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Open Session Presentations 
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The Future of Nursing Research: Innovation, Collaboration, 
and Impact 

Shannon Zenk 

Chief Officer for Scientific Workforce Diversity Update 
Marie Bernard 
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Concept Clearances: 

Diversity Genome Research Centers 
Ebony Maddon 

Analysis, Visualization, and Informatics Lab-Space (AnVIL) 
Chris Wellington and Ken Wiley 

Workshop Report: 

Future Directions in Genomics and Health Equity 
Judy Cho 
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 NHGRI Celebrates Bettie Graham’s 
50 Years of Federal Service 
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Tina Gatlin, Ph.D. 

Departure of Extramural Program Director 



New Extramural Program Director 

Alexander Arguello, Ph.D. 



NHGRI Office of Genomic Data Science (OGDS) 

Chris Wellington, B.S. 
Computational Genomics and Data Science 

Program Director Document 2 



NHGRI Office of Genomic Data Science (OGDS) 

Shurjo Sen, Ph.D. 
Computational Genomics and Data Science 

Program Director Document 2 



NHGRI Office of Genomic Data Science (OGDS) 

Asiyah Yu Lin, M.D., Ph.D. 
Data and Technology 

Advancement (DATA) Scholar Document 2 



NHGRI Office of Genomic Data Science (OGDS) 

Elena Ghanaim, M.A. 
Policy Advisor for Data Science and Sharing 
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Future Directions in Genomics and Health Equity 
Research Workshop 

 Identify research gaps and opportunities 
that help address health disparities and 
improve health equity in genomics 

 Over 300 participants 
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Telomere-to-Telomere (T2T) Consortium 
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Telomere-to-Telomere (T2T) Consortium 
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Acting Science Advisor to President Biden 
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Francis Collins, M.D., Ph.D. 



Acting Director, 
Office of Science and Technology Policy  

Alondra Nelson, Ph.D. 
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New Commissioner, Food and Drug Administration 
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Robert Califf, M.D. 



Ned Sharpless Steps Down as
Director, National Cancer Institute 

Document 8 

Norman Sharpless, M.D. Douglas Lowy, M.D. 



New CEO, Foundation for the NIH 
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Julie Gerberding, M.D., M.P.H. 



NIH Implements Harassment
Reporting Requirements for Grantees 
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Fiscal Year 2022 Appropriations 
FY2022 Enacted 

Labor-HHS Appropriation Change from FY2021 

NIH $45 B* $2.25 B 
(5.3%) 

NHGRI $639.0 M $23.3 M 
(3.8%) 

Fiscal Year 2023 Appropriations 

FY2023 President’s Budget Change from FY2022 

NIH $49 B** $4 B 
(8.9%) 

* Includes $1 billion for ARPA-H 
** Includes $5 billion for ARPA-H 
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Advanced Research Projects Agency for Health 
(ARPA-H) 

 To benefit the health of all Americans by catalyzing health 
breakthroughs that cannot readily be accomplished through 
traditional research or commercial activity 

Summer 2021 

 OSTP and NIH 
publish
commentary in
Science 
 Launch 

engagement
activities to gather
community
feedback 

March 2022 

 FY22 omnibus 
with $1B 
available for 3 
years 
 Director to be 

Presidentially
appointed 

April 2022 

 ARPA-H 
transferred to 
NIH 
 ARPA-H 

Director will 
report to HHS
Secretary 
 $5B in FY23 

President's 
budget request 
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Mourning the Loss of Arthur Riggs 
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International Common Disease Alliance 
(ICDA) 

 2nd ICDA Virtual Scientific 
Plenary Meeting in March 

 New Executive Committee 

 Virtual Community Town 
Halls in April 
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Global Biodata Coalition (GBC) 
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Guy Cochrane, D.Phil. 



Elected to National Academy of Sciences 

Howard Cedar 
Job Dekker 
Michael Elowitz 
Mark Johnston 
Erik Jorgensen 
Rasmus Nielsen 
Julie Segre 
Jay Shendure 
Len Zon 
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Centers for Excellence in Genomic Science (CEGS) 
New Awards: 

David Haussler -
University of California, 

Santa Cruz 
Center for Live Cell 

Genomics 

Lucila Ohno Machado -
University of California, 

San Diego 
Center for Admixture 

Science and Technology 

Samie Jaffrey - Weill 
Medical College of 
Cornell University 
Center for Genomic 

Information Encoded by 
RNA Nucleotide 

Modifications 

PAR-22-107 Next due date: June 22, 2022 
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Clinical Sequencing Evidence-Generating
Research Program 

 Utility of genome sequencing in infant cohort 

 Of 367 infants that received genome sequencing, 30% received a 
genetic diagnosis 

 57% of detected genomic variants not detected by other genetic tests 

 Participants from ethnically and racially diverse backgrounds as well 
as rural, medically underserved areas 
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Clinical Genome Resource (ClinGen) 
Justice, Equity, Diversity, and Inclusion Action Plan 

 Contribute data, tools, and resources 
to the genomic knowledgebase to 
enhance equity in patient care 

 Develop recommendations for the use 
of population descriptors in 
genetics and genomics 

 Foster diversity, equity, and inclusion 
in the ClinGen workforce 
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Global Genomic Medicine Collaborative (GGMC) 

Vision: Realizing the full potential of genomic medicine worldwide to 
improve individual and population health 

Mission: To identify barriers and solutions, lead and develop 
programs, and global leverage expertise to bring genomic medicine 
to low-resource settings worldwide 

Potential 
additional 
programs 

International Hundred K+ Cohorts 
Consortium (IHCC) 

