State Fact Sheet

KRABBE DISEASE IN SOUTH DAKOTA

LEUKODYSTROPHY & NEWBORN
SCREENING AWARENESS MONTH

NBS IN SOUTH DAKOTA

"We are grateful our son
was not born in South
Dakota. We are now
equipped with the
knowledge to help
ensure Emmett has
the best chance at life "

Todd and Heather Kupiers WHY SCREEN FOR KRABBE?

Emmett's parents

Todd and Heather Kuipers adopted their son, Emmett, in early 2021. Because
Emmett was born in Missouri - a state that includes Krabbe Disease on their
Newborn Screening panel - Todd and Heather received a life-changing phone
call from the adoption agency a few days later and were informed that
additional testing needed to be done. They met with genetic counselors while
the tests were being run and discovered that Emmett has other diagnoses as
well, but shared that Emmett has juvenile or adult-onset Krabbe Disease.

) ) ) , WHAT IS KRABBE DISEASE?
After doing research on their own, the Kuipers were connected with Dr. Escolar
and the Children’s Hospital of Pittsburgh when Emmett was nine months old.
While there, they did an MRI and other tests to gain more insight into Emmett's
status related to Krabbe Disease. They were grateful to learn that there did not
appear to be progression at the time.

Going forward, Emmett will continue to be monitored throughout childhood. If
he becomes symptomatic at any point, Todd and Heather will begin the process
of treatment to ensure that Emmett has the best chance at a full life.

Emmett is a happy child and loves jumping in his jumperoo and reading books
with his parents. Because of his other diagnoses, his complex care team believes
that he experiences cognitive delays. Todd and Heather are hopeful that this
journey will settle down as he continues to grow and thrive and are grateful for
the knowledge they have thanks to Newborn Screening.
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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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