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Background

Myotonic Dystrophy Type 1 (DM1)

DM1 is a complex, rare, progressive neuromuscular disorder driven by mis-splicing of key genes (i.e., a
spliceopathy) resulting in multisystem clinical manifestations including skeletal, smooth, and cardiac muscle
as well as the central nervous system (CNS) (1,2).

Individuals with DM1 experience significant morbidity and early mortality, primarily attributed to respiratory
or cardiac complications, along with elevated risk of certain cancers (3).

Consensus care guidelines developed by the Myotonic Dystrophy Foundation and expert physicians
recommend regular multidisciplinary involvement in care (4).

As no disease-modifying therapies are available, DM1 treatment currently consists of symptom
management, requiring coordination of multiple medical specialists (5).

Interest in treatments that influence muscle and CNS symptoms exists and the pace of their development
increase the chance of additional options in the future (5).

To optimize access to new therapies, the DM1 community urgently needs to understand healthcare systems
to navigate specialists, medications, and assistive devices for progressive DM1 symptoms.

Health Insurance Literacy (HIL)

Difficulty obtaining a diagnosis, few healthcare providers familiar with rare diseases, the lack of treatment
options, and limited information on natural history often result in the patient or family becoming the disease
expert and care coordinator (6).

Although rare diseases are often multisystemic, care is rarely received in a comprehensive manner, and
affected individuals often encounter healthcare silos. Due to a lack of understanding, providers may block
access to needed care or services (7,8).

An association has been shown between low HIL and avoidance of healthcare services due to costs (9,10),
which can lead to irreversible progression of rare diseases.

It is important that individuals with DM1 have sufficient HIL to navigate the healthcare system, choose
coverage, understand their benefits, utilize resources covered, and access needed care.

Research Objectives

To understand the health insurance profile, HIL, and burdens of access experienced by US individuals
diagnosed with DM1, comparing HIL to a historical assessment of HIL in the general US population.
To provide a real-world view of the experience of those in the US living with DM1 regarding burdens
accessing care/services, treatments/medications, and devices/equipment for DM1.

The study recruited 100 individuals with DM1 or their caregivers through the Myotonic Dystrophy Foundation
(MDF), the National Registry of Myotonic Dystrophy and Facioscapulohumeral Muscular Dystrophy Patients
and Family Members (University of Rochester Medical Center), and Engage Health’s EnCompass® database.
Participants completed a survey that included demographic information and details used to develop their
health insurance profile. HIL was assessed through completion of a quiz previously used by the Kaiser Family
Foundation (KFF) to assess HIL in the general US population as the baseline (Figure 1) (11) in order to analyze
by insurance management status.

Participants completed interviews to identify and prioritize access burdens, allocating 100 points across their
top three burdens to indicate relative impact. Qualitative data were analyzed in MAXQDA 2020 (VERBI
Software, 2019) to uncover both evidence and context for access burdens.

This mixed-methods, non-interventional study was approved by WCG IRB and conducted in the United States
between February and mid-April 2025.

Figure 1. Questions Summary from Norten et al (11). Americans’ Familiarity with Health
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Figure 2: Research Participants, n=100 Figure 3: Insurance Plans, n=100 Figure 6: Relative Burden of Access in DM1 Across All Participants, n=100 * This research highlighted the health insurance profile and HIL in a real-world population of individuals
diagnosed with DM1 whose symptoms began at age 11 years or later.
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55% of diagnosed individuals were male. insurance consultant, 23% of insurance type Insufficient coverage; general coverage 5.3 medications 1.31 consideration for cognitive impacts of DM1 in order for maximal benefit to be obtained by participants.
There were 36 states represented (64%) . responses were corrected. Not covered; devices and equipment 2.9  [Fear; general coverage 1.15 * Key knowledge gaps include how to calculate out-of-pocket costs, how to manage appeals, and the role of drug
Participants with government only coverage (n=41) Not covered: treatments and formularies, which will be important as new therapies become available in DM1.
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With new medications on the approval horizon, education on patient assistance programs, commonly prescribed
medications, and prior authorization will be increasingly important.
Expanding awareness and use of Medicaid waivers and financial assistance programs may reduce burden amid

* In this study, the key issue for most participants was the difficulty navigating the healthcare system

Figure 4: Health Insurance Covered Services, n=99 to obtain care and services (“process to get”, “insufficient coverage”, and “not covered”), with .
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Study Limitations

* Potential limitations of the study may include a recruitment bias in that many were drawn from a population connected to a prominent advocacy organization and may represent individuals who are more informed about their disease.
* The relatively small sample of caregivers managing insurance may also limit select findings.

Most (46.5%) study participants did not require a referral to see a specialist.

Among the 66 participants who reported their highest individual co-pay for a supportive medication, the
mean was $92.53 (range $0-51,500); 93% reported not participating in any co-pay support, reduced co-pay,
or free drug program.
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Figure 5: HIL of DM1 Cohort (n=100) vs. General Population (n=1,292)
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