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GMXV: Genomics and Population Screening

Goal

To discuss the current state of population genomic screening in the
U.S., as well as barriers and opportunities for expanded population
screening, impact on clinical practice and outcomes, various genomic
screening technologies and costs, and evidence gaps that may inform
future research directions.

Objectives
» Review current state of population genomic screening in the US

« Examine obstacles and opportunities for expanded screening and
available evidence of impact of screening on outcomes and cost

 ldentify research directions to inform expanded screening as
appropriate

« Variants and conditions to be screened for

* Populations to screen

« Role of community engagement

« Providers to order screening and manage results




GMXV: What This Meeting Will Address

Conditions for which there are well-established professional
guidelines for action

Screening for adults (age 18+) as starting point

Research directions for the entire genomics field, of which NHGRI
is only a small (but mighty!) part

Ask presenters to identify results to be provided and interventions
to be recommended when proposing conditions




GMXV: What Will also be Addressed Though Not
Specifically Called Out in Agenda

« Evolving/appropriate role of geneticists and genetic counselors
in population screening

« Potential role of telehealth and Al

* Importance of keeping approaches and guidelines simple
* Importance of engaging with health systems leadership

» Risks of and dealing with false positives

* Research needed to make healthcare system ready to handle
population screening




GMXV: What This Meeting Will Not Address

Not addressing newborn screening, which has its own standing

committees and expert bodies, other than as something of a model
and source of lessons learned

Not addressing screening of children (< 18) or parent/guardian
consent; focus on adults

Not debating appropriateness of nor evidence behind potential
interventions once a screened-for condition is found

Not proposing funding opportunities or mechanisms— focus on
knowledge gaps and approaches for filling them




Brief Note on Structure of Meeting and
Its Aftermath

Ample time for questions and discussions in each session
Allow for 1-2 clarifying questions after each speaker
Moderators to redirect from topics the meeting will not address

Moderators to save few minutes at end of session to list a few key
points made or issues raised

In person attendees should raise hands to speak

Online attendees can put questions in Q&A but can’t guarantee
we’ll see and address them during the meeting; can try to address
in follow-up on meeting website

Meeting summary aimed to be posted to website in 4-6 weeks

If warranted, presenters and moderators will jointly prepare white
paper for journal submission
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Genomic Medicine Working Group
Charge

Assist in advising NHGRI on research needed to evaluate
and move genomics into routine medical practice

Review current progress, identify research,
implementation, and education gaps and approaches
for filling them

|dentify and publicize key advances
Plan genomic medicine meetings on timely themes

Facilitate collaborations, coordination, long-term
availability of genomic resources
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of incorporating genomic findings into medical practice has
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