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Open Session Presentations

Report on the NHGRI Intramural Research 
Program

Dan Kastner

Update on the Human Heredity and Health in 
Africa (H3Africa) Initiative

Jennifer Troyer



Open Session Presentations

Meeting Reports:

Roundtable on Inclusion and Engagement 
of Underrepresented Populations in 
Genomic Research

Vence Bonham

 Integrating Genomic Sequencing into 
Clinical Care: CSER and Beyond

Dan Roden



Open Session Presentations

Concept Clearances:

Clinical Sequencing Evidence-generating 
Research (CSER2)

 Investigator-initiated Clinical Sequencing 
Research (iCSR)

Lucia Hindorff
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25th Anniversary of the Launch of the 
Human Genome Project
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Retirement of Center for Inherited Disease 
Research (CIDR) Scientific Review Officer

Camilla Day, Ph.D.



New Chief Grants Management Officer

Deanna Ingersoll
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New Chief, Policy & Program Analysis Branch

Cristina Kapustij, M.S.
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ASHG/NHGRI Fellowships: 
2016-2017 Application Process Open!

Genetics and Public Policy Fellowship

Genetics and Education Fellowship

Application Deadline: April 25, 2016
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DHHS Career Achievement Award
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Jeff Schloss, Ph.D. and 
Sylvia Matthews Burwell, DHHS Secretary 



Congressional Briefing: 
Precision Medicine and Cystic Fibrosis
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Visit by Israeli Minister of Health 



Challenges of Sustaining Data Resources
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New Deputy Director for Extramural Research

Michael Lauer, M.D.
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New NIH-Wide Strategic Plan
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NIH Appropriations and Budget

Fiscal Year 2016 Appropriations
FY15 FY16 % Change Difference

NIH

NHGRI

$30.3B $32.3B 6.6% 
Increase

+$2.0B

$499M $519M 3.9% 
Increase

+$20M
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Mourning the Loss of Dave Flockhart
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Mourning the Loss of Alfred Gilman

Document 12



National Medal of Science & National Medal 
of Technology and Innovation 
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Mary Claire-King, Ph.D. Johnathan Rothberg, Ph.D. 



2015 Breakthrough Prize in Life Sciences
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John Hardy, Ph.D. Svante Pääbo, Ph.D. Helen Hobbs, M.D.



2015 ASHG Awards
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Kay Davies, 
D. Phil.

Leonid Kruglyak, 
Ph.D.

R. Rodney Howell, 
M.D. 

Robert Nussbaum, 
M.D. 

Roderick McInnes, 
M.D., Ph.D. 

Huntington Willard, 
Ph.D. 



Memorial Sloan Kettering 
2015 Paul Marks Prize for Cancer Research
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Bradley Bernstein, 
M.D., Ph.D.

Howard Chang,  
M.D., Ph.D.



Elected to the National Academy of Medicine

Chris Austin
Atul Butte
Mario Capecchi
Michael Green
Murat Gunel
Kenneth Kinzler
Walter Koroshetz
Kevin Struhl
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Elected to the AAAS
Robert David Burk 
Andrea Califano
Nancy Cox
Gerald Crabtree
Gerald Fink
Helen Hobbs

Cynthia Morton
Robert Moyzis
Alan Scott
Temple Smith
Beth Sullivan
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2015 Breakthrough of the Year



The Scientist’s Top Ten Innovations 2015
GemCode Platform | 10X Genomics

MiSeq FGx Forensic Genomics 
System | Illumina

Ion S5 & Ion S5 XL | Thermo Fisher 
Scientific

On Demand Deletions in Human 
Hap1 Cells | Horizon Discovery

CRISPR Epigenetic Activator | Sigma 
Aldrich
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ThinkProgress’s Scientific Breakthrough:
“Prove We’re Already Living In The Future”



NHGRI Genome Advance of the Month
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Genomes In The News…
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Large-Scale Genome Sequencing 
and Analysis Centers 

Since 2012:  >600 publications and >200 projects

53%40%

7%
Human Cancer Non-Human
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Large-Scale Genome Sequencing
and Analysis Centers 

Document 24

 -
 100,000
 200,000
 300,000
 400,000
 500,000
 600,000
 700,000

 $-

 $5,000

 $10,000

 $15,000

 $20,000

 $25,000

Pr
od

uc
tio

n 
(G

b)

C
os

t \
G

en
om

e

Cost and Production 2011-2015

Start

 >2.8B gigabases produced from 2012-2015
 ~$1,500 per whole human genome sequence 
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Nature (Oct. 1, 2015)

Nature (Oct. 1, 2015)

Nature News & Views (Oct. 1, 2015)Nature Editorial (Oct. 1, 2015)
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TCGA Project 2015 Service to America 
Medal People’s Choice Award 
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Long-Term Goal: Find All ‘Causal’ Genes

 >20,000 exome sequences
 >1,600 causal genes
 >200 publications 
 Tools disseminated:

PhenoDB, GeneMatcher, and data-analysis methods

 Data sharing:
Sequence, variants, and phenotypes to dbGaP
Candidate causal gene names pre-publication



