
Introduction and Motivation

In 2020, the National Human Genome Research Institute (NHGRI) published its “Strategic

Vision for Improving Health at the Forefront of Genomics” and articulated a series of guiding

principles and values, as well as bold predictions, for the field of human genomics (Green et al.,

2020). Among these principles, values, and predictions, there is a consistent focus on themes

related to diversity, equity and inclusion.

The NHGRI 2020 Strategic Vision goes beyond its workforce, committing to strive for “global

diversity in all aspects of genomics research.” Specifically, the Institute’s bold predictions for

human genomics by 2030 include: “moving beyond population descriptors based on historical

social constructs such as race” and ensuring that “individuals from diverse backgrounds will

benefit equitably from advances in human genomics.”

In order for these predictions and other ambitions for diversity, equity, and inclusion across

human genomics to be fully realized, the field of clinical genetics and genomics research has an

obligation and a responsibility to take action. As professional organizations, research consortia,

and industry partners seek to develop statements, policies, and plans of action, different

approaches and frameworks have emerged for engaging in this process. Utilizing tools from the

JEDI Collaborative (including Fig. 1) to guide our process to develop specific, measurable, and

actionable goals and deliverables, the Clinical Genome Resource (ClinGen) has developed an

Action Plan for Justice, Equity, Diversity, and Inclusion (JEDI).

Fig. 1 Definitions of Justice, Equity, Diversity, and Inclusion (JEDI) (Source: JEDI Collaborative)

https://jedicollaborative.com/about-jedi/


The ClinGen JEDI Action Plan provides a roadmap of our ongoing and planned JEDI efforts,

specifying three target domains:

1) Contribute data, tools, and resources to the genomic knowledge base that will enhance

equity in patient care across global populations;

2) Develop and publish recommendations for the rigorous and responsible use of diverse

population descriptors in clinical genetics and genomics practice; and

3) Foster diversity, equity, and inclusion in the ClinGen workforce.

Within each target domain, we have identified specific goals and deliverables through an

extensive year-long engagement process.

The ClinGen Ancestry and Diversity Working Group led the development of this plan, engaging

representatives of each grant and other members of the ClinGen Steering Committee,

participants in the public-facing ClinGen Ancestry & Diversity Forum, and Consortium members.

The following sections outline our commitment to community engagement, describe actions we

will take to maintain accountability, and specify our 5-year goals and deliverables. Some of the

stated deliverables are quite granular and/or cite specific partners, while others are more

general. This provides flexibility to further define milestone deliverables in later years of funding.

Accountability and Engagement

As we work to deliver on this roadmap for JEDI initiatives across ClinGen, the ClinGen Ancestry

and Diversity Working Group (ADWG), in collaboration with the ClinGen Steering Committee

and Chairs of other relevant working groups, will regularly engage members of the clinical

genetics and human genomics communities, professional disciplinary society leadership, and

other stakeholders such as patient groups to ensure that our efforts are synergistic with the

values and initiatives of those we serve. Their feedback will be used to iterate on this initial plan

and it will be modified as appropriate.

ClinGen is committed to holding ourselves accountable and encouraging public accountability

for our initiatives. We will do this by publishing our JEDI Action Plan and maintaining

transparency in the status of our progress toward stated goals and deliverables on the ClinGen

website. Additionally, we hope to identify a group of community stakeholders to serve on a JEDI

Advisory Board to the Steering Committee, which will evaluate ClinGen’s progress on the goals

and deliverables outlined in this Action Plan and identify key areas of improvement or expansion

of JEDI initiatives that Consortium members could pursue.



ClinGen Justice, Equity, Diversity, and Inclusion (JEDI) Action Plan

Domain 1: Contribute data, tools, and resources to the genomic
knowledge base that will enhance equity in patient care
across global populations.

Goal 1.1 Population Diversity. Engage with diverse resources to facilitate access to
global genomic data for use in ClinGen’s curation across the clinical genome.

Deliverables Y1 Y2 Y3 Y4 Y5

1.1.1 Increase access to diverse allele frequencies in the ClinGen
Variant Curation Interface (VCI) for curators through import of data from
new resources representing underrepresented populations

X X X X X

1.1.2 Collaborate with H3Africa investigators to import allele frequency
data from H3Africa BioNet

X X X X

1.1.3 Collaborate with Global Genomic Medicine Collaborative (G2MC)
investigators to facilitate the use of data from the International
HundredK+ Cohorts Consortium (IHCC) for a pilot curation project
involving a Variant Curation Expert Panels (VCEP)

X X X X X

1.1.4 Provide data via open access API(s) from the ClinGen Curation
tools (including the GCI, VCI, and the Allele Registry) to facilitate
access to variants across all populations

X X X X X

Goal 1.2 Diverse Data Access. Facilitate access to patient data with backgrounds that
are underrepresented in public genomic datasets through partnerships and
engagement with clinical genetic laboratories.

