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Open Session Presentations
Presentation: NHGRI Training Task Force Report

Wendy Chung

Concept Clearances:

Consortium for Understanding the Impact of Genomic 
Variation on Genome Function

Mike Pazin & Dan Gilchrist
Developmental Genotype-Tissue Expression

Jyoti Dayal
Advancing Genomic Medicine Research

Christine Chang



Open Session Presentations
Updates:

Genomic Medicine Working Group Update
Teri Manolio

Genomics and Society Working Group Update
Jeff Botkin

Public Hearing: Proposed NHGRI Organizational Changes
Ellen Rolfes & Eric Green
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Retirement of Grants Management Specialist

Diane Patterson



Departure of Extramural Program Director

Anastasia Wise, Ph.D.



New Senior Advisor to the Director
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Chris Gunter, Ph.D.



Stephanie Morris, Ph.D.

New Extramural Program Director



New Extramural Program Director

Luis Cubano, Ph.D.



New Extramural Genomic Program 
Administrator and Program Director

Jennifer Strasburger, M.S.



Harold D. West, Ph.D. Distinguished 
Biomedical Science Award

Ken Wiley Jr., Ph.D.
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‘Genomics2020’ Strategic Planning Process
 Workshop: Equity, Diversity, and Data Science in Genomics

 Workshop: Genomics in Medicine and Health 

 Workshop: Integrating the Past and Future of ELSI Research (American 
Society of Bioethics and Humanities Annual Meeting)

 NHGRI-NIMH Strategic Planning Session (World Congress of Psychiatric 
Genetics)

 Two Genomic Data Science Virtual Town Halls

 Upcoming ‘Genomics2020’ Strategic Planning Finale Meeting
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Josh Denny, M.D., M.S.

New Chief Executive Officer, 
NIH All of Us Research Program
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New Director, NIH BRAIN Initiative 

John Ngai, Ph.D.



Nominated Director,
National Science Foundation
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Sethuraman Panchanathan, Ph.D.



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

Stephen Hahn, 
M.D.



Martha Somerman Retires as Director, 
National Institute of Dental and Craniofacial Research

Martha Somerman, 
D.D.S., Ph.D.

Lawrence Tabak, 
D.D.S., Ph.D.
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 Draft NIH policy proposes that 
researchers tell NIH how they 
plan to manage and share data

All data MUST be managed, but not 
all data necessarily need to be shared

 Comment period closed on January 
10, 2020

Draft NIH Policy for Data Management and Sharing
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Fiscal Year 2020 Appropriations

Fiscal Year 
2019 

Labor-HHS 
Appropriation

Fiscal Year
2020 

Labor-HHS  
Appropriation

$
Increase

% 
Increase

NIH $39.1 B $41.7 B ~$2.6 B ~6.6%

NHGRI $575 M $604 M ~$29 M ~5.0%
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Mourning the Loss of Jo Messing
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Mourning the Loss of David Hogness
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Mourning the Loss of Phil Leder



2019 American Society of Human Genetics Awards
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Hal 
Dietz

Huda 
Zoghbi

Sarah 
Tishkoff

Charles 
Rotimi

Stylianos 
Antonarakis



Schottenstein Prize & 
Oscar B. Hunter Career Award
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Dan Roden, M.D.



Elected to National Academy of Medicine

James Eberwine
Michael Lenardo
Elaine Mardis
Julie Segre
Richard Young
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Elected to AAAS

Gary Churchill
Shirley Tilghman
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International Common Disease Alliance (ICDA)
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Genomic Medicine Working Group 
Publishes “Year in Review: 2019” 
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Science’s 2019 Breakthrough of the Year Runners Up
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Face-to-face with the Denisovans

A ‘missing link’ microbe emerges

Drug treats most cases of cystic fibrosis



The Scientist’s Top Technical Advances of 2019
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Artificial intelligence tackles life science
Gene editing spies on cells

DNA on a chip
A boost for CRISPR accuracy



Nature's Science of the Decade
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Genomes In The News…
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Genome Sequencing Program
Centers for Common Disease Genomics
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Genome Sequencing Program
Genome Sequencing Program Analysis Centers
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Centers for Mendelian Genomics
Genome Sequencing Program
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Mendelian Genomics Research Consortium 
Funding Opportunity Announcements
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Applications due April 15, 2020 
Pre-Application webinar on Feb. 12, 2020



Human Genome 
Reference Center 

High-Quality Human Reference
Genomes Center

Human Genome Reference Program
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 Novel Nucleic Acid Sequencing Technology Development
RFA-HG-18-001 (R01, also linked R21 and R43/44)
Applications due June 26, 2020

 Advanced Genomic Technology Development Meeting
Northeastern University
Grantee Session: May 27-28, 2020
Public Session: May 29, 2020
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Technology Development Program



