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Research progress in copy number variation in ovarian cancer
SUN Mengna, XU Ying, REN Chenlu, YAN Yufan, CHEN Zhihao, YANG Hong =
( Department of Gynecology and Obstetrics, the First Affiliated Hospital of Air Force Military Medical University, Xi’an 710032, China )
Corresponding author : YANG Hong, E-mail : yanghong@fmmu.edu.cn

[ Abstract ]  Genetic variation is one of the important factors leading to the incidence and development of cancer. Copy number
variation is an important source of genetic diversity, which can be expressed as gene amplification or deletion in structure, and is
related to the occurrence and development of different tumors. High-throughput sequencing and gene chip technology can be adopted to
detect the variation of copy number, and provide relevant information about tumor molecular characteristics, prognosis and treatment,
which is conducive to more accurate diagnosis and treatment decisions for patients in clinical practice. Ovarian cancer is one of the
female reproductive system diseases with the highest mortality rate. Understanding its pathogenesis is of significance for improving the
survival rate of ovarian cancer. At present, the specific role and mechanism of copy number variation in ovarian cancer are still unclear.
In this article, relevant copy number variation in ovarian cancer was reviewed based on the existing research results, aiming to provide
novel ideas and methods for the prevention, diagnosis and treatment of ovarian cancer.
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i P B 2 8 R 51 R 5, R BLHEAY HLA-
DB J P $5 DR 14 1) A A= 435 g 140 DXL o
o Jin ZE TR R IREZSME ( single
nucleotide polymorphism, SNP) [ %), FE Gy 84K
2p24.3 LRI T —FhE WA P DA AR 4, X
J TS g Y A A R AR OG . ABAT I8 7E 20p13 X
KT AL FAE 5 P E E B-1 (signal-regulatory
protein beta-1, SIRPB1 ) & K N1 32.3 kb (1%
N2 251 2454 J¥ %1 ( copy-number polymorphism,
CNP2454 ) SIS RZRMASE, HEM G @R
20p13 DX A5 st 1435 4% 748 S 1 A S SO 91 i e
AR . CNV Al BB R A8 5 SR PEAROG, S8 /&
BRI o
1.2 CNV fims ek

O’ Malley % " J BUHT 51 s 4% DUEER G L™
BaH W, YR 21q21.2-21q21.3 | 2.7 Mb XI5 K
B, 2 FEUE IR ZRRE N 2 (transmembrane
serine proteinase 2, TMPRSS2 ) 5 E-26 ¥4 {b5 5114
A FE A (E26 transformation-specific-related gene,
ERG) filtfy, JE AL TMPRSS2-ERG #:[H, & %
PRI T 54 A i 1S AN RS, 5 TS R A B
M5, Tanaka 55" @i ZHF KA L LI, 4
B A AEG R Tp B 7q IXEEDUEY 3%, 17p F0
22q X P DU G . R XA ST CNV 23 ik
B R Ied 19 30F 2, Behroozi 25 38 33 4G 42
5 g6 FR B VR T T RNA OB H 28 (adenosine
deaminase acting in RNA, ADAR) & A fil CNV 1%
O, KBLADAR fE B g, HAENPEIHZ
P14, ADAR Rk FIEE VUK 1S 1Y B 8 8 TR
AR I - I B e, 245 R4 78 ADAR 1Y
FIRH CNV 7 5 9 0 1 2 1V 3 o J v e 4
YER. Carron 8¢ SE LRSI 04T, R ILE& A I
FGF18 [ 5¢35.1 DX Ay #% D1 Kl 2% 550 0 0 93 AR
BT 2%, S 20 S AR e
(cyclin dependent kinase, CDK) 10 [ 16q24.3 [X #l1
2 5k 4E R Y RAD18 KL 1Y 3p25.3 X (19 4% D1 5k
BRGSO W R ) SR AR IR Ie R
B, fEk & 9p13.3 XY PTENP1 JE[R 2 D15k
AN T ehIed A ARG BRI RS . CNV 55 g () 1 5
TH . JUEME S EE IS B OIAC, Hrh Rl
JidE ¥ TMPRSS2-ERG B4 . 45 Bt 4
R 7p F 7q 3G . BETH ADAR DAY 2RIA A
P8s, DAL H WSS FGF18, CDK10 il RAD18 4
PRI #5 DRI 5 R E AR GG . CNV 5 JMvgg

