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Open Session Presentations
The NIH Common Fund: James AndersonThe NIH Common Fund: James Anderson
ELSI Grants and CSR: Rudy Pozzatti
Scientific Presentation: Emerging Ethical 

Issues in Genome Research
Concept Clearance:

ENCODE – Mike PazinENCODE Mike Pazin

Program Updates: 
TCGA B d O bTCGA – Brad Ozenberger
LINCS – Ajay Pillai
Molecular Libraries Carson LoomisMolecular Libraries – Carson Loomis



Open Session Presentations
Meeting Reports:Meeting Reports: 

Protein Capture – Adam Felsenfeld

Newborn Screening in the Genomics Era –
David Valle

Population Tracking: Anna Rossoshek
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NHGRI Publishes 2011 Strategic Plan

/SP2011genome.gov/SP2011
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Illuminating the Path to Genomic Medicine
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Green GuyerGuyer



February 11, 2011 
SymposiumSymposium 

genome.gov/Symposium2011 Document 2



Koshland Museum Science Café
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2011 NHGRI Strategic Plan for Genomics

>>>
NHGRI



Developing an Implementation Plan: 
Extramural Retreat (Jan 25 2011)Extramural Retreat (Jan. 25 2011)



Science Special Series on Human 
Genome 10th AnniversaryGenome 10th Anniversary 

(February 4, 2011 Issue)



Happy 14th Birthday, NHGRI



Fiscal Year 2011 Appropriations Update

Continuing Resolution until March 2011

Operating at FY2010 levels

Unclear what final outcome will be (forUnclear what final outcome will be (for 
this year or next or next…)



NHGRI Deputy Director Search
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Special NHGRI Visitor: 2011-2012

K R th b J D M PAKaren Rothenberg, J.D., M.P.A.
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New Deputy Director for Science, 
Outreach and Policy NIHOutreach, and Policy, NIH
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Kathy Hudson, Ph.D.



New Deputy Director, 
Office of Extramural Research NIHOffice of Extramural Research, NIH

Della Hann Ph D
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Della Hann, Ph.D.



New Deputy Director, 
National Institute of EnvironmentalNational Institute of Environmental 

Health Sciences, NIH

Document 7Rick Woychik, Ph.D.



Departing Director, National Institute of 
General Medical SciencesGeneral Medical Sciences 
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Jeremy Berg, Ph.D.



Biennial Report of the NIH Director 
2008 20092008-2009

Reports the followingReports the following 
was spent on “Human 
Genome” research:Genome  research:

FY 2008--
$1 259 billi$1,259 billion 

FY 2009 Non-ARRA--
$1 775 billi$1,775 billion

FY 2009 ARRA--
$0 566 billion
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$0.566 billion



Planned Merger of NIAAA & NIDA
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Therapeutics and Translational Sciences
Evolution and Consolidation:Evolution and Consolidation:

NIH Chemical Genomics Center (NCGC)

Therapeutics for Rare and Neglected Diseases (TRND) Program

Rapid Access to Interventional Development (RAID) Programp p ( ) g

Cures Acceleration Network (CAN)



Evolution and Consolidation:

Therapeutics and Translational Sciences
Evolution and Consolidation:

NIH Chemical Genomics Center (NCGC)

Therapeutics for Rare and Neglected Diseases (TRND) Program

Rapid Access to Interventional Development (RAID) Programp p ( ) g

Cures Acceleration Network (CAN)

Consolidating above within NIH Center for 
Translational Therapeutics (NCTT)( )

Distinct from Intramural and Extramural Divisions

NHGRI ‘I t i H ’ f NCTTNHGRI as ‘Interim Home’ for NCTT



TRND Updates

AesRX to collaborate with TRND (and 
NHLBI) to advance potential therapyNHLBI) to advance potential therapy 
(Aes-103) for sickle cell disease

Other Pilot Projects:
Hereditary Inclusion Body MyopathyHereditary Inclusion Body Myopathy
Schistosomiasis/Hookworm
Chronic Lymphocytic LeukemiaChronic Lymphocytic Leukemia
Niemann-Pick Type C
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NCRR Reorganization

feedback.nih.gov
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SMRB Report on 
Translational Medicine and TherapeuticsTranslational Medicine and Therapeutics
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Proposed National Center for Advancing 
Translational Sciences (NCATS)Translational Sciences (NCATS)

