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Founding The Cute Syndrome Foundation and running it these last 
almost 9 years has been one of the greatest honors of my life. This 
foundation has been responsible for some of the greatest lessons, 
friendships, and joys of my life. Sometimes it happens that a thing 
you’ve made takes on a life of its own. This is what has happened  
with TCSF. That is why I am writing today with an announcement:  
I am thrilled to share with you the appointment of Kacie Craig as  
our new Executive Director. 

Many of you know Kacie, mom of Stella, as the host of our Meaningful 
Change and Clinical Trial Readiness Series. She also runs our weekly 
book club and has served on TCSF’s volunteer executive committee. 
Kacie will be here to lead TCSF into the next era as we move into 
expanding our support, engagement, and educational efforts for the 
SCN8A community.

As I transition to supporting TCSF from a role on the Board of 
Directors, I am reflecting on the tremendous work we have done over 
the years. Our family support group and programming has expanded 
to offer programming year round to serve the educational, social 
and emotional, and engagement needs of the SCN8A community. 
Our revenue has increased 10-fold in our time focusing on SCN8A. 
We are fortunate to have a clinical trial enrolling in our community. 
This organization is currently run by a number of committed family 
members of individuals with SCN8A.

I am so proud of what we have accomplished. And I am so thrilled to 
see what is to come under Kacie’s tenure.

With gratitude,

Hillary Savoie
FOUNDER & PRESIDENT

A LETTER FROM

OU R  F O U N D E R

HILLARY SAVOIE
Founder & President

The Cute Syndrome 
Foundation
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SCN8A

C O M M U N I T Y
Oftentimes a SCN8A diagnosis is earth shattering to a parent 

or an individual. The world becomes a dark place filled with 

uncertainty, loneliness, desperation, and grief. Many families hear 

the news from a neurologist or geneticist within the walls of a 

sterile hospital room or doctor’s office, but immediately turn to 

an online search to find comfort with others like themselves.

Finding a community, a tribe, that walks beside each other 

every step of the way is how one survives a SCN8A diagnosis. 

TCSF is that tribe for hundreds of families by welcoming them 

with open arms, celebrating successes, supporting during 

trying times, and mourning together during times of loss. We 

experience life full circle with all of our TCSF families.



Mary Tone is the SCN8A parent to the charming Billy. Billy is the 
highlight of many of our lives as we’ve watched him grow into 
adulthood. He’s full of life and laughs—in true CUTE form. Mary 
served as a police officer for the first 23 years of her professional 
life and transitioned into a special education teaching assistant  
for another 15 years. 

In March of 2021, Mary decided to finally retire into a full time 
grandma, companion to her Bill, and reached out to TCSF to 
inquire about becoming an active volunteer. I believe her request 
was something along the lines of, “I have some free time, now put 
me to work!” We did just that! Mary works very closely with our 
Executive Assistant, Shelley Frappier, to welcome new families 
into our SCN8A Family Support Group Facebook page and  
enter their information into our master database. Mary does  
an outstanding job as we welcome new families and individuals 

into our TCSF tribe.

Lacey Juroske is a talented artist that makes jewelry, keychains, 
bag tags, and more for her small business, D&L Impressions.  
On March 4, 2019 her sweet little Sadie was diagnosed with 
SCN8A and she found our support group two weeks later. 
Lacey is a working mom busy with three young children, but she 
recognized a unique opportunity to honor those that have lost 
their battle to SCN8A and jumped into action. In 2019, she began 
creating and donating custom made memorial ornaments for our  
SCN8A Angel Families. 

Losing a loved one to SCN8A is heartbreaking, but due to Lacey’s 
kindness and generosity TCSF is able to honor our Angel Families 
with a piece of art representing their beautiful life here on Earth.

MARY TONE
TCSF Volunteer

LACEY JUROSKE
TCSF Volunteer

VO L U N T E E R  H I G H L I G H T
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SCN8A

F U N D I N G
TCSF had another amazing fundraising year. We 

surpassed our fundraising goal to reach an important 
new milestone: $250,000! We are so grateful for this 

tremendous show of continued support.

