418U AR, Tl ctDNAAS 1]
D0 75 ) IR A A R
2312 MEBEE AT

Jit 88 2 4% 7 faf (tumor mutation burden , TMB) #§
o s PR A DX I s O B 6 (Mb) H AR 4 i
[F) SC AR (B4 i SC AL FRL A 58 72 ) i % . TMB-
HZE XCHTMB = 104> 848/ T1 73 584 (mut/Mb) . BHiE
b TMB-H 55 5 ) RE KA 8 2 BB AR P, AT
P 1 X B B A A R R A R PO, SR b
TMB-H# i [ A 14.9%7  WATEA R S HT s T
TMB-HZ & /%% R 11 B 8008 1 15 1 — 23Ry 77 385

AR FIF (whole exome sequencing, WES)
SETMBAG I Y G bR o, A5 B I A 23 B w2
B, NGSHWESH TMBAS I 45 5 BLAT & i — 5
P, 285 B UE B I R INGS panel 1] 4 A 4% 4 K6
TMB AT 25 FEAS T SR T IS A0 5 U0 R B fi
HAEE,
232 EFEKMNES TREEEST
2321 ANEREmMIBAEKRRAF ZHK2

NR B M A K HF 242 (human epidermal
growth factor receptor 2, HER2) J&— Fft %5 JIi 1% % i@
B Z AR J8 TERBBZ R L 51, T LI i 4t A 3 5 |
SIACFIAEIE S, fE 2 Bk U — P BT -2
X9, 3 K A S M HER2F () BL AR 5 40 b 57 44 il 10
il SR I | DL 0] 5 O 245 W i 226 3 8 40 e v, S B
Xt i JRg 2406 4K VT o7, DESTINY -PanTumor02 2
— 350 1T 35, 98 A 267191 )= #0491 A AT U0 B s
B HER252 35 (THC 3+12+ ) SRR g & 10U g A
1 40 151 ‘& #5198 M # ORR 4 50% (95% C1:33.8% ~
66.2%); A7 %% A ] (during of response,
DoR)#14.24 H (95%Cl:4.1~NR) ; 1 0S4 13.64>
J1(95%CI: 11.1~NR ) . 781 % Bk S0 7] 4F S HER 2P
P BEE (THC 3+8352+) 19 4R/ R 23697 7 %5,

O e e R PR sl A2 K VB S50 #E 1T HER2
THCHE M , HER2 THC 3+ B #2 H1 8ty HER2FH £ |, i
HER2 THC 00| %% & & HER2F1 ¥ , HER2 THC 1+
94 HER2{IX 335 1%, HER2 THC 2+ 7] g 7% A6 1 25

RAHE, W — AT 00 T WA I a9 6 S5 A
%% 28 (fluorescence in situ hybridization , FISH) i Il ,
DA N HER23E N Y™ RS, 4 SR FISHAR I 45 1
/N HERZFZENAFAEY 3, W R 52 O HER2BH 4, 4 2
FISHRA MW A A HER2AIR R 3K o % T 1A R0 1 i
Je HER2 5 95 20 Ak 1 13 i Ak Tk 20 B B, LR
HER2 THC 3+52-+ 19 il b i 45 1 1) 9 BH 4 40 e v
536 o BT AR P BRI 5 HER 23 A (14 45
ol REAFAE— w22, H A7 LFISHE A A b H)
HER2FE N ¥5 DR < bn e, i T HER2F IA 1Y
S B, EEUCRE X 5k kb Sk R LA e B Ak 1
17 HER2K: M | AN [6] BB AL 1 56 4% kb Al 43 301 ¢ 3% HER2
LioRll8

2322 #HFEFH

YL FEHE (rearranged during transfection, RET)
L RA JE —FhE U A Eom SR Sh 4, 7R R IR A
PRI (5%~10% ) AR /N0 I 988 (190~2% ) B 8 43 52
T (<1% ) ml BLISe R, 8 850 Th RETHE A
B RAFMAR, TR e R —Fh 0 IR RETSZ R S 2
PR WA e, 1/ 10 LIBRETTO-001 2 35 7
1ARP SR i RE 2410 RETRE & PR AR 5 WL g8 1 28
TR e BT RO e, B E ORRM43.9% (95%
CI:28.5%~60.3%) , F . DoR ~24.51 H (95%Cl:9.2
ANH~NR), HEFE IS JEAE A RETHE R Rl R i
Jeq B8 B BE 1) AR WD AR R 2R R 2B YT Y,

