A 2nd Exon Skippingl RefSeq Genes
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rs12924138 in ISE site rs258322 known in melanoma reported in in NHGRI
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G is the causal allele disrupting ISE motif

Figure S4. ISE SNP (rs12924138) in CDK10. (A) Gene structures and transcript isoforms are annotated as in RefSeq
Genes and Ensembl Gene Predictions archive 54. The second exon was found to be skipped. The SNP rs129224138 was
predicted to be at the fifth site in AGCCTG ISE motif sequence and to be associated with the second exon’s skipping. (B)
The substitution T>G change the cis-acting sequence into a non cis-acting sequence. (C) Exon skipping level and splicing
index ratio of the genotypes in the 176 HapMap samples.



