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Caregiver Voices are Integral to Patient-Focused Drug Development in AS

o FAST and ASF collaborated on a caregiver-reported patient experience survey in 2024 to assess the most 
impactful Angelman syndrome (AS) symptoms, understand treatment priorities, and explore willingness 
to enroll the person with AS in a clinical trial. 

o The “Hope in Action” Survey represents a large and meaningful caregiver sample for a rare disease 
population.

o Caregivers provided information about patients’ experiences with AS because people with AS cannot reliably 
and validly self-report. 

o The survey data enhance community understanding of what matters to caregivers, providing specific 
examples of meaningful changes to individuals and their caregivers.
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ASF and FAST Hope in Action Survey: Methods

• Global online survey (English only) 

• Developed by senior patient experience 
researchers, AS experts, advocates, and 
caregivers. 

• Survey development followed FDA Guidances on 
Patient Focused Drug Development. 

• Informed by existing AS literature. 

• Caregivers were recruited by ASF and FAST.

The survey included 3 sections:

1. Most impactful AS symptoms (ranking of 
symptom domains followed by symptom rating)

2. Treatment priorities (symptom ranking, with 
“smallest meaningful change” defined through open 
responses)

3. Willingness to participate and clinical trial 
opinions (rating scales).



ASF and FAST Hope in Action Survey: Demographics

Caregiver Race n (%)
White 277 (81.0%)
Asian 27 (7.9%)
Black/African American 9 (2.6%)
Other/Unknown 11 (3.2%)

Caregiver Respondents
N=342

95% parent of 
individual with AS

Mean age 46.0 yrs

81% female

75% with Bachelor’s 
degree or higher

53% male

Mean age 11.3 yrs
(1-51)

64% deletion
16% mutation
13% UPD/ICD

Person with AS Race n (%)
White 280 (86.2%)
Asian 29 (8.9%)
Black/African American 13 (4.0%)
Other/Unknown 18 (5.5%)

Reporting about 
people with AS



Caregivers selected the most impactful 
symptom areas (domains) and reported on 
the most impactful symptoms
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What did our 
survey show 
about how 
symptoms 
impact daily 
life for people 
with AS?
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Top 3 Symptom Domains Having the Most Impact on Individuals with AS, 
According to their Caregivers (N=342)
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Symptoms Having the Highest Impact 
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When asked what groups of symptoms 
had the most impact on the caregivers 
for persons with AS, this is how 
caregivers ranked the groups. They 
ranked “top 3”.
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What did our 
survey show 
about 
caregiver 
impact 
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Symptoms ranked as having the most impact on Caregivers (They ranked “top 3”)
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Caregivers chose symptoms that are 
treatment priorities.
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What did our 
survey show 
about 
treatment 
priorities?
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Top 5 Treatment Priorities* According to the Caregiver
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Caregivers described the “smallest 
meaningful change” in symptoms
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What did our 
survey show 
about 
treatment 
priorities?
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What did our 
survey reveal 
about 
willingness to 
enroll the 
individual with 
AS in a clinical 
trial?
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Caregivers were presented with a 
hypothetical trial scenario and asked about 
their willingness to participate 



Willingness to enroll in a trial

Description of hypothetical trial:

The objective of 
the trial is to see if 

a possible new 
treatment is safe

and provides 
meaningful 

improvement in 
specific AS 
symptoms.

The trial will be 
conducted over 

1 year. 

You would need to 
visit the study site 
every 2 months 
(for a total of 6 

visits). 
Each site visit 
would last 6-8 

hours.

Some 
participants will 

receive the study 
drug, and some 

will not (they 
would receive a 

placebo, 

During the study, 
you will not 
know if your 

person with AS 
is getting the 
study drug (in 

the active group) 
or if they are in 

the placebo 
group. 

After 1 year, if the 
data from the 

main trial looks 
promising, every 
participant will be 

invited into an 
extension study 

where all 
participants would 

get the study 
drug.

The drug will be 
given by lumbar 

puncture, which is 
similar to having a 
spinal tap. A small 
needle is inserted 
into the person's 

back and the 
treatment is given 
directly through 

the needle into the 
fluid around the 

spine. 
The lumbar 
puncture 

requires sedation 
(anesthesia) 
every time.



Description of possible side effects and risks of the hypothetical trial:

Willingness to enroll in a hypothetical trial

Imagine the doctor told you that these are the 
possible side effects. While most people with AS 
do not have these side effects, they are not 
uncommon.

• Vomiting (throwing up)
• Fever
• Seizures may become more frequent
• Headache
• Pain at the site of the needle puncture
• Bleeding at the site of the needle 

puncture

These are uncommon (rare) but more serious possible 
risks:

• Infection that causes swelling around the brain 
and severe headache

• Swelling, bleeding, and pain at the spinal cord
• Leg weakness
• Spinal cord or nerve injury
• The chance for other unanticipated but serious 

risks

If the person with AS experienced one of these 
uncommon but more serious side effects, they would have 
to stay in the hospital until the doctor felt it was safe for 
them to go home and would need specific treatments to 
manage the side effects.



What did our 
survey reveal 
about 
willingness to 
enroll the 
individual with 
AS in a clinical 
trial?
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Caregivers were then presented with 
potential benefits (1,3, or 5) that matched 
their priority choices and asked if they would 
enroll in such a trial…



Willingness to Participate in a Clinical Trial 
that Aims to Improve 5, 3, or 1 Priority Symptoms
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• We did an analysis to try to identify 
things that make caregivers more willing 
to enroll in a clinical trial. We found that 
caregivers of younger people with AS 
and those with more research 
experience were more willing to enroll.

Predictor Effect

Age of person 
with AS

! Lower age à" more willingness to 
enroll

Prior research 
experience

" More research experience à" more 
willingness to enroll

Deletion status ↔ No effect

Caregiver 
race/ethnicity

↔ No effect

Caregiver 
education 

↔ No effect

USA status ↔ No effect



Summary and Implications 
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ASF and FAST Hope in Action Survey: Summary & Implications

o Areas of most significant negative impact on person with AS were communication, daily living skills, 
and cognition.

o Priority-to-treat symptoms were communication, seizures, lack of mobility, and sleep.

o Symptoms with high impact were reported across domains.

PFDD Implications: The domains identified as high impact and meaningful should be factored into 
endpoint selection and, in fact, they are being used in clinical trials.
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ASF and FAST Hope in Action Survey: Summary & Implications

o Caregiver-reported treatment priorities spanned cognitive, neurological, behavioral and motor 
symptom sets, reinforcing the multi-symptom nature of AS with high unmet treatment needs.

o Caregivers describe the importance of small changes to AS symptoms that would have a 
meaningful impact. 

PFDD Implications: There is a critical need for therapeutic developments that target meaningful 
improvements (even if small), particularly in communication, daily living skills and cognition.
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ASF and FAST Hope in Action Survey: Summary & Implications

o Most caregivers indicated a willingness to enroll the person with AS in a trial.

PFDD Implications: Caregivers’ willingness to participate in trials, even if only one priority symptom 
is improved, speaks to the unmet need in working toward independence for the person with AS.


