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July Workshop Topics
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• GeneGc	  architecture	  of	  health and disease	  
at scale

• IntegraGng genomic variant	  discovery	  with	  
funcGon

• Clinical genome	  sequencing	  at scale

• ComparaGve	  and EvoluGonary Genomics	  

3




4	  

 

 

 

 

July Workshop Topics

I


II


III


IV

• GeneGc	  architecture	  of	  health and disease	  
at scale

• IntegraGng genomic variant	  discovery	  with	  
funcGon

• Clinical genome	  sequencing	  at scale

• ComparaGve	  and EvoluGonary Genomics	  



	  
	  

5	  

Clinical Genome	  Sequencing	  at Scale	  




 
 
 
 
 
 
 
 
 
 

 
 
 
 
 
 
 
 
 
 

 
 
 
 

 
 
 
 
 

Break Out	  Group Members
• Katrina	  Armstrong • Robert	  Green
• David Bentley • Lucia	  Hindorff
• Les	  Bieseker • Carolyn HuNer
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• Rex Chisholm • Hanlee Ji
• Mildred Cho • Steve Joffe
• Mark DePristo • Dan Kastner
• James Evans • Bruce	  Korf
• Stephen Fodor • David LedbeNer
• Richard Gibbs • Dan Masys

• Amy McGuire
• Patrice Milos
• Cynthia	  Morton
• Lucila Ohno-‐

Machado
• Sharon Plon
• Heidi Rehm
• Dan Roden
• Pamela	  Sankar
• Xun Xu
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RecommendaGons for Clinical
Genome	  Sequencing	  

• Define clinical contexts in which genome sequencing
improves paLent	  outcomes1

• Enable rapid, robust	  detecLon of all clinically relevant	  
variaLon in a single test	  2

• Leverage clinical sequencing data	  for research use3

• Improve approaches for determining pathogenicity4

• IdenLfy effecLve methods for implemenLng sequencing
in medical pracLce5
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Define	  clinical contexts in which genome	  

sequencing	  improves	  paGent	  outcomes	  


•	 Support	  catalyLc research
•	 Demonstrate whether/ when genome-‐scale tesLng
improves health

•	 Develop evidence based paradigms
•	 Address role of sequencing in public health
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Enable rapid,	  robust	  detecGon	  of all

clinically relevant variaGon in a single	  test
•	 Improve accuracy

•	 Decrease cost	  and turn-‐
around Lme

•	 Expand to RNA/ 
transcriptome variaLon
when merited

•	 Increase the spectrum of
Lssues	  undergoing	  
clinical sequencing
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Leverage clinical	  sequencing	  data for
research use	  


•	 Foster a “virtuous
cycle”

• Use exemplar studies to
influence key areas:
–	 clinical uLlity
–	 clinical implementaLon
–	 data	  sharing
–	 tool development	  

Clinical
PracGce	  

Discovery
Research
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Improve approaches	  for determining
pathogenicity	  

•	 Incorporate geneLc,
funcLonal and
computaLonal data	  

•	 Expand beyond
manual curaLon

•	 Facilitate the
development	  of
standards
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IdenGfy	  effecGve methods	  for
implemenGng sequencing in medical	  


pracGce

• Develop novel clinical decision support	  tools
• Broaden the populaLon impact	  
• Connect	  with professional socieLes



July Workshop Resources Online

1hIp://www.genome.gov/27558042	  
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