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Type IV Waardenburg Syndrome with Solitary Kidney: A Case Report and Literature Review
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Abstract: Objective To report a case of type IV Waardenburg syndrome (WS) with absence of single kidney, to review the research progress of WS, and to

explore the possible etiology of WS and the relationship between type IV WS and renal malformation. Methods The clinical data of the cases

were collected and literatures were reviewed. Results The etiology of WS was not clear and related to gene mutation. The possible pathogenic
genes included PAX3, SNAI2, MITF, SOX10, EDNRB, and EDN3, and the last four were related to type [V WS. Conclusion Type [V WS with isolated
kidney is a rare phenotype, which can further improve genetic testing, identify pathogenic genes and enrich the gene spectrum of WS.
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