YHARAYIGTE . ITEREARDC, X RIS R A S
AH—E 5, AT A Ry I ik Je N 8 TS A
bR SR o
1.3 CNV R ps a6y T HICR

B/ e (non-small cell lung cancer, NSCLC)
et H R SE AL FE RO, TS R BRI 55 (tyro-
sine kinase inhibitors, TKI )R] FF NSCLC HJi&Y7. He
dzbel o, Yefafd 1p13.1-p13.3 # DUEd 141 EGFR
&5 Y NSCLC £ 35 X TKI i [z I ¢ 2, e a1
14q13.1-q31.3 75 DURCY 14 A4 250 TKT B S R 4F
Wang 55" #5407 PCR Kl &3, AREAEKR
F 32K 2 (human epidermal growth factor receptor 2,
HER2) CNV Xf & 5 FL I IRg 4 a6y 7 BoA 2
B WIS RERY, Je@ik CNV R i 5
1367 A BN MR TS B T4 4

2 CNV &%

CNV A 152 A A i 96 382 1 = 7 S R AR S
FAETZWr N Tz . B A SO IR A 2858
(fluorescence in situ hybridization, FISH )., =73 &l
Fe . FEDRLES i B BT RPN R B
2.1 FOBFMFAZHAR

FISH 4 A 32 %2 1) 2 e AR 10 19 4 7 S B
DNA 7354, AR Gl B4 D C X i 0 A A 000 41
JFIZHZIP ) RNA 58 DNA'™, 7E50FA Py
WAL )2 o FISH $AR 28 4R A% s |
RO P b . SR, FISH EUR AR A7 AL T L B
fIC. gy BORTE . WA BB A A, FHAS
T4 1 S8 R FUIRIUA 2053 0, AERIAR #5 DL
RIS A R A BR >, 5 T X 2 A R 41
RERL, MR CNV HYSIE
22 RHEBEWFHEAR

e 38 U SRR —fRIU)F (next-generation
sequencing, NGS), AJ—IKMEX] KEZIRSTH1T
SEATFRANINGE , 7 I B 1 100 Mb,
LUK 1 A RS L A SR 0L, PR
fEZ s B P T PCR R, ASTT 3k G0 2%
FEERE ARG ImRN T, R
e 38 2 P AR AT A R AL P (whole genome
sequencing, WGS), # DUECN 37 LA OG5 SE K 40
3% (optical genome mapping, OGM ), WGS J& £}
X N2 5 8 56 DXL 201 i A e i 2 AT 1 )
AT UM AL B, R ), AR S
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K, gEganE, AT A T REEAR S S5 R
T DB R IR IR E WGS (1475 2R Al
DNA JP 9 R S AFTE LS A 57, v AL PR 4 1) B
PUA B A7 e K 4 DNA B, i T A
JEM . . AR, 2R, RR 2
FHTAGI L (R %0% . OGM @33 #7iC DNA 201 I
SRR RIS, LA R R AR e S Bt
SEHE DNA 70 F A5 SR W aT AL /3 Hr . X RS
Wk R, BENS RS B Al Ak A8 507 B, (EX
TERE T & 220 55 TohRiC B = 2 2% 7 21 1) X da G
Py UL RRN fry NI ) A E S A e N € 3 s I s 195
WA
23 EFEBHRFEAR

FEPRES R B DNA B04E51 . HC T B
[F8] 2 AR A B s g 2R AR LA 4 P 81 B DNA €
SRR FRINRE AT 242, I AR R S
MR 55 43 A0, KA T B 1 4r+ M B R F
G, I FRAS 52 K e S s L 5 B, Horh e itk
BB o BT 2 I IR L8 R A R AR, o e
. S RERG, (HSZN R BRI, % AR TG
A5G H G €0 R 1 T Ay o 8RBT DA B R
A7 5 FURE & B S8 >, I R i TR L st
R AR Wi A
24 BOTFEEMREAR

