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	Project Title
	An investigation into the genetics of Intractable Epilepsy in the pediatric population

	Tentative Lead Investigator (first author)
	Berta Almoguera

	Tentative Senior Author (last author)
	Hakon Hakonarson

	All other authors 
	Emily Robbins (CHOP), Lyam Vazquez, MD (CHOP), Debra Abrams (CHOP), Frank Mentch, PhD (CHOP), John Connolly, PhD (CHOP) Patrick Sleiman, PhD (CHOP), Erik Heysinger
PIs and others from all participating sites

	Sites Involved
	CHOP and BCH

	Background / Significance
	Despite significant advances in epilepsy therapeutic management, up to 40% of children with newly-diagnosed epilepsy will become intractable. Genetic variation is known to play an integral role in a patient’s response to medication, however the precise risk factors of intractability remain largely unknown.

	Outline of Project
	-Development and validation of an EMR-based algorithm for intractable epilepsy
-Sequencing of the study subjects using the PGRN panel

-Analysis of the sequencing data

	Desired

Variables (essential for analysis

indicated by *)
	-Age
-Sex
-Race/ancestry

-Epilepsy subtype

	Desired data
	All data is already collected

	Planned Statistical Analyses
	Rare and common variant analyses of sequencing data

	Ethical considerations
	None noted

	Target Journal(s)
	Journal to be determined based on results of analysis

	Milestones**
	7/8/2015 – Analysis Complete
8/22/2015 – First Draft

9/22/2015 – Revisions complete, submission



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

1

