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Open Session Presentations

Presentations:

Expanding the Capacity to Conduct Gene x Environment 

Experiments

Rick Woychik

Future Directions of the NHGRI Analysis, Visualization, and 

Informatics Lab-space (AnVIL) 

Marylyn Ritchie



Open Session Presentations

Concept Clearance:

Multi-Omics for Health and Disease 

Joannella Morales 

Presentation:

Triennial Inclusion Report on Human Subjects Participation 

in NHGRI-Sponsored Research 

Christine Chang
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Happy Institute’ness, NHGRI!



New Chief Data Science Strategist & 

Director, Office of Genomic Data Science

Valentina Di Francesco, M.S. 
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New Scientific Review Officer 

Sarah Wheelan, M.D., Ph.D. 



▪ Develop, support, and coordinate NHGRI programs that 
foster careers in genomics

▪ Advise divisions and branches about genomics workforce 
diversity and health equity

▪ Provide strategic programmatic leadership to reduce health 
disparities and advance health equity

Training, Diversity, and Health Equity (TiDHE) Office 
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Training, Diversity, and Health Equity (TiDHE) Office

Vence 

Bonham, 

J.D.

Faye 

Brown

Lorjetta 

Schools, 

M.B.A.

Jamil Scott, 

Ph.D.

Amber 

Jackson 



New Lead Extramural Training Program Director

Lucia Hindorff, Ph.D., M.P.H.



New Health Equity and Workforce 

Diversity Program Director

Ebony Madden, Ph.D.



New Partnerships and Engagement Officer 

Christina Daulton, M.A.



Industry Roundtables

▪ Two Industry Roundtables on diversifying the genomics 

workforce

▪ Strategies and methods of collaboration to attain a more diverse

genomics workforce

▪ Meeting report forthcoming with objectives, themes, and next 

steps of engagement



NASEM Consensus Study

▪14 NIH Institutes, Centers, Offices, & 

Programs co-sponsoring study (NHGRI 

as co-lead)

▪Study committee announced on February 2

▪Review existing methodologies, benefits, 

and challenges in the use of race and 

ethnicity and other population 

descriptors in genomics research 

▪Three public meetings planned

▪Final report in February 2023
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Genomics and Health Disparities Lecture Series
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Alondra Nelson, Ph.D.
Deputy Director, Office of Science and Technology Policy | The White House



Presidential Rank Award

Teri Manolio, M.D., Ph.D. 
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▪ Two speakers discussed each Bold Prediction from the 
2020 NHGRI Strategic Vision

▪ On average, 378 virtual attendees from 25 countries and 
25 questions asked

Bold Predictions Seminar Series

Bold Predictions for 

Human Genomics by 2030:

An NHGRI Seminar Series
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Telomere-to-Telomere (T2T) Consortium
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▪ Open, community-based effort to generate the first truly complete 
human genome sequence

▪ CHM13 sequence now complete 

▪ Planning to complete additional, diverse human genome 
sequences and to help field transition to improved references
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Francis Collins Steps Down as 

Director, National Institutes of Health
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Larry Tabak, D.D.S., Ph.D.Francis Collins, M.D., Ph.D.



“What???”



President Biden Visits NIH
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Retirement of NIH Associate Director for Behavioral 

and Social Sciences Research

Document 10

William Riley, Ph.D. Christine Hunter, Ph.D., ABPP 



▪ Responses due February 28, 2022

NIH Genomic Data Sharing Policy
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Fiscal Year 2022 Appropriations

FY2022

House 

Labor-HHS 

Appropriation 

(passed)

Increase from 

FY2021

F2022

Senate

Labor-HHS 

Appropriation 

(released)

Increase from 

FY2021

NIH $49.4 B $6.5 B*
(15%)

$47.9 B
$5 B 

(12%)

NHGRI $646.3 M
$30.5 M

(5%)
$634.6 M

$18.8 M 

(3%)

* House language designates that ARPA-H would receive 

$3 billion of NIH’s budget increase

Document 12



Director’s Report Outline

I. General NHGRI Updates

II. General NIH Updates

III. General Genomics Updates

IV. NHGRI Extramural Research Program

V. NIH Common Fund/Trans-NIH 

VI. NHGRI Communications, Policy, and Education

VII. NHGRI Intramural Research Program



Mourning the Loss of Debbie Nickerson
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Mourning the Loss of Tom Caskey
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Mourning the Loss of Haig Kazazian
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Mourning the Loss of Robert Murray



2021 American Society of Human Genetics Awards
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Elected to National Academy of Medicine

Job Dekker

Paul Ginsburg

Vamsi Mootha

Marylyn Ritchie

Sarah Tishkoff
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Elected to AAAS

