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Analysis of the chromosomal results in fetus with congenital cardiac dysplasia detected by two methods
ZHAO Danyang', YANG Weiwei’, WANG Wenjing?, JU Mingyan?, REN Chenchun?

(1.Graduate School, Tianjin Medical University, Tianjin 300070, China;2.Clinical Lab, Tianjin Central Hospital of Gynecology Obstet—
rics, Tianjin 300199, China )

Abstract Objective: To evaluate the value of copy number variation sequencing(CNV-seq) and karyotype analysis in the detection of
fetal chromosomes in congenital cardiac dysplasia( CHD ). Methods: A total of 60 pregnant women with fetal CHD diagnosed by the
ultrasound at Tianjin Central Obstetrics and Gynecology Hospital from February 2019 to August 2022 were selected. They were divided
into independent CHD group and CHD group with abnormal cardiac structure/soft indicators according to whether they were accompanied
by extra cardiac abnormalities. All pregnant women received amniocentesis and karyotype analysis, at the same time underwent CNV —
seq. The detection rate of chromosome abnormality using both methods was analyzed statistically. Results: A total of 20 patients with
chromosomal abnormalities were detected by the two methods, and the detection rate of abnormal chromosomes was 33.3%. Among
them, 13 cases of chromosomal abnormalities were detected by karyotype analysis, and 18 cases of abnormal CNVs were detected by
CNV-seq. The results of both methods were abnormal in 11 cases, 2 cases of balanced translocation were detected by karyotype, and 7
cases of microdeletion and microduplication were detected by CNV-seq. The chromosome abnormality rate in CHD group with abnormal
extra cardiac structures/soft index was slightly higher than that in independent CHD group, and there was no significant difference
between the two groups [37.8%( 14/37) vs. 26.1%(6/23 ), x*=1.76,P>0.05 ]. Conclusion: The combination of karyotype analysis and
CNV-seq can further confirm the diagnosis of fetal CHD caused by chromosome abnormality.
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