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Introduction: In prenatal diagnostic samples with a normal karyotype, chromosomal microarray will diagnose a clinically significant sub-microscopic 
chromosomal deletion or duplication in approximately 1% of structurally normal pregnancies and 6% with structural anomaly. It is capable of 
detecting copy number variations (CNVs) with much higher resolution compared to Karyotype.

Objective: Retrospective analysis 
of 5 cases with abnormal fetal 

ultrasound, normal karyotype & 
pathogenic variant detected in 

Chromosomal Microarray.

Conclusion: Above cases signify importance of invasive testing in fetal structural anomaly and role of Chromosomal Microarray in detection of submicroscopic imbalances. 
ACOG/SMFM recommends that CMA replace or supplement karyotype for prenatal evaluation of fetuses with major structural anomalies. We are now transitioning towards 
prenatal precision medicine and can readily use these tools for the benefit of our patients and their families.