L e S b D W R Ol = R s 27 IBe X Ry el
ToiF#E4T PCR i B2, P E AR AT LLA Rkt
oK PCR i [l Pk 17 - 3000 R Ge 4R, IR FE T
NGS $ A i f . ARALAS . 05 B () S 4 48 i o
TEZ B AR R . G T B A 1R R, X NV
R SE AR5, ASE A R >, B AT AT
AR e s R R N L S R 1 N e = Dk L5 2
ol

L, FISH $ A K FE R R AR 7 35 7
JEABR, Mo FREM AR, RNEA K
AR S BT, TE G R H 22 BIBR . M2 T,
EE IR, E R, AR, AT
SEBLA R R R AT, R RS, I RS
DU S PR R4

3 SINEEMEXE CNV

3.1 CNV 55 5P 5% B XU
R i 2H S TR AT O S PR 43 b b Rz P b |
AT AN PR . kR B TR M R R, bR

PR EE ( epithelial ovarian cancer, EOC ) R
DL ZEIR, Forh S BRI 5% (high-
grade serous ovarian cancer, HGSOC ) 4 i By 81457
() 70% ">,

Reid Brett 2> F Tllumina610k A1 HumanOmni2.5M
R4 51 %t 29 3 500 5] EOC % ] Fi % B 2 DNA 1
CNV #4723 0 Hr, 78 610k FEFZH N 28 5E Y
Yo IR 1p36.33 ., 8p21.2 19 #% Dl $ ik 2k 5 EOC &
A B R AIRAR O, G i fA 1p13.3 XIaHs DUk |
12p11.21 IS4 VLK 38 . 19q13.2 X IS4 D1 %k ik
P LA J 19q13.42 X35 DAY 18 5 EOC & A K
S IN A5G, 7E 2.5M 21 Ho 55 e A ik 2434 1)
5 UL R 5 EOC K AR KBS A, 5p15.2 #5 D1
Bk S5 KA DG, 1p36.33 A R BRLG EnfE— 5
Ji g 4 SRt ST AR OG T CNV, 48852 Bl ok % 16
EOC (R [ AR 2 70%, WbRg 423 i o, 5
i CDKI1 1Y R A AL, CDK11 25 4 Jifd J& ]
L SRR R T A AR, 4 1p36.33 Gk
S F WL B Y BOC XU [ A% 7T BE 2 38 iof
CDKI11 A G 5 i se . 34, 18
610k ZH 40 7 40 Mo (5, 2 PAS0 % 2 WA K A )
b1 (eytochrome P450 family 2 subfamily A member 7,
CYP2A7 ) JERBIYL AR 19q13.2 B9HE DB 5 B
Hm XS, {H7E Hakkaart 25" BBFFEH & B1,
SRR 2 B IR 1 (breast cancer susceptibility gene
1, BRCAL) Z8AF #5725 v AH ] 1) e 2k X 358 5 O 51
T FEARAR O, PRI CYP2AT A 5 Bl il — 250k
MR 5 EOC s KU AR SR AR i — 2505

Reid Brett 557" [ BfF 55 £ h F 5 UL CNV 5
EOC KR (1) 4= 3L 4L 4y M. 2 )5, DeVries %
A e 4 i PR A 0 T I 9 T 5 00 5 9 IR A 56
1) 2 W CNV, 7£ 5 EOC Fil HGSOC K [ A 56 1)
3k B 115 4 5 DNA X308 43 5l &2 8L T 1 707 4~
F11948 4~ CNV, 7E BRCAL J: 7 5 & T
HAE RG22 8 ¥ DU S FE &, DA K
RADS1C 1 BRCA2 FE[F CNV 15 51 559 XU HH 5 1)
WEHE. [FIR A & 3T BRAE R GE T 5 EOC R JE ¢
P SCIRIERIVE R, s, TYe ik 9q21.11 7 25 1
cAMP AR 46 M 8 11 30 1 AL 7 5 vy (protein kinase
catalytic subunit gamma, PRKACG ), H: & [H $5 Il
B34 5 Fr A EOC i 1 04 XU BEAR AR OC; 67 T
1p36.21 i i LA 228 1254 LIM & 1 (filamin-
binding LIM protein 1, FBLIM1), J ¥ Il % &k 2
55 EOC %55 ] i XU B8 AR G5 DA B2 4q21.23 7 15
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I B GTPase 1 1% 45 4 24 (Rho GTPase activating
protein, ARHGAP24 ), 3 [H 5 D15 i 2% fn i &2
15 HGSOC KBS A SE . sk, Agiannitopoulos
SRS AR REAE BB TP R BE CNV T LU 2 bR, o
BB E T ONV HEURE R 6.8%, 5K BRCAL
5519 S0 T B R SR B H WL CNV, ]34 A XL
K. FEfLZE (gasdermins, GSDM ) J&FLERTE AN
FEAFRBER G, Berkel 25 & M 4wt GSDMC F
GSDMD & [ A J5E PR 7 B9 58 9 v 8 DLEIO 254 3
X5 AR R OY S i L RERA —2, HED
Ho2E SR NEE DU AL v] BB -5 5 M B SR 1) &
A X, LA RTE, CNV 5 0P 519 1 Homs XU 25
YIAHSE, Al REiE it e S R () 5 M ag, iy
T AU
3.2 CNV 5ip8UEnit R