Technology Development Program
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ENCyclopedia of DNA Elements (ENCODE)
 Jamboree Meeting at Duke University – Oct. 2019

 ENCODE Consortium Meeting – Dec. 2019 

Users & Applications Meeting in Barcelona, Spain – Oct. 2020

First Public Meeting for ENCODE Users in Europe
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ENCODE Portal Updates
 Data Collections: EN-TEx

 Genome Browser
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ENCyclopedia of DNA Elements (ENCODE)



Centers of Excellence in Genomic Science (CEGS)
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Emerging Centers of Excellence
 $10M in Fiscal Year 2020 
 To fund Centers at institutions that are 

not previous CEGS grantees

Notice of Change: NOT-HG-20-013
 Amends PAR-19-204 (CEGS PAR)
 Updated selection criteria

New receipt date for Emerging Centers: 
March 26, 2020
Standard CEGS receipt dates unaffected: 
May 18, 2020; May 20, 2021



Heterogenous 
Genomic Testing 
Laboratories PDF Genomic 

Reports
Electronic 
Medical 
Record

Providers

Patients

Clinical 
decision 
support to 
enable genomic 
medicine

Helping to define a Fast Healthcare Interoperability 
Resources (FHIR) standard 

Structured XML 
Genomic Reports

 Problem: Genomic testing results from heterogenous sources in non-
structured pdf formats are not easily shareable

 Solution: Harmonized DNA-capture panels and structured Extensible Markup 
Language (XML) schema, which offers flexibility for manipulating and 
updating diverse information in the electronic health record

Document 29



1125 investigators from 30 countries

[Created by Natalie Pino, NHGRI]
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Clinical Genome Resource (ClinGen)



[Created by Natalie Pino, NHGRI]

 Long QT Syndrome
 Lysosomal Storage Disorders
 Malignant Hyperthermia 

Susceptibility  
 Mitochondrial Diseases  
 Monogenic Diabetes  
 Myeloid Malignancy  
 Peroxisomal Disorders  
 Phenylketonuria  
 Platelet Disorder  
 PTEN
 RASopathy  
 Rett and Angelman-like Disorders 
 TP53  
 VHL  

 ACADVL
 Aminoacidopathy  
 Arrhythmogenic RV 

Cardiomyopathy  
 Brain Malformations  
 Breast/Ovarian Cancer  
 Brugada Syndrome  
 Cardiomyopathy  
 CDH1
 Cerebral Creatine Deficiency 

Syndromes  
 Coagulation Factor Deficiency  
 Colon Cancer  
 Congenital Myopathies  
 DICER1 and miRNA-Processing

 Epilepsy
 Familial Hypercholesterolemia  
 Familial Thoracic Aortic Aneurysm 

and Dissection  
 Fatty Acid Oxidation Disorders  
 FBN1
 Glaucoma  
 Hearing Loss  
 Hemostasis/Thrombosis  
 Hereditary Breast, Ovarian and 

Pancreatic Cancer  
 Hereditary Cancer  
 Hereditary Hemorrhagic 

Telangiectasia  
 Hypertrophic Cardiomyopathy  
 Intellectual Disability and Autism  
 KCNQ1

Topics of ClinGen Genomic Variant and Gene Curation Expert Panels
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Clinical Genome Resource (ClinGen)
1125 investigators from 30 countries



Clinical Genome Resource (ClinGen)
ACMG & ClinGen Publish CNV Interpretation Guidelines
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Clinical Genome Resource (ClinGen)
Cancer Activities



Currently provide or recommend coverage? 
N = 14 Payers

Pediatric Exome Sequencing 71% (10/14)

Prenatal Exome Sequencing 0% (0/14)

Clinical Sequencing Evidence-Generating 
Research Program
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Analysis, Visualization, and Informatics Lab-space 
(AnVIL)

 Involvement in trans-NIH interoperability efforts:
NIH Workshop on Cloud-Based Platforms 

Interoperability

Research Authorization & Authentication Service 
(RAS)

Upcoming AnVIL datasets: 
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NIH Biomedical Knowledgebase and 
Biomedical Data Repository FOAs

New NIH-wide FOAs for Biomedical Data
Resources:

Biomedical Data Repository U24 (PAR-20-089)

Biomedical Knowledgebase U24 (PAR-20-097)

NHGRI participating (NOT-HG-20-017)

First due date: Sept. 25, 2020

Renewal of the NHGRI Genomic Community 
Resources U24 (PAR-20-100)

Next due date: May 25, 2020

NIH Strategic Plan for Data Science
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6th iDASH Genomic Privacy Challenge
 Challenge Tasks:

Secure genotype imputation 
using homomorphic encryption

Secure training of machine 
learning models

Sharing gene-drug interaction 
data with blockchain

Deep learning as a service with 
secure hardware

 Meet challenges of new privacy regulations in Europe (for 
GDPR) and in US (for possible federal law)
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ELSI Research Program

