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Presentation by NHLBI Director:

Gary Gibbons

Project Updates:

 The Cancer Genome Atlas (TCGA)
Brad Ozenberger

Genotype-Tissue Expression (GTEx) Project
Simona Volpi

Human Heredity and Health in Africa (H3Africa)
Jane Peterson



Biennial Report on Inclusion of Women and 
Minorities in NHGRI-Supported Research

Rongling Li

Centers of Excellence in Genomic Science (CEGS) 
Program Update:

Jeff Schloss
David Kingsley
Deidre Meldrum

Annual Review of the Statement of Understanding 
between NACHGR and NHGRI

Rudy Pozzatti
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NHGRI Reorganization

October 1, 2012: 
Implementation of New 

Organizational Structure for NHGRI
Document 1



New NHGRI Organizational Structure
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2013: A Celebratory Year for Genomics

60th Anniversary

10th Anniversary





Commemorative HGP Seminar Series
and Symposium
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genome.gov/HGP10 Document 2



Genome Exhibition Update
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Opening in June 2013
Smithsonian National Museum of Natural History

Genome: Unlocking Life’s Code



Nature 2013



NHGRI Historical Archiving Efforts
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New Director of the National Center for 
Advancing Translational Sciences

Document 4
Christopher Austin, M.D.



New Director of the Center for 
Scientific Review
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Richard Nakamura, Ph.D.



NIDA and NIAAA: No Merger
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A Celebration of Science
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NIH Director’s Blog
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Use of Chimpanzees in NIH-Supported Research
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Fiscal Year 2013 Appropriations Update

 Continuing Resolution expires on March 27

 Congress must still determine appropriations 
for the rest of Fiscal Year 2013



Other Budgetary Complexities

 Immediate threat of 8.2% cut averted
 If no resolution, a new sequester will be 

ordered by the President on March 1; 
implemented on March 27

 Potential reduction in Fiscal Year 2013 NIH 
budget would be less than 8.2%



Diversity in the Biomedical Research 
Workforce Working Group
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 NIH Building Infrastructure Leading to 
Diversity (BUILD) Program 

 National Research Mentoring Network (NRMN)

 BUILD and NRMN Coordinating and 
Evaluation Centers



Biomedical Workforce Working Group
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 Establish a grant program

 Improve graduate student/postdoc training

 Create an NIH ‘functional unit’ to assess 
the biomedical research workforce



Data and Informatics Working Group

Document 10

 InfrastructurePlus

 Scientific Big Data: Three-pronged plan



Myriad Data Types

Other ‘Omic

Imaging Phenotypic

Clinical

Genomic

Exposure



NIH is Tackling the ‘Big Data’ Problem

1. New NIH Leadership Position:
Associate Director for Data Science

2. New Internal NIH Governing/Oversight Body:
Scientific Data Council

3. New Trans-NIH Initiative: 
Big Data to Knowledge (BD2K)



Big Data to Knowledge (BD2K): Overview

 Major trans-NIH initiative addressing an NIH 
imperative and key roadblock 

 Transformational, catalytic, and synergistic
 Overarching goal:

By the end of this decade, enable a quantum leap in 
the ability of the biomedical research enterprise to 
maximize the value of the growing volume and 
complexity of biomedical data



I. Facilitating Broad Use of Biomedical 
Big Data

II.  Developing and Disseminating 
Analysis Methods and Software for 
Biomedical Big Data

III. Enhancing Training for Biomedical 
Big Data

IV. Establishing Centers of Excellence 
for Biomedical Big Data

BD2K: Four Programmatic Areas



NSF Director to Depart for Presidency of 
Carnegie Mellon University

Subra Suresh, Sc.D.
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Mourning the Loss of David Cox
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Mourning the Loss of Arlen Specter 
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National Medal of Science
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Lee Hood, Ph.D.



Awards at 2012 ASHG Annual Meeting
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Francis Collins, M.D., Ph.D.

Jay Shendure, M.D., Ph.D.



Human Frontier Science Program 
Organization 2013 Nakasone Award
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Stephen Quake, D.Phil.



Taubman Prize for Excellence in 
Translational Medical Science 
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Hal Dietz, M.D.



2013 Genetic Society of America Medal

Document 17

Elaine Ostrander, Ph.D.



2013 Edward Novitski Prize
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Jonathan Pritchard, Ph.D.



Elected to the Institute of Medicine

Document 19

 Lynda Chin

 Daniel Kastner

 Stephen Quake



Elected to AAAS

 Michael Brent
 Susan Celniker
 Joseph Ecker
 Steven Henikoff
 Kathy Hudson
 Lynn Jorde
 Rob Knight

 Charles Lee
 Elaine Ostrander
 Reed Pyeritz
 Dan Roden
 Jane Silverthorne
 John Stamatoyannopoulos
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Director Named for the 
New York Genome Center
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Bob Darnell, M.D., Ph.D.



