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GWAS as of 2015:

2,111 publications

15,396 associated 
SNPs (10-5)

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



Bustamante, Burchard, de la Vega (2011) Nature
475:163-165



Popejoy and Fullerton (2016) Nature
538: 161-164 





1 Million Cohort

Large Linked to EHR and payer databases

Oversample subgroups Re-contact for return of results

Wide age range Sophisticated lifestyle data collection

Rare and common disease Extensive follow-up



– Crunching numbers:  
Bioinformatics and 
computational approaches for 
genomic studies

William Bush, PhD, MS

Case Western Reserve University

– Genomic research in action: 
phenome-wide association 
studies in diverse populations

Sarah Pendergrass, PhD, MS

Geisinger Health System

– Study Design 101:  The dos and 
don’ts in  ascertainment for 
genomic studies

Farren Briggs, PhD, ScM

Case Western Reserve University

– Emerging resources for 
genomic assays that emphasize 
diverse populations

Janina Jeff, PhD, MS

Illumina, Inc.



Diversity in Research Study Design

Genotyping Precision Medicine Initiative

Bioinformatics PheWAS



Careers Degrees

Disciplines Collaborations

Colleagues Friends



Big Data and Disease
JNU, New Delhi, India

Pacific Symposium on 
Biocomputing

Big Island, Hawaii

ABRCMS
Nashville, TN

American Society for 
Human Genetics
Baltimore, MD


