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Open Session Presentations

Major Presentations:

Assoc. for Molecular Pathology et al. v 
Myriad Genetics Inc. et al. 

Arti Rai

Data Sharing and the HeLa Genome Sequence
Kathy Hudson

Recent NHGRI Meetings:

 Report of the Genomic Medicine Working 
Group

Teri Manolio



Open Session Presentations
Project Updates:

 The NHGRI-Smithsonian Genome Exhibition
Vence Bonham 

 The NHGRI Bioinformatics Research Portfolio
Vivien Bonazzi

NHGRI Training & Career Development Program
Heather Junkins
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V. NIH Common Fund/Trans-NIH 
VI. NHGRI Division of Policy, 

Communications, and Education
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NHGRI-Smithsonian Genome Exhibition
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Exhibition Opening: June 14, 2013
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Genome Exhibition Visits



Genome Exhibition Visits



New ASHG/NHGRI Policy Fellow

Kate Donigan, Ph.D.



Extramural Staff Departure

Brad Ozenberger, Ph.D.



Ongoing NHGRI Recruitments

Director, Division of Genomics and 
Society

ELSI Program Director

Bioinformatics Program Directors

Chief, Genomics Healthcare Branch



Vivian Ota Wang, Ph.D.

APA’s Society for the Psychological 
Study of Ethnic Minority Issues 

Charles and Shirley Thomas Award
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Arrival of New Director, National Institute 
of General Medical Sciences

Jon Lorsch, Ph.D.
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Secretary Sebelius Visits NIH



Visits of Congressional Members to NIH

“I toured the clinic where the best medical 
researchers in the country are trying to 
solve the world’s most elusive medical 
mysteries – diseases that have yet to be 
identified let alone cured.” 
– Sen. Harry Reid (Senate Floor, June 20 2013)

Sen. Harry Reid (D-NV)
Senate Majority Leader

Rep. Michael Burgess (R-TX)
House – Energy and Commerce

Rep. Scott Peters (D-CA)
House – Sci. and Tech.
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Congressional Briefing on Genomics



Surgeon General Steps Down

Regina Benjamin, M.D., M.B.A.
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National Science Foundation 
Director Nomination

France Córdova, Ph.D.
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Office of Science and Technology Policy 
Associate Director Nomination
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Jo Handelsman, Ph.D.



 Regular appropriations process will not be 
completed

 Continuing Resolution (CR) anticipated

FY 2013
Actual 
(after 

sequester)

President 
FY 2014

House FY 2014 Senate FY 2014

NIH $29.1B $31.3B - $30.955B

NHGRI $483M $517M - $514M

NIH Fiscal Year 2014 Appropriations

Document 8



NHGRI Consequences of the Sequester
Bioinformatics Resources and Analysis Research Portfolio

REDUCED BY $5M
ENCODE RFA

REDUCED BY 16%
Genomics of Gene Regulation RFA

DELAYED FROM FISCAL YEAR 2012 TO 2014
Genomic Sequencing & Newborn Screening Disorders RFA 

REDUCED BY 50%
Genomic Medicine Pilot Demonstration Projects RFA

REDUCED BY 20%
Intramural Research Program

NUMEROUS EXAMPLES OF DETRIMENTAL CUTS



Other Consequences of the Sequester
BD2K Data Catalog

REDUCED IN FISCAL YEAR 2014
BD2K Framework for Community-based 

Development of Data and Metadata Standards
REDUCED IN FISCAL YEAR 2014

BD2K Training
DEFERRED UNTIL FISCAL YEAR 2015

BD2K Software RFA
DEFERRED UNTIL FISCAL YEAR 2015

BD2K NIH-Initiated Centers RFA
DEFERRED UNTIL FISCAL YEAR 2015
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HeLa Whole-Genome Data Access

NIH announced  new policy for access to HeLa cell 
whole-genome data in August

 Presentation by Kathy Hudson later in the 
Open Session 
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White House Open Science 'Champions' 
Highlight Genomic Data Pioneers 
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Warren Alpert Foundation Prize 

David Hogness
Ph.D.

David Botstein 
Ph.D.

