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Open Session Presentations

NHGRI Office of Policy, Communications,  

and Education

 Laura Lyman Rodriguez

Chicago Genomic Medicine Meeting

 Teri Manolio & Geoff Ginsburg 



Open Session Presentations

Program Updates:

 H3Africa

 Jane Peterson

 GTEx

 Jeff Struewing

 Large-Scale Genome Sequencing Program

 Adam Felsenfeld
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More Episodes of Nature’s Wrath



New NHGRI Deputy Director

Mark Guyer, Ph.D.
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New NHGRI Policy and Program 

Analysis Branch Chief

Derek Scholes, Ph.D.



New NHGRI Deputy Scientific Director

P. Paul Liu, M.D., Ph.D.
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New NIH Intramural Sequencing 

Center (NISC) Director

Jim Mullikin, Ph.D.
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Elected Fellow by the 

American Psychological Association

Vivian Ota Wang, Ph.D.



Special Advisors to NHGRI Director

Karen Rothenberg, 

J.D., M.P.A.

Marc Williams, 

M.D.
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New Director of the National Institute of 

Dental and Craniofacial Research
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Martha Somerman, D.D.S., Ph.D.



Acting Director of the National Institute 

of General Medical Sciences
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Judith Greenberg, Ph.D.



Departing Director of the National 

Center for Research Resources (NCRR)
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Barbara Alving, M.D.



Incoming Acting Director of the National 

Center for Research Resources (NCRR)
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Louise Ramm, Ph.D.



Departing Director of the NIH 

Center for Scientific Review (CSR)
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Antonio Scarpa, M.D., Ph.D.



Incoming Acting Director of the NIH 

Center for Scientific Review (CSR)
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Richard Nakamura, Ph.D.



New Director of the NIH Center for 

Information Technology (CIT)

Andrea Norris, M.B.A.



Interim Director for NCI 

Center for Cancer Genomics 

Barbara Wold, Ph.D.



Mourning the Loss of Bernadine Healey
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Mourning the Loss of Senator Mark Hatfield
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Science Articles on Race & Ethnicity 

Influence on NIH Awards
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Revised NIH Regulations on 

Financial Conflict of Interest (FCOI)
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 Major Changes to Previous Policy: 

Significant Financial Interest (SFI) Definition 

Investigator Disclosure

Reporting to NIH 

Public Accessibility to Information 

Investigator Training 

>>>Implementation by August 24, 2012

InstitutionPI NIH



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



Commentary from the NIH Director 

about the Proposed NCATS
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Fiscal Year 2012 Appropriations Update

 House: Passed 6 of 12, 3 out of 
committee, and 3 (including Labor/HHS) 
without action

 Senate: Passed 1 of 12, 3 out of 
committee, and 8 without action

 Continuing Resolution likely

FY2012 President’s 

Request:  

NIH: $32B (+2.4%)

NHGRI: $525 M (+1.7%)
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The Debt Deal … Waiting for the Cuts

 Super Committee 
must propose 
deficit reduction 
through ≥$1.2 
trillion of more    
cuts by Nov. 23 

 Substantial reductions possible for FY2013

 Caps established for appropriations over the 
next decade 
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Senator Ben Cardin Visits NIH
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2011 Gruber Genetics Prize 

The Peter and Patricia Gruber Foundation
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Ron Davis, Ph.D.

http://www.gruberprizes.org/index.php


2011 Weldon Memorial Prize 

University of Oxford 

Document 15
David Haussler, Ph.D.



Technology Review’s Annual List of 

35 Innovators Under 35
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Yemi Adesokan, Ph.D.

http://www.technologyreview.com/tr35/




Purpose of Trip

• Invited to be Keynote Speaker at Founders 

Day Celebration of National Institute for 

Biomedical Genomics

New Institute outside Kolkata   

Advisory role in 2008

Significant development for genomics in India

• Used opportunity to tour other genomics 

research facilities in India



Bangalore

Kolkata

Delhi
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Genomics In The News…



CORAL

NOT 

CORAL

Genomics In The News…
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Genomics In The News…
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Genomics In The News…
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Large-Scale Genome Sequencing 

Program Renewal

1. Genome Sequencing 

& Analysis Centers

2. Mendelian Disorders 

Genome Centers

3. Clinical Sequencing 

Exploratory Research

4. Informatics Tools for 

High-Throughput 

Sequence Data Analysis
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Large-Scale Genome Sequencing Program: 

