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Abstract: Objective To retrospectively analyze the application value of single nucleotide polymorphism
microarray ( SNP array) analysis technique in the diagnosis of fetal congenital heart disease (CHD).
Methods From January 2017 to December 2021,a total of 140 pregnant women at 18 —25 weeks of gestation
who were admitted to the genetic counseling clinic of the hospital because of fetal CHD indicated by echocar-
diography were selected as the research objects. Chromosomal karyotype analysis and SNP array analysis were
performed on all pregnant women. Results Echocardiography showed that there were 66 cases of isolated
heart malformation,34 cases of multiple heart malformation,and 40 cases of combined extracardiac malforma-
tion in 140 CHD fetuses. Chromosomal karyotype analysis detected 9 cases (6.43%) of chromosomal abnor-
malities,and SNP array analysis detected 20 cases (14.29%) of chromosomal abnormalities. There were sig-
nificant differences in the total detection rate of microdeletions and microduplications between the two detec-
tion techniques in CHD (P <C0. 05). SNP array analysis showed that chromosomal abnormalities accounted for
8.00% (8/100) in fetuses without extracardiac malformations,and 30.00% (12/40) in fetuses with extracar-
diac malformations,and the difference was statistically significant (P<C0. 05). A total of 14 cases of chromosomal
copy number variation (CNV) were detected by SNP array analysis,including 3 cases of pathogenic CNV and 11 cases
of unclear clinical significance CNV. Conclusion Compared with traditional chromosomal karyotype analysis, SNP ar-
ray analysis can improve the detection rate of chromosomal abnormalities. Chromosomal karyotype analysis combined
with SNP array analysis is more helpful for clinicians to analyze the prenatal genetic causes of fetal CHD.
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