* 2082 - A EF 5 R 2022 4 8 % 19 %% 15 81 Lab Med Clin, August 2022, Vol. 19,No. 15

-
BB HEKE CNV-seq HAREFKEBERE AN ) A

LR EER,EEFC
BT AR EFRAES WS A, T & s T 471000

DOI:10.3969/j. issn. 1672-9455. 2022. 15. 016

H OE.HH Wi FKREEREE SRS AR A WK EF NP (CNV-seq) H R F K F &4 41K
ey R, Ak B EAEERZER M A CNV-seq H AR IZ % 3 920 4] F KARASEATH M, 2R
A WA IR IR B AT R R ST, R (1)3 920 #l FRAFK P A M PSS CNV-seq # K 4 & # &K
21 %), 4 F 4 0.53%, EP. . EB S B EAKRE 196, A d FE A 0.48% ,CNV-seq H R4 # A1k %
1241, HEH0.33%., (DhFFHE G IeicAh R #EK 10 4], R4 FaT1em 4 R FF 48 A B3 s
6B, BRI RBEAIKRI P BELERFFTARAL B RSN 2H ., (3 mAFANF &R A 8% 5K
PORELEERMBREMFFTERSG ERAFTEEARKDFF., i FAREEREA S HIES CNV-seq
HARKM TG FREERGSRGHEF

KER  FERBZRLSN; ARAHFNHKETFNAE;

FEZESES RIS 5 XERARERD A

WA RSB
NERS:1672-9455(2022)15-2082-05

Application of karyotype analysis combined with CNV-seq techndogy in detection
of chimera in amniotic fluid chromosome
GAO Mingya CHAI Yugiong s\WANG Yanan”
Department of Medical Genetic and Prenatal Diagnosis ,Luoyang Maternal and Child
Health Hospital sLuoyang s Henan 471000, China

Abstract : Objective To explore the application of karyotype analysis combined with genome copy number
variation sequencing (CNV-seq) techndogy in detection of chimera in amniotic fluid chromosome. Methods
Through karyotype analysis and CNV-seq techndogy,3 920 amniotic fluid specimens in the hospital were de-
tected at the same time,and the cases with chimera results were retrospectively analyzed. Results Among the
3 920 amniotic fluid specimens,21 chimera cases were detected by karyotype analysis combined with CNV-seq
techndogy,and the positive rate was 0. 53%. Among them,19 chimera cases were detected by karyotype analy-
sis,and the positive rate was 0. 53% , while 12 chimera cases were detected by CNV-seq techndogy detection,
and the positive rate was 0. 33%. A total of 10 chimera cases were detected from pregnant women with high-
risk in serological screening. A total of 6 chimera cases were detected from pregnant women with abnormal
noninvasive prenatal testing results. A total of 3 chimera cases were detected from pregnant women with ad-
vanced age. 2 chimera cases were detected from pregnant women with abnormal ultrasound results. In the chi-
meras detected by the combination of the two methods,abnormal sex chromosome number or structure ac-
counted for the highest proportion. Conclusion The application of karyotype analysis combined with CNV-seq
techndogy detection could greatly improve the detection rate of chimera in amniotic fluid.
chimera; prenatal diagnosis
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