$ 2 5 0,0 0 0
T O TA L  R A I S E D

$ 1 3 0,0 0 0
T O TA L  S P O N S O R S H I P S  R E C E I V E D
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THANKS TO THIS FUNDING TCSF WAS ABLE TO 

PROVIDE A NUMBER OF PROGRAMS IN 2021 ,  

including the Meaningful Change Series, Clinical Trial Readiness 

Series, social and emotional support programs, The Moth 

Storytelling workshop, and the Annual SCN8A Clinician, 

Researcher, and Family Gathering. We were also able to fund a 

SUDEP-related research grant at the Patel Lab.
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One of our main priorities in 2021 was to provide strategic 

support for our industry partners as they ramped up to 

CLINICAL TRIALS FOR THE SCN8A COMMUNITY . 

We did so in the Ciitizen campaign, mapping for clinical trial 

site selection, drug formulation feedback, and providing insight 

into the needs of the SCN8A community. Together with these 

partners, TCSF was an author on four posters and a  

research article in 2021.



We also worked with our international partners to  

COORDINATE EFFORTS ACROSS BORDERS  

in ways that support individual needs within countries and 

regions. All of this happened thanks to the hard work of the 

TCSF team and our amazing partners.



16+49+35+A 4+59+37+A
A  L O O K  AT  2 02 0  
A N D  2 02 1  F I N A N C E S

2020
INCOME

2021
INCOME

F O U N D AT I O N  S U P P O R T

C O R P O R AT E  S P O N S O R S H I P

I N D I V I D U A L  D O N AT I O N S

F O U N D AT I O N  S U P P O R T

C O R P O R AT E  S P O N S O R S H I P

I N D I V I D U A L  D O N AT I O N S

$130,000

$80,000

$24,560

$73,000

$53,240

$9,463



13+14+7+66+A
25+22+10+43+A

2020
SPENDING

2021
PROJECTED
SPENDING

R E S E A R C H

AWA R E N E S S  A N D  FA M I LY  S U P P O R T

O P E R AT I N G

FA M I LY  E N G A G E M E N T  A N D  E D U C AT I O N

R E S E A R C H

AWA R E N E S S  A N D  FA M I LY  S U P P O R T

O P E R AT I N G

FA M I LY  E N G A G E M E N T  A N D  E D U C AT I O N

24.8%

12.8%

14.4%

7.2%

65.6%

22.2%

9.8%

43.2%
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SCN8A

C O N N E C T
This year, we had the opportunity to connect with our 
community in a number of ways. We started by hosting 
our 1st annual Meaningful Change Series, which focuses 

on supporting our children by utilizing the knowledge 
found within our community. We also held our 2nd 

annual Clinical Trial Readiness series, which gave us the 
opportunity to hear from our partners, Praxis Precision 
Medicines and Neurocrine Biosciences, as well as learn 

more about the clinical trial process.
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1st Annual | Virtual Series 
This six part series was held in the spring of 2021 that looked at the ways in 
which the knowledge found within the SCN8A community could be leveraged 
to better support all our children. In addition to the conversations with Praxis 
Precision Medicines and Ciitizen, TCSF heard from 11 SCN8A parents as well 
as guest, Traci Nagy, the Director of the Feeding Tube Awareness Foundation. 

A Conversation Between Praxis and the SCN8A Community: Part 1

How Your Medical Records Can Help Support an SCN8A  
Clinical Trial and Beyond

How We Learned to Make Medical Decisions in a Crisis

How Children with SCN8A Utilize Augmentative and Alternative 
Communication

The Ins and Outs of SCN8A and Feeding Tubes

A Conversation Between Praxis and the SCN8A Community: Part 2

M E A N I N G F U L  C H A N G E

T
O

P
IC

S

THE SERIES HAD A TOTAL OF

176
LIVE PARTICIPANTS



2nd Annual | Virtual Series 
We believe that helping educate our families about drug discovery and  
clinical trials is essential to having an informed community that can consent  
to participate in studies; therefore, TCSF hosted the 2nd annual Clinical  
Trial Readiness (CTR) series in fall of 2021.

