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Open Session Presentations

Presentations:

Genomics & Society Working Group of NACHGR Annual Report
Steven Joffe

Genomic Medicine Working Group of NACHGR Annual Report
Teri Manolio



Open Session Presentations

Concept Clearances:

Supporting Talented Early Career Researchers in Genomics 
Lisa Chadwick 

Centers of Excellence in Genomic Science (CEGS) Program 
Adam Felsenfeld 

The Knockout Mouse Phenotyping Program 
Colin Fletcher

Curriculum Development in Genomics, Genetics, or Genomic 
Informatics for Medical Students

Heather Colley
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New NHGRI Brochure

NHGRI’s history, organization, values, and major research areas 

 PDF and ‘flipbook’ versions available at genome.gov/brochure

 Printed copies will be available on request
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Bold Predictions for Human Genomics by 2030 
NHGRI Seminar Series
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NIH Institutes/Centers required to submit a plan every 5 years
Companion document to go with 2020 NHGRI Strategic Vision
Develop a framework for crafting next plan in 5 years

NHGRI Strategic Plan for Congress
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NHGRI Staff Volunteer in Support of 
Unaccompanied Children’s Program
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Xavier Becerra, J.D.
Document 4

New Secretary, Department of Health 
and Human Services



Departure of Director, National Center for 
Advancing Translational Sciences

Chris Austin, M.D.
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Joni Rutter, Ph.D.



NIH UNITE Initiative 

Document 6

U — Understanding stakeholder experiences through listening and learning
N — New research on health disparities, minority health, and health equity
I — Improving the NIH culture and structure for equity, inclusion, and excellence
T — Transparency, communication, and accountability with our internal and

external stakeholders
E — Extramural research ecosystem: changing policy, culture, and structure to 

promote workforce diversity



NIH COVID-19 Information Resources
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 NOT-OD-21-106: Continuation of Temporary Extension of Eligibility for 
the NIH K99/R00 Pathway to Independence Award During the COVID-
19 Pandemic

 RFA-OD-21-009: RADx-UP - Social, Ethical, and Behavioral Implications 
Research on Disparities in COVID-19 Testing among Underserved and 
Vulnerable Populations



Fiscal Year 2022 Appropriations

Fiscal Year 
2021 

Enacted

Fiscal Year
2022

President’s 
Budget 
Outline

$
Increase

% 
Increase

HHS $108.6 B $133.7 B $25.1 B 23.1%

NIH $41.7 B $51.0 B $9.0 B * 21.6%

NHGRI $606.3 M TBD TBD TBD

* ARPA-H would receive $6.5 billion of the $9 billion increase for NIH
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NIH Feline-in-Chief and Head NIH Zoom Bomber
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Mourning the Loss of Mark Boguski
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Elected to National Academy of Sciences

Katherine High

Kenneth Lange 

David Liu

Olufunmilayo Olopade

NATIONAL 
ACADEMY 

OF SCIENCES
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Elected to American Academy of Arts & Sciences

Charles Rotimi

Sarah Tishkoff 
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2021 ACMG David L. Rimoin Lifetime Achievement 
Award in Medical Genetics

Ada Hamosh, M.D., M.P.H, FACMG
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Final GSP datasets in AnVIL

Genome Sequencing Program

Joint GSP-TOPMed Workshop
 Data sharing

 Data analysis
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 Study gene-expression patterns in non-human primates and 
compare to humans

 Expected due date: Summer 2021

Comparative Genomics
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Technology Development Program
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Technology Development Program

Funding Opportunities:

Notice of Special Interest: Advancing Genomic 
Technology Development for Research and Clinical 
Application
NOT-HG-21-018

Transformative Nucleic Acid Sequencing 
Technology Innovation and Early Development 
RFA-HG-21-007 (R01, also linked R21 and 

R43/44)
First due date: June 25, 2021



Genomic Data Science Community Network
 Partnerships from diverse spectrum of institutions

 Develop curricula for undergraduate students

Virtual Applied Data Science Training Institute 
 Free eight-week training series

 AnVIL-led session on cloud computing

NHGRI Analysis, Visualization, and 
Informatics Lab-space (AnVIL)
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NHGRI Genomic Data Science Working Group

 Define key areas in genomics for machine learning analysis and 
NHGRI’s role in machine learning research for both genomic 
medicine and genomic sciences

