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Application analysis of CMA and karyotype testing in prenatal diagnosis of karyotype abnormalities
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Guangdong Province, China

[ Abstract] Objective To investigate the clinical significance of CMA analysis in the prenatal diagnosis of
karyotype abnormalities. Methods Collect 890 amniotic fluid samples from January 2017 to June 2021 in
the prenatal diagnosis of amniocentesis conducted by our center for joint analysis of karyotype and
chromosome microarray (CMA), and select 83 samples with abnormal karyotype. Results 890 cases of
chromosome karyotype and CMA detection were successful, 83 cases of abnormal karyotype were
detected, the detection rate was 9. 3% (83/890), 52 cases of abnormal chromosome number 20 cases of
structural abnormalities. including 13 cases of balanced structural abnormalities and 7 cases of unbalanced
structural abnormalities; 11 cases of chimerism. Conclusion Karyotype analysis has more advantages for
detection of chromosome balanced structural abnormalities, inversion, chimerism and complex karyotypes,
while CMA technology has more advantages for detection of unbalanced structural abnormalities, location
of chromosome origin, banding., segment size, variation type. etc. If economic conditions permit, it is
recommended that prenatal diagnostic samples should be jointly tested with CMA and chromosomes to
provide more information and guidance for genetic counseling of clinicians.
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