
Public Health Follow-up for X-ALD, MPS I, and Pompe Disease: 
Results from Stakeholder Engagement

Elise Holmes, MPP | Policy & Planning Analyst



Disclosures

2

This work is supported by APHL through HRSA/HHS under grant number #G9MC30369 
New Disorders Implementation Project for $4,000,000.This information or content and 
conclusions are those of the author and should not be construed as the official position 
or policy of, nor should any endorsements be inferred by HRSA, HHS or the U.S. 
Government.

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).



Why do we need public 
health follow-up for NBS?





Access to 
affordable
treatment

Sufficient 
insurance 
coverage

Financial & 
employment stability

Comorbidity and acute 
illness management

Available specialty 
care in area

(e.g. Peds genetics)

Parental 
support

Education materials & 
resources on rare condition

Able to navigate 
health systems

Stable housing, 
food, transportation

Accommodations at 
school/child care

Adherence to 
monitoring/treatment 

guidelines

Adult provider 
familiar with 
condition for 

transition

Inclusion in 
community



New NBS Condition Follow-up

• MN started screening for 3 new conditions in 2017
• X-linked Adrenoleukodystrophy (X-ALD), Mucopolysaccharidosis Type I 

(MPS I), & Pompe disease

• Unique challenges
• Potential for later-onset features

• Limited ability to predict phenotype/severity of disease

• New pediatric specialists to engage 

• X-linked inheritance
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Stakeholder Engagement Strategy
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1:1 Key Informant Interviews

• Data capture and analysis

• Communication barriers 

• e.g., providers, public health, families

• Care coordination

• Educational materials & resources

8

Presenter
Presentation Notes
There are possible health disparities regarding access to diagnosis, treatment and monitoring. It is important to capture that information and find solutions.Medical professionals, PH, and private agencies lack communication and coordination regarding what data on NBS-identified children and youth they are collecting, why, and with whom it should be shared.Most HCPs desire increased communication from the NBS program.It is often unclear, to parents and other providers, which HCPs or other staff are responsible for providing care coordination.There is not comprehensive data on the out-of-pocket direct and indirect costs for families and how that affects their quality of life.Cost, time off work, child care, and transportation are seen as most likely barriers to families making regular specialty and well-child medical appointments.There is a need for condition-specific, neutral/un-branded educational materials in multiple languages and at an appropriate reading level.



PCP Survey: Results Summary
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• Need Support:
• Providing condition-specific education 

to families

• Confident: 
• Providing routine care and care 

coordination

• Most important information:
• Signs/symptoms requiring ED visit or 

subspecialty consult

• Clinical guidelines

• Additional screening/labs/imaging 
needed
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would add their most common response r/t role of PH – directing them to the “best sources of information”



Family Interviews: Diagnosis & Information Seeking

• Diagnosis & Information 
Seeking

• Ongoing Supports

• Challenges

• Advocacy & Hopes

Learn more at 1:30pm 
today!
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Participation from families across all 7 regional genetics networks



Protocol Evaluation Workgroup

• Evidence-based hope

• Information, education, and 
training

• Coordination & planning of care

• Guidance through (and simplification 
of) systems 

• Supports for all family members’ 
needs

• Meaningful connections

• New knowledge discovery
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Interdisciplinary groupFamiliesClinicians (PCPs and specialty)Health information & family supportEtc.Facilitated by Management, Analysis, & Development (MAD)Accompanied by MDH staff for ?’sEvaluate draft protocols



Full Report Available
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https://www.health.state.mn.us/people/
childrenyouth/ncfu/nbscomm.html

Contact Elise Holmes, 
elise.holmes@state.mn.us
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“Evidence-based hope”



Further Work Needed

1. QI Project on PCP notification & dissemination of information to parents 

2. Develop general anticipatory guidelines, “road map” for conditions

3. Develop resources for children/youth with X-ALD, MPS I, and Pompe 
disease and their siblings

4. Purposefully engage NBS families from underrepresented groups

5. Strategy to engage & increase medical workforce for X-ALD, MPS I, and 
Pompe

6. Assess timeliness & coverage of confirmatory testing 

7. Explore options for condition-specific family-to-family support

8. Connect work from this project to other NBS conditions
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Ongoing Work in Minnesota

• Exploring methods and 
outcomes for data capture

• Expand stakeholder engagement 
to other conditions

• Developing roadmaps
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Our Team

Amy Gaviglio
STFU Supervisor

Nicole Brown
LTFU Supervisor

15

Kristi Bentler
LTFU Public Health 

Nurse

Elise Holmes
Project Manager

Mariyam Naadha
Consultant

Barb Deming
Consultant

Tony Steyermark
Previous LTFU Supervisor



Thank you!
Elise Holmes

elise.holmes@state.mn.us

4/10/2019 16


	Public Health Follow-up for X-ALD, MPS I, and Pompe Disease: �Results from Stakeholder Engagement
	Disclosures
	Why do we need public health follow-up for NBS?
	Slide Number 4
	Slide Number 5
	New NBS Condition Follow-up
	Stakeholder Engagement Strategy
	1:1 Key Informant Interviews
	PCP Survey: Results Summary
	Family Interviews: Diagnosis & Information Seeking
	Protocol Evaluation Workgroup
	Full Report Available
	Further Work Needed
	Ongoing Work in Minnesota
	Our Team
	Thank you!