Genome Sequencing Program
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Genome Sequencing Program

Centers for Common Disease Genomics

~$240M + ~$20M (NHLBI) total over 4 years

Document 28

The Broad Institute 
Eric Lander, Mark Daly, Stacey 

Gabriel, Sekar Kathiresan

Washington University 
in St. Louis

Richard Wilson

Baylor College of Medicine Richard Gibbs

New York Genome Center Robert Darnell



Genome Sequencing Program
Centers for Mendelian Genomics

~$40M + ~$8M (NHLBI) + ~$1M (NEI) total over 4 years

~$4M total over 4 years
Document 28

The Broad Institute  Daniel MacArthur, Heidi Rehm

University of Washington
Baylor College of Medicine

Deborah Nickerson, Michael
Bamshad, Suzanne Leal

Yale University
Rick Lifton, Mark Gerstein, 
Murat Gunel, Shirkant Mane

Johns Hopkins University
Baylor College of Medicine

David Valle, James Lupski

Rutgers University Tara Matise, Steven Buyske

Genome Sequencing Program Coordinating Center



Clinical Sequencing Exploratory 
Research Program
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 Enrolled 4,205 adults and 1,072 children
 244 publications (13 working group publications) 



Clinical Sequencing Exploratory 
Research Program
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 Workshop report available on genome.gov



Genome Sequencing Informatics Tools
Robust software

 Social engineering 

 Innovative use of cloud and ‘app’ frameworks

Document 30

gene.iobio

Pindel-C



Technology Development Program

 Novel Nucleic Acid Sequencing
RFA-HG-15-031 (to 33; R01, R21, and R43/44)
RFA-HG-15-039 (Direct to Phase II R44) released
Upcoming due dates: July 14, 2016 & June 15, 2017

 Novel Genome Technology Development
PAR-16-14 (to 17; R01, R21, R43/44, and R44) released
Upcoming due dates: October 31, 2016 & 2017
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Encyclopedia of DNA Elements 
(ENCODE)

Document 32
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ENCODE Community Publications

 ENCODE Outreach Activities
ENCODE 2016: Research Applications and Users Meeting - June 8-10: Palo Alto, CA

2016 Keystone Chromatin and Epigenetics Meeting - March 20-24: Whistler, BC
2016 Society of Toxicology Meeting - March 13-17: New Orleans, LA
2015 ASHG Workshop - Baltimore, MD (completed)

 Publications Using ENCODE Data



 New FOAs:
Expanding the Encyclopedia of DNA Elements (ENCODE) in the 

Human and Mouse (RFA-HG-16-002)
Characterizing the Functional Elements in the Encyclopedia of DNA 

Elements (ENCODE) Catalog (RFA-HG-16-003)
Computational Analysis of the Encyclopedia of DNA Elements 

(ENCODE) Data (RFA-HG-16-004)
ENCODE Data Coordination Center (RFA-HG-16-005)
ENCODE Data Analysis Center (RFA-HG-16-006)

 Key Dates:
Application Due Date March 21, 2016
Scientific Merit Review June 2016
Advisory Council Review October 2016
Earliest Start Date December 2016

Encyclopedia of DNA Elements 
(ENCODE)
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JAMA (2016)

Genetics in Medicine (2015) 
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Paul Harris, Ph.D.

Donald A.B. Lindberg 
Award for Innovation 

in Informatics
(AMIA 2015)

Dr. Harris devised and created 
REDCap, a research data collection 
and management software platform, 

and the ResearchMatch program.
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 Redesigned web page  Pregnancy measures 
under development

The PhenX Toolkit

PhenX  Users, 
Cumulative (2010-2015)

FOAs Citing PhenX, 
Cumulative (FY2010-2016)
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 ClinGen clinical validity framework finalized

 Collaborating with the Global Alliance for 
Genomics and Health (GA4GH) and the 
Wellcome Trust’s Translational Genomics 
Initiative

 ClinGen publications
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Implementing Genomics In 
Practice (IGNITE) Network

Asterisks (*) indicate a 
principal IGNITE site 
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Newborn Sequencing In Genomic medicine 
and public HealTh (NSIGHT)
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UCSF 

San Francisco, 
CA

BWH, BC, and BCM

Boston, MA

Children’s Mercy

Kansas City, 
MO UNC – Chapel Hill

Chapel Hill, NC
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Human Microbiome Project (HMP)
Integrative HMP (iHMP)

 3rd Annual iHMP Consortium Meeting
June 2016 (Bethesda)

 2016 iHMP ‘Landmark’ Meetings
Keystone Symposium “Genomics and 

Personalized Medicine” (February 2016)
6th International Human Microbiome 

Consortium Congress (November 2016) 
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Fast Track Action Committee on 
Mapping the Microbiome (FTAC-MM)

 Chartered by OSTP

 Microbiome research portfolio analysis:

Fiscal Years 2012-2014 
14 Federal agencies
$922M total
NIH: 59% 
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FTAC
MM