Launching of Stanford Center for Computational, 
Evolutionary, and Human Genomics
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Secretary's Advisory Committee on Human 
Research Protections: New Members

Document 23

Pilar Ossorio, 
J.D., Ph.D.

Jeffrey Botkin,
M.D., M.P.H.

(Chair Designate)



New Executive Vice President of ASHG

Joe McInerney, M.S.



Genomic Identifiability

Surnames of CEPH individuals identified using 
Y-STR data and publicly accessible 
Internet resources
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Document 25

ACMG Statement on Variant Disclosure

“Monopolistic 
practices that limit 
a given genetic 
test to a single 
laboratory are 
inconsistent with 
ACMG's goals of 
broadly accessible 
and affordable 
genetic tests.”



Biotech Patents and the Courts
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Courts Give NIH hESC Funding the All-Clear 

Document 27

Drs. Sherley and Deisher
Secretary Sebelius



NHGRI State Policy Database

Document 28



GINA Final Rule Published

 Amends HIPAA Privacy Rule 
to clarify that genetic 
information is health 
information 

 Prohibits use or disclosure 
of genetic information for 
underwriting purposes

 Covers both private and 
public health insurance
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Presidential Commission for the 
Study of Bioethical Issues

Document 30



Document 31

European Science Foundation Report

“…we must gain a clear 
understanding of what 
is required to achieve 
[the promise of 
personalized medicine] 
and begin to lay the 
foundations now that 
will allow us to benefit 
in the future.”



Joint Genome Institute Workshop Report
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100,000 British Genome Sequences



NHGRI Genome Advance of the Month
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Genomics In The News…

Science Top 10 
Breakthroughs in 2012 



Document 35

Genomics In The News…

#2: Genome Sequencing 
for Routine Checkups

#3: Matching a Tumor to a 
Drug

#6: Rejigging Your Genes



Time: Top 10 Medical Breakthroughs in 2012

Document 35



Document 35

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

 310 Tb generated in last 
grant year

 Over 120 ongoing projects: 
cancer, complex disease, 
rare diseases, and 
comparative sequencing 

 Over 20 papers published or 
in press this quarter 
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NHGRI 

 Phase 1 paper published in Nature

Meeting and tutorial at 2012 ASHG annual meeting

 Phase 3 sequencing will be complete by March
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 2nd Annual TCGA 
Scientific Symposium 
(November 2012)

Two days of presentations, 
posters, and workshops

>500 participants

Video at genome.gov

 NCI-NHGRI Cancer Genomics Strategic Planning 
Meeting (November 2012)
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Since the last Council meeting:
 “Comprehensive molecular 

portraits of human breast 
tumours”  Nature (2012)

 Papers under review:
Renal Clear Cell Carcinoma
Endometrial Carcinoma
Acute Myeloid Leukemia
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No recurrence of cancer for 
endometrial tumors 
containing POLE mutations
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Disease Gene Discovery in Year 1
 >6000 whole-exome sequences 
 >150 rare inherited diseases
 Discovery of the genes for >20 diseases
 ~12 manuscripts published/accepted

Outreach and Coordination
 Public phenotype lists 
 Public release of genomic data
 International Rare Diseases Research Consortium
 Session at 2012 ASHG Annual Meeting



Clinical Sequencing Exploratory 
Research (CSER) Projects

 All CSER projects are now 
recruiting patients; several have 
begun to return results

 Manuscripts in preparation on 
topics such as variant 
actionability and sequencing 
standards for clinical use

 Time cover story feature CSER 
groups

 Applications currently in review for 
re-issued CSER RFA and new 
Coordinating Center RFA 

Document 40



Genome Sequencing Informatics Tools
 GS-IT Program provides 

‘researcher-friendly’ 
sequence analysis tools 
from six projects

 An ‘iSeqTools” Portal grant 
supplement has been 
funded to build a 
program-wide interface

 The Portal will use innovative 
visual strategies to simplify 
integrated analysis with GS-
IT tools



DNA Sequencing Technology Development

Document 41

 Two instruments released       ‘genome-in-a-
day’ later this year?

