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GWAS

International EndoGene Consortium (IEC)

3,194 cases and 7,060 controls

Analysis tier

Overall vs. controls

Stage A vs. controls

Stage B vs. controls

MSigDB

(1) Curated Canonical pathways:

BioCarta; KEGGa;Matrisome;  PIDb; 

Reactome; SAc; SIGd; STe; 

SuperArray

1,330 gene sets

(2) Gene Ontology (GO) gene sets:

1,454 gene sets

PANTHER

149 pathways

TOTAL 2,860 gene sets

(gene set size >10 tested) 

RESULTS of enriched pathways for

(1) Overall endometriosis

(2) Stage A endometriosis

(3) Stage B endometriosis
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122 Candidate Genes

recognized for 

endometriosis until Sep 

2014
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PANTHER enrichment 

analysis for the gene set

Identification of most frequently

investigated pathways

difference between the observed fraction

of genes and number expected by

chance

statistical significance for over-
representation tested using Fisher exact

test

Supplementary Figure S2 Study designs for (A) the GWAS pathway analysis on endometriosis and (B) identification of pathways that have
been investigated indirectly through candidate gene association studies for endometriosis. aKyoto Encyclopedia of Genes and Genomes; bPathway
Interaction Database; cSigmaAldrich; dSignaling Gateway; eSignal Transduction; fSegre et al. PLoS Genetics, 2010.


