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PURPOSE

This study aims to capture burden-of-disease experiences of
persons with spinocerebellar ataxia (PWSCA) and their caregivers;
and to identify disease aspects that are paramount to them.

Participant Disposition PWSCA2 and PWSCAG had mean SF-36 scores <50 on every scale
(general health, physical functioning, physical and emotional role limitations,

vitality, social functioning, and mental health) except bodily pain (52.2 and
52.0, respectively).

Demographics

Understanding the Spectrum of

SCA1, SCA2, SCA3, and SCAG:
Self-Reported Functional Status

Of the 347 individuals who accessed the online site and provided preliminary

information, including consent, 161 were excluded due to failure to complete the SF-36
assessment or the modified Klockgether questionnaire, lack of proof of disease, or

proof of disease that was deemed insufficient for study enroliment.

186 individuals participated; this included caregivers for 2 PWSCA who died and a

caregiver who was a parent of an individual with SCA, resulting in a total of 183
PWSCA and 3 caregivers.

Due to the self-reported nature of the SF-36 assessment, only the 183 PWSCA were
iInvited to complete this measurement; caregivers were excluded.

Participants with SCA3 (n=61) or SCAG6 (n =62) were represented more than
participants with SCA1 (n=26) or SCA2 (n=37).
Females were a combined 59% of participants across all SCA types.

Ages of the PWSCA ranged from 26.6 to 85.9 years, with the oldest population
represented by PWSCAG, among whom the mean age was 64.5 years. PWSCA2

represented the youngest population, with a mean age of 47.7 years.
The majority of participants were from North or South America, with 65.6% of
participants across all SCA types being from the US.

There were statistically significant differences in SF-36 scores across SCA
types for the physical component summary, physical role limitations, and
bodily pain, with the lowest scores among PWSCA3 in each of these 3 areas.

Furthermore, mean SF-36 scores in PWSCA3 were <50 on every scale and
highest in the mental component summary (47.9); thus, PWSCAS3 consistently

scored well below general population norms.

Leveraging the SF-36 First Stage Positive Depression Screen, as derived
from the mental component items, 35% of PWSCAS3 were identified as at risk

for depression, which is nearly twice the prevalence among the general
population (18%).7%13 Also, 24% of PWSCA1, 22% of PWSCA2, and 17% of

PWSCAG in this cohort were found to be at risk for depression.

BACKGROUND

Spinocerebellar ataxias (SCAs) are a dominantly inherited group of
ultra-rare, progressively debilitating, neurodegenerative disorders with
no available treatments to slow or halt disease progression.’-
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PWSCA experience gait disturbances, lack of motor coordination, loss

of balance and associated falls, challenges with speech and

swallowing, and cognitive impairment, all of which worsen over time. -

4,6-9 Total number of people who visited the reservation site, gave consent, and provided 347
some information

Table 1. Participant Disposition Family History

Of the 186 study participants, 175 (94.1%) reported a family member with either
confirmed or suspected SCA.

Participants reported a total of 371 family members who were diagnosed with
SCA and an additional 219 family members in whom SCA was suspected (Table
2). PWSCABS reported the greatest number of family members affected, with 128

confirmed and 64 suspected of having SCA. PWSCAG, PWSCAZ2, and PWSCA1
reported a total of 177, 131, and 90 family members with confirmed or
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Furthermore, SCA can significantly impact mental and social well-

being and overall quality of life. People excluded because they did not complete the SF-36 or modified Klockgether, did

not provide proof of disease, or lacked proof of disease sufficient for enrollment (eg, 161

There are more than 40 distinct SCA genotypes, with genotypes 1, 2, P _
missing patient name or SCA type)

3, and 6 being the most common worldwide.21

Table 3. SF-36

Lived experiences of PWSCA offer essential insights regarding care Completed quantitative assessments* 186 suspected SCA respectively.
C O N C L U S | 0 N S and treatment. More data regarding the lived experiences of PWSCA Caregivers 3 . N
are needed, not only to understand the impact of disease progression Patients 183 Among the study group as a whole (N = 186), participants reported more

relatives of the previous generation (mother, father, aunt, uncle) or same
generation (sister, brother, cousin) having either confirmed or suspected SCA
compared to relatives of other generations (Figure 2). For the older generations, SF-36 Physical
lack of diagnosis may have been confounded by lack of medical knowledge and Summary
technology, such as genetic testing, at the time.

over time but also to identify potential therapies and optimal modalities
for care provision."

* The SF-36 questionnaire was only completed by patients.

Data from the quantitative self-reported component of this
global, cross-sectional, mixed-methods study involving
PWSCA (including SCA1, SCA2, SCA3, and SCAG)
demonstrate that most participants are aware of family

members who either are suspected to have SCA or have a
confirmed SCA diagnosis.

This global study captures experiences of PWSCA who have 46.6 42.0 37.9 41.5 .002

genotypes SCA1, SCA2, SCA3, and SCAG, with a focus on functional
status and quality of life (QOL) as determined by quantitative

responses gathered via online questionnaires.

How Participants Became Aware of Study

SF-36 Mental
Summary

The majority of participants (n =92; 49.5%) became aware of the study through the
CoRDS registry or a patient association (n = 56; 30.1%), with other participants
becoming aware through social media, a family member or friend, their health care Physical

provider, or through the Engage Health EnCompass”® Database, which characterizes et Gran t S B Functioning
health care providers and patients in the rare disease space. reat-israndparen Relationship Not Specified

@

47.3 49.8 47.9 49.9 .65

Figure 2. Family History of SCA; Relationship to Participant
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PWSCA reported difficulty walking and reported greater
Individuals with symptomatic SCA1, SCA2, SCA3, or SCAB, and proof Bodily Pain 54.8 52.2 46.2 52.0 <.001

physical and mental morbidity than is reported in the general
of disease were eligible to participate in the study.

population. | | 7,3.8%
Proof of SCA was confirmed by laboratory testing (68.8%), 9, 4.8%

medical record (14.0%), or physician communication (17.2%). S, 2.1
17, 9.1%
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Figure 1. How Participants Became Aware of Study

Total Familv Members General Health 44 .7 43.8 42.6 46.0 32

PWSCAS3 consistently scored markedly below population
norms and had the lowest SF-36 scores among the 4 SCA

subtypes included in this study.

Surveys were conducted in English, French, German, or Portuguese
with patients or caregivers. Caregivers and spouses were invited to
participate if PWSCA either had passed away within the 2 years prior
to study initiation or were currently living but had difficulty speaking.
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Bl Suspected SCA diagnosis

Inherited, neurodegenerative disorders — impact all aspects

of patients’ quality of life.

National Ataxia Foundation, Ataxia UK, and Engage Health (using t
Engage Health EnCompass® database) were responsible for globa

ne

recruitment, with a focus on participants from Australia, Brazil, Canada,
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B Confirmed SCA diagnosis

Mother, Father, Aunt or Uncle Sister, Brother, Cousin

Mental Health 46.8 48.8 47.3 49.3 .69

*Excludes caregivers representing 1 PWSCA, 1 PWSCAZ2, and 1 PWSCAS3

France, Germany, the UK, and the US.
The participants’ self-assessment of functioning using the modified
Klockgether scale was correlated with physical health measured by the SF-
36 (y = —9.2661x + 53.664; R? = .3881).

For this study phase, which focuses on quantitative responses
gathered via online questionnaires, the targeted total sample size
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