2015



Knockout Mouse Phenotyping Project 
(KOMP2)

Approved for continuation
 Total funds: ~$100M over five years
 FOAs published in November
Review in March
Discuss funding plan at May Council meeting
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Human Heredity and Health in 
Africa (H3Africa) 

 Session at 2015 ASHG Annual Meeting
 7th Consortium Meeting (Washington DC)

PI presentations at NIH 
Trans-NIH/H3Africa Community Engagement Workshop

 Planning for renewal
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Undiagnosed Diseases Network (UDN)
UDN Site Locations

Click button on any 
UDN webpage to apply! Document 41



Gabriella Miller Kids First 
Pediatric Research Program 

 NIH Common Fund Program ($12.6M/year for ten years)
 Clinical and genome-sequence data resource 
 Projects identified, genome sequencing underway
 Genome Sequencing Center(s) funding opportunity

RFA-16-011, Applications due April 1, 2016
Document 42



Precision Medicine Initiative (PMI)
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PMI Cohort Program Funding Opportunities

Document 43

Type Title Year
$M

# of 
awards

Project 
Period Application Award

OTA Direct Volunteers Pilot Studies TBD 1 1 yr Dec.  2015 Feb. 2016

OTA
Communication Support for the 
Precision Medicine Initative 
Research  Programs

TBD 1 2 yrs Dec. 2015 Feb. 2016

U24 PMI Cohort Program Biobank 15 1 5 yrs Feb 4, 2016 July 2016

U2C PMI Cohort Program 
Coordinating Center 21 1 5 yrs Feb 17, 2016 July 2016

UG3/
UH3

PMI Cohort Program 
Healthcare Provider 
Organization Enrollment 
Centers

28 <7 5 yrs Feb 17, 2016 July 2016

U24 PMI Cohort Program 
Participant Technologies Center  8 1 5 yrs Feb 17, 2016 July 2016



PMI Cohort Program Advisory Panel
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NIH Announces ECHO Program

Document 44

Funding Announcement Number
Clinical Sites for the IDeA States Pediatric 
Clinical Trials Network (UG1)

RFA-OD-16-001

Data Coordinating and Operations Center for 
the IDeA States Pediatric Clinical Trials 
Network (U24)

RFA-OD-16-002

ECHO Patient Reported Outcomes Research 
Resource Center Core (U24)

RFA-OD-16-003 

ECHO Pediatric Cohorts (UG3/UH3) RFA-OD-16-004
ECHO Data Analysis Center (U24) RFA-OD-16-005
ECHO Coordinating Center (U2C) RFA-OD-16-006
Limited Competition: Exposure Analysis 
Services for the ECHO Program (Admin 
Supplement)

PA-16-046
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Inter-Society Coordinating Committee for 
Practitioner Education in Genomics (ISCC)

 In-person meeting (January)
 Theme: Implementation of practical education strategies
 Added ‘patient’s voice’ to discussion
 Discussion of international partnerships Document 45  



Nursing Scholarship Award

 International Award for Nursing Excellence 
“Best of Journal of Nursing Scholarship in 
World Health”

 Web platform in development to disseminate 
strategies and resources

J Nurs Schol 2013; 45:1, 96–104
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Summary of Proposed Changes to the 
Common Rule: New Resource
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NHGRI History of Genomics Program

Document 48

 Oral history interviews (~30 to date)
 Seminar series commemorating launch of 

Human Genome Project 25 years ago



National DNA Day 2016
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Trans-NIH H3Africa Community 
Engagement Meeting

Effective Strategies and Practices for Engaging with 
Communities Around Biomedical Research
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Genome: Unlocking Life’s Code
Exhibition Travel Schedule

2016
January 23-April 25

Discovery World 
Milwaukee, WI

May 21-September 5
Natural History Museum of Utah
Salt Lake City, UT

September 30-January 1
Exploration Place
Wichita, KS 

2017
January 28-May 29

Peoria Riverfront Museum
Peoria, IL Document 51



Genome: Unlocking Life’s Code Exhibition
Native American Youth and Family Center Family Night
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Genome: Unlocking Life’s Code Exhibition
Website Interactive
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Thomas A. Waldmann Award for 
Excellence in Human Immunology

Dan Kastner, M.D., Ph.D.
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2015 Distinguished Alumnus of the 
University of Texas Graduate School of 

Biomedical Sciences in Houston

Paul Liu, M.D., Ph.D.
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NHGRI Intramural Research Highlights

Loss-of-function mutations in TNFAIP3 leading to A20 
haploinsufficiency cause an early-onset autoinflammatory
disease

HLA-DRB1*11 and variants of the MHC class II locus are 
strong risk factors for systemic juvenile idiopathic arthritis

TCF1 Is Required for the T Follicular Helper 
Cell Response to Viral Infection
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To receive The Genomics Landscape, 
go to list.nih.gov

Search for NHGRILANDSCAPE

Past issues can be accessed at: 
genome.gov/27527308
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Thanks!

Special Thanks!



Advancing human health 
through genomics research