CTR Kickoff: SCN8A International Advocacy Efforts and Update

A Meeting with FDA Representative About The Drug Approval Process

SCN8A and Potential Future Treatments 101

How Families Can Help Beyond Clinical Trials

Community Meeting with Praxis Precision Medicines

Community Meeting with Neurocrine Biosciences

C L I N I C A L  T R I A L  R E A D I N E S S

T
O

P
IC

S

The Hopin virtual platform, used for both Meaningful Change and Clinical 
Trial Readiness series, allowed TCSF to set up sessions with functionality for 
presentations, moderated conversations, chat, and video Q&A.

THE SERIES HAD A TOTAL OF

142
LIVE PARTICIPANTS



Resource Page
Having a diagnosis such as SCN8A can be overwhelming. There are many different 
things patients or their families might need, including seizure monitors, specialty 
equipment, communication devices, and more. TCSF compiled a robust list of many 
different resources to help patients and their families with their SCN8A journey.

It was a long project in the making, but due to the hard work of TCSF volunteers 
Shelley Frappier, Sandy Bush, Karen Varner, and Megan Varner, it is now readily 
available to our families on the TCSF website.

Translated Clinician Information & Reference Guides
The first SCN8A Clinician Information and Reference Guide was developed in 2016. 
The purpose of this guide is to promote a broad understanding and knowledge of 
SCN8A in an effort to support clinicians in the care of patients with SCN8A. Thanks 
to our international volunteers Roland Waegner, Cinzia Scarcelli, and Daniel Braz—
as well as Dr. Angel Aledo-Serrano and Dr. Arthur Cukiert—this document has now 
been translated into German, Spanish, and Portuguese. 

N E W  &  U P DAT E D 
FA M I LY  R E S O U R C E S



SCN8A

E N G AG E D
As we embark on a new year, we are reflecting on the ways 

our community engaged with each other this past year.

We hosted our annual International SCN8A Awareness 
Day in February, where families from around the world 
came together to share their experiences with SCN8A. 

We also hosted a variety of Social and Emotional Support 
Programming, which aims to give our families a way to 

decompress, find support, and build connection. Finally, 
we held our 7th Annual SCN8A Clinician, Researcher, and 
Family Gathering event, where we focused on the newest 
advances in drug development, SCN8A research, expert 

clinical care, and stories of life with SCN8A.
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On February 9, 2021 we celebrated the fifth International SCN8A Awareness 

Day. The gene SCN8A was isolated in humans by Michael Hammer, PhD, a 

geneticist who found the gene in his own daughter, Shay, soon after her death. 

Shaw passed away suddenly in 2011 and is the first documented case of sudden 

unexpected death in epilepsy (SUDEP) in a child with an SCN8A mutation. To 

honor her and all of those with SCN8A, TCSF helped launch the International 

SCN8A Awareness Day on February 9th, Shay Hammer’s birthday.

I N T E R N AT I O N A L  
s c n 8 a  awa r e n e s s  day

VIEWED IN

45
DIFFERENT
COUNTRIES

1.5k
WEBSITE CLICKS

3.3k
VIDEO VIEWS

Each year, a group of TCSF volunteers create an Awareness Day video that is broadcast on social media. This year, our 
video was viewed over 3.3k times in 45 different countries. Our Facebook post alone reached 84.1K people!
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TCSF’s Social and Emotional Support Programming for our families 
started in the summer of 2020 with the support of the Child Neurology 
Foundation’s Rising Tides Grant, and we were able to continue it in 2021 
thanks to sponsorship from Neurocrine Biosciences. This year’s new 
programming included a Self-Care Group with Shelley Frappier, Dad’s 
Group with Ryan Phillips, and Yoga with Kelly Love. Back by popular 
demand, we continued Food and Drink Club with Hillary Savoie, Sandy 
Bush, and Brian Bush, and Book Club with Kacie Craig.

S O C I A L  &  E M OT I O N A L
S U P P O R T  P R O G R A M M I N G
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In response to the COVID-19 pandemic, TCSF held our 

annual Gathering as a hybrid event, once again using the 

virtual platform Hopin. Hopin was so inspired by how 

we’ve used their platform that they used TCSF not only as 

a case study on their website, but also as an internal team 

example of what they are trying to achieve as a company: 

bringing people closer together! 

