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» 95% of the CeD-associated SNPs are located in non-coding DNA. : =0 Cs . =s [ = 0, &, F
» These SNPs probably affect genes through regulatory regions (enhancers). . j j f
> Enhancer activity is highly cell-type specific. g = B j =
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» The SURE-SNP biological high throughput approach identifies SNPs that disrupt the | :
transcription of cell-type-specific regulatory regions. | - 5, M o = _
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» The SURE-SNP method allows us to evaluate the accuracy of currently used | =° A = =+ Bs B =
computational and biological fine-mapping approaches. = . ; " o 2 ? 5 :
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METHODS Survey of Regulatory Elements & SNPs (SURE-SNP)
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PILOT RESULTS Full SURE-SNP
> Tested 96 CeD-associated SNPs, selected based on public data. » Full CeD loci were selected, including suggestive loci.
> Amplification by PCR from heterozygous CeD patient DNA. » Target enrichment was performed by means of RNA-probes.
> SNPs were transfected into K562, Jurkat, and Stimulated Jurkat cells. » DNAfrom 30 CeD patients were selected to equally cover all SNP alleles.
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» We can identify regulatory regions 2:06+06 -
> We Can measure hOW SNPS affeCt reQUIatory reglons e 1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 19 20 21 22 23 24 25 26 27 28 29 30
» We can detect cell-type specific effects sample

FUTURE AIM To identify causal SNPs in CeD loci and prioritize these SNPs for functional follow up
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