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Application value of chromosome karyotyping combined with chromosome
microarray analysis technology in prenatal diagnosis
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Abstract: Objective To evaluate the clinical value of chromosome karyotyping combined with chromo-
some microarray analysis (CMA) technology in prenatal diagnosis. Methods The data of totally 224 pregnant
women who received chromosome karyotyping analysis of amniotic fluid and CMA technology from January
2019 to June 2021 in the hospital were retrospectively analyzed. The test results obtained by the two methods
were compared and analyzed. Results Totally 223 cases were successfully detected by chromosome karyoty-
ping analysis.and the success rate was 99. 55%. All cases were successfully detected by CMA technique,and
the success rate was 100.00%. A total of 31 cases of chromosome abnormalities were detected,the results of
the two methods were consistent in 18 cases,including 7 cases of trisomy 21,3 cases of trisomy 18,5 cases of
sex chromosome aneuploidies, 2 cases of chromosome deletions,and 1 case of chromosome duplication. The re-
sults of the two methods were inconsistent in 4 cases. In addition, 6 fetuses with chromosomal abnormalities
detected by CMA were missing by karyotyping analysis including 4 cases of chromosome microdeletions and 2
cases of chromosome microduplications. 3 fetuses with chromosomal abnormalities detected by karyotyping a-
nalysis were missing by CMA ,including 2 cases of chromosome translocations and 1 case of sex chromosome
mosaicism. Conclusion Chromosome karyotyping analysis combined with CMA technology for prenatal diag-
nosis could improve the detection rate of chromosome abnormalities, help to make a more accurate diagnosis of
fetal health in prenatal genetic counseling,and provide a more objective basis for pregnant women to continue
pregnancy.
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