Living with Glanzmann Thrombasthenia: Findings from
Patient-focused Research

In this webinar, lived experience expert Peter Zdziarski and researchers Kate Khair,
PhD and Simon Fletcher, PhD, RGN, discussed what it is like to live with Glanzmann
thrombasthenia (GT), how important it is to listen to lived experience experts to learn
more, and where GT research is heading.

Why this matters

Glanzmann thrombasthenia (GT) is an ultra-rare inheritable bleeding disorder. It affects
approximately 1 in a million people. Many people, even in the bleeding disorders
community, do not know anyone with GT and don’t know very much about it.
Connecting people with GT to one another is very important for creating community,
providing support, finding education and resources, breaking isolation, and living well
with GT. Researchers need to learn about the realities of living with GT so they can find
the best ways to treat it. Healthcare providers need to understand what life is like for
people with GT so they can make the best decisions together about how to manage it.
Surveys and interviews with Lived Experience Experts are a good way to learn directly
from them. Publishing the results helps to share what we learn with researchers,
clinicians, funders, policy makers, and other Lived Experience Experts all over the
world.

Glanzmann Thrombasthenia (GT)

Platelets are tiny, irregularly shaped blood cell pieces (called fragments). They play an
important role in blood clotting to stop bleeding. People with GT have platelets that lack
a protein (glycoprotein lIb/llla) that helps them stick together to form the blood clot.
Laboratory tests are needed to diagnose GT. The symptoms of GT include bruising,
petechiae (small, pinprick-like bruises that result from bleeding into the skin),
nosebleeds, and heavy menstrual bleeding. We continue to learn from people with GT
about other symptoms.

GT360

GT360 was a study of the real-life experience of Glanzmann thrombasthenia (GT). The
study was run out of the UK and most participants live there, but some were from other
countries including the US. Kate Khair, the CEO and director of research at Haemnet
LTD was one of the lead researchers on the study. She explained how the study was
done, the main results, and what they intend to study next.



GT360 was a mixed-methods study, which means they looked at data made up of
numbers and people's own words to build a holistic picture of life with GT. Just over 100
people with GT (or parents of children with GT) provided information in an online survey,
in-depth interviews, and a diary tracking bleeding events over time. Their answers gave
important insights into the daily reality of living with GT and its impact on quality of life
and mental health.

On average participants experienced 3.5 bleeds per week, with bruising, nosebleeds
and gum/mouth bleeds being the most commonly reported symptoms. Other bleeding
symptoms were also reported. Nearly 70% of participants had been to the hospital in
the past 6 months for a bleed. Overall, study participants were moderately satisfied with
the treatment of their GT, but they expressed a clear desire for less frequent bleeding
problems and better access to specialist support.

GT sometimes interfered with participants going to school or work, participating in
sports, socializing, and traveling. Negative impacts on emotional, mental, and social
well-being were experienced by a meaningful share of participants. Kate and her
colleagues concluded that routine psychological screening and support could improve
the quality of life for people affected by GT.

There is currently no cure for GT and treatment options lag behind those for some other
inheritable bleeding disorders. Several therapeutic approaches are in development or
early clinical trial use. These may offer people with GT a significantly improved quality of
life in the coming years.

Voices of GT

Simon Fletcher, PhD, RGN, a postdoctoral researcher at Oxford University, also worked
on the GT360 study. He talked about the findings of the 19 in-depth one-on-one
interviews that complemented the survey data. They spoke to 5 parents of a child with
GT, and 3 men and 11 women living with GT. They transcribed the interviews and then
analyzed the words people used to pull out seven themes of what was important to
them. Dr. Fletcher explained these themes with detailed examples drawn from the
interviews:

e Joint bleeds — these are believed to be rare in GT, but 50% of the interviewees
described experiencing them, so maybe they are not so rare

e |dentity — most interviewees described GT as one part of themselves, they had
different experiences of how much it defined them

e Diagnosis — GT is usually diagnosed within the first 2 years of life, for some
interviewees it took much longer which impacted their access to treatment



e Disclosure and stigma — people with GT often have bruises, the interviewees
talked about how those bruises are sometimes mistaken for signs of abuse and
the negative impact that can have on their lives