Comparative Genomics
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 Characterization of SNP variation in Rhesus 

Macaques (Macaca mulatta)



Large-Scale Genome Sequencing Program: 

Comparative Genomics
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 Genome sequence of the first lizard, the 

North American green anole (Anolis

carolinensis) 



Large-Scale Genome Sequencing Program: 
Medical Sequencing

Major analyses underway for projects studying: 

 Diabetes/metabolic syndrome (n=13,000)

 Autism (n=2000)

 Lipid levels (n=1000)

 Tumor sequencing (n=1000 T/N pairs) 
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 22 tumor projects in progress

Glioblastoma
Ovarian
Acute Myeloid Leukemia
Colon/rectum carcinoma
Breast
Lung Squamous Cell
Lung Adenocarcinoma

Renal Clear Cell Carcin.
Renal papillary
Uterine (endometrial)
Low grade glioma

Gastric Carcinoma
Prostate
Bladder
Cervical
Head and neck
Liver
Melanoma
Sarcoma
Thyroid
Lymphoma
Pancreas

3,000

Document 21

 TCGA achieves goal of 

accruing and characterizing 

3,000 tumor/ normal pairs in 

2 years



Nature 474: 609–615, 2011

 Most extensive and comprehensive cancer 

genome study to date

 #5 most highly ranked article in molecular 

biology by The Scientist

 Several upcoming manuscripts-- colorectal 

carcinoma, acute myeloid leukemia, and 

breast carcinoma Document 21
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Phase 1 sequence data: 

• Low-coverage:  1094 samples

• Exome:  1128 samples

• 39 million SNPs, 100,000 indels, 84,000 SVs

• Integrated data set to be released in October

Phase 2 sequence data by Fall:

• Low-coverage and exome:  1721 samples
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Possible/Likely NIH-Wide Inventory of 
Genome Sequencing Projects

 Early discussions about desire to develop a 

trans-NIH inventory of ongoing genome-

sequencing projects

 Recent fact-finding effort led by Teri Manolio 

on behalf of the NIH Director

 Momentum gathering quickly— likely will 

discuss at next Council meeting



DNA Sequencing Technology Development

 9 awards

 $14.4M committed

 Approaches:

 polymerase conformation 

 protein and solid state nanopores, 

conductance and tunneling

 electron microscopy

 nucleotide time-of-flight

 template expansion

 libraries for contiguity

>>>New applications due 10/18/11
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Lab to Marketplace: Tools for Biomedical 

and Behavioral Research
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 Re-issued Program Announcement 

(PA-11-335) for Small Business 

grant mechanisms

 NIH-wide program

 Translation of technologies for 

biomedical or behavioral 

research into the marketplace

>>>Submission by November 5, 2011



ENCODE & modENCODE

 modENCODE Symposium: June 20-21, 2012

 Integrated analysis papers

ENCODE

modENCODE – comparison of fly and 

worm (and human)

 Technology development FOA applications 

received (to be discussed at February 

2012 Council)
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Centers of Excellence in Genomic Science 

(CEGS)

 One new award in Fiscal Year 2011

 ‘Center for Cell Circuits’

P.I.: Aviv Regev

Broad Institute
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KOMP/KOMP2

KOMP

 Ends September

 8700 knockouts as 

of Aug 1

 8500 is the goal

KOMP2

 Starts this year

 $111M over 5 years

 2500 is the goal

KOMP Finale, KOMP2 Kickoff, and IMPC 

Launch Meeting: September 28-29, 2011
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New ELSI Program Announcements

 Three New Announcements:  Regular 

Research Grant (R01); Small Research 

Grant (R03); & Exploratory/Developmental 

Research Grant (R21)

 Based on new Strategic Plan’s Genomics & 

Society Priority Areas:

Genomic Research

Genomic Health Care

Broader Societal Issues

Legal, Regulatory, & Policy

Issues

Joy
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Challenges in Research Ethics and Policy: 