Component FY10 
budget

Clinical and Translational Science Awards (CTSAs) $450M
Molecular Libraries and Imaging program $107M
Therapeutics for Rare and Neglected Diseases (TRND) program $24MTherapeutics for Rare and Neglected Diseases (TRND) program $24M
Rapid Access to Interventional Development (RAID) program $8M
NIH-FDA Regulatory Science Initiative $3M
Cures Acceleration Network N/A
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NCMHD NIMHD
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NIH Early Independence Award Program 
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NIH Lasker Clinical Research 
Scholars ProgramScholars Program
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James B. Herrick Symposium
Sickle Cell Disease Care and Research:Sickle Cell Disease Care and Research: 

Past, Present, and Future

November 2010November 2010 

39 Speakers from39 Speakers from 
6 countries including 
Sir David WeatherallSir David Weatherall
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Mourning the Loss of Paul Miller
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ASHG 2010 William Allan Award

Jurg Ott Ph D
Document 19

Jurg Ott, Ph.D.



ASHG 2010 McKusick Leadership Award

Document 20
Charley Epstein, M.D.



2010 MacArthur Fellow
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Carlos Bustamante, Ph.D.



2010 Pearl Meister Greengard Prize

Janet Rowley, Ph.D.  &  Mary-Claire King, Ph.D.
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2011 Bower Award and Prize for 
Achievement in ScienceAchievement in Science

G Ch h Ph D
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George Church, Ph.D.



Elected to the Institute of Medicine 2010 
Jeremy Berg (Director NIGMS)Jeremy Berg (Director, NIGMS)
Linda Birnbaum (Director, NIEHS)
David Altshuler (Harvard & Broad)( )
Sydney Brenner (Salk Institute)
Charis Eng (Case Western Reserve University)
Carol Greider (Johns Hopkins University)
Caryn Lerman (University of Pennsylvania) 
Neil Risch (UCSF)
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AAAS Newcomb Cleveland Prize:
Neandertal Genome StudyNeandertal Genome Study



2011 ASHG Leadership Election

President Elect: 
C

Secretary:
Mary-Claire King Brendan Lee

Board of Directors: 

Stylianos
Antonarakis

Leslie 
Biesecker

Kay 
Davies



New Editor: American Journal 
of Human Geneticsof Human Genetics 

David Nelson, Ph.D.



New Tufts University President

Anthony Monaco M D Ph D
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Anthony Monaco, M.D., Ph.D.



New Executive Director of NCHPEG

Joan Scott M S C G C
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Joan Scott, M.S., C.G.C.



Science’s Insights of the Decade
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Science’s Breakthrough of the Year (2010)

Runner Ups:

Neandertal Genome

Exome Sequencing/ 
Rare Disease Genes

Next-Generation    
Genomics

Document 27



Nature’s Predictions for 2011

Genome-Sequencing Explosion

GWASs Prove Their Worth
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Nature Precedings Marker Papers
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NHGRI @ ASHG

NHGRI Director Met with ASHG Board ofNHGRI Director Met with ASHG Board of 
Directors and ACMG Board

Good Press Interactions

NIH T H ll G ti T tiNIH Town Hall on Genetic Testing
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NHGRI @ ASHG: 1000 Genomes

1000 Genomes Data Tutorial1000 Genomes Data Tutorial

~500 people in the room500 people in the room
Video posted at

genome gov (withgenome.gov (with 
~10K visits to date)

Document 30



4th National Conference on 
Genomics and Public HealthGenomics and Public Health
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2011 Advances in Genome Biology 
and Technology Meetingand Technology Meeting 
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NHGRI Genomic Advance of the Month
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Flavors of the Genome
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The Ozzy Story Continues…

Science
Nov. 19, 2010



I. General NHGRI Updatesp
II. General NIH Updates
III. Genomics Updates
IV NHGRI E t l PIV. NHGRI Extramural Program
V NIH Common Fund ProgramsV. NIH Common Fund Programs
VI. NHGRI Office of the Director
VII. NHGRI Intramural Program



