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Clinical and genetic analysis of a case of prenatal maternal UPD (16)

Zeng Guo s Lin Pengsiyuan, Bu Xiufen, Zhou Shihao, Zeng Li’

Hunan Provincial Key Laboratory of Regional Hereditary Birth Defects Prevention and Control,
Changsha Hospital for Maternal and Child Health Care Affiliated to Hunan Normal University ,
Changsha 410007 , Hunan, China.

“ Corresponding author . Zeng Li, F-mail . 1246185691 (@ qq. com

[Abstract] Objective To analyze the genetics of a fetus with fetal growth restriction (FGR) diagnosed
by prenatal ultrasonography and followed up after birth. Methods A healthy woman underwent
amniocentesis at 24 weeks of gestation because of a high risk of Down syndrome, high risk of expanded
non-invasive prenatal testing for trisomy 16 and FGR. Amniocentesis followed by karyotype, chromosomal
microarray analysis (CMA) and whole exome sequencing (WES) were performed. Results The fetus had
a normal karyotype, no apparent copy number variation and genovariation. 22. 93Mb of homozygous copy-

neutral regions on chromosome 16pl3. 3pl2. 2 were identified, which showed that the fetus carried the
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whole maternal UPD(16) with segmental hetero- and isodisomy. The parents decided to continue with the

pregnancy after genetic counseling, and the neonate was born with very low birth weight and catch-up

growth after birth during a long-term intensive follow-up. Conclusion In this case, there may be no direct

correlation between maternal UPD(16) and FGR. FGR phenotype of the proband may result from the

trisomy 16 in placenta. Our study present a reference for the prenatal diagnosis and genetic counseling of

UPD(16) in the future.

[Key words] Prenatal diagnosis; Uniparental disomy; Fetal growth restriction; Non-invasive prenatal

testing
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