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Abstract : Objective Chromosomal microarray analysis (CMA) was used to analyze the genetic etiology of
fetuses with congenital heart disease (CHD) at the whole genome level, and to explore the clinical application
value of CMA in the pathogenic genes of fetuses with CHD. Methods The amniotic fluid or cord blood sam-
ples of 216 fetuses diagnosed with CHD by fetal echocardiography were selected for routine chromosomal kar-
yotype analysis, and CMA detection was added to all samples at the same time. The results were analyzed u-
sing relevant bioinformatics database, and the fetal pregnancy outcomes were followed up. Results Among all
the cases, CMA revealed 31 fetuses with pathogenic chromosome copy number variations (CNV) was
14. 35% ,and chromosome karyotype analysis showed 19 fetuses with abnormal karyotype (8. 80%). The 216
fetuses were divided into three groups, Group [ :isolated CHD (2 =91); Group [l : complicated CHD (n=
66) ; Group [ll : CHD with extra-cardiac structural abnormalities (7 =59). And the abnormal karyotype rates a-
mong the three groups were 6.59%(6/91),9.09%(6/66),11.86%(7/59) ,respectively (P>>0.05). The path-
ogenic detection rates by CMA testing among the three groups were 8. 79% (8/91),13.64%(9/66),23.73%
(14/59) ,respectively (P >>0. 05). Among the 197 CHD fetuses with normal chromosome, CMA detected an
additional 14 abnormalities,increasing the detection rate of genetic causes by 7. 11%. Conclusion Compared
with the chromosome karyotype analysis, the application of CMA in CHD fetuses could increase the detection
rate of genetic etiology. The CMA testing may benefit evaluation of CHD fetuses in prenatal diagnosis.
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