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[Abstract] Objective To investigate the frequency and classification of copy number variants in pregnan-
cies with advanced maternal age, Method A total of 213 prenatal amniotic fluid samples from pregnancies
with advanced maternal age were processed in parallel using both whole-genome CMA and conventional
karyotyping. The frequency and classification of copy number variants were calculated in the samples with
normal karyotype. Results Of the 213 samples, 5 abnormalities were found simultaneously byCMA and
conventional karyotyping. Of the 208 samples with normal karyotype, 8 abnormalities were detected byC-
MA including 4 abnormalities with clinically significant and 4 variants of uncertain significance. The inci-
dence of clinically significant variants and uncertain significance variants were 1. 9%. The incidence was
higher than that of Down syndrome in pregnant women younger than 35 years old. Conclusions Copy
number variants of well-defined clinical significance are not associated with maternal age. So, the incidence
of clinically significant variants in pregnancies with advanced maternal age can represent the background
risk for clinically significant CNVs in uneventful pregnancies. All women having invasive testing without
fetal ultrasound abnormality can be offered microarray as an option after exclusion of aneuploidy abnormal-
ity.
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