Our hybrid event was a complete success with 146 total 
attendees: 31 in person and 115 virtual! We wanted our 

virtual guests to feel as connected to the gathering as 

possible during our two-day event, so we shipped our 

customized TCSF “Conference in a Box” to 74 at-home 

attendees. They were a complete hit with the families  

and professionals joining us from afar!

In addition to the live presentations focused on the newest 

advances in drug development, SCN8A research, expert 

clinical care, and stories of life with SCN8A, the Hopin 

Expo area housed videos covering SCN8A 101, SCN8A 

Italia updates, and heartwarming Moth Storytelling  

videos from SCN8A parents. 

Saturday’s family workshop showcased the Moth 

Storytelling hosts, Juan Rodriguez and Devan Sandiford, 

where they provided guidance and empowered SCN8A 

parents to share their impactful stories with the world. We 

all have a story worth telling!

7 T H  A N N U A L  
S C N 8 A  C L I N I C I A N ,  
R E S E A R C H E R , A N D  
FA M I LY  G AT H E R I N G



SCN8A

R E S E A R C H
TCSF is dedicated to supporting and funding various 

areas and methods of SCN8A research in order 
to help those with SCN8A live better, healthier 
lives. This report highlights three key research 

advancements from this past year: our 2021 Research 
Grant, our Global SCN8A Survey Series, and the 

Ciitizen Natural History Study Campaign.
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2 0 2 1  S C N 8 A 
R E S E A R C H  G R A N T

The Cute Syndrome Foundation is thrilled to share the awarding of a 
research grant to Ian Wenker, Ph.D, of the University of Virginia to further 

research related to SUDEP in SCN8A epilepsy. Sudden Unexpected Death 
in Epilepsy (SUDEP) is a devastating and unfortunately all-to-common 
outcome for those with epilepsy. Patients with SCN8A epilepsy have 

heightened risk of SUDEP compared to the general epilepsy population.

There is increasing evidence that apnea is the primary cause of death 
from SUDEP in many cases. In a mouse model of SCN8A epilepsy, 
I have shown that apnea occurs during tonic seizures and SUDEP 

occurs when breathing does not recover postictally. I have also found 
that the main breathing muscle responsible for inhalation is tonically 
contracted during apnea. I have now also shown that inhibition of the 
forebrain does not affect this apnea, and now will investigate relevant 
brainstem neuronal groups that regulate breathing. The identification 

of the neural circuitry that causes this potentially-fatal apnea will serve 
as targets for future SUDEP prevention therapies.”

—IAN WENKER, PHD, UNIVERSITY OF VIRGINIA



Launched in February 2021
In February 2021, TCSF launched a survey series through the NORD iamrare 
platform. The idea for this series came out of the tremendous success of 
the short Xenon survey which gathered such important data for designing 
upcoming clinical trials—in a fast and effective way. We needed the ability 
to nimbly gather information about our community in order to help focus 
foundation goals, clinical research, bench research, and drug development 
efforts. The first survey launched was in conjunction with a researcher at 
Children’s Hospital of Philadelphia (CHOP) and looked at the relationship 
between Quality of Life and Seizure Burden. 

The second survey focused on feeding and medication formulation with 
questions that our pharmaceutical partners helped us design in order to 
better inform their medication formulation and commercialization plans. 
TCSF developed a report for our partners that provided real-world feedback 
on how medications are actually delivered, preferences for formulation, and 
common concerns--as well as our recommendations.

Being certain that family needs and daily experiences are given a strong 
and complete voice with our partners in clinical care, research, and drug 
development is fundamental to the mission of TCSF. This project could not 
have happened without Shelley Frappier, TCSF’s Executive Assistant, lifting 
this project off the ground! We have 10 additional IRB approved surveys  
ready to launch going forward!

Patient and Caregiver Perspectives
Learnings Specific to Oral-feeders

• Within oral feeders, liquid formulation was preferred by 49% of respondents, followed by crushable 
tablet formulation (26%) (Fig. 3)

Learnings Specific to Tube-feeders

• Similarly, within tube feeders, liquid formulation was deemed more convenient (43%), followed by 
crushable tablet formulation (29%) (Fig. 3). 

