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Presenter
Presentation Notes
Rare and unique opportunity (by having this funding) to focus in-depth on the follow-up aspects of NBS (both STFU and LTFU).



Overview of Project

• MDH began screening for the following in 2017:

• Mucopolysaccharidosis type I (MPS I)

• Pompe disease

• X-linked adrenoleukodystrophy (X-ALD)

• Project Purpose: Better understanding the needs and experiences of families 
of children/youth to inform public health follow-up and related programming.
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Caregiver Empowerment Framework

• Knowledge and understanding

• Decision-making

• Instrumentality (Navigating systems)

• Future-orientation

4



Participant Characteristics

Total Caregivers Interviewed (n) 24
Child diagnosis Pompe disease 11

MPS I 7

X-ALD 6

Identification method Clinical presentation 15

Newborn screening 9

Child age Ranges 3 months – 20 years

Child race/ethnicity White/Caucasian 24

Location 14 states (all NCC Regional Genetics Networks)

Caregiver education Post-graduate 9

4-year college 7

2-year degree 3

Some college 2

High school or GED 2

Unknown 1
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Across all 7 Regional Genetics Networks



Knowledge & 
Understanding

“The first thing our provider 
said was, don’t google it. But 
obviously no one is not going 
to google that. Yes, that was 
horrifying.” 



Information Needs: Key Points

• Timely

• Consistent

• Action-oriented

• Realistic

• Hopeful

• Sensitive
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“We just wanted answers, 
answers on his diagnosis, from 
someone, doesn’t matter who. 
We were in limbo for about a 
month, not knowing what was 
going on or what the next 
steps were.”



Challenges & 
Supports

“You’re trying to make 
sure that your family 
isn’t just defined by this 
condition.”



Challenges: Key Themes

• Care coordination

• Family relationships

• Work impact

• Traveling for care & extended stays

• Financial hardships
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“Sometimes I feel like I’m 
on the phone more with 
doctors or therapists than 
I am playing with [my 
child].“
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“With case managers, they are so overworked themselves that stuff falls through the cracks, so I tend to do a lot of it anyways.” 



Challenges: Insurance

• Home services & transportation

• High deductibles and copays

• Appeals

• Understanding of coverage

• Specialty referrals 

• Out-of-state care

• Jargon
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Presenter
Presentation Notes
If needed: A majority of the families reported having private insurance as their primary insurance coverage with only a few families indicating they had insurance through the state as their primary insurance. One family noted having private insurance as their primary coverage, with secondary insurance through the state that covered payments not covered under private insurance. Responses regarding insurance coverage were mixed with no discernible difference based on type of primary insurance. Many families mentioned seeking other means of payment for medical expenses. Most commonly, families with private insurance discussed applying for secondary insurance coverage through their state’s Medicaid program. Several families also discussed fundraisers (i.e., organized by families or friends) and patient assistance organizations as means for covering costs. A few families of children with a Pompe diagnosis noted receiving copay assistance through pharmaceutical companies. A couple of families reported being in significant debt or filing for bankruptcy due to an inability to pay for medical bills. 



Support: Key Themes

• Connecting with other families

• Primary & specialty care 

providers

• Effective care coordination

• School & home-based services

• Mental health supports
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“It’s nice see when you see 
kids doing real well. And 
you don’t feel so alone 
when you’re going 
through something 
horrible, and you have 
other people who you can 
reach out to.”
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Presentation Notes
If needed: A majority of the families reported having private insurance as their primary insurance coverage with only a few families indicating they had insurance through the state as their primary insurance. One family noted having private insurance as their primary coverage, with secondary insurance through the state that covered payments not covered under private insurance. Responses regarding insurance coverage were mixed with no discernible difference based on type of primary insurance. Many families mentioned seeking other means of payment for medical expenses. Most commonly, families with private insurance discussed applying for secondary insurance coverage through their state’s Medicaid program. Several families also discussed fundraisers (i.e., organized by families or friends) and patient assistance organizations as means for covering costs. A few families of children with a Pompe diagnosis noted receiving copay assistance through pharmaceutical companies. A couple of families reported being in significant debt or filing for bankruptcy due to an inability to pay for medical bills. 



