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Open Session Presentations

Major Presentations:

NHGRI Intramural Research Program
Dan Kastner

National Center for Advancing Translational 
Sciences (NCATS)  

Chris Austin

Recent NHGRI Meeting:

 Genomic Medicine VI Meeting
Teri Manolio



Open Session Presentations
Project Update:

H3Africa Initiative
Jane Peterson

Major Presentation:

NHGRI Large-Scale Sequencing and Analysis 
Centers

Richard Gibbs
Eric Lander
Richard Wilson
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Extramural Staff Departure

Jane Peterson, Ph.D.



Extramural Staff Departure

Carson Loomis, Ph.D.



New Director,
NHGRI Division of Genomics and Society

Larry Brody, Ph.D.
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October 2013: Welcome Fiscal Year 2014! - Or Not?

November 2013: Announcing the First Director of NHGRI's 
Division of Genomics and Society

December 2013: Jumping into the Deep End of Genomic 
Medicine 

January 2014: A Decade of the NHGRI Social and 
Behavioral Research Branch

February 2014: The Big Data to Knowledge Initiative
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Genome: Unlocking Life’s Code Exhibition

Document 3

More than 1.6 million visitors have seen the 
exhibition since its opening in June

More than 70 NIH scientists have volunteered 
within the exhibition



Genome Exhibition Attracting VIP Visitors 



Genome Exhibition Attracting VIP Visitors 



Genome Exhibition Programs
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Genome Exhibition Travel

Document 3

Reuben H. Fleet Science Center
September 24, 2014 to January 4, 2015
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Government Shutdown 2013



Special ‘Shout Out’ to
NIH Scientific Review Officers

 Government shutdown required rescheduling of 
many review meetings 

 Center for Scientific Review and institute Scientific 
Review Officers quickly rescheduled meetings

 Summary statements prepared over holiday season
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 Congressional deal avoided Fiscal Year 2014 
sequestration 

 Congress passed Fiscal Year 2014 omnibus bill 
in January

Fiscal Year 2014 Budget 

FY2011 FY2012 FY2013 FY2014

NIH $30.7 B $30.7 B $29.2 B $30.1 B
(3.4%)

NHGRI $511 M $513 M $483 M $498 M
(3.0%) 



Document 5

Francis Collins Editorial
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C-SPAN’s Washington Journal: NIH Feature



November, 2013

Representative Michael Burgess, M.D. (R-TX)

“The true transformation comes with how these [genome] 
sequences are starting to change the way that doctors treat 
patients and the extraordinary therapies that could result… 
This is just the start of a new golden age in medicine.
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New Director, National Institute of Alcohol 
Abuse and Alcoholism

George Koob, Ph.D.



First NIH Associate Director 
for Data Science

Philip Bourne, Ph.D.
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First NIH Chief Officer for Scientific 
Workforce Diversity

Document 10
Hanna Valantine, M.D.



Surgeon General Nomination
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Vivek Murthy, M.D.



NIH Genomic Data Sharing Policy
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NIH Plan to Enhance Reproducibility
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Mourning the Loss of Fred Sanger
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Mourning the Loss of Janet Rowley
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The International Foundation for Greece 
Greek Postage Stamp 
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Ari Patrinos, Ph.D.



Awards at 2013 ASHG Annual Meeting

Document 17

Aravinda Chakravarti, Ph.D.
William Allan Award

John Moran, Ph.D.
Curt Stern Award



2014 NAS John J. Carty Award
for the Advancement of Science  

Document 18Joe DeRisi, Ph.D.



2014 Breakthrough Prize in Life Sciences

Document 19Rick Lifton, M.D., Ph.D.



Elected to the Institute of Medicine
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David DeMets
Judy Garber
Richard Kolodner
Brendan Lee
Pamela Sklar
Chris Walsh



Elected to AAAS

James Broach
Frederic Bushman
Peter Cherbas
Harold Craighead
Job Dekker
David Goldstein

Robert Grossman
Kent Lloyd
Carole Ober
Bing Ren
Shankar Subramaniam
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NCHPEG Transitions to The Jackson Laboratory

 The Jackson Laboratory plans to expand healthcare 
professional continuing education

 Shared opportunity with key former NCHPEG members 
moving to JAX to create new curricula and programs

 Will temporarily maintain NCHPEG education 
programs and website at nchpeg.org 
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Presidential Commission for the 
Study of Bioethical Issues
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FDA and Genomics
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NEJM (2013)



FDA and FTC Focus on Genomics
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NHGRI Genome Advance of the Month
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Two groups fostering this revolution:
Large Scale Sequencing 
& Analysis Center

Eric Lander

Centers of Excellence in
Genomic Science

George Church
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People  and Things to Watch in 2014

Document 28

Gordon Sanghera
Chief Executive, Oxford Nanopore

…Areas to Watch in 2014
Clinical Genomics



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

Document 32

 32 new papers in the most recent quarter 

Alzheimer’s Disease Sequencing Project:

Initial data freeze and release in December 2013 

Whole-genome sequence data from 410 
individuals (89 families) 



NHGRI 
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Currently ~90 million variants in 2535 samples
~76 million SNPs
~7 million indels
~7 million structural and other complex variants

 Final release of variants by Fall 2014

 Final 1000 Genomes Project Meeting and 
Community Meeting:  June 24-26 in the U.K.



