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[Abstract] Objective To study the imaging features of 142 fetuses with cleft lip and explore the genetic
basis of these fetuses. Methods A cohort of 142 fetuses with cleft lip (including cleft palate) , which were
detected by prenatal ultrasound and confirmed by specialist consultants, were collected. The available
tissues, including fetal umbilical cord from live-born fetuses or thigh muscle from aborted fetuses, were
subject to low pass whole-genome sequencing (WGS), to identify chromosomal anomalies and copy
number variations (CNVs). Results The age distribution of 142 pregnant women ranged from 21 to 41
years old and gestational weeks ranged from 12 to 35 weeks. Of these 142 fetuses, there are 94 male
fetuses and 48 female fetuses, and the male to female ratio was 1:0. 51. According to the types of cleft lip
and palate, there were 84/142 cases (59.15%) of cleft lip alone, and 31/142 cases (21.83%) of cleft lip
combined with other systematic malformations. There were 14/142 cases of cleft lip and palate alone
(9.86 %), and 13/142 cases of cleft lip and palate combined with other system malformations (9. 15%).
9.2% (13/142) of fetuses had chromosome anomalies, and 8. 4% (12/142) of fetuses had a pathogenic
CNV. Conclusion  The overall genetic diagnosis rate is 17. 6% (25/142). The detection rate of
chromosome anomalies was 9. 2% (13/142). The detection rate of the CNV was 8. 4% (12/142).
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Identification of pathogenic CNVs can increase the genetic diagnosis of cleft lip and palate, and thus

attentions should be paid to CNVs analysis.
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