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The application value of combined detection of chromosome microarray and karyotype analysis in prenatal
diagnosis of fetal ultrasound abnormalities

Zeng Dan, Fan Shushu’ , XuJing, Huang Xiaoying , Ma Zhanzhong , Chen Huiying , Miao Shuhong ,
Jiang Meimei

(Yue Bei People’ s Hospital Affiliatedto Shaotou University Medicine College, Shaoguan 512026 .
Guangdong, China)

[Abstract]  Objective  To explore the application value of combining chromosome microarray and
chromosome karyotype analysis in prenatal diagnosis of fetal ultrasound abnormalities. Methods 547
pregnant women with fetal abnormalities detected by ultrasound in our hospital from January 2018 to
December 2023 were collected, and amniocentesis was performed for chromosome karyotype and
chromosome microarray (CMA) analysis. Results 547 fetal chromosomal karyotypes and CMA were
successfully detected, with 27 cases showing abnormal chromosomal karyotype results and a detection rate
of 4. 9% (27/547); 59 cases had abnormal CMA results, with a detection rate of 10. 8% (59/547),
including 36 cases of pathogenic CNVs ,2 cases were potentially pathogenic CNVs, and 21 cases of CNVs
with unknown significance. There were 21 cases with abnormal and consistent chromosomal karyotype and
CMA detection results, 19 cases of chromosomal number abnormalities and 2 cases of chromosomal

structural abnormalities. There was 1 case with abnormal and inconsistent results, which was a marker
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chromosome. There were 8 cases of chromosomal karyotype abnormalities with normal CMA results, and

chromosomal karyotype abnormalities were mainly structural rearrangement abnormalities. There were 37

cases of abnormal chromosomal karyotypes and abnormal CMA results in ultrasound fetuses. Conclusion

Chromosomal karyotype analysis combined with CMA technology can further improve the detection and

accuracy of chromosomal abnormalities in ultrasound fetuses, exhibiting the complementary relationship

between the two methodologies.. For fetuses with ultrasound abnormalities, it is recommended to offer

both karyotype analysis and CMA technology simultaneously.
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