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Session Objectives

- Review and discuss the key research priorities identified
through the Bloom Syndrome community survey.

- Provide additional insights into why these priorities are
important to you.

- Understand next steps for PCRS 2.0
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Term 1 Turned the Framework Into Patient-
Centered Research Strategy *+ Action Plan

S: We want to be Safe We want to

be"SECURE"
E: We want Effective Treatments

C: We want to Collab & C with stakehold:
U: We want to Understand

R: We want to Recruit more patients, researchers and others who can help us

E: We want to be actively Engaged in BSyn h and
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Bloom Syndrome Association’s Patient-Centered Research Strategy: "SECURE"

Purpose of this document:

This document has been developed by the Research Council of the Bloom Syndrome Association
(BSA) to serve as a strategic framework guiding all research-related activities initiated or supported by
the BSA. It outlines a patient-centered approach to understanding Bloom syndrome, addressing unmet
needs, and accelerating progress toward effective treatments and a cure.

The strategy, known as the SECURE Framework, reflects the collective input of individuals and
families affected by Bloom syndrome (BSyn), clinical experts, researchers, and rare disease advocates.
It is intended to:

o Clarify the BSA’s research priorities, grounded in the lived experiences and needs of the Bloom
syndrome community.

o Inform the selection, funding, and evaluation of research projects, collaborations, and
partnerships.

« Promote transparency and accountability in research and clinical efforts.

« Engage stakeholders across sectors, from academia to industry to policymakers and regulators.

To achieve our strategic objectives we have defined “Deliverables™ for our first, two-year term of the
Research Council. As a living document, this Framework, and the underlying Deliverables, will evolve
over time in response to new discoveries, community feedback, and emerging opportunities.

Draft Version: April 4, 2025
Endorsed by BSA Research Council: April 15, 2025
Approved by BSA Board of Directors: June 5, 2025

https.//www.bloomsyndromeassociation.org/research/patient-centered-research-strategy./
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Term 2: Creating PCRS 2.0

- Blossoming Hope
Conference

. Bloom-Rx Scientific
Meeting

- Bloom Syndrome
Community Research
Survey
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Bloom Syndrome Association’s Patient-Centered Research Strategy: "SECURE"

Purpose of this document:

This document has been developed by the Research Council of the Bloom Syndrome Association
(BSA) to serve as a strategic framework guiding all research-related activities initiated or supported by
the BSA. It outlines a patient-centered approach to understanding Bloom syndrome, addressing unmet
needs, and accelerating progress toward effective treatments and a cure.

The strategy, known as the SECURE Framework, reflects the collective input of individuals and
families affected by Bloom syndrome (BSyn), clinical experts, researchers, and rare disease advocates.
It is intended to:

.

Clarify the BSA’s research priorities, grounded in the lived experiences and needs of the Bloom
syndrome community.

Inform the selection, funding, and evaluation of research projects, collaborations, and
partnerships.

Promote transparency and accountability in research and clinical efforts.

Engage stakeholders across sectors, from academia to industry to policymakers and regulators.

To achieve our strategic objectives we have defined “Deliverables” for our first, two-year term of the
Research Council. As a living document, this Framework, and the underlying Deliverables, will evolve
over time in response to new discoveries, community feedback, and emerging opportunities.

Draft Version: April 4, 2025
Endorsed by BSA Research Council: April 15, 2025
Approved by BSA Board of Directors: June 5, 2025
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Bloom Syndrome Community
Research Survey Results




Who responded?

59 responses received

® An adult family member (non-parent/caregiver)

® A parent/caregiver of someone with Bloom syndrome
A person living with Bloom syndrome

® A bereaved family member

® A clinician/researcher/professional connected with the
Bloom syndrome community

® Friend of a bereaved family member

©® Researcher as well as grandparents of a Bloom
Syndrome patient.




Top research concerns

Priorities by number of community members selecting each
Cancer prevention

ey 4T

Adult outcomes and long-term survivorship
33

Earlier cancer detection

D 32

Safer cancer treatment

N 27

Biobanking
20

Gene, RNA or genetic medicines
20



Cancer Prevention

Group discussion:
- What does cancer prevention mean to you?

Never developing cancer?

Reducing the chance of developing cancer to a “normal level"?

Delaying the first cancer, particularly beyond childhood or young adulthood?
Reducing the number of cancers experienced over a lifetime?

Preventing second cancers or recurrence?

ldentifying and eliminating a precancerous risk?

Finding cancer early enough that it is readily treatable?

Avoiding death or severe treatment-related harm from cancer?

Other??
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Adult Outcomes and Long-Term Survivorship L/ &\

Group discussion:
- What does successful long-term survivorship look like to you?

-  What questions about adult outcomes or long-term survivorship are
you hoping research will answer?



Early Cancer Detection ( K2

Group discussion:
What barriers make early detection difficult today?

What kinds of research do you think would have the greatest impact
In this area?

Better screening methods?

Earlier identification of risk?

Less invasive testing?

More frequent monitoring?

Improved imaging or biomarkers?



Safer Cancer Treatment

Group discussion:

What does "safer’ mean to you?
Fewer side effects?
Less toxicity?
Better quality of life during treatment?
Reduced risk of secondary cancers?
More targeted therapies?

Better long-term health outcomes?
Other??



Biobanking (N

Group discussion:
When you selected biobanking, what types of samples were you
thinking about?
Blood
Tissue
Tumor samples
DNA/genetic material

What would make participation easier for individuals and families?
What concerns might prevent people from participating?



Gene, RNA or genetic medicines

Group discussion:
When you selected this topic, what were you envisioning?

A cure?

Reducing cancer risk?

Preventing complications?

Addressing other Bloom syndrome-related symptoms?
Improving quality of life?
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PCRS 2.0 - Next Steps
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PCRS 2.0 — Next steps LA

Incorporate feedback received over this weekend and from the survey
into PCRS 2.0 update

Develop action plans to identify Term 2 goals and deliverables

Review and approve PCRS 2.0 + action plans at November Research
Council meeting

Present approved PCRS 2.0 + action plans at December Board meeting
Share with the community in year-end update



