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[ Abstract] Objective To detect gene mutation sassociated with deafness in four Waardenburg
syndrome (WS) type Il patients, and to explore the possible mechanism of molecular genetics. Methods
All patients with WS were identified at the genetic and prenatal diagnosis center of the First Affiliated
Hospital of Zhengzhou University from August 2015 to December 2018. Clinical materials and peripheral
blood were collected from patients and family members. The genes associated with deafness of the patients
were tested by next generation sequencing(NGS). And suspected mutations were verified by Sanger
sequencing. Results  All patients carried heterozygous mutations in SOX10, they were c. 355_
356insTCAGGCAGCGC, c.1106_1107insTGGGGCCCCCCACACTA, ¢.511T>C (p. Y171H), ¢.91_100del.
According to the guidelines for genetic variation of the Amercian College of Medical Genetics and Genomics
(ACMG), three frameshift mutations were pathogenic mutations, one missense mutation was likely pathogenic
mutation. Conclusion Application of next generation sequencing technologies make gene diagnosis of
Waardenburg syndrome efficiently and accurately.
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