Large-Scale Sequencing Program:
RFAs IssuedRFAs Issued

Genome Sequencing & Analysis Centers (U54) 

Mendelian Disorders Genome Centers (U54) 

Clinical Sequencing Exploratory Research (U01) 

Informatics Tools for High Throughput SequenceInformatics Tools for High-Throughput Sequence 
Data Analysis (U01 and R43/R44)

Letters of Intent Due : February 3, 2011
Application Due: March 3 2011
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Application Due: March 3, 2011



Large-Scale Sequencing Program: 
Recently Sequenced GenomesRecently Sequenced Genomes

Anopheles gamibae

White nose fungus
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Large-Scale Sequencing Program: 
Orangutan Genome SequencedOrangutan Genome Sequenced
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1000 Genomes Project
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Current 1000 Genomes Data

Now in full-scale production

Expect to identify >35M SNPs  and >2M indels 
from 26 Tb of whole-genome and -exome 
sequence data on ~1,000 individuals

E b f th l f i t i 1 000Even before the release of variants in ~1,000 
samples, seeing 3,000 data downloads per 
monthmonth



DNA Sequencing Technology
Annual Grantee Meeting: April 4 6Annual Grantee Meeting: April 4-6
Public Meeting with Grantees: April 6-7
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modENCODE
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ENCODE

ENCODE Consortium Meeting: 
November 2010November 2010

ENCODE Analysis Workshop:ENCODE Analysis Workshop: 
March 2011

Joint mod/ENCODE Consortia Meeting: 
May 2011y

‘User’s Guide to ENCODE Data’ paper under p p
revision



Knockout Mouse Program (KOMP)

ES cell production on track to meet KOMP 
goals in Fall, 2011    

9000

KOMP Production
Mutant ES cell goals Mutant ES cell production
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Centers of Excellence in Genome Science

Annual CEGS Meeting 
Arizona State University 

(October 2010) 



Diversity Action Plan (DAP)
October 2010 Meeting in Arizona

Progress Reports
IRB workshop
T32 measures of program successp g



ELSI Funding Opportunities
RFA-HG-11-003: Development of a PreliminaryRFA-HG-11-003: Development of a Preliminary 

Evidence Base to Inform Decision-making 
about Returning Research Results to 
Participants in Genomics Studies (R01)

RFA-HG-11-004: Ethical Legal and SocialRFA HG 11 004: Ethical, Legal, and Social 
Implications of Returning Research Results 
to Genomic Research Participants (R21)  

RFA HG-10-017: Clinical Sequencing Exploratory 
Research (U01) (requires ELSI research asResearch (U01) (requires ELSI research as 
one of three main components)

Revised NIH wide Bioethics FOA to incorporate
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Revised NIH-wide Bioethics FOA to incorporate 
many core ELSI and genomic issues



ELSI Program Events

October 2010: Centers of Excellence in ELSI 
Research (CEERS)  Meeting

April 2011: NHGRI ELSI Congress (Chapel Hill, NC)

April 2011: eMERGE C&CC Policy MeetingApril 2011: eMERGE C&CC Policy Meeting
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Human Microbiome Project
Cli i l li l t d iClinical sampling completed in 

October 2010

9 demonstration projects 
ramped upramped up 

I t ti l H Mi biInternational Human Microbiome 
Congress in Vancouver, BC
(March 2011)(March  2011)
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Genotype-Tissue Expression (GTEx)
1 Lab/Coordinating Center and 3 Biospecimen  

Source Sites

Collections by April/May 2011

PI Meetings:PI Meetings: 
Dec 2010
June 2011June 2011

2nd Meeting to involve 
External Scientific Panel 
and R01 grantees and 

b
Document 43

genome browser groups



Library of Integrated Network-based
Cellular Signatures (LINCS)Cellular Signatures (LINCS)

Established data production metrics with 
U54 centers (for 1st year)U54 centers (for 1 year)

Established External Scientific Panel

Effort to engage 
non-cancer 
community to 
work withwork with 
LINCS data
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Protein Capture Reagents
G l D l bl fGoal: Develop a renewable resource of 

protein capture reagents against human 
transcription factorstranscription factors

