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Open Session Presentations
 Genomic Medicine Working Group Update

 Rex Chisholm and Teri Manolio

 Meeting Reports:
1. Workshop on “Establishing a Central Resource 

of Data from Genome Sequencing Projects”
 Lisa Brooks

2. Workshop on “Sequencing in Cohort Studies 
and Large Sample Collections” 
 Teri Manolio

3. Workshop on “Integrating Functional Data for 
Connecting Genotype to Phenotype”
 Adam Felsenfeld



Open Session Presentations
 Project Update: GWAS Catalog

 Lucia Hindorff

 NHGRI and the NIH Common Fund
 Mark Guyer

 Concept Clearance: “Family History 
Implementation in the Challenging Setting of 
Routine Clinical Care”
 Anastasia Wise



Open Session Presentations

NHGRI Intramural Research Program:

 Update from the NHGRI Scientific Director
 Dan Kastner

 Report from the Blue Ribbon Panel Review 
 Rick Myers and David Page
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NHGRI Reorganization

Document 1

Announcing Today:
Proposed reorganization of NHGRI 

has been approved and will be
implemented on October 1, 2012

See genome.gov/reorg
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New NHGRI Organizational Structure
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• Followed guidance in NIH Reform Act of 2006
• Two public meetings:

Webinar on Jan. 18, 2012
NACHGR Meeting on Feb. 13, 2012

• Reorganization package submitted: February, 2012
• Final approval: June, 2012
• Announcement of reorganization: Sept. 10, 2012
• Implementation of reorganization: Oct. 1, 2012

Steps to NHGRI Reorganization



Division Leadership

Laura Lyman Rodriguez, Ph.D.
Director
Division of Policy, Communications,  

and Education

Janis Mullaney, B.S., M.B.A.
Director
Division of Management

Dan Kastner, M.D., Ph.D.
Director
Division of Intramural Research



Leadership: Division of Genome Sciences

Jeff Schloss, Ph.D.
Director

Peter Good, Ph.D.
Deputy Director



Leadership: Division of Genomic Medicine

Teri Manolio, M.D., Ph.D.
Director

Brad Ozenberger, Ph.D.
Deputy Director



Leadership: Division of Extramural Operations

Bettie Graham, Ph.D.
Director

Rudy Pozzatti, Ph.D.
Deputy Director



Leadership: Division of Genomics and Society

Mark Guyer, Ph.D.
Acting Director



Senior Advisor Appointments

Jane Peterson, Ph.D.
Senior Advisor to the 

NHGRI Office of the Director

Vence Bonham, J.D.
Senior Advisor to the 

NHGRI Director on 
Genomics and Health Disparities

Karen Rothenberg, J.D., M.P.A.
Senior Advisor to the

NHGRI Director on 
Genomics and Society



Program/Project Oversight and Execution
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Smithsonian Genome Exhibition Update
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NHGRI Staff Retirement

Elizabeth Thomson, DNSc, RN, CGC, FAAN 



New ASHG/NHGRI Policy Fellow

Laura Koontz, Ph.D.



Eric Green ‘Down Under’
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2012 Pro Bono Humanum Award
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Francis Collins, M.D., Ph.D.



Augmenting the NIH Message

“Increasingly, he’s 
describing NIH not just 
as a powerful force in the 
war against disease… 
but also an incubator of 
new jobs and new 
products”
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Editorial from the NIH Director
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“Americans need to know that today’s 
basic research is the engine that 
powers tomorrow’s therapeutic 
discoveries.”



New President of the Foundation for NIH
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Maria Freire, Ph.D.



New Director of the NIH Office of Research 
on Women's Health (ORWH)

Janine Clayton, M.D.



NIGMS Director Search
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Data and Informatics Working Group

Document 8



Biomedical Research Workforce
Working Group
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Working Group on Diversity in the 
Biomedical Research Workforce
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Courts Give NIH hESC Funding the ‘All Clear’ 
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Drs. Sherley and Deisher
Secretary Sebelius



 Continuing Resolution (CR) agreement will keep 
the government running through March

 Regular appropriations process will not be 
completed until the next Congress

Actual
FY2012

President 
FY2013

House 
FY2013

Senate 
FY2013

NIH $30.7 B $30.7 B $30.6 B $30.7 B

NHGRI $513 M $511 M
(-0.29%)

$512 M $513 M

NIH Fiscal Year 2013 Appropriation



House Energy & Commerce Subcommittee 
on Health: NIH Oversight Hearing

 Hearing entitled “The National Institutes of Health - A 
Review of Its Reforms, Priorities, and Progress”

 Reviewed the implementation of the 2006 NIH Reform 
Act, progress of NCATS, and the determination of 
NIH funding and research priorities
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2012 Lemelson-MIT Prize

Document 11

Steve Quake, D.Phil.



