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Abstract

Genetic testing in prenatal diagnosis is a precious tool providing valuable information in clinical
management and parental decision-making. For the last year, cytogenetic testing methods, such as
G-banding karyotype analysis, fluorescent in situ hybridization, chromosomal microarray, and gene
panels have evolved to become part of routine laboratory testing. However, the limitations of each of
these methods demonstrate the need for a revolutionary technology that can alleviate the need for
multiple technologies. The recent introduction of new genomic technologies based on next—generation
sequencing has changed the current practice of prenatal testing. The promise of these innovations lies
in the fast and cost-effective generation of genome-scale sequence data with exquisite resolution and
accuracy for prenatal diagnosis. Here, we review the current state of sequencing—based pediatric
diagnostics, associated challenges, as well as future prospects.
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1. Whole genome sequencing(WGS)
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2. Whole exome sequencing(WES)
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