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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



Di rector os Report Ol

.  General NHGRI Updates
. General NIH Updates

Ill. General Genomics Updates

V. NHGRI Extramural Research Program

V. NIH Common Fund/Trans-NIH

VI. NHGRI Communications, Policy, and Education

VII. NHGRI Intramural Research Program



Di rector os Report Ol

.  General NHGRI Updates
. General NIH Updates

Ill. General Genomics Updates

V. NHGRI Extramural Research Program

V. NIH Common Fund/Trans-NIH

VI. NHGRI Communications, Policy, and Education

VII. NHGRI Intramural Research Program



Happy | nst I t u NHGRHK e s s

oI

>

%
0 ﬁa L B
) i i -
Y TR
2 !




New Chief Data Science Strategist &
Director, Office of Genomic Data Science

Valentina DI Francesco, M.S.

Document 1



New Scientific Review Officer

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



Training, Diversity, and Health Equity (TIDHE) Office

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

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

A Provide strategic programmatic leadership to reduce health

disparities and advance health equity
Document 2



Training, Diversity, and Health Equity (TIDHE) Office

Vence Lorjetta Jamil Scott,
Bonham, Schools, Ph.D.
J.D. M.B.A.

Document 2



New Lead Extramural Training Program Director

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



New Health Equity and Workforce
Diversity Program Director

Ebony Mdden, Ph.D.



New Partnerships and Engagement Officer

Christina Daulton, M.A.



Industry Roundtables

A Two Industry Roundtables on diversifying the genomics
workforce

A Strategies and methods of collaboration to attain a more diverse
genomics workforce

A Meeting report forthcoming with objectives, themes, and next
steps of engagement



The National

Academies Lfr,r( :

NIH

NASEM Consensus Study

SCIENCES
ENGINEERING
MEDICINE

National Institutes
of Health

Al4 NIH Institutes, Centers, Offices, &
Programs co-sponsoring study (NHGRI
as co-lead)

AStudy committee announced on February 2

AReview existing methodologies, benefits,
and challenges in the use of race and
ethnicity and other population
descriptors in genomics research

AThree public meetings planned

AFinal report in February 2023



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
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Presidential Rank Award

Teri Manolio, M.D., Ph.D.
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Bold Predictions Seminar Series

Bold Predictions for
Human Genomics by 2030:
An NHGRI Seminar Series

ATwo speakers discussed each Bold Prediction from the
2020 NHGRI Strategic Vision

AOn average, 378 virtual attendees from 25 countries and
25 questions asked
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Telomere-to-Telomere (T2T) Consortium

e

TELOMERE-TO-TELOMERE CONSORTIUM

A Open, community-based effort to generate the first truly complete
numan genome sequence
A CHM13 sequence now complete

APlanning 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

Francis Colllns M.D., Ph.D. Larry Tabak D.S., Ph.D.
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Dr. Francis Collins to step down as head of NIH

) US. Politics Media Opinion Busioess Enteriainmeni Sporis  Lifesiyle ather FoxNation  Listen  Mare i Qa
4 Lol S ot Topies  MEW JERSEY ELECTION ALEC BALDWIN
By Maggie Fox, CNN
"""" (© Updated 12:13 AM ET, Tue October 5, 2021

STAT

NIH Director Francis Collins to step down

N POLITICO

National Institutes of Health director Francis Collins to step down

T “There comes a time where an institution like NIH really benefits from new vision, new leadership," said Collins, who

(CNN) — Dr. Francis Collins, the folksy, guitar-playing director of the National Institutes of Health
(NIH), is planning to step down Tuesday as head of the gigantic research agency and return to

his previous job as the director of the National Human Genome Research Institute, the
Washington Post and Politico reported Monday night.

National Human Genome
Research Institute




President Biden Visits NIH
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Retirement of NIH Associate Director for Behavioral
and Socilal Sciences Research

Ith

nces Research

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

A
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NIH Genomic Data Sharing Policy

Request for Information on Proposed Updates and Long-Term
Considerations for the NIH Genomic Data Sharing Policy

Notice Number:

NOT-0OD-22-029

Key Dates

Release Date:
November 30, 2021

Response Date:
February 26, 2022

AResponses due February 28, 2022




Fiscal Year 2022 Appropriations

FY2022 F2022

House Increase from >enate Increase from
Labor-HHS FY2021 Labor-HHS FY2021
Appropriation Appropriation

(passed) (released)

49.4 B $6.5B™ 479B $5B

- (12%)
$30.5 M $18.8 M

= RG]

* House language designates that ARPA-H would receive
$3 billion of NIHOGs budget i nc
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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

Dr. ROBERT: RRAY
SROFESSOR. HOWARD UNIVE
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2021 American Society of Human Genetics Awards

=

ASHG

American Society of
Human Genetics

Natch Award Lecture Watch Award Lecture

0271 McKusick Award
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Elected to National Academy of Medicine

Job Dekker Marylyn Ritchie
Paul Ginsburg Sarah Tishkoff
Vamsi Mootha

@) NATIONAL ACADEMY OF MEDICINE




Elected to AAAS

Christopher Austin Axel Meyer
Yoav Gilad Patrick Schloss
Hopl Hoekstra Kenneth Offit
Tara Matise