 Grant awards made in the Revolutionary 
Sequencing Technology Program

 Grantee meeting in the Spring, including a 
public meeting May 1-2, 2013



ENCODE

 ENCODE/Common Fund 
Epigenomics Workshop at 
2012 ASHG Annual Meeting

 ENCODE Phase 3 grants 
funded:  September 2012

 ENCODE Production PI 
Meeting: December 2012

 ENCODE Consortium 
Meeting: May 2013
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ENCODE Analysis

Cross-species comparison papers planned:

 modENCODE– comparison of 
fly, worm, and human data

 mouse ENCODE– comparison 
of mouse and human data
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CEGS Program

Document 43

 Grantee meeting at UNC in October 2012
 To discuss CEGS Program continuation today
 Applications considered in Closed Session



Genomic Medicine I Colloquium Report
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Recent Advances in Genomic Medicine

Document 44



 Main goals:
Identify ongoing efforts and current needs in physician 

education in genomics
Understand processes for guideline development 

 Major outcomes:
Convene a Coordinating Committee
Collect current approaches and develop and 

disseminate best practices 

Genomic Medicine IV
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Reimbursement Models to Promote Evidence 
Generation and Innovation for Genomic Tests

Document 44

 Meeting held in October 2012

 Attended by members of 
Genomic Medicine Working 
Group and stakeholder 
representatives 

 Explored coupling coverage 
and evidence development 

 Action items being pursued



Implicating Sequence Variants in Human 
Disease Workshop: September 2012
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Goal: To develop guidelines for assessing the 
evidence implicating sequence variants or 
genes as causal in a specific disease
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Genomics And Randomized Trials 
NETwork (GARNET) 
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GARNET randomized clinical trials:

SUCCESS-A Breast Cancer Trial
Vitamin Intervention for Stroke Prevention Trial (VISP)
Women’s Health Initiative Hormone Therapy Trial (WHI)

 30 manuscripts:

9 published
8 accepted or submitted
13 in preparation   



Ethical, Legal, and Social Implications 
(ELSI) Research Program

Document 48

 Genomics and Society Working Group 
established

 Centers of Excellence in ELSI Research 
(CEER) applications reviewed

 Return of Research Results Consortium to 
hold joint meeting with CSER in May 2013
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Molecular Libraries Program (MLP)

Document 49

Strategies to transition MLP initiatives off of 
Common Fund support:

 Continue with NIH Institute/Center support

 Close out completed initiatives

 Transition to private sector support



MLP: Maintain Program Resources

 Small Molecule Repository (SMR) 
Partial support from NCATS
Public access to compounds at cost

 PubChem Database support from NCBI 
 Assay guidance information at NCATS
 Probe Reports on NCBI Bookshelf
 BioAssay Research Database at NCATS
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Human Microbiome Project (HMP) 

Document 50

 Applications received for HMP2 

$15M, 3 years 
Starting in Fiscal Year 2013

 Trans-NIH Microbiome Working Group
64 members, 16 Institutes/Centers

 2013 HMP Meeting: “NIH Human Microbiome
Science: Vision for the Future”



Knockout Mouse Phenotyping Project 
(KOMP2)

 Supplemental funds for phenotyping of 
embryonic lethal knockouts

 High resolution microCT and Optical 
Projection Tomography (OPT)

 $9.6M to be awarded over 3 years Document 51



Genotype-Tissue Expression Project 
(GTEx)

Document 52

 GTEx moves from 
pilot to scale up

 eQTL Browser and 
Data Portal are live

 RFA: Enhancing GTEx with molecular analyses of 
stored biospecimens (U01)

 Full program update later today



Library of Integrated Network-based
Cellular Signatures (LINCS)

Document 53

 2nd Annual Consortium Meeting occurred in 
November 2012

 External Scientific Panel recommendations

 Lincsproject.org: LINCS data and tools

 LINCS Data Forum: March 2013 (Boston)
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Inaugural Meeting of the H3Africa Consortium
held in Ethiopia in October 2012
 Official press announcement of awards

 H3Africa Steering Committee convened

 10 working groups created

H3Africa



Undiagnosed Diseases Program

 RFA-RM-12-020: Coordinating Center for an 
Undiagnosed Diseases Network (U01)

Applications received; upcoming review

 PA-13-076: Gene Function Studies to 
Investigate Rare and Undiagnosed 
Diseases (administrative supplement)

Receipt date: February 26, 2013
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Genomics in Medicine Lecture Series

Document 56

Monthly seminars on intersection of genomics 
and medicine held at Suburban Hospital

Daniel Kastner, M.D., Ph.D.



iPad App for NHGRI 
Talking Glossary of Genetic Terms
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 2013 Genomics Special Issue

 Articles available online

 Editorial: “Relevance of 
genomics to healthcare 
and nursing practice”

 Closing Paper: “A blueprint 
for genomic nursing 
science” 

 Webinars coming soon 

Journal of Nursing Scholarship 
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NHGRI Intramural Research Highlights

Document 59

Exome sequencing of serous endometrial 
tumors identifies recurrent somatic mutations 
in chromatin-remodeling and ubiquitin ligase
complex genes

Genome-wide association analysis identifies 
new susceptibility loci for Behçet's disease 
and epistasis between HLA-B*51 and ERAP1

Genomic organization, evolution, and 
expression of photoprotein and opsin genes 
in Mnemiopsis leidyi: a new view of 
ctenophore photocytes
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Special Thanks!

Thanks!



Advancing human health 
through genomics research


