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	Project Title
	Quantitative and discreet trait analysis across eMERGE-II phenotypes 

	Tentative Lead Investigator (first author)
	Joseph Glessner 

	Tentative Senior Author (last author)
	Hakon Hakonarson 

	All other authors 
	Chang Xiao, Marylyn D. Ritchie, John Connolly, David Crosslin, Patrick Sleiman, Berta Almoguera, Brendan Keating, members of the genomics WG, site PIs, other interested members of eMERGE 

	Sites Involved
	All sites

	Background / Significance
	The eMERGE II dataset contains over 40 traits/phenotypes. Over 50,000 patients have contributed genotype data. 
We built a bioinformatics pipeline to identify the disease/trait associated copy number variants (CNVs) from the genotyping data of eMERGE I.  CNV calls are identified by PennCNV, which implements a hidden Markov model algorithm. Associations between CNVs and diseases/traits are identified by ParseCNV and PLINK.  

	Outline of Project
	Identify homozygous deletion regions that may affect the gene structure. 

Examine enrichment across a broad category of phenotypes including autoimmune, cancers, cardiovascular, healthy and neurological diseases. 

	Desired

Variables (essential for analysis

indicated by *)
	N/A

	Desired data
	eMERGE 2 phenotype data 
dbGaP dataset



	Planned Statistical Analyses
	CNV analyses with PennCNV, ParseCNV, PLINK


	Ethical considerations
	None


	Target Journal
	TBD 


	Milestones**
	April 2015: Complete CNV analyses 
June 2015: First draft of manuscript

August 2015: Revise draft of manuscript; identify first and second choice target journals

September 2015: Submit manuscript for review at first choice target journal


** This section should include:  Timeline for completion of project, including approval, project duration, first and second draft of the paper and submission. 
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