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What is GWAS?

Unbiased exploration of correlations between 
SNPs in the human genome and traits

Up to 5M SNPs can be analyzed and millions more 
can be imputed

The results are pure statistical correlations

Biological interpretations require further experiments   

https://www.ebi.ac.uk/gwas/diagram


What is GWAS?

http://www.nature.com/nrg/journal/v11/n5/full/nrg2793.html
http://www.nature.com/nrg/journal/v11/n5/full/nrg2793.html


What is GWAS?

http://www.garlandscience.com/product/isbn/9780815344636


Why GWAS?

Genetic association studies have two aims: 

To identify genetic markers that can be used for prediction 

To unravel disease biology



Unexpected Results

Great majority of results concern the non-coding region



Unexpected Results

http://journal.frontiersin.org/article/10.3389/fgene.2012.00069/full


Unexpected Results

8q24 gene desert (1.8Mb)

http://www.sciencedirect.com/science/article/pii/S1471491414000616
http://www.sciencedirect.com/science/article/pii/S1471491414000616


Unexpected Results

Enhancer E forms close contact with Myc promoter in 3C assay

http://www.pnas.org/content/107/7/3001.long
http://www.pnas.org/content/107/7/3001.long


Non-coding Region and Function

microRNAs

Long non-coding RNAs

Enhancers

http://journal.frontiersin.org/article/10.3389/fgene.2012.00069/full


Non-coding Region and Function

http://www.fasebj.org/content/25/2/444.abstract

