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Abstract: Objective To explore the application value of single nucleotide polymorphism (SNP) analysis
technology in the detection of uniparental disomy (UPD) by trio whole exome sequencing (trio-WES). Meth-
ods Patients who were diagnosed with UPD in this hospital from October 2020 to April 2025 were screened
to clarify the pathogenic mechanism and review the rationality of the detection methods. Results A total of 22
133 samples were screened,and 10 samples meeting the criteria of UPD were collected. A newborn with Prad-
er-Willi syndrome (PWS) caused by maternal UPD of chromosome 15. The remaining 9 samples were prenatal
samples of amniotic fluid,and the test results showed uncertain of significance. The methylation-specific mul-
tiplex ligation-dependent probe amplification verification results for the newborn with PWS confirmed that the
condition is due to maternal UPD with aberrant methylation. The remaining 9 samples,4 samples showed re-
gions of homozygosity by microarray analysis (CMA) ;3 samples showed normal CMA/copy number variation
sequencing results, but trio-WES combined with SNP revealed whole-chromosome UPD; 2 samples showed
whole-chromosome UPD both CMA and trio-WES combined with SNP. Conclusion Trio-WES combined with
SNP,which can diagnose homologous UPD and heterologous UPD, which addressing the limitations of exist-
ing technologies,and contributes to early genetic counseling and management of pertinent diseases,and also
enriching the database of UPD-related disease.
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