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[Abstract] Objective To investigate the performance of single nucleotide polymorphism microarray
(SNP-array) in prenatal diagnosis. Methods This study retrospectively analyzed 224 cases of singleton
pregnancies with normal chromosomal karyotypes but copy number variations (CNVs) detected by SNP-
array in Guangdong Women and Children Hospital from January 2015 to December 2017. Pregnancy
outcomes of these cases were followed up. Relationships of prenatal diagnostic indications and ultrasound
abnormalities with CNVs were analyzed. Results Among the 224 cases, the most common ultrasound
abnormalities were fetal cerebral ventriculomegaly and increased nuchal translucency, accounting for
14.7% (33/224) and 12. 1% (27/224), respectively. Variants of uncertain significance, pathogenic
CNVs., loss of heterozygosity, potentially pathogenic and benign CNVs were 34. 8% (78/224), 33.0%
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(74/224), 17.0% (38/224), 12.9% (29/224) and 2. 2% (5/224), respectively. Three out of the 38
cases of loss of heterozygosity were pathogenic (7. 9%). Among the 74 cases with pathogenic CNVs,
chromosomes 17, X and 16 were the most involved, accounting for 18.9% (14/74), 17.6% (13/74) and
14.9% (11/74), respectively; five of which [6.8% (5/74) ] showed abnormalities in two chromosomes;
and renal abnormalities (18.9% ,14/74) . fetal cerebral ventriculomegaly (18.9% ,14/74) and increased
nuchal translucency (16. 2%, 12/74) were the main prenatal diagnostic indications. Among the 224
pregnancies, 79 were terminated and three of them terminated due to intrauterine fetal death after
cordocentesis or amniocentesis; 51 lost in follow up; 94 newborns were born and 5 of them with
abnormality (3 of diaphragmatic hernia, one of deafness and one of lymphangioma). Conclusion SNP-
array technology is able to detect submicroscopic structural abnormalities that cannot be found by

karyotype analysis. Combined with traditional cytogenetic detection, SNP-array can better avoid the birth
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of abnormal neonates.
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