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On July 28-29, 2014, the National Human Genome Research Institute (NHGRI) convened | Presentation to Council
geneticists, biologists, clinicians, bioinformatics specialists and others to provide expert Sept. 8, 2014
advice on the future of its flagship Genome Sequencing Program (GSP).

By Steven Benowitz
Associate Director of Communications, Extramural Research Program

The two-day meeting, titled, Future Opportunities for Genome Sequencing and Beyond: A Planning workshop for the
place in 2005 and 2009. After the last review, new core programs were added, including efforts to find causes of rare
diseases and move genome sequence information into the clinic. In addition to the long-established Large-Scale
Sequencing and Analysis Center (LSAC) program, the GSP now includes the Centers for Mendelian Genomics program,
the Clinical Sequencing Exploratory Research (CSER) program and the Genome Sequencing Informatics Tools (GS-IT)
program.

NHGRI should continue its role as a "genomics trailblazer,” said NHGRI Director Eric Green, M.D., Ph.D. This means
supporting research into new DNA sequencing methods and data analysis techniques and solving difficult problems in
genome sequencing, he said.

The success of NHGRI's efforts in this area will lie in its ability to partner with other institutes and organizations, he

http://www.genome.gov/27558232
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Clinical Genome Sequencing at Scale
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Recommendations for Clinical
Genome Sequencing

e Define clinical contexts in which genome sequencing
Improves patient outcomes

e Enable rapid, robust detection of all clinically relevant
variation in a single test

e Leverage clinical sequencing data for research use

e Improve approaches for determining pathogenicity

e |dentify effective methods for implementing sequencing
in medical practice



Define clinical contexts in which genome
sequencing improves patient outcomes

Support catalytic research

Demonstrate whether/ when genome-scale testing
improves health

Develop evidence based paradigms
Address role of sequencing in public health




Enable rapid, robust detection of all
clinically relevant variation in a single test
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Leverage clinical sequencing data for
research use

e Foster a “virtuous

cycle”
* Use exemplar studies to Discovery
influence key areas: Research

— clinical utility
— clinical implementation

— data sharing
— tool development



Improve approaches for determining
pathogenicity

* Incorporate genetic,
functional and
computational data

* Expand beyond
manual curation

 Facilitate the
development of
standards




Identify effective methods for
implementing sequencing in medical
practice

* Develop novel clinical decision support tools
* Broaden the population impact
* Connect with professional societies
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Future Opportunities for Genome Sequencing and Beyond:
A Planning Workshop for the National Human Genome Research Institute

July 28-29, 2014

Bethesda North Marriott & Conference Center
5701 Marinelli Road

North Bethesda, Md. 20852

(301) 822-9200

.

On July 28-29, 2014, the National H G R ch Institute (NHGRI) sponsored the workshop - Future
Opportunities for Genome Sequencing and Beyond: A Planning Workshop for the National Human Genome
Research Institute - at the Bethesda North Marriott Hotel & Conference Center.

The objectives of the workshop were to:

® Discuss the scientific questions and opportunities that can be substantially addressed by large-scale genomics
studies, starting with genome sequencing but also considering other genomic technologies.

e Consider options for future NHGRI programs that would address these questions and opportunities.

e Submita C t: Workshop Report: Future Opportunities for Genome Sequencing and Beyond <52
The deadline for comments is February 1, 2015
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View workshop videos and slides from: © July 28 © July 29

Tweets from the Workshop: #GSPFuture Por 8

Workshop Agenda -

http://www.genome.gov/27558042
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