¢ Menstruation — every woman interviewed described heavy periods and some
talked about traumatic and even life-threatening experiences with their first
period

e Fatigue — this is one of the most difficult day-to-day problems interviewees talked
about, with many regularly taking iron for anemia and fatigue

e Pregnancy — pregnancy and family planning were complicated considerations for
all the women interviewed, many had received pessimistic information about their
options

In-depth semi-structured conversations with Lived Experience Experts help researchers
to learn more than just having them fill out a survey. This is an important way to identify
needs and opportunities to improve support and management of the disorder.

Strength in Community

Peter Zdziarski is the president of the Glanzmann’s Research Foundation Inc. His
participation in this webinar does not constitute a recommendation or endorsement of
any product or company. Peter was diagnosed with GT when he was 8 months old, so
he has 34 years of experience living with it. He is passionate about helping people with
GT live healthier, more informed lives. Peter stressed that a GT diagnosis does not
define an individual’'s future. Many people with GT live full, happy lives. Connecting with
the community, finding the right hematologist, and staying positive can make a huge
difference. He administers an online support group with almost 1,000 members from all
over the world. In the live discussion following the three presentations (included in the
recording) attendees highlighted the importance of this group to connect, break
isolation, and exchange information with other people living with GT.

The Glanzmann’s Research Foundation also supports research to improve the lives of
people with GT and to find a cure. Gene therapy is the Foundation's long-term goal and
ultimate focus. Peter highlighted the importance of doing research in a way that
minimizes the burden on participants, especially for rare disorders. He also stressed the
need for clear, plain language communication with participants from beginning to end —
and beyond! Too often study participants do not hear anything more about a study once
their participation is complete. This can discourage them from participating in future
research and fails to share the benefits of research with the very people who made it
possible. Peter applauded the use of in-depth interviews, like the ones Dr. Fletcher
described. Webinar attendees also highlighted the importance of involving Lived
Experience Experts in designing research studies.



Peter concluded with a message that resonated throughout the live Q&A:

Many people live a full and happy life with GT

The experiences and support shared in community are key

The future, supported by research that centers Lived Experience Experts, looks
positive

To learn more

Watch the full recording of this webinar to hear all the details presented by our
experts
Read the peer-reviewed research paper Dr. Khair spoke about:
o Bleeding and quality of life in people with Glanzmann thrombasthenia—
insights from the Glanzmann’s 360 study
Read the peer-reviewed research paper Dr. Fletcher spoke about:
o Life with Glanzmann thrombasthenia — Qualitative results from the GT 360
study
Connect with other people with Glanzmann thrombasthenia through

o Glanzmann Thrombasthenia Support Group (almost 1 thousand people

with GT): facebook.com/groups/GlanzmannsThrombasthenia/

o Glanzmann's Research Foundation Inc (USA): curegt.org

o Peter Zdziarski on LinkedIn: linkedin.com/in/pezdziarski
NBDF invites people with Glanzmann thrombasthenia to share their expertise of
their lived experiences to inform future advocacy efforts around support and
access for the GT population, through their registry, Community Voices in
Research:

o https://www.bleeding.org/research/community-voices-in-research
Information previously gathered by NBDF in a Glanzmann thrombasthenia in-
person advisory panel was published as an abstract of the 2024 WFH Congress:
FP-003 (1690033) Glanzmann thrombasthenia beyond bleeding: Insights from
ived Experience Experts. You can find it in the book of abstracts freely available
here:

o https://onlinelibrary.wiley.com/doi/full/10.1111/hae.14973



https://www.sciencedirect.com/science/article/pii/S2475037924002814
https://www.sciencedirect.com/science/article/pii/S2475037924002814
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