Amy McGuire Named Center Director
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Amy McGuire, J.D., Ph.D.



Joann Boughman Leaving ASHG

Document 13
Joann Boughman, Ph.D.



Presidential Commission for the 
Study of Bioethical Issues

Document 14



Biotech Patents and the Courts

Document 15



NHGRI Genome Advance of the Month
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Genomics in the News…
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Genomics in the News…
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NHGRI Genome Sequencing Program

 Large-Scale Genome Sequencing 
and Analysis Centers 

 Centers for Mendelian Genomics

 Clinical Sequencing Exploratory 
Research Projects

 Informatics Tools for High-
Throughput Sequence Data 
Analysis

 Meeting involving all components: October 2012



Large-Scale Genome Sequencing 
and Analysis Centers

 Alzheimer’s disease genome sequencing 
project in late planning stages

 Most recent quarter: 57 Tb produced

 Papers published or in press:

Document 18

 Ongoing projects: cancer, complex disease, rare 
diseases and comparative sequencing

Cancer
Autism 
Rare diseases

Microbiome
Clinical
Methods/Reference



TCGA Papers:
• Colorectal Carcinoma

Nature 487:330-337, 2012

• Lung Squamous Cell Carcinoma
Nature, published on-line (September 9, 2012)

• Breast Carcinoma (in press)

• Kidney Clear Cell Carcinoma (in preparation)

• Acute Myeloid Leukemia (in preparation)
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2nd Annual TCGA Scientific Symposium
November 27-28, 2012

Crystal City, VA

Document 19
Co-Chairs: Matthew Meyerson & Ilya Shmulevich
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 Now working on methods development

 All 2500 samples (25 populations) should 
be sequenced by December and 
analyzed next year

 The Phase 1 paper on variation in 
1092 samples (14 populations) will be 
published by November



 >100 Mendelian diseases selected; sequencing ongoing

 A number of disease genes identified

 AJMG Commentary:
The Centers for Mendelian Genomics: a new large-
scale initiative to identify the genes underlying rare 
Mendelian conditions.  Am J Med Genet (2012)

 Joint sample solicitation group now receiving samples

 Educational program on Mendelian genomics at 2012 
ASHG Meeting
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Clinical Sequencing Exploratory 
Research (CSER) Projects

 Strong response to the reissued RFA 
(HG-12-009)

 Applications to be discussed at the
February Council meeting

 NCI and NIDA have tentatively agreed 
to support awards relevant to their 
missions

 Also received applications for a 
Coordination Center

Document 22



Informatics ‘iSeqTools’ Network



ENCODE
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ENCODE



modENCODE & ENCODE
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 modENCODE Symposium 
in June 2012

 Next round of ENCODE 
grants to be funded by 
the end of September



Centers of Excellence in ELSI Research 
(CEER) Program
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 New CEER applications received in July; to be 
discussed at February Council meeting 

 8th Annual CEER Investigators Meeting 
in October



Genomic Medicine RFAs
 Genomic Medicine Pilot Demonstration Projects (U01)

Receipt Date: July 19, 2012

 Population Architecture Using Genomics and 
Epidemiology (PAGE), Phase II (U01)

Receipt Date: October 18, 2012 

 Clinically Relevant Genetic Variants Resource: A 
Unified Approach for Identifying Genetic Variants 
for Clinical Use (U01)

Receipt Date: October 23, 2012

 Genomic Sequencing and Newborn Screening 
Disorders (U19)

Receipt Date: November 19, 2012 Document 25



Upcoming Meetings

 CEGS Annual Grantee Meeting (October)

 ENCODE and the Common Fund Epigenomics
Program Joint Tutorial at ASHG (November)
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Molecular Libraries Program (MLP)
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 MLP beginning 5th Year of Production Phase
 Start of ‘ramp down’ in funding
 Network reduced to five centers
 Comprehensive & chemistry centers remain
 BioAssay Research Database (BARD)
 MLP ends after Year 6



