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A

Finances
Unmet Need

At diagnosis, parents are often told,

“Go home and love your child. There’s nothing we can do.”
But parents need much more than that.

Daily Life
is Full of
Highs and Lows

AT DIAGNOSIS:

» Healthcare workers that explain how to best support the child

» Daily life with MPS Il (Sanfilippo) is despite a terminal diagnosis

unpredictable and can feel like a rollercoaster » Urgent need for reliable, simple, multilingual information on what

» Children can be vivacious and joyful, but these to expect, available resources, and rights

times are punctuated by periods of distress

» Connections to support groups

» Outbursts of anger and frustration » Child-friendly information

» Prolonged crying and screaming fits without a known
cause can last days to weeks, making it
difficult to leave the home

THROUGHOUT JOURNEY:

» Livable wages for caregivers

» Child can’t communicate what’s wrong » In-home support is vital

» The goal is often to avoid distress and
keep the child content and comfortable

» A sense of urgency to help their children

» Access to treatment across the child’s lifespan

» It’s like constantly having a newborn » Education for pediatricians

» Constant supervision and support
for basic activities of daily living
is required

» Mental health providers who are trained on rare diseases
» Support with IEPs and training school staff

Community

Transitions
Support

» Symptoms can change quickly and unexpectedly
» Families, especially grandparents,

» Less support as children age out of the school system
were key supports

- : » Adult day care has long wait lists
» But grandparents age and families move away over time

» Legal provisions needed to manage money and

» Specific community support groups were rare care decisions for adult child

- Izl like e @ele @i et » End of life planning needed for primary caregiver as well as child

» Lack of time and energy limited involvement

FAMILY

» In response, several caregivers started
their own patient advocacy groups
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INTRODUCTION

e MPS Il (Sanfilippo syndrome) is a group of rare disorders caused by pathogenic variants
in genes that encode enzymes needed to break down heparan sulfate

e MPS Il is characterized by early neurodevelopmental decline, multi-system disease,
and early death

e There is no cure for MPS lll and treatment focuses on managing symptoms and
quality of life

 Here we describe MPS Il from the caregiver perspective

METHODS

e Seven caregivers were recruited world-wide for individual, one-hour interviews in
which participants were asked a series of open-ended questions

e Results were summarized manually and authors provided additional insights
and discussion

 No compensation was provided
* The text of all the interviews was analyzed to generate the word cloud

DEMOGRAPHICS

e Families were from Australia, Portugal, the UK, Italy, and the US (N Carolina,
S Carolina, and Minnesota)

e Participants’ children were between 4 and 20 years of age

e Dual-parent families, single-parent families, and blended families were included; some
participants had a single child and others had multiple children

» Common sense of isolation
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FAMILY
PLANNING

» Some families made end-of-life plans early;
others consciously focused on the present

» Having limited time with their child
crystallized how precious life was
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CONCLUSIONS

* MPS Il (Sanfilippo) impacts all aspects of family life

* Parents are told to take their children home and love them, but far more support is
needed from diagnosis and throughout the child’s life

* Though caregivers came from different regions with different health care systems, the
challenges they face and what they need for support is remarkably similar
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