Document 34 Sample accrual is completed

 Pan-cancer analysis
Nature Genetics feature: 27 papers and 5 thematic threads
ICGC/TCGA whole-genome pan-cancer analysis project
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 >10,000 exome sequences, >862 diseases
 >467 disease genes (202 novel) for >273 diseases
 >70 publications: disease-gene discoveries, methods, 

resources, and practices of data sharing
 Disease-gene discovery publications 

Novel disease genes/pathways and disease biology
Phenotypic expansion
Levels of penetrance
Heterogeneity
Other



 CMG Network:
>414 investigators, 200 institutions, 33 countries

 Coordination: public disorder list, GeneMatcher

 IRDiRC
Develop diagnostic tests for most rare disorders

New treatments for 200 rare disorders by 2020

 NHGRI participation in IRDiRC
Executive Committee

Working groups on phenotypic data collection, 
sequencing standards, and disease prioritization
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Clinical Sequencing Exploratory 
Research (CSER) Program
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Collaborations with other NHGRI consortia:
eMERGE, CMG, ClinGen



Clinical Sequencing Exploratory 
Research (CSER) Program

Document 36



Genome Sequencing Informatics Tools

GS-IT has released SG ADVISER to annotate and 
filter genomic variants

Used to solve clinical case of 15-year-old girl

 iSeqTools Portal: “The search for what’s wrong 
with Lilly”
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DNA Sequencing Technology Development

Document 38

 Sequencing of epigenetic modifications using 
biological nanopores

Developing error models for nanopore sequencing



DNA Sequencing Technology Development
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 Sequencing of epigenetic modifications using 
biological nanopores

Developing error models for nanopore sequencing



DNA Sequencing Technology Development
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Need to control DNA translocation rate in solid-
state nanopores



DNA Sequencing Technology Development
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Need to control DNA translocation rate in solid-
state nanopores



DNA Sequencing Technology Development
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 ENCODE Outreach Activities:
ASHG Tutorial
Tutorial at CHARGE Consortium Meeting

 Publications using ENCODE Data

ENCODE
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Centers of Excellence in Genomic 
Science (CEGS) Program

Document 40

CEGS investigators met in October

CEGS renewed at Dana Farber Cancer Institute

New CEGS applications are under consideration



Global Leaders in Genomic Medicine Meeting

 6th Genomic Medicine Meeting

 Focused on international projects and potential 
collaborations

 Several fertile areas identified

Meeting summary to be presented by Teri Manolio
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Inter-Society Coordinating Committee for 
Practitioner Education in Genomics

 Met in person in September

 Next meeting April 2014
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eMERGE Network

 Genetics in Medicine 
Special Issue

 Methods development 
and discovery 

 eMERGE in the news

 eMERGE workshop: 
Future of eMERGE
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Clinical Genome (ClinGen) Resource
 Goal: Create a centralized repository and inter-

connected resources of clinically relevant variants
 Standardize clinical assessment of variants & 

deposition into ClinVar
 Develop a consensus approach to identify clinically 

relevant variants
 Facilitate use of genomic information in clinical care 

and research

Informatics, 
Analysis & 

Dissemination
(Bustamante/Plon) 

Curation, 
Actionability, 

EHR Integration
(Berg/Watson)

Standards & 
Data Deposition
(Rehm/Martin)

ClinVar:   Variant 
Data Archive 
(Sherry/Maglott)

ClinGen
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Genomics and Society Working Group

Document 45

 2nd in-person meeting: November 2013

 Topics discussed included: 
Priority Setting
Funding Mechanisms
Boundaries of ELSI Research

 Next in-person meeting: April 2014



New NHGRI Training Notices
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 T32 Programs Focused on Genomic 
Science (NOT-HG-14-016)

 T32 Postdoctoral Training Programs Focused 
on Genomic Medicine (NOT-HG-14-017)
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Research Scientist Development K01 Award 
(NOT-HG-14-018)

Clinical Investigator K08 Award (NOT-HG-14-
019)