Supplement bioethics-focused awards OR 
add bioethics to non-bioethics awards

Areas of interest can be found in the FOA
Applications are due March 20, 2020
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ELSI Research Program

 June 15-17, 2020 at Columbia University 

 Plenary session topics include:

Past, present, and future of ELSI and 
genomics

CRISPR and gene editing

Research collaboration with 
indigenous communities

Polygenic risk scores

 229 abstracts submitted 

5th ELSI Congress
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Small Business Program

 ~$15 million dollars in Fiscal Year 2019

 19 Phase I Proof of Principle awards

 11 Phase II Pre-Commercialization awards, including:
Ultima Genomics: New DNA sequencing platform
Electronic Biosciences: Exonuclease-based DNA sequencing
Arima Genomics: HiC analysis service
Kromatid: Whole-genome chromosome painting
Active Motif: Multiplexed ChIP-seq technology
Somagenics: Accurate single-cell small RNA sequencing 
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Extramural Training and Career Development

Diversity Action Plan (DAP)
 Re-issued under PAR-19-380
 $300K per year, up to 5 years
 One annual receipt date: January 25
 New reporting requirements
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NHGRI Investigator-Initiated Research

NHGRI welcomes novel and innovative 
investigator-initiated applications

 Investigators encouraged to reach out to program 
staff during development of an application
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Extramural Investigator-Initiated Highlights
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Extramural Investigator-Initiated Highlights
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Library of Integrated Network-based 
Cellular Signatures (LINCS)

 LINCS data citations continue 
to grow 

 LINCS resources and data to 
be retained in Common Fund 
Data Ecosystem
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Human Heredity and Health in Africa (H3Africa)

51 projects, 34 countries
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Harnessing Data Science for Health Discovery 
and Innovation in Africa (DSI-Africa)
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Institute/Center Leads:

Roger Glass, FIC
Bruce Tromberg, NIBIB

Patti Brennan, NLM
Josh Gordon, NIMH

Credit: Laura Povlich, FIC 



Undiagnosed Diseases Network (UDN)

 Payer:  67% public, 26% private, 8% unknown

 Barrier:  64% documented denial, 29% payer does not cover, 
8% denial other genetic testing

 Outcome:  35% diagnosed and 61% with clinical action
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Human Biomolecular Atlas Program (HuBMAP)

 Marker paper published October 2019 
 First data release in Fall 2020
 NIH-HCA Joint Meeting in Spring 2020
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Human Biomolecular Atlas Program (HuBMAP)
Two new funding opportunities:

 RFA-RM-20-001 – Transformative 
Technology Development (UG3/UH3)

Due March 3, 2020

 RFA-RM-20-002 – Tissue Mapping 
Centers (U54)

Due March 3, 2020
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 6 components:

Somatic Cell Genome Editing

New Delivery Systems (20)

Animal Reporters (7)

Tissue Platforms (8) 
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In Vivo Tracking (4)

Novel Genome Editors (5)

Data Coordination Center (1)

 45 awards now active



4D Nucleome Program (4DN)
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Applications for second stage due in March 2020

NHGRI joined the leadership team



Data and Technology Advancement 
National Service Scholar (DATA Scholars) 

Attract experienced data scientists and 
engineers with interest in public service 

 1-2 year positions at NIH

NHGRI position to focus on interoperability 
of cloud-based platforms

Applications due April 30, 2020 

 First cohort will start in summer 2020 
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 All human data generated by NHGRI-supported research 
must be derived from specimens or cell lines for which 
explicit consent for future research use and broad data 
sharing can be documented

 Timeline for implementation:
Relevant RFAs: After January 25, 2020

All other NHGRI-supported research: After January 25, 2021

Update to NHGRI’s Implementation of the 
NIH Genomic Data Sharing Policy

Document 48



Document 49

New NHGRI Polygenic Risk Score Resource 
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NHGRI Director’s New Twitter Account
@NHGRI_Director



The Gene: An Intimate History WETA Documentary
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Genome: Unlocking Life’s Code Exhibition
Travel Schedule

January 17 – April 12, 2020

Museum of Science & History, Jacksonville, FL
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Genome: Unlocking Life’s Code Exhibition
New Website Feature “Genomics: Insights”
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New NHGRI Clinical Director

Ben Solomon, M.D.

Placeholder
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New NHGRI Intramural Precision Health 
Research Program
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Les Biesecker, M.D.



Elected to National Academy of Medicine
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Julie Segre, Ph.D.



NHGRI Intramural Research Highlights
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Mutations that prevent caspase cleavage of RIPK1 cause 
autoinflammatory disease

Clinical evaluation of sibling pairs with Gaucher disease 
discordant for Parkinsonism 

NPC1 Deficiency in Mice is Associated with Fetal Growth 
Restriction, Neonatal Lethality and Abnormal Lung Pathology
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Thanks!

Special Thanks!