Formulation Preferences by Feeding Type

• An explorative qualitative research design was utilized, comprising 
a feeding and medication formulation survey conducted by 
The Cute Syndrome Foundation in collaboration with Praxis in an 
SCN8A-caregiver population.

• Participants were recruited from an online (Facebook) support group 
of 355 families.

• The survey was conducted electronically from May to July 2021 and 
consisted of 20 questions capturing participant feeding and medication 
delivery methods, needs, and challenges as well as formulation preferences.

• Findings are summarized for all participants, regardless of feeding method, 
and further within oral and enteral feeders separately.

Methods

Demographics

• Participants ranged in age from 13 months to 23 years
• The majority of responses were from caregivers of children aged 2-5 years and 6-10 years (Table 1).

Formulation Preferences

• Across all participants, the most convenient medication formulation was liquid (Fig. 2)
• 23 (66%) respondents, regardless of feeding pattern

• 17 oral, 2 mixed, 4 enteral
• The second most convenient formulation was crushable tablet (Fig. 2)

• 13 (37%) respondents (9 oral, 2 mixed, 2 enteral).
• Survey feedback indicated that non-crushable tablets are problematic for both oral feeders (who 

may be unable to swallow pills) and tube feeders (due to inability to fully suspend tablet).

Participant Demographics

• This survey provides important patient-guided perspectives for 
consideration in drug development efforts in SCN8A, specifically as they 
relate to medication formulation preferences among patients and their 
caregivers.

• Regardless of patient feeding method, liquid formulation was preferred, 
followed by crushable tablet. 

• Our findings further emphasize the heterogenous nature of this 
population, and highlight the need for investigations into liquid 
formulations, enteral tube-compatible formulations, as well as 
formulations allowing as much flexibility in administration as is feasible, 
safe, and effective to reduce the disease impact on patients and 
caregivers, while facilitating medication intake. 

Conclusions

• SCN8A-related epilepsy is a rare form of pediatric epileptic encephalopathy associated with pathogenic 
variants in the SCN8A gene encoding the voltage-gated sodium channel alpha subunit Nav1.6, 
with devastating neurodevelopmental consequences.1,2

• The phenotypic spectrum is broad, involving seizures, movement disorders, intellectual disability, and 
feeding challenges including swallowing difficulty and lack of head control.1

• A recent caregiver survey found nearly 50% feeding tube use in patients with SCN8A-related epilepsy.2

• Importantly, enteral feeding is highly variable in this population, ranging from temporary to permanent.
• Feeding challenges also extend to patients who do not require enteral feeds, and difficulties relate to a 

combination of medical, motor, behavioral, and sensory factors. 
• These challenges have important implications for medication

intake and are associated with appreciable negative impact on
patients and their caregivers.

• Given the heterogeneity in feeding needs in this population, 
the aim of this study was to explore medication formulation 
considerations and priorities for patients with SCN8A-related 
epilepsy via a caregiver survey, with the objective of informing 
clinical trial design and patient-guided drug development efforts 
in SCN8A-related epilepsy. 

Background

• A total of 35 survey responses were received from SCN8A caregivers.
• These included responses from caregivers representing 25 oral feeders, 6 exclusive enteral feeders, and 4 

mixed oral and enteral feeders (Fig. 1). 

Feeding Patterns in Patients with SCN8A

Patient-guided Approaches to Drug Development in SCN8A-related Epilepsy: 
Insights from a Caregiver Survey of Feeding & Medication Formulation Priorities

Devra Densmore1, Hillary Savoie2, Shelley Frappier2, Michael Oldham1
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Participant age Frequency

< 2 years 4 (11.4%)

2 – 5 years 10 (28.6%)

6 – 10 years 13 (37.1%)

≥ 11 years 8 (22.9%)