New NHGRI Training Notices
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Human Microbiome Project (HMP) 
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 Phase 2: Fiscal Year 2013 to 2015

 Create integrated multi-‘omics dataset of 
microbiome and host properties

 A Common Fund initiative with co-funding from 
other ICs, $22.1M total

(NIDDK, NCCAM, ORWH, ODS)

 HMP2 Consortium:
Preterm birth and microbiome: Buck
IBD and microbiome: Xavier/Huttenhower
Diabetes and microbiome: Snyder/Weinstock



Knockout Mouse Phenotyping Project 
(KOMP2)
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 Halfway into the project and 
production is on track

 Major focus on phenotype 
data upload and quality 
control; roll out of 
PhenoDCC web interface

 IMPC launched pilot to 
evaluate the application 
of CRISPR technology



 Scale-up phase underway
600/900 donors enrolled
10K/25K RNA-Seq studies

 Seven “Enhancing GTEx” U01 awards made
 Biospecimen Access Policy live
 2nd GTEx Community Scientific Meeting in 

June 2014 in Boston
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 Protein Capture Data Portal went live in October 

 3rd Annual Consortium Meeting in December



Applications for Data and Signature Generation 
Centers (RM13-013) received; review in April 

BD2K-LINCS Data Integration and Coordination 
Center RFA (HG-14-001) released; due in March

 LINCS Symposium held at Broad Institute in 
November
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H3Africa Initiative

Document 52

 3rd Consortium Meeting held in Johannesburg in 
October (without NIH staff)

 Policy documents in final stages of approval 

 H3Africa marker paper submitted

Many grantees have received ethics approval

 Sample collection underway

 4th Consortium Meeting in Uganda in late May



Undiagnosed Diseases Network (UDN)

Harvard Medical School awarded the UDN 
Coordinating Center (RFA-RM-12-020) 

Clinical Site (RFA-RM-13-004) applications have 
been received and are under review
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Big Data to Knowledge (BD2K)

Document 54

 Several FOAs issued following:
RFIs – data catalog, training, software needs
Workshops – training, data catalog, frameworks 

for standards, research use of clinical data

 Three workshops planned in Fiscal Year 2014



BD2K-LINCS-Perturbation Data Coordination 
and Integration Center

 Released December 2013; due in March 2014
 Co-funded by BD2K and NIH Common Fund
 Awards late Fiscal Year 2014

Investigator-Initiated BD2K Centers of Excellence
 First-round applications submitted November 2013
 April 2014 review; May 2014 Council
 Awards September 2014
 Second-round applications in Fiscal Year 2015

Document 54

Big Data to Knowledge (BD2K)



Data Discovery Index

RFA “Development of an NIH BD2K Data Discovery 
Index Coordination Consortium (U24)”

RFA issued in December 2013
Applications due in early March 2014
Awards in late Fiscal Year 2014
Co-funded by BD2K and NIH Common Fund

Document 54

Data Catalog

Big Data to Knowledge (BD2K)



Training

 Three training FOAs issued:
K01 for mentored career development awards
R25 for short courses for skills development
R25 for open educational resources
Applications due in early April 
Awards in Fiscal Year 2014

 Three other FOAs directed at long-term training 
opportunities; Fiscal Year 2015 funding
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2014 USA Science and Engineering 
Festival (USASEF)

Document 55

April 25-27 at the Washington Convention Center

 250,000 attendees in 2012

 Expect to exceed this number in 2014

 >300 new organizations participating in 2014

NHGRI will have a booth



Genomics in Medicine Lecture Series

Document 56

Series culminates in 2014 with a focus on 
genomics and neurology & psychiatry

Maximilian Muenke, M.D. Kenneth H. Fischbeck, M.D. Francis J. McMahon, M.D. Kathleen R. Merikangas, Ph.D.



Pharmacist Resources on G2C2

Document 57

Thanks To:  

Grace M. Kuo, PharmD, MPH, PhD, FCCP
Mary W. Roederer, Pharm.D., BCPS
James M. Hoffman, PharmD, MS, BCPS
Reginald F. Frye, Pharm.D., Ph.D., FCCP



ASHG-NHGRI Genetics & Public Policy 
and Genetics & Education Fellowships
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Federal Employee of the Year Award
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NHGRI Intramural Research Highlights

Document 60

Childhood Family Living Arrangements and
Blood Pressure in Black Men

The genome of the ctenophore
Mnemiopsis leidyi and 
its implications for cell type evolution

A Polymorphism in IRF4 Affects Human Pigmentation 
through a Tyrosinase-Dependent MITF/TFAP2A Pathway



10th Anniversary of the NHGRI
Social and Behavioral Research Branch

Document 61



Thanks!

Special Thanks!



Advancing human health 
through genomics research


