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Application of chromosomal microarray analysis in etiological
diagnosis of recurrent spontaneous abortion*

Jia-li Xiong', Jing Wang’, Yi-shan Dong', Jian-bing Liu’, Bin Yu’, Jian-dong Gu'
(1. Department of Obstetrics and Gynecology, 2. Clinical Laboratory, Changzhou Maternity and Child
Health Care Hospital Affiliated to Nanjing Medical University, Changzhou, Jiangsu 213000, China)

Abstract: Objective To investigate the relationship between spontaneous abortion and embryo genetic
abnormalities and the value of chromosome microarray analysis (CMA) in the diagnosis of recurrent spontaneous
abortion. Methods There were 61 cases with recurrent spontaneous abortion ( = 2) accepted in Changzhou
Maternity and Child Health Care Hospital from September 2015 to June 2017. Chorionic villi were collected from
embryos for CMA. Results CMA results were successfully obtained in all 61 cases of abortion samples. There
were 36 cases of chromosome abnormality (59.0%), of which 31 cases had abnormal chromosome number (86.1%),
4 cases had abnormal chromosome structure (11.1%), and 1 case had uniparental diplont (2.7%). Conclusions
CMA technique can quickly and easily detect chromosomal abnormalities of abortion tissues. It can provide more
comprehensive information for abortion detection, and provide guidance for the etiological diagnosis and fertility risk
assessment.

Keywords: spontaneous abortion; chromosome microarray analysis; chromosome abnormalities; inheritance
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R S E IWLREA 255, PR Y (/R R e
L A BRI 2 i 50% ~ 609%™ DRI, IRAR AR
BB G COARRG I 3 HTE A SR 1 P2 W
BAEEEY, AR EER SR EEE R

ge o & 5 B %) 4 1 ( chromosomal microarray
analysis, CMA ) JZ—T0UH 1 LU 3] Sl L it G £,
WA, XA BEATEIHE , Wl 4 DUEC
5% (copy number variation, CNV ) <1 kb FffHR e Ff
HA, ST LIERYAEMIAZ B o3BT L AE K B 5 mb LA
B Y R B BOR R R, HLIJEH 4121 A i
Bige, WESRRRATS YL, B CMA RN HITE 4R
T IR 2 W R R AR A R S R . ABFSCR
CytoScan 750K HELS A (EH Affymetrix 23 7] ) X} 61
Bl | R B (R = 2 0 RIRIR B4
HEAT CMA Kl 2347, 5 CMA HORTESR VR
P2 Wb Bl RIS AN, IEXF RZERT A B iE
Fris e WU A Fide S, AGE AT .

1 #ERSAEE

TEPOES
B 2015 4F 9 H -2017 4 6 H Bt BERLR A
J&# M AL R EBEIARES, BRI IRE = 21Kk,
ZE PR TR S IR IG 5 1 R B HATIE B AR 61
], HHTCHEE B AR B IR RSB H LT CMA
U)K, BEFER 22 ~ 2%, FI1299 %
7 6.43 ~ 13 J, 71 8.86 i 5 MIREL2 ~ 41K,
FrA BEAE CMA Gt i) Rl A [ 15
1.2 #E5IRH

AL DNA #2050 & (75 Qiagen 247 ),
Nsp I M. T4 iZ%E4:H . PCR aifbilfl &, F Btk &
Frici®# & . CytoScan 750K (55 J7 4~ CNV #£41 +20
T4~ SNP 5T ) 8 iRl & (S Affymetrix A7 ),
PCR ¥ 34180781 & (SE[ Clontech 23] ).
1.3 &FE5iHE

2R AZAY Genechip hybridization oven 645, Ve T
VE uk CeneChip®Fluidics Station .
Scanner GCS 3000Dx v.2 System YR HER Affymetrix
AEHE
14 KWFE
TCR T E AR AR B S IR 42,

1.1

2 K

H # 1% GeneChip®

PSS, VTS . BRI TR TSI 20 ~
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1 h R SEER G . Fr A IR S BHLUR A
ZUDNA $2HUAT SN IEN A DNA, CMA A1
JEAR AR Affymetrix 2 R BERO AR R FEDES T, BAK
ABEE AT 2 B 250 ng RSB A14T DNA £ Nsp
1 EES LN R B, B Nep TN A i #h 55 5 22
T4 FARMEERE FILFES 1Y), JFEE T PCR 74 | 2k,
2 B Mbmid e S AR B 15, VR IR T
Cyto Scan 750K oI BT 2324 50°C 60 r/min, 24
BE16 ~ 18 h 5 LEPEU TARSG ML 605 I AU
KR, PRI ER .
1.5 ZHRHE

CMA FRAF M SR LA H Affymetrix Chromosome
Analysis Suite Software #1770 1. = M [ b 3 K 41
CNV £ V%508 )% DGV (hitp : //dgv.teag.caldgv/app/
home ),OMIM ( http : //www.omim.org ). DECIPHER ( http
/ldecipher.sanger.ac.uk ), ISCA Chttp : //clinicalgenome.
org ) SR A L B A OG SCHR AN B2 CNVs, CMA &5
BT AR i T O ] DR B A% 2 W RE AR 45 DL
HUE o Rfiederg 5 CNV 532 3 14 . (DK
FTE CNV 5 QAN E I R SCH) CNV 5 QFFE0
CNV,

1.6 FHiItFEFE
BHESHT R SPSS 17.0 ST, i1HE0sek%
PR R R, SR x KB ol Fisher #i 4]

MWEREE, P<0.05 NESAS 2L,

2 #R
21 RBEERENEBRELBNH

i ALY 61 5] F SR U™ B E IR 2R B 41 4UH
ARPEAT CMA K, B3RS WIEE 5, Kol T
100%, Hh 36 FiIFEAS CMA K % B0 53 45 58, [
PR3 59.0%, LHE Y O R H =% 31 41 (86.1%),
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K1 (2.7% ). B9, 7831 FlYE s B 5 as 8
R I YR = Ak 23 i) MRS E SR 3 B
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Y AR 3
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H/QERE 3
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15, 22 =IkiRA 48, XN, +15, +22[44%]/47, XN, +22[56%)] 1
=G 69, XXY/69, XXX 1
XN 2
70, XXX, +3 1
69, XXX 1
YO R G5H 7 4
PR TR 3
arrfhg19] 5p15.33p15.2 (113 576-10720 924 ) x 110 607 kb
MRS AL 1
arrfhg19]11p15.5p15.4 (230 680-9 273 889 ) x 39 043 kb
N SR NTIEES arfhg19] Yq11.223 (24 217 299-24 660 114) x 443 kb 1
2P24.3 EE arfhg19] 2p24.3 (13 503 730-14 344 227 ) x 3 804 kb 1
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7 34.4%, 22 CMA folll, HSPaedilieds, 5 857%. o o s 057 0.010°
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E5. R 2. 9" ~ 10 JA 10 4 40.0
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3 13 7 53.8
4 2 1 50.0
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