Deliverables Y1 Y2 Y3 Y4 Y5

1.2.1 Collaborate with major clinical laboratories and the All of Us
(AoU) research program to identify variants observed in populations
underrepresented in clinical genetic testing

x x x x x

1.2.2 Encourage clinical laboratories to submit variants identified in
1.2.1 to ClinVar

x x x x x

1.2.3 Assign VCEPs variants identified in 1.2.1 within their scope of
work and prioritize for evaluation and submission to ClinVar

x x x x x

1.2.4 Encourage global participation in use of the VCI through ClinGen
curation tools and the development of non-ClinGen affiliations

X X X X X

1.2.5 Engage with non-US based Hereditary Cancer diagnostic
laboratories to submit to ClinVar and join ClinGen Expert Panels

X X X X X



Goal 1.3 Complex Disease. Utilize datasets enriched for genomic, geographic, and
socio-economic diversity for ClinGen’s curation of complex disease.

Deliverables Y1 Y2 Y3 Y4 Y5

1.3.1 Establish a Rheumatologic and Autoimmune (RAD) Clinical
Domain and PGx working groups with a focus on curation of datasets
that represent broad genomic diversity

X X X X X

1.3.2 Engage with H3Africa and other consortia to bring in data from
diverse populations for curation of HLA alleles

X X

1.3.3 Broaden data structures and curation tools to facilitate integration
of PGx data from diverse populations into ClinGen and ClinVar

X X X X

1.3.4 Engage with PRIMED and eMERGE to develop best practices for
disease-specific PRS development and validation, specifically outlining
requirements for understudied populations reflecting disease burden

X X X

1.3.5 Collaborate with the PGS Catalog, PRIMED, and eMERGE for the
curation of PRS across diverse populations with clinical lens

X X X X

Goal 1.4 Patient Data Sharing. Engage directly with patients who are
underrepresented in genomic datasets to enhance individual-level data
sharing through ClinGen's patient registry (GenomeConnect) and other
resources.

Deliverables Y1 Y2 Y3 Y4 Y5

1.4.1 Provide a plan for how we will increase diversity in ClinGen's
patient registry, GenomeConnect, enrollment by the end of 2021.

x

1.4.2 Require demographic questions in GenomeConnect enrollment
survey (currently optional), and add "Prefer Not to Respond" options to
better capture the makeup of participants. Monitor recruitment on a
quarterly basis to determine which populations might benefit from
enhanced outreach.

x x x x x

1.4.3 Translate GenomeConnect materials (recruitment materials,
surveys) into Spanish and implement a Spanish-language
GenomeConnect online portal to make the opportunity accessible to
Spanish-preferring participants

x x

1.4.4 Add a question to the GenomeConnect enrollment survey to
determine participant’s preference for primary language to assess
which additional translations should be prioritized.

x x x x x

1.4.5 Outreach to VCEP-associated disease support groups (such as those on X X X X X



Facebook or through disease foundations and supporting societies) to learn
about their needs and interests around diversity in clinical genomics

1.4.6 Develop and deliver educational content for VCEP-associated disease
support groups through targeted engagements, such as informational posts
about clinical genomics, or highlighting diverse and under-represented
participants in VCEPs.

X X X X X

Domain 2: Develop and publish recommendations for the rigorous
and responsible use of diverse population descriptors in
clinical genetics and genomics practice.

Goal 2.1 Standards for Population Diversity. Engage with the clinical genetics
community to develop standards for the collection and use of population and
demographic data in clinical genetics and genomics pipelines.