Ronald Davis 
Ph.D.
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Knighthood for Services to Medical Science

Michael Stratton, Ph.D.
Document 12



2013 Abbott Award in Clinical and 
Diagnostic Immunology

Jennifer Puck, M.D.
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Founding Director, Jackson Laboratory 
for Genomic Medicine

Charles Lee, Ph.D.
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‘Global Alliance’ to Enable Responsible 
Sharing of Genomic and Clinical Data
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Genomics England Launched
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Genomics and the Economy 
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Genomics and the Economy
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An End to Gene Patents?
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First GINA Cases Filed

V.1. Settled

V.2. Pending
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U.S. Supreme Court Upholds ‘DNA 
Swabbing’ of People Under Arrest
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NCHPEG Ceases Operations

 Promoted health professional 
education for two decades

 NCHPEG founded in 1996 through 
partnership of the American 
Medical Association, 
American Nurses Association, 
and NHGRI

 Ceased operations on August 31

 Resources will be maintained at 
the American Society of Human 
Genetics website
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NHGRI Genome Advance of the Month
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"In the past we tended to think that the absence of microbes made 
people healthy, but as we're learning, bacteria are not just a source of 
disease—they're a source of health." Lita Proctor, PhD

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

 15 publications this quarter

Current major projects: 

TCGA

Alzheimer’s disease

Other complex genetic disorders
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 Changes in TCGA leadership:
TCGA Program Directors Brad Ozenberger and 

Kenna Shaw left NIH
Lou Staudt named Director of the NCI Center for 

Cancer Genomics

 On target to meet goals

 Data available for 8,500 
tumor specimens (from 26 
tumor types)

 On course to reach ~11,000 
specimens by project’s end
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 ‘Pan-cancer’ analyses reveal additional features of 
disease

 ~30 papers to be published in the next several weeks
Integrative Analyses

Thematic
Pathways

Bladder
Ovarian

Acute Myeloid 
Leukemia

Endometrial
Rectum

Lung Squamous
Lung Adenocarcinoma

Kidney Clear Cell

Head and Neck 
squamous

Colon

Breast 
carcinoma

Glioblastoma
multiform

Pan‐Cancer Sites
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Disease Gene Discovery:

• >9600 whole-exome sequences for >617 diseases

• Discovery of 199 disease genes underlying 114 diseases

• Publications (31)

Discoveries of diseases genes (22)
Methods and resources (6)
Practices for data sharing (3)

Network and Outreach:

• Collaborative Network: 384 investigators, 189 
institutions, and 30 countries

• IRDiRC committees and working groups Document 27



Clinical Sequencing Exploratory 
Research (CSER) Program

 Three new CSER sites:
HudsonAlpha Institute
Kaiser Foundation Research Inst.
University of Michigan

 Coordinating Center: 
University of Washington

 Enhanced integration with ELSI studies
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Genome Sequencing Informatics Tools

User can drill down to details and individual tools 
with a ‘semantic zoom’ web feature

 iSeqTools Portal provides a 
‘subway map’ for genome 
analysis
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DNA Sequencing Technology Development

Document 30

8 awards made this year

RFAs posted in June with application 
receipt date of October 17, 2013



 ENCODE Outreach Activities:
ENCODE Tutorial at ASHG Meeting
ENCODE Tutorial at CHARGE Consortium Meeting

 Cross-Species Comparison Papers Under Review: 
modENCODE (fly/worm/human)
mouse ENCODE (mouse/human)

ENCODE
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Publications Using ENCODE Data

Papers from Non-ENCODE Authors

Papers from ENCODE 2 Production Groups
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Publications Using 
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Genomics of Gene Regulation RFA
 Concept Clearance approved in May 2011
 RFA-HG-13-012: Genomics of Gene Regulation (U01)
 Exploring genomic approaches to understand the 

role of DNA sequence in gene regulatory networks
 Applications due November 15, 2013
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Centers of Excellence in Genomic 
Science (CEGS) Program

Annual meeting at the U. of Wisconsin in October

New CEGS applications to be reviewed this fall for 
discussion at February 2014 Council meeting
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Genomic Medicine Working Group

 5th Genomic Medicine Meeting
(May 2013): Federal-wide strategies

 6th Genomic Medicine Meeting
(January 2014): International 
approaches

 Progress of the Genomic Medicine 
Working Group will be discussed 
later in the Open Session
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Inter-Society Coordinating Committee

 Inter-Society Coordinating Committee for 
Practitioner Education in Genomics to meet 
in September 

 20 professional societies currently participating
AACC, AACME, AAFP, AAP, ABMG, ABMS, ACC, ACGME, ACMG, ACOG, 
ACP, AHA, AMP, APHMG, ASCO, ATS, CAP, CMSS, ISPG, SGIM



 Study Cohorts in PAGE II:
Women’s Health Initiative

Fred Hutchinson Cancer Research Center

Mount Sinai Biobank
Mount Sinai School of Medicine 

CALiCo Consortium 
University of North Carolina 

Multiethnic Cohort Study
University of Hawaii  

 Coordinating Center: Rutgers University

Population Architecture using 
Genomics and Epidemiology (PAGE) II

 Genotyping: Center for Inherited Disease Research
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Genomic Sequencing and Newborn 
Screening Disorders

