KRABBE DISEASE IN PENNSYLVANIA

LEUKODYSTROPHY & NEWBORN
SCREENING AWARENESS MONTH
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Nikki Mohr,
Zander's Mother

Nikki Mohr celebrated the birth of her son, Zander, in 2014. She had no reason
to believe that anything was wrong with her healthy, happy baby, so when he
began to show troubling symptoms she was immediately concerned. He began
having what they thought were febrile seizures, which led to an admission to the
hospital; during that stay, he also lost his ability to drink from a bottle. It took
more than a month for Nikki to obtain an accurate diagnosis for Zander. After a
long hospital stay and many tests, Nikki was told by their family doctor that
eleven-month-old Zander had Krabbe disease. Another doctor they had seen
prior to the official diagnosis had mentioned the possibility of Krabbe disease, so
Nikki was already aware of the condition and had done some research. She was
put in touch with Dr. Maria Escolar immediately and that visit confirmed Nikki's
worst fear - he wasn't eligible for a transplant and wouldn't live a long life.

Nikki was devastated by this diagnosis but chose to give Zander the best
possible life and cherished every moment. He loved his puppy, Nala, and loved
when his siblings would talk to him and play with him. Zander passed away in
2016 at the age of two.

As of 2021, Pennsylvania now screens for Krabbe disease, but it was too late to
impact Zander's journey. When asked what impact Newborn Screening would
have had on her family, Nikki said: “Newborn Screening would have provided an
opportunity for treatment at birth and Zander would still be here now, living his
version of a normal life.”
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WHY SCREEN FOR KRABBE?

WHAT IS KRABBE DISEASE?



https://krabbeconnect.org/glossary/globoid-cell-leukodystrophy/
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RESOURCES

e The Leukodystrophy Newborn Screening Action Network is dedicated to advancing newborn screening for
leukodystrophies and lysosomal storage disorders, supporting newly-diagnosed families, and ensuring
collaboration between all stakeholders. Learn more at https://Idnbs.org/.

e CDC offers funding and assistance through the Newborn Screening Quality Assurance Program (NSQAP). More
information can be found at https://www.cdc.gov/labstandards/nsqap.html.

e Baby's First Test provides funding opportunities through grants. Learn more at
https://www.babysfirsttest.org/newborn-screening/funding-opportunities.

e American Public Health Laboratories NewSTEPS program provides data, technical assistance, and training. Details
at https://www.newsteps.org/.

» KrabbeConnect offers patient support services to help families navigate the burden of Krabbe disease. Learn more
at https://krabbeconnect.org/.

e Hunter's Hope Foundation is a non-profit organization committed to giving hope through education, awareness,
research, and family care for all leukodystrophies. Learn more at https://www.huntershope.org/ .
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https://www.babysfirsttest.org/newborn-screening/states/pennsylvania#:~:text=In%20Pennsylvania%2C%20there%20is%20a,24%20dried%20blood%20spot%20conditions.

