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Open Session Presentations

Topic of Interest:
 PheGenI 

(Lucia Hindorff) 

Program Updates:
 ENCODE Program 

(Elise Feingold)
 Microbiome Research 

(Lita Proctor)



Open Session Presentations

Meeting Reports:
 Collection, Storage, Management, and 

Distribution of Next-Generation 
Sequence Data 
(Peter Good)

 Genomics and Health Information 
Technology Systems: Exploring the Issues 

(Jeff Struewing)



Open Session Presentations

Concept Clearances:
 Future of ENCODE 

(Elise Feingold & Peter Good)
 Genomics of Gene Regulation 

(Peter Good & Elise Feingold) 
 Analyzing the Whole Chip for GWAS 

(Teri Manolio)
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February 2011

NHGRI’s New Strategic Plan for Genomics
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Press Coverage of New Strategic Plan
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A Decade with the 
Human Genome 

Sequence



Document 2

A Decade with the Human Genome Sequence



Appointment of NHGRI OPCE Director

Document 3

Laura Lyman Rodriguez, Ph.D.



Extramural Program Director Retires

Gary Temple, M.D., Ph.D.



Special Advisor to NHGRI Director

Marc Williams, M.D.



U. of Maryland Law School Workshop: 
Regulation of Genomic Research 



 A direct outgrowth of the strategic planning 
process

 Meeting held in April 2011 (~90 participants)
 Explored the broad spectrum of issues facing 

the intersection of clinical informatics 
systems and genomics

 Upcoming presentation by
Jeff Struewing

Genomics and Health Information 
Technology Systems: Exploring the Issues

Document 4



The Collection, Storage, Management, and 
Distribution of Next-Generation Sequence Data

 Meeting held May 2011 (~80 participants)
 Aimed to identify the issues related to the 

increase in next-generation sequencing data 
 Also aimed to develop a plan for how the 

scientific community can share large 
datasets in a cost-efficient and scientifically 
rational fashion

 Upcoming presentation by 
Peter Good
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FY2011 Appropriations Update

 NIH: $30.7B                                
(0.8% less than FY2010)

 NHGRI’s final 
number pending

Document 5



FY2011 Extramural Award Guidelines

 Non-Competing Research Awards
Awarded at 1% below FY2010 levels 

(except for NCI with a 3% reduction)

 Competing Research Awards   
Individual Institutes to determine

 New Investigators
Maintain at success rates of established   

investigators

 NRSAs
2% increase at all stipend levels Document 5



President’s FY2012 Budget

NIH

NHGRI



President’s FY2012 Budget
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 NIH: $32B 
(2.4% increase)

 NHGRI: $525M 
(1.7% increase)



House FY2012 Budget Resolution



Senate Appropriations Hearing

Senate Hearings on 
NIH 

Genomics research 
was a central 
feature of the NIH 
message
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NIH’s Proposed
National Center for Advancing 
Translational Sciences (NCATS) 

To advance the discipline of translational science 
and catalyze the development and testing of novel 
diagnostics and therapeutics across a wide range 
of human diseases and conditions
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NCATS will:

• Facilitate – not duplicate – other translational 
research activities supported by NIH

• Complement – not compete with – the private 
sector

• Reinforce – not reduce – NIH’s commitment 
to basic research

Document 6



NCATS: Research Programs

• Components of Molecular Libraries Program
• Therapeutics for Rare and Neglected Diseases
• Rapid Access to Interventional Development
• Clinical and Translational Science Awards
• Office of Rare Diseases Research
• FDA-NIH Regulatory Science
• Cures Acceleration Network

Document 6



Associate Director for Science Policy, NIH 

Amy Patterson, M.D.



NCI Interim Director for 
Center for Cancer Genomics 

Barbara Wold, Ph.D.



New Look for NIH Website 
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Mourning the Loss of Charley Epstein



Presidential Award for Excellence in Science, 
Mathematics, and Engineering Mentoring
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Jo Handelsman, Ph.D.



American Society of Microbiology: 
2011 Promega Biotechnology Research Award 
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Stephen Quake, Ph.D.

http://asm.org/images/Academy/2011GMLaureates/quake stephen.jpg


2011 March of Dimes Prize in 
Developmental Biology

David Page, Ph.D. 
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American Academy of Arts and Sciences
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David
Page,
M.D.

Robert
Kingston,

Ph.D.



National Academy of Science 2011 Electees
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Art 
Beaudet

David 
Bartel

George 
Church

Hal 
Dietz

David
Kingsley

Sunney
Xie

Steve
Warren



The Hottest Research of 2010: 
Reuters' Science Watch

Document 14

No. ‘Hot 
Papers’ 

1 Eric Lander Broad Genetics 10
2 Augustine Kong deCODE Statistics/Genetics 9
3 Kári Stefánsson deCODE Genetics 9
4 Francis Collins NIH Genetics 9
5 Richard Durbin Sanger Bioinformatics 9
8 Unnur Thorsteinsdottir deCODE Genetics 8
9 Richard Wilson WashU Genetics 8

10 Mark Daly Broad, 
MGH

Genetics 8



Technology Review:  
10 Emerging Technologies 2011
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Stephen Quake, Ph.D.