Global Genomic Medicine 
Consortium (G2MC) 

2021 Annual Report 
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Technology Development Program 

Funding Opportunities: 

 Technology Development for Single-Molecule 
Protein Sequencing 

RFA-HG-21-001 (R01, also linked R21 RFA and 
R43/R44 PAR) 
Next due date: June 15, 2022 

 Advancing Genomic Technology Development for 
Research and Clinical Application 

NOT-HG-21-018, Notice of Special Interest (NOSI) 
R01, R21, R41/R42, & R43/R44 
Standard receipt dates 
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Technology Development Program 
Outreach events organized by the Technology Development 

Coordinating Center (TDCC) at the Jackson Laboratory 

 Understanding Cells in Context: 
Spatial Transcriptomics 

May 23, 2022 

 Understanding Recent Advances in 
Genome Technology Development 

July 7, 2022 

Both events are free, virtual, and open to the public 
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 Features NHGRI-funded 
companies Circulomics,
Arima Genomics, and 
Dovetail Genomics 

Small Business Program 
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Grantee Success Stories 



Training and Career Development Program 

 7th Annual Training and Career Development Program Meeting 
Hosted by Duke University 
 227 in-person attendees and 157 virtual attendees 
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Diversity, Equity, Inclusion, and Accessibility (DEIA) 
in the Genomics Workforce Award 

 Genomics Workforce DEIA Award 
 Extramural investigators: 

Early-Stage Investigator (ESI) 
Established Investigator(s) 

 Nominees must have NHGRI grant funding 
 Due date: September 1, 2022 
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Genomics Workforce Diversity 
Funding Opportunities 

RFA-HG-22-004: Genome Research Experiences 
to Attract Talented Undergraduates into the 
Genomics Field to Enhance Diversity (GREAT) 
Receipt date: July 1, 2022 

RFA-RM-22-008: NIH Institutional Recruitment for 
Sustainable Transformation (FIRST) Program: 
FIRST Cohort Receipt date: July 12, 2022 

 PAR-20-153: NIH Science Education Partnership 
Award (SEPA) Receipt date: July 13, 2022 

Document 24 



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 



Human Heredity & Health in Africa (H3Africa) 

 600+ publications to date 
Uptake of Consortium recommendations into policies 
 Final Consortium meeting in Nigeria Document 25 



Undiagnosed Diseases Network (UDN) 

Image from: https://www.modelmatcher.net/ Neuroimaging features of the NAV2-related neurodevelopmental disorder (Fig. A) vs. 
age-matched control subject (Fig. E) 

Online investigator  First human case of Neuron 
matchmaking tool Navigator 2 (NAV2) gene mutation 

Cross-disciplinary collaboration  Functional analyses to identify
in rare disease research crucial role of NAV2 in central 

nervous system development 
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Somatic Mosaicism Across Human Tissues (SMaHT) 

Data Analysis and Organization 

5. Organization4. Data Analysis 

Validated 
Data 

Somatic Variant Discovery 

1. Tissue 
Procurement 

2. Genome 
Characterization 

SMaHT 
Network 

3. Technology & Tool Development Validated 
Data Variant    

Catalog
SMaHT 

Workbench 

 Application deadline: July 8, 2022 
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98,600+
Whole Genome 

Sequences 

593,500,000+
Unique Variants 

Represented and 
searchable through public 

genomic data browser 

165,000+
Genotyping 

Arrays 

Genomics 
Analysis Tools

Hail and PLINK 
in addition to R, Python, 
and Jupyter Notebooks 

100M of these occur >2 times 
in AoU and are not in gnomAD 

50% 
Diverse by

Race/Ethnicity 

All Global GWAS values from www.gwasdiversitymonitor.com. 
Values current as of February 17, 2022 

80% 
Underrepresented in
Biomedical Research 

<1% 

<1% 

329,000+ 
Participants 

329,000+ 11,600+ 
Surveys Fitbit Records 

214,200+ 267,600+
Electronic Physical 

Health Records Measurements 
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NHGRI History of Genomics Program 
Roundtable Meetings 

 Does genetic and genomic screening keep open the door to eugenics? 
May 25, 2022 

 The promise and perils of social and behavioral genomics 
December 2022 Document 29 



Talking Glossary of Genomic and Genetic Terms 

 Audio recordings from 37 NHGRI experts 
 222 terms – 142 with new illustrations and 15 with new animations 
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Conversations with 
trailblazing science 
communicators 
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Ask Dr. Genome 
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Communications Award Nominations 



National DNA Day 2022 

Document 34 



Inter-Society Coordinating Committee for 
Practitioner Education in Genomics (ISCC-PEG) 

 ISCC-PEG 11th Annual Meeting 
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EURORDIS Lifetime Achievement Award 

Document 36 

William Gahl, M.D., Ph.D. 



Election into American Society for 
Clinical Investigation 

Document 37
Neil Hanchard, D.Phil. 



Samuel J. Heyman Service to America Medal Finalist 

Document 38 

Diana Bianchi, M.D. 



Intramural Research Program Blue Ribbon Panel 

2022 – 2023 Panel Members: 
Gail Jarvik, M.D., Ph.D. (co-chair) 
Lynn Jorde, Ph.D. (co-chair) 
Greg Barsh, M.D., Ph.D. 
Lon Cardon, Ph.D. 
Chanita Hughes-Halbert, Ph.D. 
Guillermina (Gigi) Lozano, Ph.D. 
Carole Ober, Ph.D. 
Neil Risch, Ph.D. 



‘One-Stop-Shop’ to Stay Connected
genome.gov/stayconnected 
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Thanks! 

Special Thanks! 
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