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Abstract: Objective To explore the clinical application value of chromosome microarray analysis (CMA)
in different prenatal diagnosis indications of pregnant women,premature infant, high-risk infant,and children
with unexplained developmental delay. Methods A total of 287 amniocentesis and aborted tissue samples
were collected from Taian area between February 2015 and December 2020, peripheral blood samples from 118
premature infants, high-risk infants, congenital malformations and unexplained developmental delay,and 25
children's parents’ peripheral blood samples were recruited for the CMA testing and the positive diagnostic
rate was analyzed. Results Among 287 prenatal specimens,270 amniotic fluid specimens and 17 abortive tis-
sue specimens were included,a total of 73 confirmed cases of the disease were detected,and the abnormal de-
tection rate was 25.4%. A total of 59 cases with large segment (=10 Mb) were pathogenic among them,12
cases with small segment (1 —10 Mb) were pathogenic among them, with an abnormal detection rate of
16.4%. CMA could detect 2. 7% (150/790) cases of tiny [ragments abnormality. In 118 cases of pediatric pe-
ripheral blood samples,a total of 58 cases were identified as pathogenic cases,the abnormal detection rate was
as high as 49.15% ,peripheral blood samples from the parents of 25 children were further examined,ecight of
them were found to have chromosomal abnormalities in the same area as the children. Conclusion CMA tech-
nique can improve the detection rate of chromosomal abnormalities and provide a clear etiological diagnosis for
children with developmental delay of unknown cause,which has important clinical value.
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