Advocacy & Hopes

“I think it’s important for 
me to not focus on the bad, 
to make a difference.” 
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Future orientation portion of caregiver empowerment



Advocacy: Key Themes

• Self-advocacy

• Consistency in care

• Raising funds

• Accommodations at school/child care

• Newborn Screening
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“She also plays a role in 
advocating for herself. She 
is very good at telling 
people about what she 
has. She is not shy about 
educating people.”

Presenter
Presentation Notes
I wanted to end on a high note, and we closed the conversations by asking interviewees what their hopes were. One of the most common hopes was that their child would have the best quality of life possible for as long as possible.



Hopes: Key Themes

• Research (Better treatment options)

• Late-onset, remain symptom-free

• Healthy childhood/adulthood
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“I want to do whatever we 
can do to be a data point.
We’re not going to be the 
miracle but… if there are 
100,000 data points, then 
maybe they can piece it 
together to figure it out.” 
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Presentation Notes
I wanted to end on a high note, and we closed the conversations by asking interviewees what their hopes were. One of the most common hopes was that their child would have the best quality of life possible for as long as possible.



Recommendations



Recommendations

• Develop, compile, & disseminate verified and up-to-date, condition-specific 
information

• Facilitate family-to-family support

• Support families & systems in care coordination 

• Convene and collaborate with stakeholders to address system gaps

• Further evaluation of the NBS system 
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Develop or compile verified and up-to-date, condition-specific information: Families expressed the need to have early and easy access to accurate, condition-specific information and to be connected to the right resources and supports as soon as possible. MDH should develop and share information about the condition (including clinical guidelines, when available) and resources to support PCPs and families when children screen positive for MPS I, Pompe disease, or X-ALD and after the diagnosis is confirmed. Information should include an overview of the condition and connections to commonly used or needed resources (e.g., financial assistance, early intervention, insurance options such as Medical Assistance, mental health services, and respite care). In addition, MDH should provide information on social and medical supports, such as social media groups, professional societies, and networks of hospitals and clinics that specialize in caring for children with the condition. • Support health care providers in providing information to families: Families discussed challenges with communication between them and PCPS, specialists, and genetic teams (i.e., lack of provider knowledge about the condition, insensitive and poor messaging, etc.). MDH should provide support to PCPs, specialists, and genetic teams in providing information and education to families once a child receives a positive NBS result. This could include support to improve parent-provider communication and to strengthen the role of providers in addressing the concerns of families who have received a positive NBS result or diagnosis. • Support families in care coordination: Families also discussed that there is often not much support for care coordination and management (e.g., medical appointments, insurance navigation) as well as other day-to-day needs as children age (e.g., education). Given these gaps, MDH should support capacity building efforts to strengthen systems to address care coordination needs of families. This could range from supporting families in navigating complicated systems in the short-term (e.g., families receive information that is comprehensive, up-to-date, and helpful), to long-term support to stakeholders to build their capacity to address care coordination needs. • Facilitate peer-to-peer and networking opportunities: Families discussed direct connections with other families as one of the most important forms of support they received. MDH should consider facilitating connections with peers for support, matched when possible, on families’ specific needs, phenotype, severity of symptoms, and similar experiences. • Convene and collaborate with stakeholders to address larger gaps: Families discussed gaps in systems such as insurance, and care coordination within specific hospitals or clinics as major challenges in the management of care needs of their child. MDH should explore internal and external partnerships and convene stakeholder groups who can address these larger system gaps. This can include working with legislative partners or Minnesota Department of Human Services to close gaps in insurance systems. • Further evaluation of the NBS system: Given that these conditions are relatively new to the NBS panel, MDH should consider further exploration of supports at a later stage of the program. This should include conversations with stakeholders such as PCPs, specialists, and families. MDH should improve community engagement efforts to reach traditionally under-represented families such as people of color and families that speak another language to gain an understanding of their needs and perspectives. It should also include an evaluation of the larger NBS system at MDH to assess the effectiveness of the program in addressing the needs of children identified with these conditions. 



Our Team

Amy Gaviglio
STFU Supervisor

Nicole Brown
LTFU Supervisor
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Kristi Bentler
LTFU Public Health 

Nurse

Elise Holmes
Project Manager

Mariyam Naadha
Consultant

Tony Steyermark
Previous LTFU Supervisor

Ashley Johnson
Consultant



Thank you!
elise.holmes@state.mn.us
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