Brigham and Women’s Hospital 

Children’s Mercy Hospital 

University of California, San Francisco

University of North Carolina at Chapel Hill 
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Webinar: “Current uses of and future directions for 
the Genome-Wide Association Studies Catalog” 

Genome-Wide Association Studies 
(GWAS) Catalog
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www.myresults.org

eMERGE Tools

Http://Clinical Implementation of Personalized Medicine through 
Electronic Health Records and Genomics (CLIPMERGE) Program

 My Results web 
page

 Clinical Decision 
Support (CDS) 
tools: CLIPMERGE

 SMART Genomics 
Advisor will be 
evaluated and 
piloted to 
standardize CDS 
approaches across 
eMERGE sites
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Centers of Excellence in ELSI 
Research (CEER) Program

CEERs Grants Funded this Summer:

 University of North Carolina (P50) 

 Columbia University (P50) 

 University of Utah (P20)

 Johns Hopkins University (P20)

 Kaiser/UCSF (P20)
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Genomics & Society Working Group

Next Meeting: November 2013

Areas to be discussed:

Priority Setting

Funding Mechanisms

Boundaries of ELSI Research
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 To align research training and career 
development programs with NHGRI 
strategic plan

 To prepare future leaders in genomic science 
and genomic medicine

 To harmonize our training and career 
investment with the rest of NIH
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Molecular Libraries Program (MLP)

 Final year of production phase 
 Screening Centers’ Goals:

Completing projects
Placing all data in PubChem
Filing probe reports
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Human Microbiome Project (HMP) 

Document 42



HMP Data to be Hosted in Amazon Cloud

 September 2013: HMP data 
publically available on 
Amazon cloud 

December 2013: Collection of 
HMP analysis tools, tutorials, 
and documentation will be 
made available on Amazon 
cloud 
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Knockout Mouse Phenotyping Project 
(KOMP2)

 ‘Perfect Host’ technology

KOMP2 production on track
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GTEx pilot data available in 
dbGaP

 Scale-up phase started
900 genotyped donors
>25,000 RNA-Seq studies

 June 2013 GTEx Community Meeting

 Funding plan for RFA “Enhancing GTEx with molecular 
analyses of stored biospecimens (U01)” will be 
presented in Closed Session
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Library of Integrated Network-based
Cellular Signatures (LINCS)

New LINCS RFA (RM13-013) published

 LINCS-BD2K Coordinating Center RFA being 
drafted 

 LINCS 2013 Community Meeting and Workshop 
at Broad Institute in November 

Document 45



 H3Africa Consortium has funded 21 projects
Bioinformatics network

Pilot biorepositories

Projects working on:
Obesity Sickle Cell Disease
HIV Kidney disease
Stroke Microbiome
Trypanosomes Fevers of unknown origin
Heart disease Diabetes
Neurological disorders Schizophrenia

 Next Consortium meeting in October

H3Africa
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H3Africa Research Network
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Undiagnosed Diseases Network (UDN)

 UDN aims to increase the capacity for and use of 
genomic data in the diagnosis and management 
of rare and new diseases

RFA-RM-13-018: DNA Sequencing Core for an 
Undiagnosed Diseases Network (U01)

Application Due Date: November 19, 2013 
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NIH Data Science Components

Scientific Data 
Council
(SDC)

Big Data to 
Knowledge 

(BD2K)

Associate Director
for Data Science

(ADDS)



Acting Chair: Eric Green (Acting ADDS & NHGRI)
Members: James Anderson (DPCPSI)

Sally Rockey (OER)
Michael Gottesman (OIR)
Kathy Hudson (OD)
Amy Patterson (OSP)
Andrea Norris (CIT)
Judith Greenberg (NIGMS)
Betsy Humphreys (NLM)
Douglas Lowy (NCI)
John J. McGowan (NIAID)
Alan Koretsky (NINDS)
Michael Lauer (NHLBI)
Belinda Seto (NIBIB)

Acting Executive Secretary:    Allison Mandich (NHGRI)

Scientific Data Council: Membership



Big Data to Knowledge (BD2K): Update

 Sequester is delaying launch of training, software 
development, and second round of centers 
components

 Three RFIs published, all with excellent responses 

 Two workshops have been held, with two more 
coming later this month
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 FOA published for Investigator-Initiated Centers 
of Excellence (U54)

Applicant Information Webinar: September 12

Questions to BD2KCenterRFA@mail.nih.gov

Big Data to Knowledge (BD2K): Update
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Pharmacist G2C2 Resource Review meeting
was held in June 

Planned availability this Fall 

G2C2 Pharmacist Resources    
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Honorary Professor 
University of Cape Town

Charles Rotimi, Ph.D.



NHGRI Intramural Research Highlights
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Special Thanks!

Thanks!



Advancing human health 
through genomics research


