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MoHvaHon

•	 The majority of variants report	  by GWAS are in noncoding
regions of the genome

•	 The variant	  reported in the GWAS (lead/tagged variant) may
not	  be causal but	  is in high linkage disequilibrium with the
casual variant	  

•	 Using data	  from ENCODE, we can annotate noncoding regions
of the genome and predict	  the funcHon of disease associated
noncoding variants



Variant	  AnnotaHon Tools

hJp://www.regulomedb.org/

hJp://www.broadinsHtute.org/mammals/haploreg/haploreg.php

http:hJp://www.regulomedb.org/	�












rs17293632 is Associated with IBD and Crohn’s Disease

NHGRI	  GWAS Database hJps://www.genome.gov/26525384	  




 

rs17293632 is Associated with IBD and Crohn’s Disease

• rs17293632 is upstream of SMAD3 transcript	  variant	  4 and in the introns of transcript	  
variants 1, 2 and 3.
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hJp://regulome.stanford.edu/GWAS	  


























Analyzing rs17293632 with RegulomeDB



Analyzing rs17293632 with RegulomeDB

“Likely to Affect	  Binding”
TF binding + matched TF moHf + matched DNase footprint	  + DNase peak


















