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ASPE blog spotlight: Want to know more
about synapses?

Recenly, the ASPE team wrote about what synapses are, what they do, and why that matters.

In Latin, the word “cell” means “small room”. A cell is the smallest unit of life. Some life forms, like the
bacteria Salmonella, are made up of 1 cell. Other life forms like humans have trillions of cells that work
together. We can think of a human as a large skyscraper made up of trillions of rooms and each room has
a location and function. A neuron is like a room located in the skyscraper in the communication department.
A neuron is a specialized cell that processes and sends information throughout the body...

Read more online at: https://aspe.med.upenn.edu/2021/08/16/aspe-blog-synapses/

Formation of a 2p16.3/NRXN1 Family
Support Organization
By Marissa Mitchel and Don Culp

We are parents of two children with 2p16.3/NRXN1 deletion. We are interested in exploring ways to help
connect families with researchers who are interested in studying the genetic disorder and ways to organize
support for families affected by 2p16.3/NRXN1 deletions.

Marissa’s son was diagnosed with a deletion in NRXN1 in 2021 at the age of 4. As a speech pathologist
specializing in pediatric neurodevelopmental disorders, she currently serves on the scientific advisory board
of another rare chromosome support group. She has seen firsthand the impact such an organization can have
on individuals with rare genetic disorders and their families.

Don began his own 501c3 nonprofit in January 2018 in memory of his daughter, Braelyn Aubrey, who was
diagnosed with the 2p16.3 deletion. The Braelyn Aubrey Foundation (thebraelynaubreyfoundation.org) raises
funds in order to advocate for children with disabilities and special needs, and support programs that aid in
assisting these children in their pursuit for self-sufficiency, independence, and the highest quality of life.

We are very excited to partner with other families participating in the ASPE study to develop resources for
family support. This could include organizing family support conferences, and ideally initiating a NRXN1
family 501c3 nonprofit. A family support conference needs family participation, and starting a 501c3 requires
an elected board and members who are willing to volunteer their time and talents. If you are interested in
helping in any way, or if you would just like to learn more, please email Marissa at marissa.weyer@gmail.com.

As of recent, Marissa has launched a NRXN1 Network webpage (https://www.nrxnlnetwork.org) where she
provides support and information for the community, as well as a Facebook support group. We look forward to
seeing the NRXN1 Network grow!
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