PR R R E . ZOTIHN, B RS
RO A KEMEERZEDL CNV FE b
9 F R o A rh R GA KO R [F]. Ban 557 i
GISTIC 2.0 533 RAT 5> DI S8 98 A6 A 9 B PR K1
CNV 411, & B0 S0 835 Mo v A A Ko i g
R, FOP SR RIS Y CNV K-,
I H 54 VAR A EL, #5 DB 38 R B o
7K 2% 5. CNV X K &% 9F 24 15 RNA (long non-
coding RNA, IncRNA ) FRiER520 ] B2 I S0 55
PRI IR 22—, Zheng 251 I\ g 3k R 2H ]
% ( The Cancer Genome Atlas, TCGA ) F¥EEh T
#1564 151 5P S 8 E BE, 2k GISTIC 2.0 X
B S 9 i R A PP AR AR Y SR A T e, R
5 DLEUSAR 5 IncRNA BYIE R IEAISE, IncRNA
(FE DR B B 2 T DL 14, 48R IncRNA #5
DL 2 W BE -5 B9 5L 19 & A FUR A 6. DI IiE
25 DNA ( circulating-free DNA, ¢fDNA ) J& il i IR
BE . T BT T A A 3 s O AR 2 a2 v ) 4 e
SMETR B, MM R AR B o R B, 5
B YRFE B 4 2 B R I DNA HE AL R AE 3R
Chen %57 43 #1 T SRS ARE th 2K ofDNA 5 D18k 2%
S, RIS AR OP SR A L, OP SR EoR
TRAR B A G AR E PR R IZ 1 A B PR,
cfDNA #5 D1 2 sl 1 i) 56 P 32 2 5 00 e
JUH R O B AR G . Sk Rl R 3 R T Y
CNV X347 T4 4k 1q. 3q. 6p. 7q Fl 8q, %
WG B CNV XA Tk 4p. 5q. 8p. 12q.
13q. 15q Al 22q. F&H 4045 DBl As, R
FU R WU E M 2 A 2 5, SR EHE

FHLE, B O S5 AR f i IS A e AR 1.
3q. 7q. 8q Ml 11q, B YL A ARy 4q. S5q.
6q. 8p. 12q. 13q. 15q. 16q F122q, FfHHEHIER
B BA P EE T HELZHA CNV BUERRER, K
I fDNA CNV AT A Bl T Wil B S0 ik e
3.3 CNV S5 8UEIGTT KBS

AR Y A Wb A A R v O S AR Y
I PRI RCEAT BB ), H T OP S B I ARG
T F BT ARG MM SR ienyr (M
J7 ), SR AR YT T 25 J2& FIE U7 A9 32 B Im R Pk K
e, 1 DT 5898 A7 i 245 0 R R4 e fR 3 B AR AR
HGSOC MR SRR IR AT RS &, HIF 2 0P
FRERGER, 5 FRAEFARICH 20%~30% ',

