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This specimen showed an increased representation of chromosome 18, suggestive of trisomy 18 (Edwards
syndrome). Genetic counseling, confirmatory diagnostic testing, and clinical correlation are recommended.

This specimen showed an increased representation of chromosome 13, suggestive of high mosaic trisomy 13,
which may affect the reported PPV (Rafalko et al., 2020). In placental testing, trisomy 13 mosaicism may be
confined to the placenta (Grati, 2014). However, true fetal involvement is associated with phenotypic
abnormality. Genetic counseling, confirmatory diagnostic testing, and clinical correlation are recommended.

This specimen showed an increased representation of chromosome 21, suggestive of low mosaic trisomy 21,
which may affect the reported PPV (Rafalko et al., 2020). In placental testing, trisomy 21 mosaicism may be
confined to the placenta (Grati, 2014). However, true fetal involvement is associated with phenotypic
abnormality. Genetic counseling, confirmatory diagnostic testing, and clinical correlation are recommended.
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1. Rafalko et al. Impact of Mosaicism Ratio on positive predictive value of cfDNA screening. Prenatal Diagnosis, 2020.
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