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Open Session Presentations
Presentation from NIGMS Director 

Jon Lorsch

Concept Clearance: eMERGE III
Teri Manolio

Genome Sequencing Program Presentations:

 Clinical Sequencing Exploratory Research Program
Jim Evans

 Centers for Mendelian Genomics
Rick Lifton
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Genome: Unlocking Life’s Code Exhibition

 >2.3 million visitors since June 2013 opening

 15% of museum visitors specifically came to see 
genome exhibition

 Exhibition programming: Neanderthal genomics, 
drama and genomics, & Saturday lectures

 1St stop on 4-5 year traveling tour: San Diego
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Featured Presentation at Advances in 
Genome Biology and Technology Meeting

Jeff Schloss, Ph.D.
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$1000 Genome Program

“In the eyes of many, a fair share of the credit for this 
success goes to a grant scheme run by the US 
National Human Genome Research Institute (NHGRI).”



Document 2

$1000 Genome Program



NHGRI Incidental Findings Workshop
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Inter-Society Coordinating Committee 
for Practitioner Education in Genomics
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DHHS Secretary: Nomination of 
Sylvia Mathews Burwell



Retirement of Stephen Groft, 
Rare Disease Research Champion
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Stephen Groft, 
Pharm.D.

Pamela McInnes, 
D.D.S.



National Institute on Minority Health 
and Health Disparities
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John Ruffin, 
Ph.D.

Yvonne Maddox, 
Ph.D.



NIH Office of Behavioral and 
Social Sciences Research 

Document 7

Robert Kaplan, 
Ph.D.

William Riley, 
Ph.D.
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C-SPAN’s Washington Journal:
NIH Feature Round 2
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NIH Fiscal Year 2015 Appropriations

Fiscal 
Year
2012

Fiscal 
Year 
2013

Fiscal 
Year 
2014

Fiscal Year 
2015

President’s 
Budget

NIH $30.9 B $29.2 B $30.2 B $30.4 B

NHGRI $513 M $483 M $497 M $498 M



Congressional Appropriations Hearings
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Congressional Hearings: 
“A Path to 21st Century Cures”
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April 30

May 6
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Accelerating Medicines Partnership (AMP)
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ILCHUN Molecular Medicine Award  

Geoffrey Ginsburg, M.D., Ph.D.



Harrington Prize for Innovation in Medicine  
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Hal Dietz, M.D.



Passano Foundation Award 
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Jeff Gordon, M.D., Ph.D.



National Academy of Sciences: Newly Elected

Cynthia Burrows
Bob Darnell
Julian Davies
Michael Green

Vamsi Mootha
Monty Slatkin
Henry Yang
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U.K. Royal Society: Newly Elected

Ewan Birney
Julian Parkhill
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 Four Working Groups have been established:
Regulatory and Ethics Working Group

Genomic Data Working Group

Security Working Group

Clinical Working Group



Special Issue: 
American Journal of Medicine Genetics
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NHGRI Genome Advance of the Month
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Genomics In The News…
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1

Illumina

39

Genomics 
England



Genomics In The News…
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Genomes In The News…
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Large-Scale Genome Sequencing 
and Analysis Centers

Major Projects Include:

 Alzheimer’s Disease Sequencing Project (with NIA)

 T2D-Genes (with NIDDK)

 TCGA (with NCI)
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Alzheimer’s Disease Sequencing Project
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 584 whole-genome sequences from affected 
families (sequencing complete, analysis 
ongoing)

 10,000 case/control whole-exome sequences  
(~4,500 completed to date)

Replication study of up to 40,000 individuals  
(samples identified)

NIA data-analysis RFA to be funded in May



Type 2 Diabetes Multiethnic Genetic 
Consortium (T2D-Genes)

NIDDK initiated, with NHGRI providing genome 
sequencing capacity

Whole-exome sequences from 5000 cases/ 
controls from five ancestry groups

Whole-genome sequences from over 600 
members of 20 Mexican-American pedigrees

Multiethnic GWAS analysis published

 Follow up (GWAS and targeted DNA 
sequencing) in up to 50,000 cases/controls
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 CMG Network: >410 investigators, 33 countries
 ~80 publications
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Used by geneticists from ~ 30 countries
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CSER Steering Committee meeting | May 13-14, 2014 
 Streamlining variant pathogenicity annotation
 Best practices for clinical genomics implementation
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Genome Sequencing Informatics Tools

GS-IT projects are putting iSeqTools in the cloud

Genomics tools in cloud are more readily 
accessible by wider range of users

 iSeqTools Network workshop on ‘De-Mystify the 
Cloud’ at 2014 ASHG meeting

Document 23

BreakDancer
SV caller using paired-end 
sequencing data

Pindel
Indel caller using pattern 
growth

VarScan
Germline & somatic SNV & 
CNV caller

Turnkey Variant Analysis Project



 ENCODE Outreach Activities:
ENCODE Workshop at HUGO Meeting 

(April 2014)
ENCODE Workshop at ESHG Conference 

(June 2014)

 ENCODE Consortium Meeting 
(July 2014) 

 PNAS Perspective: 
“Defining functional DNA elements 

in the human genome”

