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Figure 11. Sanger sequencing chromatogram for patient 11012351, showing a heterozygous
intronic variant predicted to affect splicing in the GPR9O8 gene (chr5:89,924,371; GPR98 ¢.1239-
8C>G, NM_032119.3). ¢.1239-8C>G has not previously been reported in the literature, however in-
silico predictions suggest that it introduces a strong 3’ splicing site before the 3’ canonical splicing
site of exon 8. Mutations that disrupt splicing in GPR98 have been previously reported as pathogenic
in patients with Usher syndrome.*?
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