Genotype-Phenotype Correlations in DFNA5-Related Hearing Loss
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Figure 3: Variability in splicing efficiency amongst different pathogenic DFNA5 variants. (A) Minigene splicing assay results visualized
on gel electrophoresis for wild-type and mutant constructs. Three novel pathogenic synonymous variants (in red) and four previously
reported pathogenic variants (in orange, as positive controls) were analyzed. The ¢.1008C>T, ¢.1134C>T, and ¢c.1161C>T synonymous
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upper band (438 bp, #1) and a lower band (245 bp, #2). (B) Schematic representation and sequencing of the upper band (containing This study was supported in part by NIDCDs RO1s DC002842, DCO12049 and DCO17955 and NIGMS T32 GM139776.
exon 8) and the lower band (lacking exon 8). (C) Summary schematic of known pathogenic DFNA5 variants. Novel variants are depicted Please send questions toJEERilh ChilillosephRlin@uiowa.edu
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at the top, while previously reported variants are shown at the bottom.
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