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Open Session Presentations

Report: ENCODE Project Update
Brenton Graveley

Concept Clearance: Diversity Action Plan Renewal
Tina Gatlin

Report: NHGRI Strategic Planning Workshop “From 
Genome to Phenotype – Genomic Variation Identification, 
Association, and Function in Human Health and Disease”

Sharon Plon
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Departure of NHGRI Communications Chief

John Ohab, Ph.D.



New NHGRI Communications Chief

Sarah Bates, M.S.
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Lisa Brooks, Ph.D.

Retirement of Extramural Program Director



New Extramural Program Director

Shurjo Sen, Ph.D.



‘Genomics2020’ Strategic Planning Process
 NHGRI Research Training and Career Development Annual Meeting 

(St. Louis, MO)

 American Medical Informatics Association 2019 Informatics Summit 
Meeting (San Francisco, CA)

 Grand Challenges in Genomics: An NHGRI and Wellcome Trust 
Strategy Meeting (London, England)

 Cold Spring Harbor Laboratory Biology of Genomes Meeting
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‘Genomics2020’ Strategic Planning Process
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GEN 39: 15-16, 2019



New ASHG-NHGRI Diversity Partnerships

Developing Country 
Awards Program 

Human Genetics 
Scholars Initiative
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Scott Gottlieb, 
M.D.

Leadership Shuffles at the Food and Drug 
Administration and National Cancer Institute
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Ned Sharpless, 
M.D.

Doug Lowy, 
M.D.



New Director, NIH Center for Scientific Review
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Noni Byrnes, Ph.D.



New Director, National Institute on Deafness 
and Other Communication Disorders
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Debara L. Tucci, M.D.



Fiscal Year 2020 Appropriations Process

Fiscal Year 
2019 

Labor-HHS 
Appropriation

Fiscal Year
2020 

House Labor-
HHS 

Subcommittee 
Appropriation

$
Increase

% 
Increase

NIH $39.1 B $41.1 B ~$2.0 B ~5.1%

NHGRI $575 M $603 M ~$28 M ~4.9%
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Mourning the Loss of Sydney Brenner

Document 8



Elected to National Academy of Sciences

Jennifer Graves
Mike Lenardo
Timothy Ley
Elaine Ostrander
Aviv Regev
Kári Stefánsson
David Williams

NATIONAL ACADEMY 
OF SCIENCES
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National Academy of Sciences Awards
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 12 recommendations and a pathway for considering the 
responsibility to recontact research participants

Recommendations fill a gap in guidance for when and how to 
recontact research participants with updated variant knowledge

 Provide principles for use by IRBs when determining whether 
and how to recontact research participants

ASHG Position Statement: Responsibility to Recontact
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Genomics In The News…
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Genomes In The News…
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Genome Sequencing Program
Centers for Common Disease Genomics

Disease Category
Sequence 

Type
Samples 

Sequenced
Samples 
Projected

Genomes              51,425  95,000
Exomes              38,115  172,000
Genomes                 9,749  12,000
Exomes              13,535  37,000
Genomes              19,335  30,000
Exomes              29,071  44,000

~80,000 ~140,000
~81,000 ~250,000

Cardiovascular

Immune‐
Mediated

Neuropsychiatric

TOTAL GENOMES
TOTAL EXOMES
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Centers for Mendelian Genomics
Genome Sequencing Program

Recruitment Number
Samples 61,286
Families 22,742
Collaborators 3,928
Countries 80

Gene Discoveries Number
Tier 1 Novel 616
Tier 2 Novel 1,101
Tier 1 Phen. Expansion 356
Tier 2 Phen. Expansion 114
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Genome Sequencing Program Publications
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 Novel Nucleic Acid Sequencing Technology Development
RFA-HG-18-001 (R01, also linked R21 and R43/44)
Next due date: June 27, 2019

 Advanced Genomic Technology Development Meeting at 
Northeastern University

Grantee meeting: May 29-30, 2019
Public meeting: May 31, 2019

Technology Development Program
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ENCyclopedia Of DNA Elements (ENCODE)

 Research and Applications Users Meeting 
(July 8-11, 2019 in Seattle)

 Multiple competitive rounds

 ENCODE data are now as an Amazon Web 
Services Public Data Set
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ENCyclopedia Of DNA Elements (ENCODE)



Phenotypes and Exposures (PhenX) Toolkit

 Pediatric Development

Cancer Outcomes and 
Survivorship

Genomic Medicine 
Implementation

Social Determinants of 
Health 
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NHGRI-EBI GWAS Catalog

 >100,000 curated SNP-
trait associations

 Now accepting summary 
statistics

 Justification for diverse populations 
in human genetics research

 Majority (52%) of GWAS studies 
conducted in European populations

 Need to include ancestrally diverse 
populations
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Clinical Genome Resource (ClinGen)
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Clinical Sequencing Evidence-
Generating Research Program

Simplifying Readibility for the 
Genetics Home Reference:

Figures courtesy of the J. Shieh lab

ACMG 2019 Meeting:

Featured Workshop: Addressing 
Literacy and Language to 
Equitably Deliver on the 
Promise of Precision Medicine

1 platform & 15 poster 
presentations
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APOL1 pos
N=462

InterventionDelayed 
Intervention

5435 AA adults with 
hypertension

APOL1
ROR only

6 mo Study Visit 
No ROR

APOL1 pos
& PGx ROR
N=462

APOL1 Neg 
& PGx ROR

1:1

1:1
APOL1

ROR only
APOL1 &
PGx ROR

6 mo Study Visit & 
PGx ROR

6 mo Study Visit
No ROR

 First IGNITE trial to launch: 
Genetic Testing to Understand Renal 
Disease Disparities in the U.S.