Figure 3. Medication formulation preferences in oral feeders

Figure 4. Medication formulation preferences in tube feeders

Figure 2. Medication formulation preferences

Summary of preferences

q Liquid formulations preferred, followed closely by 
crushable tablets 

q Preference for liquid formulations that are keto-friendly

q Flavorless or near-flavorless formulations for oral 
eaters, allowing caregivers to flavor and/or use carriers 
most effective for their child

q Consideration of tube-clogging as a particular concern 
for tube feeders (particularly with capsules and coated 
tablets)

q Clearly stated limitations to administration (eg. mixing 
with other medications before ingestion)

q Clearly stated instructions where flexibility is allowable 
(eg. mixing with carrier foods) 

q Convenient packaging for liquid formulations that 
makes transportation easy (including syringe caps and a 
carrying case)

q Easy-to-divide tablets, if necessary

q Limited number of capsules, for ease of opening
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eaters, allowing caregivers to flavor and/or use carriers 
most effective for their child

q Consideration of tube-clogging as a particular concern 
for tube feeders (particularly with capsules and coated 
tablets)

q Clearly stated limitations to administration (eg. mixing 
with other medications before ingestion)

q Clearly stated instructions where flexibility is allowable 
(eg. mixing with carrier foods) 

q Convenient packaging for liquid formulations that 
makes transportation easy (including syringe caps and a 
carrying case)

q Easy-to-divide tablets, if necessary

q Limited number of capsules, for ease of opening

Cap
su

le 
with

 Bea
ds

Liquid

Oral
 Diss

olvi
ng Tab

let
 or S

trip

Crush
ab

le 
Tab

let

Topica
l

0

5

10

15

20

25

Nu
m

be
r o

f R
es

po
nd

en
ts

Oral
Mixed
Enteral

Oral

Nav1.6 mutations associated with SCN8A-related epilepsy 
(Oliva, Berkovic & Petrou 2012 Epilepsia)

Enteral
17%

Mixed
11%

Oral
71%

C I I T I Z E N  N AT U R A L  H I S T O R Y

S T U DY  C A M PA I G N

Observational studies and real world evidence are critical to the drug development 
process. Ciitizen has developed a new method to make this process easier. 
The Ciitizen platform provides the following benefits to patients and families: 
comprehensive patient health record collected and digitized under caregiver 
control; a ‘Personalized Disease Summary’ that enables quick access to key 
information; easy sharing of health record and Personalized Disease Summary with 
diverse medical teams or to solicit second opinions; detailed analysis of SCN8A-
related disorder patients to improve day-to-day are decisions; and helping to 
accelerate treatments for SCN8A-related disorders. 

On April 1st TCSF kicked off the Ciitizen campaign to help fill the 50 Ciitizen 
registration spots available to our community and to their surprise, TCSF filled 
nearly all 50 in the first 24 hours! Due to the high enrollment numbers, more slots 
were opened and in approximately two weeks, we recruited 87 patients total! 

We all want to see our efforts lead to big things for all of our patients and children. 
Fortunately, the state-of-the-art technology behind efforts like Ciitizen can make our 
small lifts take us to big places quickly.



SCN8A

G R AT I T U D E
We are so grateful for the support we have received 

this year. Your donations have allowed us to reach 
a milestone of over $250,000 raised! Without your 
help, we wouldn’t be able to continue our work and 

make a difference in the lives of those living with 
SCN8A. We look forward to seeing the impact of this 

achievement in the coming year!
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T H A N K  YO U ,  VO L U N T E E R S !
The Cute Syndrome Foundation’s work depends on all of our volunteers. 

Thanks to each of you, we are able to advance our mission of raising 
awareness of SCN8A mutations, funding the dedicated and talented 

scientists researching SCN8A, and supporting the families around the 
world who are affected by this disorder.

E X E C U T I V E  C O M M I T T E E

B OA R D  O F  D I R E C TO R S

Hillary Savoie, PhD
Kacie Craig

Karen Varner 
Liz Ramirez

Megan Varner
Shelley Frappier

Lan Aronson, PhD
Marianne Sutcliffe

Philip Gitlen
Ryan Pitino
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The Cute Syndrome Foundation
PO Box 842  

Ozark, MO 65721

www.thecutesyndrome.com

M A K E  A  G I F T

thecutesyndrome.com/donate

F I N D  S U P P O R T

thecutesyndrome.com/caregiversupport

L E A R N  M O R E  
A B O U T  TC S F

thecutesyndrome.com/about-us

S P R E A D  AWA R E N E S S 
A B O U T  S C N 8 A

thecutesyndrome.com/shop