3 C t3 Components: 
Antigen generation
Production of reagents
Methods development p

Long-Term Aim: inform possible future effort
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Long Term Aim: inform possible future effort 
for whole human proteome



Human Heredity and Health 
in Africa (H3Africa)in Africa (H3Africa)

White paper with recommendations for 
scientific scope of H3Africa now posted onscientific scope of H3Africa now posted on 
the website (H3Africa.org)

Meeting in Cape Town to discuss white paper
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Meeting in Cape Town to discuss white paper  
(March 2011)
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Office of Population Genomics

GENEVA  has released GWA genotyping data 
on 15 studies and HapMap 3 imputed p p p
genotypes on 6 studies

Responses to eMERGE network RFAs (HGResponses to eMERGE network RFAs (HG 
10-009 and -010) received in November

NHGRI GWAS catalog now includes 794NHGRI GWAS catalog now includes 794 
publications and 1,225 SNPs associated 
at p < 5 x 10-8at p < 5 x 10
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PhenX Toolkit: published 21 domains for a p
total of 291 standard measures thus far

S i l E i t  S h  d H i  Social Environments, Speech and Hearing, 
Infectious Diseases, Gastrointestinal, and 
Psychosocial measures are recent additionsPsychosocial measures are recent additions.
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Teri Manolio Returns from the Deep…



NEJM Genomic Medicine Series
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ASHG & NHGRI Policy Fellowship

Current cycle will select the10th joint fellow
P i f ll k i diff tPrevious fellows work in many different 

sectors of science policy



Journal of Nursing Scholarship Special Series

Editors:
Kathleen Calzone  (NCI)
J J ki (NHGRI)Jean Jenkins (NHGRI)

Begins: March 2011Begins: March 2011

Target: Nursing educatorsg g

Editorial and five articles



Genetics/Genomics Competency 
Center for Education (G2C2)Center for Education (G2C2)
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My Family Health Portrait (MFHP): 
282 795 visitors in 2010282,795 visitors in 2010  

MFHP formally validated: y
Facio et al., Genetics in Medicine, 2010

N t NIH itt t bli h d t d lNew trans-NIH committee established to develop 
a strategy for long-term governance 
(Greg Feero Chair)(Greg Feero, Chair)
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IOM Roundtable on Translating
Genomic-Based Research for HealthGe o c ased esea c o ea t

Three workshop reportsThree workshop reports 
in 2010

Two meetings in 2011
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Faculty Champion Initiative
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Newborn Screening in the Genomics Era

NHGRI, NICHD and ORDR
G lGoals:

Generate crosstalk 
b t th ibetween the genomic 
technology and newborn 
screening communitiesscreening communities

Designed to identify new 
research opportunitiesresearch opportunities

Report due this spring



Genomics and Health Information Technology 
Systems: Exploring the IssuesSystems: Exploring the Issues

Meeting: April, 2011 
Goal: Explore research and policy issues facingGoal: Explore research and policy issues facing 

the integration of genomic information into 
health information technology systemshealth information technology systems



USA Science & Engineering Festival
• Event : October 23-24, 2010 (Washington, DC)

• Location: National Mall and Freedom Plaza• Location: National Mall and Freedom Plaza

• NIH Participants: 28 Institutes/Centers/OfficesNIH Participants: 28 Institutes/Centers/Offices

• Visitors: ~500,000 
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USA Science & Engineering Festival
NHGRI Activities:

Strawberry DNA Isolation
A Tree of Genetic Traits 
DNA Bracelets 
Online Education Resources
Game Show
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USA Science & Engineering Festival



USA Science & Engineering Festival
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NHGRI Intramural Research Highlights
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Continued Media Coverage of UDP



2011 Dr. Nathan Davis Award

Category: Outstanding Member of the 
Federal Executive Branch in Career 
Public Service



National Institutes of Health 
/ Johns Hopkins University

Medical Genetics and 
Genomic Medicine 
Residency Training About us

Application Process

Contact 

Curriculum

Diversity and Disability

Eli ibilit R i tEligibility Requirements

Our Team  

SelectivesSelectives



Special Thanks!Special Thanks!