Aim: Effect of knowing positive APOL1
status in treating systolic blood 
pressure (SBP)

Sub-Study: Effect of Pharmacogenetic-
guided therapy on SBP

Primary Outcome: SBP at 3 months
 Largest NHGRI PCT in an entirely

minority population
ADOPT PGx trial coming soon

3 mo Study Visit 3 mo Study Visit

APOL1 & PGx Testing

APOL1 & PGx Testing

APOL1 Pos

APOL1 Pos
& PGx ROR

APOL1 Neg

Implementing GeNomics In pracTicE
(IGNITE) II: Pragmatic Clinical Trials
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Newborn Sequencing In Genomic medicine 
and public HealTh (NSIGHT)

 For disorders currently screened for in 
newborns, how can genomic 
sequencing replicate or augment known 
newborn screening results? 

 What knowledge could genomic 
sequencing provide about conditions 
not currently screened for in newborns?

 What additional clinical information could 
be learned from genomic sequencing 
relevant to the clinical care of newborns?

NSIGHT Public Webinar – June 24, 2019
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International 100K+ Cohort Consortium (IHCC)

To create a global network for translational 
research that will utilize large cohorts to enhance 
the understanding of the biological and genetic 
basis of disease and improve clinical care and 
population health.

Created by Global Alliance for Genomics and Health 
(GA4GH)

Selection of Cohorts:
100K+ participants 

Disease-agnostic

Available biospecimens

Longitudinal follow-up
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IHCC’s 2nd International Cohorts Summit (2019) 
 Identify cross-cohort research projects and identify 

international collaborators to organize and participate 
in them

 Develop an IHCC scientific agenda to bring forward to 
research funders

President of Iceland 
Guðni Thorlacius Jóhannesson
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International 100K+ Cohort Consortium (IHCC)

IHCC’s 1st International Cohorts Summit (2018) 



Approved NIH-Designated Data 
Repository

Analysis, Visualization, and 
Informatics Lab-space (AnVIL)

Computational Genomics and Data Science Program

Public launch at the end of 2019 

Established External Consultant 
Committee
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ELSI Research Program

GSWG Annual MeetingCEER Annual Meeting
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SBIR Grantees Win Product Awards

Genomenon “Mastermind” Genomic Search 
Engine wins Best in Show at Bio-IT World 
for insight into diseases, genes, and 
genomic variants

Duality Technologies wins 2nd place in 
Innovation Sandbox at RSAC 2019 for 
SecurePlus encryption for GWAS

SBIR/STTR Programs
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Training and Career Development
2019 Meeting (St. Louis)

2020 Meeting: March 30-April 1 @ UPenn
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Training and Career Development
 Mentored Clinical Scientist Research Career Development 

Awards (K08)
 NHGRI focus: Genomic Medicine
 Awardees to date: 

Jennifer Posey, MD, PhD
Baylor College of Medicine

Amit Khera, MD
Massachusetts General Hospital

Anandi Krishnan, PhD
Stanford University

Dustin Baldridge, MD, PhD
Washington University, St. Louis Document 28



Extramural Investigator-Initiated Highlights 
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Extramural Investigator-Initiated Highlights
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Extramural Investigator-Initiated Highlights
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Human Microbiome Project (HMP)
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Knockout Mouse Phenotyping Project (KOMP2)

 INFRAFRONTIER – IMPC Meeting: Helsinki (June 3-5)

Genomic Variation, Big Data, and Aging

KOMP2 Community Workshop: Bethesda (June 27)
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Human Heredity and Health in Africa (H3Africa)

H3Africa supports 48 projects across 34 African countries

 13th Consortium Meeting in Tunisia
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H3Africa announced as a 
driver project for the 
Global Alliance for 
Genomics and Health

Human Heredity and Health in Africa (H3Africa)

Christian 
Happi

Guida
Landoure

Jantina De 
Vries

Several H3Africa members 
received recent recognitions
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Undiagnosed Diseases Network (UDN)

The UDN website now has information in Spanish! 

• How to apply
• Frequently asked questions
• Video
• Download the application

You can call or email the Helpdesk at the UDN Coordinating Center 
to find out more. We speak Spanish.

Document 33



La Red de Trabajo de Enfermedades No Diagnosticadas

¡El sitio web de la UDN ya tiene información en español! 

• Forma de hacer un solicitud
• Preguntas frecuentes
• Video
• Descargar la solicitud

Usted puede llamar o mandar un correo electrónico al Centro de 
Coordinación de la UDN para conocer más. Se habla español.
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 Information on All of Us program data and tools:
Data Snapshots
Data Browser
Survey Explorer
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NHGRI Redesigns genome.gov
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NHGRI History of Genomics Program

JHB Special 
Issue

Oral Histories Speaker Series
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Perspectives on the Human 
Genome Project and Genomics



American Sign Language Film: 
Genetic Testing for Breast Cancer
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2019 National DNA Day
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Genome: Unlocking Life’s Code Exhibition
Travel Schedule

September 12 – January 2, 2020

Turtle Bay Exploration Park, Redding, CA

January 17 – April 12, 2020

Museum of Science & History, Jacksonville, FL
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Inter-Society Coordinating Committee for 
Practitioner Education in Genomics (ISCC) 
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Elected to National Academy of Sciences
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Elaine Ostrander, 
Ph.D.



Health and Human Services Career Achievement Award
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Dan Kastner, M.D., Ph.D.



NHGRI Intramural Research Highlights

Linking genes to ADHD by mapping connections in the brain

Researchers create the largest global catalog of variations in 
the dog genome
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Researchers uncover gene regions that affect cholesterol levels 
in smokers
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Thanks!

Special Thanks!