Deliverables Y1 Y2 Y3 Y4 Y5

2.1.1 Conduct user-centered design workshops to identify use cases for
population/demographic data in clinical genetics (e.g., ordering genetic tests,
variant interpretation and curation)

X X

2.1.2 Co-host a series of ELSIhub conversations about each use case
identified in 2.1.1 to understand currently available data types, discuss
limitations, and identify optimal or preferred data types

X X

2.1.3 Host a series of ClinGen Ancestry & Diversity Forum events dedicated to
engagement with ClinGen members about optimal or preferred data types for
relevant use cases in clinical genetics practice

X X X

2.1.4 Update existing Standards like SEPIO and GA4GH to include diversity
related attributes

X X

Goal 2.2 Professional Recommendations. Collaborate with professional societies and
other stakeholders to develop recommendations for the use of population and
demographic data in clinical genetics.

Deliverables Y1 Y2 Y3 Y4 Y5

2.2.1 Collaborate with ASHG, ACMG, NSGC, and other organizations and
consortia to build consensus around recommended uses of race, ethnicity, and
ancestry in clinical genetics

X X X X X

2.2.2 Participate in public meetings of National Academies of Science
focused on the development of guidelines for race, ethnicity, and
ancestry in genomics research as appropriate. Ensure that our work
products are in alignment with their recommendations.

X X X

2.2.3 Participate in ACMG working groups focused on developing X X X



clinical practice guidelines for the use of race, ethnicity, and ancestry in
clinical genomics research

Goal 2.3 Implementation of Population Diversity Standards. Disseminate and
integrate the standards from Goal 2.1 for use of population and demographic
data throughout the ClinGen curation ecosystem.

Deliverables Y1 Y2 Y3 Y4 Y5

2.3.1 Integrate recommendations from Goals 2.1 and 2.2 into ClinGen
curation tools to support structured collection and visualization of data
from diverse populations

X X X

2.3.2 Update ClinGen curation frameworks and standard operating
procedures to include standards and guidelines for the use of race,
ethnicity, ancestry and any other qualitative or quantitative measures
that reflect population demographics and diversity

X X X X X

2.3.3 Engage with clinical genetics laboratories to support integration of
updated standards and guidelines for population and demographic data
(e.g., test requisition forms)

X X X X X

Domain 3: Foster diversity, equity, and inclusion in the Clinical
Genome Resource (ClinGen) workforce.

Goal 3.1 Assess Diversity. Develop standards, processes, and infrastructure for
tracking diversity in the ClinGen workforce (including leadership and grant
teams, expert panels, working groups, volunteers, users, and collaborators).

Deliverables Y1 Y2 Y3 Y4 Y5

3.1.1 Identify an appropriate, feasible, and useful framework for
collecting demographic data on the ClinGen workforce

x X

3.1.2 Implement the framework developed in 3.1.1 to collect
demographic information from members of the ClinGen workforce
through the Group and Personnel Management system in order to
establish a baseline by which progress can be measured

x x x x x

3.1.4 Assess diversity of external users of the curation interfaces and
tools

X X X X

Goal 3.2 Broaden Participation. Establish internal policies, practices, and
accountability mechanisms to enhance the involvement of individuals
underrepresented in the ClinGen workforce.



Deliverables Y1 Y2 Y3 Y4 Y5

3.2.1 Identify key areas for improvement and strategies for increasing
representation based on demographic information collected in 3.1.2

x x

3.2.2  Establish consortium-wide goals for representation, including
grant awardees, CDWG/EP leadership, WG and EP membership,
volunteer curators, etc.

x x

3.2.3 Engage members of global consortia, such as the G2MC
Consortium and H3Africa, to develop strategies for increasing
global participation in ClinGen Expert Panels and Working Groups

x x x x x

3.2.5 Enact strategies identified in 3.2.2 to increase representation x x x x x

Goal 3.3 Training and Education. Provide and promote educational opportunities in
clinical genomics/ClinGen workstreams for diverse learners from
minority-serving institutions, rural universities and underserved communities.

Deliverables Y1 Y2 Y3 Y4 Y5

3.3.1 Engage with ClinGen grant institutions’ diversity program
initiatives and provide opportunities for students from
underrepresented groups in science, technology, engineering and
mathematics (STEM) to participate in summer internships with
ClinGen teams

x x x x x

3.3.2 Host annual virtual biocuration bootcamp (project-based
learning) and genomics career workshops targeted to learners of all
levels from high school onwards, patient groups, etc. to reduce
systemic barriers to participation in clinical genetics

x x x x x

3.3.3 Conduct outreach seminars to HBCUs and minority-serving
community colleges to provide educational content about genomic
medicine, genomics research, and potential careers in genomics

X X X X X

3.3.4 Provide support for individuals from global initiatives to attend
in-person Curating the Clinical Genome meetings.

X X X X X