AVAAAS
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New HHMI Investigators

Frederick Matsen
Dana Pe'er

Howard Hughes

Medical Institute
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New President, The Jackson Laboratory

The Jackson
Laboratory

Lon Cardon, Ph.D.
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Sci e n2021Bseakthrough of the Year & Runners Up

Science -
t® ¢ BREAKTHROUGH OF THE VEAR

&

¢ @

i
g ®

‘uX
e
: : i,‘f"\'s .
Ancient soil DNA CRISPR fixes genes inside the body
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The Sci eloptTechnicalAdvances of 2021

Spatial genomics tools
Instruments for single-cell analysis
CRISPR-based SNP chip
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Nat urSeversTechnologies to Watch in 2022

NOoOOohkowhE

Fully finished genomes
Protein structure solutions
Quantum simulation

Precise genome manipulation
Targeted genetic therapies
Spatial multi-omics
CRISPR-based diagnostics
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Genome Sequencing Program (GSP)
Centers for Mendelian Genomics Final Publication

medRle im :  BM) Yale

THE PREPRINT SERVER FOR HEALTH SCIENCES

(O Comment on this paper
Centers for Mendelian Genomics:A decade of facilitating gene

discovery

Samantha M. Baxter, Jennifer E. Posey, Nicole |. Lake, Nara Sobreira, Jessica X. Chong, Steven Buyske,

Elizabeth E. Blue, Lisa H. Chadwick, Zeynep H. Coban-Akdemir, Kimberly F. Doheny, Colleen P. Davis, Monkol Lek,
Christopher Wellington, Shalini N. Jhangiani, Mark Gerstein, Richard A. Gibbs, Richard P. Lifton,

Daniel G. MacArthur, Tara C. Matise, James R. Lupski, David Valle, Michael |. Bamshad, Ada Hamosh,

Shrikant Mane, Deborah A. Nickerson, Centers for Mendelian Genomics Consortium, Heidi L. Rehm,

Anne O’Donnell-Luria

AFinal publication slated for Genetics in Medicine

AArticle available in medRXxiv



Human Genome Reference Program (HGRP)

TOWARDS A
COMPLETE
REFERENCE OF
HUMAN GENOME

PANGENOME DIVERSITY

AGenerate CB50 high-quality reference genome sequences; data
from phased diploid genomes from 100 individuals released

AAnnual HGRP meeting:
Embedded ELSI component
Multi-genome graph representation results are promising

International outreach: GA4GH, H3Africa
Document 25



Comparative Genomics
Enabling Discovery through GEnomics (EDGE) Program

ANHGRI-funded EDGE Awards:
Yang Da, University of Minnesota / ,.
Nadav Ahituv, UCSF ;

Lars Steinmetz, Stanford

AJanuary 2022 Awardee meeting
ANext EDGE proposal due date: February 17, 2022

Document 26



Technology Development Program

ATransformative Nucleic Acid Sequencing
Technology Innovation and Early Development

Next due date: March 1, 2022

s AAdvanced Genomic Technology Development
' Meeting

Hosted by the Technology Development
Coordinating Center at the Jackson Laboratory

Document 27



Small Business Program

A~$16.5 million in Fiscal Year 2021
A10 Phase | Proof of Principle awards
A15 Phase Il Pre-Commercialization awards to companies including:

o ARIMA

GENOMENON® CENOMICS

aEmD & BIOINNOVATIONS

= |©ECLIPSE
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ENCyclopedia of DNA Elements (ENCODE)
Updates to Registry of cCREs & SCREEN

SCREEN: Search Candidate cis-Regulatory Elements by ENCODE
Reg |stry of cCREs V3 ©
Overwew About UCSC Genome Browser Tutorials Downloads Versions

T Sei

cell type Quick Start Detailed Elements Data Matrices
22Rv1
22Rv1 d with 10 Human Mouse
2RV treated wit 1,063,878 cCREs - 1,518 cell typ e ‘

313,838 cCREs - 169 cell types
hydroxy-5?7-androstan-&

hours

8988T
Download all human cCREs (hg38) Download all mouse cCREs (mm10)

A172

A549
Candidate

A549 treated with 0.02%  Promoters @

hour
45000000

A549 treated with 1
dexamethasone for

AB73 ) Download human candidate enhancers Download mouse candidate enhancers
Candidate (hg38) (mm10)

ACC112 Enhancers @

ACHN

Download human CTCF-bound cCREs Download mouse CTCF-bound cCREs
CTCF bound @ (hg38) (mm10)

Gene Links @

lotal: 1518




ENCyclopedia of DNA Elements (ENCODE)
Highlights of cCRE Findings in 2021 Papers Funded by ENCODE

Volume 184, Issue 24, 24 November 2021, Pages 5985-6001.e19 El

Resource

Asingle-cell atlas of chromatin accessibility in the

human genome

Kai Zhang ¢ 8 James D. Hocker 1* 2 3: 8 Michael Miller 4, Xiaomeng Hou *, Joshua Chiou * °, Olivier oirion *

Yunjiang Qiu !, Yang E. Li ' ¢, Kyle ). Gaulton > 7, Allen Wang *, Sebastian Preiss| 4, BingRen b4 7.9 2 =
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