Christopher Austin

Yoav Gilad

Hopi Hoekstra

Tara Matise

Axel Meyer

Patrick Schloss

Kenneth Offit
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New HHMI Investigators

Frederick Matsen

Dana Pe'er
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New President, The Jackson Laboratory

Lon Cardon, Ph.D.
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Science’s 2021 Breakthrough of the Year & Runners Up
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The Scientist’s Top Technical Advances of 2021

Spatial genomics tools

Instruments for single-cell analysis 

CRISPR-based SNP chip
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Nature’s Seven Technologies to Watch in 2022
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1. Fully finished genomes

2. Protein structure solutions

3. Quantum simulation

4. Precise genome manipulation

5. Targeted genetic therapies

6. Spatial multi-omics

7. CRISPR-based diagnostics
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▪ Final publication slated for Genetics in Medicine

▪ Article available in medRxiv

Genome Sequencing Program (GSP)
Centers for Mendelian Genomics Final Publication
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Human Genome Reference Program (HGRP)
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▪ Generate ≥350 high-quality reference genome sequences; data 
from phased diploid genomes from 100 individuals released

▪ Annual HGRP meeting:

Embedded ELSI component

Multi-genome graph representation results are promising

International outreach: GA4GH, H3Africa



▪ NHGRI-funded EDGE Awards:

Yang Da, University of Minnesota

Nadav Ahituv, UCSF

Lars Steinmetz, Stanford

▪ January 2022 Awardee meeting

▪ Next EDGE proposal due date: February 17, 2022 

Comparative Genomics 
Enabling Discovery through GEnomics (EDGE) Program 
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Technology Development Program

▪ Transformative Nucleic Acid Sequencing 

Technology Innovation and Early Development

Next due date: March 1, 2022

▪ Advanced Genomic Technology Development 

Meeting

Hosted by the Technology Development 

Coordinating Center at the Jackson Laboratory 
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▪ ~$16.5 million in Fiscal Year 2021

▪ 10 Phase I Proof of Principle awards

▪ 15 Phase II Pre-Commercialization awards to companies including:

Small Business Program



ENCyclopedia of DNA Elements (ENCODE)
Updates to Registry of cCREs & SCREEN
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ENCyclopedia of DNA Elements (ENCODE)
Highlights of cCRE Findings in 2021 Papers Funded by ENCODE
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Impact of Genomic Variation on Function (IGVF)
Consortium Kick-Off Meeting: November 2021

Team Science Working Groups

Major Goals
Steering 

Committee

Kick Off 
Meeting

Document 30



Developmental Genotype-Tissue 

Expression (dGTEx) Project

Biospecimen Procurement 
Center (BPC) 
National Disease Research Interchange

Laboratory, Data Analysis, 
and Coordinating Center 
(LDACC)
Broad Institute

Yale University

Non-Human-Primate dGTEx 
applications reviewed in 
October 2021
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NHGRI Analysis, Visualization, and 

Informatics Lab-space (AnVIL)

▪ Future Directions of the NHGRI 

AnVIL Workshop (October 2021)

▪ Marker paper “Inverting the Model 

of Genomics Data Sharing with 

the NHGRI AnVIL” in Cell 

Genomics (January 2022)



Phenotypes and Exposures (PhenX) Toolkit

Sickle Cell Disease Curative Therapies

▪ 13 protocols released in August 2021

▪ Funding: NHLBI

COVID-19 Variable Compare Tool

▪ 39 protocols

▪ Assesses content of COVID-19 

protocols at the variable level
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Received single Institutional Review Board approval

Combine monogenic risk, clinical 

risk, polygenic risk, and family 

history

Research ways to apply European-

ancestry derived PRSs in diverse 

populations

European-ancestry Diverse populations
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Begin enrolling 25,000-participant cohort in Spring 2022



Clinical Sequencing Evidence-Generating

Research (CSER) Program

▪ Group interview of 12 payers

▪ Opportunities to advance coverage

Genome vs. exome sequencing

Methods for evidence generation

Consistency among labs

Implementation and care delivery

▪ Among 5 sites, ~19% of CSER 
participants experienced barriers 

▪ Evaluation and improvement strategies

▪ Example: patient, family and provider 
interviews to identify barriers in 
accessing follow-up care

et al.

et al.
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Renewal Themes

Clinical Genome Resource (ClinGen)

▪ Engage relevant communities 

including patients, healthcare 

systems, scientific experts, and 

genetics professionals

▪ Increase scale and impact of 

ClinGen tools and curation 

results

▪ Expand diversity of curation 

workforce and databases~$14.5M per year (FY21-FY25)