Elaine Mardis, 
Ph.D.



Milwaukee Journal Sentinel Wins Pulitzer 
Prize for 'One in a Billion' Series
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NCBI’s Sequence Read Archive 
to be Discontinued
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CDC Office of Public Health Genomics

Document 18

 Est. 1997, $8.9M budget in FY2010
 Funded knowledge synthesis, translational 

research, and population data studies
 Being downsized by >90% FY2011-12



SACGHS’s Final Report

Document 19

Available for 
public comment 
until June 30, 
2011



Presidential Commission for the 
Study of Bioethical Issues

Document 20

Emerging 
technologies for 
diagnostic and 
predictive tools

• Genetics
• Neuroimaging

International Human    
Subjects 

Research



International Rare Disease 
Research Consortium (IRDiRC)

 Workshop April 2011 
 Participants: funding       

agencies, patient advocacy 
groups, researchers, 
industry, and regulatory 
agencies

 Consortium goals:  deliver by 
2020 diagnostic tests for 
most rare diseases and 200 
new therapies for rare 
diseases Document 21



New Journal: Gigascience
 BGI and Biomed Central to launch  a new 

journal for large-scale biology called 
GigaScience in 2011

 Will publish and serve as a data repository for 
studies generating large biomedical data 
sets, including genomics studies

 Will provide DOI numbers for large datasets so 
that they can ‘count’ as publications 



2011 ELSI Congress

 April 2011; >350 attendees (8 countries)
 Plenary talks (Eric Green, David Williams,  

Pearl O’Rourke, Kathy Hudson)
 19 panels, 79 individual papers, 12 focused 

workshops, 54 posters
 Themes: Genomic Data Sharing, Return of Clinical 

& Research Results, Behavioral Genetics, 
Health Equity, Race & Genomics, IP, HMP, 
Epigenomics

 Prominence of CEER trainees from diverse 
disciplines and population groups
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2011 Biology of Genomes Meeting: 
Cold Spring Harbor Laboratory



NHGRI Genome Advance of the Month
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Battelle Memorial Institute Study: Key Findings
 Between 1988 and 2010, the Federal government 

invested $5.6 billion (in 2010 dollars) in the Human 
Genome Project and generated for the American 
economy:  

$796 billion in economic output
$244 billion in personal incomes
3.8 million job-years of employment
$141 returned for every $1 invested

 In 2010 alone, genomics-related projects produced: 

$67 billion in U.S. economic output
$20 billion in personal income for Americans
310,000 jobs for the U.S. economy
$3.7 billion in federal taxes 
$2.3 billion in U.S. state and local taxes Document 24



“The HGP is arguably the single most influential 
investment to have been made in modern science 
and a foundation for progress in the biological 
sciences moving forward.”

Document 24



“The impacts of the human genome sequencing 
are just beginning— large-scale benefits in human 
medicine, agriculture, energy, and environment 
are still in their early stages. The best is truly yet 
to come.”

Document 24
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Large-Scale Genome Sequencing 
Program: Organisms

 Draft genome sequence of parasitic 
nematode Trichinella spiralis 

Document 25



 Post-pilot production approaching the ARRA 
goal of 3,000 tumor/normal pairs, 
representing 22 tumor projects by Sept ‘11



 Ovarian cancer manuscript in press
 Major analyses underway for projects in:

AML (203 cases)
Colorectal (332 cases)
Breast (647 cases, multiple subtypes) 
Kidney clear cell (461 cases)
Endometrial (298 cases)

Document 26



• Data Sets: 
Low-coverage sequence data on 1150 samples; 

initial variant calls on 1094 samples 

Exome sequence data on 1000 samples; initial 
variant calls on 458 samples

OMNI 2.5-million SNP genotype data on 1500 
samples, including trio children

• Variants Found: 
~39 million SNPs
~100,000 indels
~84,000 structural variants

Document 27



• The project is finding 95% of SNPs at 2% 
frequency by analyzing 1094 samples 
(short of goal); but expects to find 95% 
of SNPs at 1% frequency by analyzing 
all 2500 samples  

• The haplotypes are accurate enough for 
imputation in disease studies

• The DCC has a new browser, allowing 
users to get ‘slices’ of the data (such as 
genomic regions of interest) Document 27



Document 27

• Project Timeline: 
Phase 1:  1150 samples currently sequenced, 

manuscript by the end of 2011 on data set 
integrating all the variant types

Phase 2:  571 samples in by May 2011, 
sequenced by Fall 2011

Phase 3:  779 samples in by March 2012, 
sequenced by Fall 2012



DNA Sequencing Technology

 2011 Sequencing Technology Program 
Grantee Meeting in San Diego

 1-day public meeting

Document 28



ENCODE & modENCODE

 ENCODE and modENCODE Consortia are 
working on integrative analysis papers

 The annual Joint ENCODE and modENCODE 
Consortia meeting will be held later in May