ENCODE
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ENCODE Publications
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Centers of Excellence in Genomic 
Science (CEGS) Program
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CEGS program announcement published in 
the NIH Guide: PAR-14-195

Application receipt dates: 
July 2, 2014 | May 20, 2015 | May 20, 2016 
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ClinGen
 Progress in Developing  

Curated Sequence Variant 
Content in NCBI’s ClinVar
Database

 Making Genomic Data 
Accessible: Building 
Shared Genomic Resources

 Moving the Field Forward: 
Sharing Data to Better 
Interpret Genomic Variation 
and Obtain Comprehensive 
Phenotypes

CSER

 One Year Later: ACMG 
Recommendations for 
Reporting of Incidental 
Findings in WES/WGS 

 Quality of Clinical Sequence 
Data for Relevant Targets

 Actionable, Pathogenic 
Incidental Findings in 6500 
Subjects’ ExomesCourtesy of Gail Jarvik



Genomics and Society Working Group
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 Third in-person meeting held April 2014

Key topics discussed included: 
Training
GSWG progress and future directions

Annual report planned for September Council

Council member Arti Rai joining the Working Group



ELSI Research Program
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 CEER Annual Meeting (March 2014)

Mock grant review for trainees

ELSI ‘horizon scanning’

 Upcoming Re-Issuance of ELSI Program 
Announcements

Shorter, more streamlined format

Input from Genomics and Society 
Working group and NIH partners

Scheduled release: August 2014
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Knockout Mouse Phenotyping Project 
(KOMP2)

 IMPC evaluating CRISPR technology

KOMP centers to make and phenotype ~100 
knockout strains testing the CRISPR method

 Plan to award $3M in supplemental funds 
provided by Common Fund Document 29



 Scale-up phase underway
>650 donors enrolled
~11,500 RNA-Seq studies

 Biospecimen Access Policy implemented
 2nd GTEx Community Scientific Meeting in June
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 LINCS Pilot Phase wrapping up

 LINCS Phase 2 begins this summer

Phase 2 Data and Signature Generation Centers will 
be discussed in Closed Session

BD2K-LINCS Data Integration and Coordination 
Center (RFA HG-14-001) applications will be 
reviewed in July and go to NHLBI Council
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 Biorepositories scale-up: Administrative review to be 
discussed in Closed Session

 Marker paper (“Enabling African Scientists for the 
Genomic Revolution”) in press at Science

 >5,000 samples accrued as of March 31

 H3ABioNet accrediting nodes

 4th Consortium Meeting moved from Uganda to Cape 
Town (to be held in late May)

Companion Workshops: Cardiovascular Diseases, Ethics, and 
Genome Analysis and Data Management

H3Africa
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Big Data to Knowledge (BD2K)

 Phil Bourne started as NIH Associate Director for 
Data Science in March 

 Status of BD2K Components:
Centers of Excellence (Closed Session)

LINCS-BD2K Perturbation Data Coordination and 
Integration Center (NHLBI Council in September)

Document 33



Big Data to Knowledge (BD2K)

Document 33

 Status of BD2K Components (con’t):
Training:

K01s & R25s (NHGRI Council in September)

T32s: new and supplements (FOAs issued)

Data Discovery Index (NHLBI Council in September)

Targeted Software Development (June receipt date)



BD2K Multi-Council Working Group

 BD2K and the envisioned NIH Office of Data Science 
cannot issue FOAs

 Because BD2K is a trans-NIH initiative, a trans-NIH 
approach to obtaining input has been devised

 Multi-Council Working Group: representative from 
each council that wishes to participate and has 
relevant expertise

 First meeting in July
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Effective Strategies for Engaging 
Communities Around Genomic Medicine



2014 USA Science and Engineering 
Festival (USASEF) and DNA Day 2014
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Communications Staff Departure

Larry Thompson Jeannine Mjoseth
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NHGRI Intramural Research Program: 
Reorganization Update

 Appointment of New Branch Chiefs:

Charles Rotimi: Metabolic, Cardiovascular, and Inflammatory 
Diseases Branch

Pam Schwartzberg: Genetic Disease Research Branch

Julie Segre: Translational and Functional Genomics Branch
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Intramural Investigator Departures

Colleen McBride, Ph.D. Fabio Candotti, M.D.



Dedication of John Edward Porter 
Neuroscience Research Center
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NIH Clinical Center Genomics Opportunity
 Sponsors: NIH Office of Intramural Research, 

NHGRI, and NIH Clinical Center
 Goals:

Infrastructure for clinical genomics at the NIH Clinical Center
Develop capabilities within institutes for using genomic 

data in clinical research and care
 1,000 whole-exome sequences
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Johns Hopkins Society of Scholars 
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Andy Baxevanis, Ph.D.



NHGRI Intramural Research Highlights
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Early-Onset Stroke and Vasculopathy
Associated with Mutations in ADA2

Global Analyses of Human Immune Variation Reveal 
Baseline Predictors of Postvaccination Responses

Glycosylation, Hypogammaglobulinemia, and 
Resistance to Viral Infections



To receive The Genomics Landscape, 
go to list.nih.gov

Search for NHGRILANDSCAPE

Past issues can be accessed at: 
genome.gov/27527308
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Thanks!

Special Thanks!



Advancing human health 
through genomics research