Perspectives on Data Sharing
July  2011

 Organized by the eMERGE Consent &                   

Community Consultation Work Group

 Focused on the impact of data sharing policies 

on researchers, research participants, and 

community partners

 Explored how data on these issues can be used 

to inform the development of research policy

 Speakers included genomics and ELSI 

researchers, bioinformaticians, policy 

experts, and community advisors

Joy



Upcoming Extramural Meetings
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 Centers of Excellence in ELSI Research (CEERs)

Program Meeting: October 3-5, 2011

 ELSI Session at the International

Congress of Human Genetics 

(ICHG): October 13, 2011

 Centers of Excellence in Genomic Science 

(CEGS) & Diversity Action Plan (DAP) 

Program Meeting: October 18-21, 2011

 Approaches for Characterizing Genetic Variants 

for Clinical Use: December 1-2, 2011
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Molecular Libraries Program MLP)

 MLP begins Year 4 of its Production Phase

 MLP met Year 3 quantitative milestones

 To date, the MLP network has:

o Accepted 490 HTS assays

o Completed >180 chemistry projects

o Produced 229 small-molecule probes

 Future focus on qualitative milestones

o Higher-quality probes

o Better-characterized probes
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MLP: Probes by Health Area

Infectious 

Diseases 38

Cancer 50

Neurological 

Disorders 20
Arthritis

Muscle

Skin 18

Diabetes

Digestion

Kidney 30

Basic 

Research 22

Drug 

Abuse 14

Heart Lung

Blood 23

Mental 

Health 16

A
g
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g
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MLP: First IND Filing on MLP Probe

Scripps Probe ML007: Sphingosine 1-Phosphate 

Receptor 1 Antagonist for Multiple Sclerosis



NIH Center for Translational Therapeutics

Document 29



 108 publications 

in PubMed cite 

HMP support

 Two major papers 

from the HMP 

Consortium near 

completion

Human Microbiome Project

 Anticipated submission in Fall 2011
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Genotype-Tissue Expression (GTEx)

 Recruitment well underway

 Laboratory analysis ongoing

 External Scientific Panel met 

during June 2011 meeting

 Presentation by Jeff Struewing 

later in Open Session
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Library of Integrated Network-based
Cellular Signatures (LINCS)

 Fall Consortia Meeting: October 2011

 Eight UO1 applications will be awarded in 

September 2011

 Production Center public websites now live
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 Production and Technology 

Development U54 awards 

to be discussed during 

Closed Session

 Protein Capture Consortia 

Meeting planned for 

Winter 2011

Protein Capture Reagents Program 
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Human Heredity and Health in Africa 
(H3Africa)
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 Presentation by Jane Peterson later in 

Open Session



New Common Fund Initiatives

 Innovation Brainstorm Meeting

 NHGRI Proposals

1. Disruptive Proteomics Technologies

2. Molecular Phenotypes for Genome 

Function and Disease
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Comment Period open until 
September 14, 2011.

http://commonfund.nih.gov/strategicplanning/
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Coordinating 
Center

RFA HG-11-022 for Pediatric eMERGE Centers  

Released 7/6/11, Applications due 9/13/11
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NHGRI Catalog of Published Genome-Wide 

Association Studies (GWAS)

Exponential Growth in 
GWAS Publications

1000 Publications, Sept 6th 2011!
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PhenX Program

Document 38

• NHGRI-NIDA collaboration to expand 

substance use measures in Toolkit

NIDA provided $730,000 for project

Working Groups to focus on: 
Substance Use, Intermediate Phenotypes, 

Risk Factors (psychosocial, Cognitive, 

community), Co-Morbid Conditions

• Kick-off  meeting for 7 PIs using 

PhenX measures 

• Validating PhenX measures and 

evaluating usefulness of Toolkit

https://www.phenxtoolkit.org/index.php
https://www.phenxtoolkit.org/index.php
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Blue Ribbon Panel Review of NHGRI 

Intramural Research Program

 David Page, M.D.  (Chair)

 Rick Myers, Ph.D.   (NACHGR)

 Bruce Korf, M.D., Ph.D.   (BSC)

 Wylie Burke, M.D., Ph.D

 Nancy Cox, Ph.D

 Bob Waterston, M.D., Ph.D

 Huda Zoghbi, M.D.



NHGRI Intramural Research Highlights: 

Proteus Syndrome Gene Discovered
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http://www.genome.gov/highlightPassthru.cfm?link=/27544866


NHGRI Intramural Research Highlights

Document 40



Special Thanks!