A P LIS Jr) S 6 0 2 A M R A o
FTRETHERI @A A5 I . F AT RETHE R Rl 5 A6 I o L
B 7 AL FETHC FISH, ¥ 7% 52 PCR (reverse tran-
scription-PCR,RT-PCR) NGS#Z AR %7 THCALE H
TSR FISH X RT-PCRIE I T 241 20K 4l il 7 A
AR NGSHARGE HI T 2HZL A0 22 FARREA
2.3.2.3  MZE IR R WA TR 52 A

P 22 78 % U T B TR 2 AR B (neurotrophic tyro-
sine receptor kinase, NTRK) FH s A5 JE LER 25 1 32 44
P4 B (topomyosin receptor kinases, TRK) Y 3 K 58 %
AL, ¥ M NTRKHEH (NTRK1 . NTRK2F1NTRK3) ()
HE KRl G = AT AR ETRKSZ AR A i 223k, AT 3 B
Jog kA, R JE S i NTRK T NTRK2HINTRK3
LD G i 1 B LR A 2 R T, O e
Fiti 15 85 JE W& NTRK/ROS TUUSE 55 90 5717, i 2 %
JE AR EE T35 2 oL I RAF SR i 45 2R, BILOXO-
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TRK-14001(NCT02122913) SCOUT(NCT02637687)F/l
NANAVI(NCT02576431) 77 FiR#F5E , $1 8 %5
JEAEVTRPAS[R] 26 29 B TRKF A BH A i Jg g 3 vh e
HT5%0) SN IR IR G VAEAERET 1900 g, L
BRI TN 2ol | BRI a5 A AL
KA-372-001 (EudraCT 2012-000148-88) STARTRK-1
(NCT02097810) HISTARTRK-2 (NCT02568267 ) ™7™,
X B IR B 1 45 5 R, TRKHR 4 B M 52 4498 8 % 7
107 AN [R) 24 78U Jip g 18 35 v 19 52 N %6 R 57% , TRI-
DENT-1 T /11858 8%, % F NTRK#h A B SE R
ERE B R S E R A R 2R TRK 8% 2 R 184 il 41 i 5+
(tyrosine kinase inhibitors, TKI) j&J7 /) i 45 # ,ORR
H158% ; 7E 2 TRK TKIVG T /9 /2 3 1, ORRN50% ™,
FT U LR R S 2 e B e s e
YE i NTRK3E R il PHAME 5 5098 FRE 1 45 4636
VIRV el

AR SR TG B 90 PR R R PR AT NTRKCRS [H] il
AR, HAS I 3 ZAKEEITHC . RT-PCR \ FISHAINGS
STt . AR L THC 7 a6 I NTRK 5 (K] gl
A H A RAEE ARAT G I R A a5, T LAFE R
NTRKHE K il 5878 K Az 280K . B4 B AN
1ENGS DNA panel J5 ¥ (R 95 R 0 75 v, o ml DAAE
SINGSHKE I J5 4 1t 52 % F- B

%5 & N3 HETEW I NI K R v R R
R ) A Wb R Y AL 45 PD-L1 MMR/MSIFITMB ;
HER2 RET ,NTRKZ3E [F kI A48 30 01 & 52 % i 7%
PR S0 B IR YT T R B IR SR 9. = HEAE
SREE R ) .

Al B R, KERH T E5EME L AKRLA &

e

HEER . R2m(TEEARERES
—ER);E5M(TREHRFHES —ER);RE
(PRAEHAXRZHMES —ER); ZET(FPREAX
FHESH—ER); TRE(HTAEMNBER); KR
(FPRAEHRKREMES —ER);RIFTOLEXFEF
FER)

EREABR (rrpiis). Ruax
(RAKZEPHER), ST E(RGEARER);
ML A B E ) AR (e EA K 2 MG

6

W ER); HiEe(LNKERES —ER); KD E
(ABXRFWEMBER), BRA(HIRKRFEFRR
WEEFHER);NE(FRERXERES —E
R); EAALARFFEGER); TLE(LAKRF
S _ER);EE(TEHEAREIWES —ER);
LA BEARESF—WEER);SL(TEE
HXFHMBEETER); & &(TEEAXFWE R
FTER) ;BB THEMNMBER);FHE MNP
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