
4 Applying PRF scores to GWAS: identifying cell 
types and fine-mapping 

4.1 Introduction 



4.2 Identifying cell types for complex traits 

4.2.1 Average PRF scores differ across epigenomes 







4.2.2 PRF score summarisation at a locus 





4.2.3 Ranking cell types by mean PRF score across loci 





4.2.4 Ranking cell types with robust rank aggregation 









4.3 Fine-mapping with PRF scores 
4.3.1 PRF scores are higher for trait-associated variants 





4.3.2 Fine-mapping individual loci 



4.3.2.1 IL2RA locus - strengthening support for the lead SNP 







4.3.2.2 SMAD3 locus - a causal variant that is not the lead SNP 



4.3.2.3 MEF2C locus - failed fine-mapping due to a missing annotation 





4.3.2.4 BLK locus - failed fine-mapping due to a missing variant 





4.3.3 Changes to credible sets 









4.3.4 Changes to implicated genes 









4.4 Discussion 







4.5 Methods 

 

Differences in epigenome mean PRF score 

GWAS summary statistics and locus definitions 



Correlation of weightedPRF and maxPRF scores 

Comparing PRF scores in trait-relevant and non-relevant epigenomes 

Fine-mapping with PRF scores 

x



Changes to implicated genes 

Comparison with stratified LDSC 

4.6 Appendix - PRF fine-mapping at additional 
loci 

REL locus - an RA regulatory variant that is not the lead SNP 

κ





SH2B3 locus - a nonsynonymous SNP for RA 





SLC22A4 locus - a possible regulatory SNP for IBD 