 Nearly 1,800 participants
 Video recordings and presentations available on workshop webpage
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Complex Disease Working 
Group publishes reporting 
standards for polygenic 
scores

Clinical Genome Resource (ClinGen)

Includes guidance for:
 Score development
 Describing study populations
 Score evaluation
 Clinical applications
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ClinGen and DECIPHER Host Annual Conference

Document 18

Curating the Clinical Genome (CCG)

Topics included:
 Polygenic risk scores across 

populations
 Estimating penetrance
 Non-invasive prenatal testing
 Precision oncology
 Sharing data and associated 

clinical phenotypes 



Clinical Sequencing Evidence-Generating
Research Program

 Phillips et al.: affordability and value are key to precision medicine 
implementation

Biesecker et al.: definition of “usual care” in genetic counseling 

ACMG 2021: challenges and strategies for reporting findings in 
young patients Document 19



Implementing Genomics in Practice (IGNITE)
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GUARDD-US assesses knowledge of APOL1 variants 
on blood pressure management

 Over 1,850 of 5,435 participants enrolled

ADOPT PGx investigates genotype-guided therapy on 
acute pain, chronic pain, and depression

 Over 50 of 4,500 participants enrolled



 Incorporated as not-for-profit “GA4GH, Inc.”
U24 Community Resource (NHGRI, NCI, NHLBI, All of Us, ODSS)
NIH Cloud Commons adopting GA4GH standards

Genomics in Healthcare: GA4GH in 2025
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To develop a research strategy for using genomic-based clinical 
informatics tools and resources to improve the detection, 
treatment, and reporting of genetic disorders in clinical settings

Genomic Medicine Meeting XIII
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Developing a Clinical Genomic Informatics Research Agenda

Key recommendations included: 
 Incorporate an implementation component within the 

overall clinical informatics research framework
Advance research to better understand the interface 

between human cognition and information technology 
Develop methods to identify and mitigate inherent and 

pervasive biases



Training and Career Development
Enhancing the Diversity of the Genomics Workforce

New FOAs:
 PAR-21-143

F99/K00 – NHGRI Predoctoral to Postdoctoral 
Transition Award to Promote Diversity 

 PAR-21-214 
K18 – Short-term Mentored Research Career 
Enhancement Award to Promote Diversity

FOAs Under Development:
 R01 – Grants for New Investigators to Promote 

Diversity in Genomics Research
 R25 – Genome Research Experiences to Attract 

Talented Undergraduates into the Genomics Field 
to Promote Diversity (GREAT) 
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Undiagnosed Diseases Network (UDN)

 Investigated commonalities across 
genome-sequencing processing workflows

 Advances in structural variant detection, 
noncoding variant interpretation, and 
integration of additional biomedical data 
promising for solving undiagnosed cases

 Developed and evaluated machine 
learning model to prioritize evaluation 
of patients with undiagnosed 
diseases by retrospective and 
prospective validation

 Predictive model may reduce the 
processing time for accepted 
applications by two thirds
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Human Biomolecular Atlas Program (HuBMAP)
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Community effort to relate anatomical structures and cell types to ontologies

Opportunities for trainees and early career investigators:
 Student Genome Internship Program for Undergraduates
 Jump Start Program for Junior Investigators



Bridge to Artificial Intelligence (Bridge2AI)
New NIH Common Fund Program
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NHGRI Guidance for Third-Party Involvement 
in Extramural Research
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NHGRI-funded and -supported 
researchers are expected to:

 Share metadata and phenotypic data 
associated with the study

Use standardized data-collection protocols 
and survey instruments for capturing data, 
as appropriate

Use standardized notation for metadata to 
enable the harmonization of datasets for 
secondary research analyses

NHGRI Data Sharing Expectations: 
Sharing Quality Metadata and Phenotypic Data
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NHGRI Communications Video Wins Journalism Award

NHGRI science writer Prabarna Ganguly wins 
DCSWA Newsbrief Award for “The Human Pangenome” video

Credit: Massive Science/NHGRI
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Conversations with 
trailblazing science 
communicators
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National DNA Day 2021
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Inter-Society Coordinating Committee for 
Practitioner Education in Genomics 
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10th “In-Person” Meeting 
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Genome Sequencing on Prime-Time TV

NEJM 2020



NHGRI Director on Twitter
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Thanks!

Special Thanks!