Esplen 45" 7€ HGSOC A Y fh iz, &
LA AR E E1 (eyelin E1, CCNE1) FIMYC
FED P DLECY B, L) K RBL. NF1 R R i & 5K
Z A% ( phosphatase and tensin homolog, PTEN )
HE IR ¥ DL Bk 45, Chan 25 & 3, CCNEL f5 /K
SEPE DU 16 5 HGSOC B KL TS LA AR 7 ifit 24
A&, H CCNEL ZER¥E DUEY B AN R 15 A
YRR HGSOC, 7EBP 3% W4 fidEt, CCNEL i
FIRMEANRIGH Ko Pesenti 55 il i (IR IR
WGS 58 T EOC &R 4INAE CNV L 414045,
KHHGSOC B FIGO T T W4 8q24.21 |
MYC SR DU 1S, SREMTEHEE, T
13q14.11 04 e 4 il SE ) RB1 45 DUE 2k & A
FE R E R ) B B, 5 HGSOC AN [R] I PR 45
JRFNGYT RV AR 2. Adamson 25 K1 5] HGSOC
BE AT 19p13.12 |- NOTCH3 & [K #5 Il ™
MR BVE, BT & NOTCH3 [ 48 5 45
B TCAE K A A ARG, NOTCH3 8 1Y -8 -5 e
HEJE . T 25 HGSOC & & A O, XKW NOTCH3
PR AT BB — A RURIRYT vk, nl g x4
KZGYNAIT B BURME . Wu 255 18 31 491 B S0 i
FHHR I 50% HEE NBN LR $5 DUECY 4, HoaE
PEE ATM-S1981 (14 % £ A ) Y544 1 T 21 %
T2 BRCA M7k 58137 b1 JE 5 25, DNA $ 35 18
02 D DR 3 AT 3 B0k 7 T 245 R A A7 R
I, FTLAAE Ay W00 BT SR8 0 155 8 04 A A i )
Jamalzadeh 55" & IUEF A= 7 KRAS JE[R 5 DL 1%
J& HGSOC 1Ry7 i 25 (IR sl R &R, 1l B2 BN g v
FERIRYTE S Graf 4817 Tl 1T AL G SE, &
I CNV X B S 9 2B 8 A A S0 % XU PP 43 ik 37 T
TR SIS R A AR bR, e O A
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Berkel 55t & B 5 1E % OPSHAL SUMH L, rhos ik
FEH 89 ( centrosomal protein 89, CEP89 ) LK 7E 5
B b Rk HARPE DB, SIRERIB R E A
o, MR RENEEfA AR T 12, iR
B, CEP89 &bl §19 ¥ SR EAE I — DA M B
T PR 7=, AT Rk BN S8 ) — DB IR TS AR 25
b, FEIH CNV AT B S0 R 25 9) R | i 2
PR, THEAFZER CNV IS LA B T8 3 B &R
I LR MARALIRT 7 R

4 HEIBEE5REE

Bt o e 3 o DU R R (I S i A Jé, CNV 1Y
G0 B i 4 T AR, AR g 1 A A Rk e
LKA THERAN T . 28588 ) 5
JEPRAIEAT WGS, PFAE CNV 4, I 1T &
X O S it AL 2 0 3R, T CNV 5 FLIRE . 45
Wadia . B MR . AA IR A Ll et A7
TEAHSCHE, (HASWISE S45. CNV A R3S I & 8 X
B, TG PRSE B b 55340 T DL F A B0 B985 15 12 Wi
FHUS 94 Y0 h 75 LA K O 538 25 ik & i

SR, HATERXT CNV 78 B S988 & A= L& L
il FP AR SEAT SR AN FE 4, VR 22 SR ) fL ) R i 2
B CNV TEAS [R) B 59 30 7Y A () BARPE ] . CNV
5 P fea T R 5% 22 (R A AH ELAE LA B CNV X B S
RTINS . N T B 4T R CNV £ B
HUgh e, BEARAEZ NS EIMAX —
Gk, Eay KRIFRFEA R RAZ A%
BT, 56 WmIKREEE, #F— P IRARIE M ERIE
CNV 5 & A MK RN R XAUA B T4
FNOREIEE I FALE], ] Sk B SR A 2 W
FEHEIR T RIS VA SR R A0 f A T
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