 Upcoming presentation by Elise Feingold and 
Peter Good



PLOs

PLoS Biol (2011)
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 Meetings:
International Human                                                 

Microbiome Congress                                                     
(March 2011, Vancouver)

Brainstorming meeting on future initiative                 
(April 2011, Bethesda)

ASM session to feature HMP (May 2011, New Orleans)

 Upcoming presentation by Lita Proctor

Human Microbiome Project

 Anticipated surge in paper submissions 
 Pre-publication release of HMP datasets
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Genotype-Tissue Expression (GTEx)

Document 31

 1 Lab/Coordinating Center & 3 Biospecimen 
Source Sites

 Updates on donor pipeline
4 post-mortem donors collected and 
analyzed; 6 more by the end of May

Early molecular data encouraging
 Upcoming meeting: June 2011

Involve PIs, External Scientific 
Panel, R01 grantees, & genome 
browser groups

 Development of a donor 
brochure & website



Library of Integrated Network-based
Cellular Signatures (LINCS)

 LINCS Spring Meeting: March 2011
 Fall Consortia Meeting: October 2011

Document 32

 RO1 outreach 
supplements awarded

 Review for U01 
applications will occur 
in Summer 2011

 Paper published in May 
issue of Nature 
Methods



 Applications received for 
Production and Technology 
Development U54 awards

 Review of applications will 
occur in Summer 2011

 NACHGR will perform the 
Council review for the 
Production RFA and 
funding plan in Fall 2011

Protein Capture Reagents Program 

Document 33



Human Heredity and Health 
in Africa (H3Africa)

Document 34

 Meeting in Cape Town to discuss white paper 
(March 2011)



Human Heredity and Health 
in Africa (H3Africa)

 April: Presentation to IC Directors to try to get 
additional support for projects

 Released Notices of NIH’s Intention to           
Release an FOA to solicit applications                  
for a Bioinformatics Network and for a                
Repository

 June: Presentation to Council of Councils for 
Concept Clearance

 July: Publication of first FOAs?

Document 34



 Concept proposed at 
“Big Think” Meeting

 RFI in February
 Workshop in April 

22 ‘practitioners’ 
Driving biomedical 

problems & 
limitations of current 
technologies/assays

 Proposal to CF in May

Single Cell Biology Workshop 



Innovation Brainstorm Meeting: 
Transforming Discovery Into Impact

Document 35

 25 junior 
investigators 
nominated by IC 
Directors

 Discussion focused 
on a set of high-
impact papers 
selected by 
attendees
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eMERGE Network:  Recent Publications

Four genomic loci (HBLS1/MYB on 6q23.3, 
TMPRSS6 on 22q12.3, HFE on 6p22.1, and 
SLC17A1 on 6p22.2) were associated (<5x10-8) 
with one or more of the RBC traits. Three of 
these loci (HBLS1/MYB, TMPRSS6, and HFE) 
had been identified in recent GWAS.

Document 36

rs6800541, rs6795970, rs6798015, and rs7430477 
linked to SCN10A associated with PR interval (p = 
5.73 x 10-7 to 1.78 x 10-6).



NEJM Genomic Medicine Series
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OPCE Staff Member Award

Document 39

Rocky Rackover to receive  2011 PAragon 
Outstanding Physician Assistant of the 
Year Award



 2011 DNA Day Chatroom 
April 15 from 8:00 am to 6:00 pm EST
45 experts on site and remotely answered questions
1031 Questions received and 782 answered 

 DNA Day Ambassador Program
Utilized the NIH Office of Science Education’s 

Speakers Bureau to connect Ambassadors to 
classrooms

Ambassadors hosted school visits to the NIH 
campus during March and April

Document 40

Activities

http://www.usasciencefestival.org/�
http://www.usasciencefestival.org/�


NHGRI hosted 200 students and parents from 
the Johns Hopkins Center for Talented Youth

NHGRI staff discussed the Neanderthal Genome 
and the Human Microbiome with participants

Students did hands-on activities
Parents toured National Library of Medicine and 

learned about genetic counseling

Johns Hopkins Center for Talented Youth 
Family Academic Program 

http://www.usasciencefestival.org/�
http://www.usasciencefestival.org/�
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NISC Director Search
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Rare Disease TEDx Talk

Document 42

Dr. Bill Gahl opined on the need to speed up 
approvals of drugs for rare diseases' drugs 
during a recent TEDx talk



Public Service Award Finalist: Bill Gahl

Document 42

Bill Gahl has been named a finalist  
for a 2011 Samuel J. Heyman Service 
to America Award



Undiagnosed Diseases Program Awarded 
Society for Clinical and Translational Science 

Team Science Award 



NHGRI Intramural Research Highlights

Document 43



Special Thanks!
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