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ENCODE	  Data	  Provides	  Insight	  into	  the	  
Func*on	  of	  Non-‐Coding	  Variants	  

•  GWAS	  variants	  
•  WGS	  study	  
variants	  
–  Cancer	  
–  Inherited	  
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Variant	  Annota*on	  Tools	  

hOp://regulomedb.org/	  

hOp://www.broadins*tute.org/mammals/
haploreg/haploreg.php	  







These	  Tools	  Provide	  a	  Simple	  Web	  
Interface	  for	  Retrieving	  Site-‐Specific	  

Regulatory	  Data	  

RegulomeDB/
HaploReg	  

Genomic	  Posi*on	  

Bound	  Regulatory	  Factors	  
And	  More!	  

	  
	  
	  
	  



RegulomeDB	  Classifica*on	  Strategy	  
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1c	   x	   x	   x	   x	  
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1e	   x	   x	   x	  
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RegulomeDB	  Data	  Sources	  
Data	  Type	   Types Features	   

Transcription Factor ChIP-Seq (ENCODE)  707 conditions / cell lines  13,208,383 

Transcription Factor ChIP-Seq (non-ENCODE)  32 conditions / cell lines  397,534 

Transcription Factor ChIP-exo 1 condition 35,161 

Chromatin States (REMC) 127 Cell Lines 55,605,005 

DNase I Hypersensitive Sites  204 conditions / cell lines  42,738,084 

FAIRE Sites 25 conditions / cell lines 4,816,196 

DNase I Footprints  50 cell lines / 3 Methods 128,850,659 

Predicted Binding (PWMs)  1,896 motifs (TRANSFAC, Jaspar, 
UniPROBE, Jolma et al.) 339,409,461 

eQTLs  142,945 SNPs  142,945 

dsQTLs 6,069 SNPs 6,069 

Differentially Methylated Regions 1 Cell type 992 

Manual Annotations  6 Genomic Regions 282 

VISTA Enhancers 1,448 Enhancers 1,325 

Validated SNPs affecting binding  855 SNPs  855 



Example	  Usage	  of	  RegulomeDB	  



















Programma*c	  Access	  

hOps://github.com/aboyle/RegulomeDB-‐Tools	  