PI Team Institutions

Jonathan Berg UNC Chapel Hill

Sharon Plon, 

Aleks Milosavljevic,

Teri Klein

Baylor College of 

Medicine

Stanford University

Heidi Rehm,

Christa Martin, 

Erin Riggs

Broad Institute

Geisinger

Grantees
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ClinGen and GeT-RM Collaborative Project

Expert Curated Variant List:
▪ Nominations from 36 ClinGen Expert Panels

▪ 546 variants in 84 genes, including 29 genes on ACMG Secondary 

Findings v3.0 List

▪ Heritable cancers, inborn errors of metabolism, cardiomyopathy, 

diabetes, and immune disorders
Document 36

Clinical Genome Resource (ClinGen)



Polygenic Risk Methods in Diverse Populations 

(PRIMED) Consortium 

▪ New study site will be led by Iftikhar Kullo (Mayo Clinic)

▪ Broad Institute’s D-PRISM study site publication about improving 

use of PRSs for assessing diabetes risk in diverse populations

▪ PRIMED website and Twitter now accessible to public
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2021 Q4 IHCC Virtual Members Workshop

International 100K+ Cohort Consortium (IHCC)

IHCC Cohort Atlas Workshop
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▪ Community partnership 
throughout

▪ Communication on myriad 
downstream implications

▪ Importance and new challenges 
of data sharing

▪ Incorporating hypotheses on 
social determinants of health

Workshop on Ethical, Legal, and Social Implications 

of Gene-Environment Interaction Research

NIEHS/NHGRI Workshop

January 11-12, 2022
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▪ RFA-HG-22-001

▪ Early-Stage Investigator (ESI) status

▪ First receipt date: March 4, 2022

▪ Additional receipt dates: Feb 2023 & Feb 2024

Supporting Talented Early Career 

Researchers in Genomics
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▪ 600+ publications to date

▪ Continued involvement in COVID-19 response

▪ 18th Consortium Meeting

Human Heredity & Health in Africa (H3Africa) 

0

100

200

300

400

500

600

700

2013 2014 2015 2016 2017 2018 2019 2020 2021

Cumulative H3Africa Publications
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▪ H3Africa investigators received 
new awards

PRIMED

DS-I Africa

NIH and others

▪ Final year of program

Publications

Finale Consortium Meeting 

Human Heredity & Health in Africa (H3Africa) 
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4D Nucleome (4DN)
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Chief Engagement 

Officer

Karreim Watson, 

D.H.Sc.

Chief Medical and 

Scientific Officer

Geoffrey Ginsburg, 

M.D., Ph.D.

Chief Cohort 

Development Officer

Holly Garriock, 

Ph.D.
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▪ Two New Fact Sheets 

The informed consent process

Why is informed consent required?

▪ Informed Consent Resource

Required Elements of Informed Consent

Considerations for Genomics Research

Sample Informed Consent Forms

New Informed Consent Information
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▪ New educational resource with reference application documents

Investigational Device Exemption (IDE) Greenhouse
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New and Refreshed NHGRI Fact Sheets 
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Introducing The Forefront of Genomics Newsletter
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▪ Examined the history of eugenics, 

scientific racism, and complex legacies 

in the modern health sciences

▪ Over 1400 registered attendees

NHGRI History of Genomics Program
The Meaning of Eugenics: Historical and Present-Day 

Discussions of Eugenics and Scientific Racism
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NHGRI History of Genomics Program
Eugenics and Scientific Racism Fact Sheet & Timeline 

TimelineFact Sheet
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Family Health History Social Media Campaign
#FamilyHealthDay2021
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Inter-Society Coordinating Committee for Practitioner 
Education in Genomics (ISCC-PEG) Scholars
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Abimbola Oladayo, 

B.D.S., M.P.H.
Sarah Roth, 

M.A.

Katharine Press (KP) 

Callahan, M.D.

Lisa Ferrand, MSA, 

CRNA, APRN



Genome: Unlocking Life’s Code Exhibition
Return to the Smithsonian

Document 51



Director’s Report Outline

I. General NHGRI Updates

II. General NIH Updates

III. General Genomics Updates

IV. NHGRI Extramural Research Program

V. NIH Common Fund/Trans-NIH 

VI. NHGRI Communications, Policy, and Education

VII. NHGRI Intramural Research Program



New Chair, National Cancer Advisory Board 

John Carpten, Ph.D.
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Mutations that prevent caspase cleavage of RIPK1 cause 

autoinflammatory disease

History of Population Descriptors in Genetics
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High-Profile Intramural Research Program Highlights
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‘One-Stop-Shop’ to Stay Connected
genome.gov/stayconnected
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Thanks!

Special Thanks!