Human Microbiome Project (HMP)

Document 27

Nature: 2 Consortium papers 

PloS Collection: 18 associated papers



HMP Press Coverage
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4 Wires 
13 Dailies
5 International outlets

8 Science publications 
2 Business magazines
1 PBS NewsHour



Knockout Mouse Phenotyping Project 
(KOMP2)

Document 28

In 5 years, make and phenotype 2,500 live 
mouse strains from knockout ES cells
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Genotype-Tissue Expression (GTEx)
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 Scale-up approved

 Ultimate resource of:
900 post-mortem donors
Fully genotyped
RNA-Seq (>20,000 samples, 30 organs)

 Quarterly dbGaP data releases

 ELSI study of donor families
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Protein Capture Reagents Program 

 External Scientific Panel 
meeting in July 2012

 $500K supplement request for 
antigen center approved

 Production Centers site visits 
in February 2013

 Website seeking input on 
human transcription factor 
priority list
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 NIH and Wellcome Trust (WT) H3Africa awards released 
in August 2012

 Inaugural Meeting of the H3Africa Consortium to be 
held in Ethiopia in October 2012
 Official press announcement of NIH & WT awards
 Presentations by NIH & WT grantees
 Discussion of H3Africa policies (e.g., data release, 

resource sharing, and consent)
 Discussion of implementing H3ABioNet (the 

H3Africa bioinformatics network) and the 
H3Africa biorepositories
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 Independent Expert Committee (Barry Bloom and Kay 
Davies, Co-Chairs)

 New FOA for the H3Africa ELSI Program released in 
June 2012

 Re-issued FOAs for H3Africa Collaborative Centers, 
Research Projects, and Biorepositories in August 2012



NIH Director’s Award: 
H3Africa Program Staff Recipients 



 To assist patients with unknown disorders reach 
an accurate diagnosis 

 To discover new diseases that provide insight 
into human physiology and genetics

 ~500 patients to date; definitive diagnoses in 39

 16 new human genetic disorders identified

Undiagnosed Diseases Program (UDP)

Document 32



UDP: A New Common Fund Program

Document 32

 Expansion to a national UDP Network

 Network of ~6 Extramural sites

 Improved data storage, access, and analysis

 Training and fellowship programs for rare 
disease diagnostics

 Next steps: 
Request for Information (RFI) – Sept. 18, 2012
Investigator Webinar – September  2012
Public Webinar – October 2012
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First Friday of each month, 8-9 AM
Suburban Hospital Auditorium

Document 33

November 2: Max Muenke, NHGRI
Genetics and Genomics of Attention 

Deficit Hyperactivity Disorder

Invited Speakers: November 2012 through February 2013
Max Muenke, NHGRI

Ellen Sidransky, NHGRI
Kenneth Fishbeck, NINDS

William Figg Sr., NCI



2012 Summer Workshop in Genomics
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 Participants included 28 biology and nursing 
school faculty and 12 pre-doctoral students 

 Lectures given by researchers and staff from 
across NHGRI



Advancing Pharmacist Education with G2C2

 Built on the November, 2011 meeting
 Commitment to using NHGRI’s G2C2 tool
 Commitment to evaluating and revising 

current competencies for genomics 
education



 July 2012 Meeting
 Explored economics of integrating whole-

genome sequencing in clinical care
 Identified needs include:

Formal methods for valuing ‘personal utility’
Scalable economics evaluation methods for 

large numbers of variants/genes
More robust outcomes research for modeling 

economic scenarios

Assessing the Economics of Genomic Medicine

Document 35



 Meeting convened to get input
 Nursing research recommendations posted 

for comment

Genomic Nursing State of Science: 
Establishing Future Research Directions

Document 36



NHGRI Digital Media Database

Document 37
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Tracking a ‘Super Bug’ in NIH Clinical Center



NHGRI Intramural Research Highlights

Document 39



NIH Undiagnosed Diseases Program (UDP) 
on 60 Minutes

Document 40

Dr. Camilo Toro explains a ‘Hard Case’ to 
CBS correspondent Lara Logan



Special Thanks!



Advancing human health 
through genomics research


