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How you can participate in
research to help answer
critical questions about
ASXL-related disorders

There are many unanswered questions about life with Bohring-Opitz
Syndrome (ASXL1), Shashi-Pena Syndrome (ASXL2), and Bainbridge-
Ropers Syndrome (ASXL3). We are still working to find treatments that can
improve the quality of life for affected individuals and their families. Participation

in research studies is vital to providing crucial answers and driving innovation in treatment.
Researchers can't do it alone—they need your help in understanding these rare diseases.

Participating in research can look like:

* Enrolling your child in a registry or natural history study,
which are standardized collections of data to document your
child’'s symptoms and development. Participation typically
includes taking surveys or assessments annually or at
another regular frequency. Registries and natural history
studies can help us better understand the features of the
disorder and help us answer the question, “What does this
disorder look like over time?” Strong natural history studies
are also crucial components of clinical trials in rare disorders.

Contributing a biological sample, such as a blood sample, to
a biorepository. Biological samples are critical tools for
researchers to better understand ASXL biology as
we look for possible treatments. They can be used
to develop cellular models in which research-
ers can test treatments or biomarkers that can
measure the effectiveness of a treatment. You
can give a sample at the ASXL Family Conference
or arrange a sample to be collected during a rou-
tine blood draw or hospital procedure.

* Taking surveys or participating in interviews
that seek to answer specific questions about family
experiences and patient symptoms.
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How do | find a research
study to enroll in?

The ARRE Foundation maintains a list of research
studies that families with ASXL-related disorders
may be eligible to participate in. These are
studies that we believe are the top priority for
advancing ASXL research. This list can be found
at arrefoundation.org/research.

What do | need to
enroll in a research
study? J
To enroll in a research study,
you typically need your child’s
full genetic report that includes
their genetic variant and diag-
nosis to show that they are eligi-
ble to participate. You also typically
need to complete a consent process,
which may include being given information about
the study (over the phone or in a document to
read) and then signing a consent form.

Some studies will also collect your child’s Clin-

ical Research ID (CRID), which helps studies
share data while preserving your anonymity
as a research participant. You create and own
your CRID. Create your child's CRID online at
thecrid.org (approximately 3 minutes to create).

What happens after

| participate?

Most studies publish their findings in a medical
or scientific journal, which makes them acces-

sible to other doctors and scientists around
the world. This can take a long time, but

publications are critically important to

sharing new findings and advancing

science. Publications can be used
to advocate for medical care or
insurance reimbursement, to
build a case for an approach to
treatment, and to help scientists

justify requests for additional re-

search funding.

The ARRE Foundation also hosts opportunities for
researchers to share their work with families in
webinars or at the ASXL Family Conference.

Participation in research studies is voluntary, and most studies
may allow participants to stop or revoke consent at any time.

Tind a research s

tudy to join at

arrefoundation.org/research

Need help getting started?
We're here to help! Email info@arrefoundation.org and our team will help you
find a study and start the enrollment process.

This resource was developed with financial support from the American Legion Child Welfare Foundation.
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