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The Cute Syndrome Foundation has had another successful year. PCDH19 Epilepsy research has made some wonderful 
advances in the last year due to the efforts of the Cute Syndrome Foundation and our partner organizations. We look forward to 
updates on our efforts to support important PCDH19 research, contributing to raising awareness of PCDH19 Epilepsy, and 
supporting the current clinical drug trials within the PCDH19 community. 

The Cute Syndrome Foundation has also expanded its efforts to help support awareness of and research for a second rare 
genetic disorder: SCN8A Epilepsy. SCN8A Epilepsy causes epilepsy, severe developmental delay, and movement disorders. It 
is a relatively newly discovered disorder and has been documented in approximately 100 cases to date. We have brought on 
several new staff to help support our growing mission: Lourdes Smith, our PCDH19 Advisor, and Juliann Bradish and 
Mackenzie Wardrope, our SCN8A Advisors. We are thankful for the skills and hard work they bring to TCSF. 

In the coming year we will be helping to fund an SCN8A patient registry, starting an SCN8A Awareness campaign and 
coordinating with our international partners to continue to support PCDH19 research. 

We are tremendously grateful for the continued generosity of our donors. Your support has helped us make big things happen, 
and we look forward to providing you updates on all of the research projects we have funded, the awareness initiatives we 
support, and our efforts to strengthen our partnerships with other organizations. 

-Hillary Savoie, PhD  
 Founder and Director of The Cute Syndrome Foundation 
 www.thecutesyndrome.com 
The Cute Syndrome Foundation is is tax-exempt under Section 501(c)(3) of the Internal Revenue Code and donations are tax 
deductible to the extent permitted by law. 
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It is important to investigate a variety of approaches to understanding how a particular genetic mutation leads to a disease. For 
this reason, in addition to our major research grant, we are also helping to fund a number of seed grants to help bolster other 
promising ongoing PCDH19 research: 

Dr. Poduri and PCDH19 Zebrafish at Boston Children’s Hospital
Last year the Cute Syndrome awarded a $25,000 research grant to Dr. Annapurna Poduri at Boston Children’s Hospital in order 
to help support her work to study the effects of various drug-therapies on zebrafish with PCDH19 mutations. Dr. Poduri’s 
research has shown such promise that she has now been awarded the Richard A. and Susan F. Smith President’s Innovation Fund 
Grant to continue this research. In 2015 we have continued to support Dr. Poduri’s research by awarding a grant to her Post-
Doctoral Fellow, Christelle Achkar, who is working to better understand the phenotypic spectrum associated with PCDH19.  

Dr. Parent and IPS Cells at University of Michigan 
With our partners in Italy, we awarded a $20,000 grant to Dr. Jack Parent of the University of Michigan to support his PCDH19 
research. Dr. Parent’s research uses two cutting-edge scientific approaches, induced pluripotent stem (iPS) cell and sophisticated 
gene-editing methods, in order to create models to better understand how PCDH19 mutations change brain function and to 
provide platforms to screen for new therapies to treat PCDH19 Epilepsy. 

Ganaxzolone Clinical Trials 
Marinus Pharmaceuticals has launched Phase II clinical trials for the use of their drug, Ganaxzolone, in the treatment of 
uncontrolled epilepsy in patients with PCDH19. The first patients have been enrolled and we are looking forward to seeing how 
this trial progresses. We are working closely with Marinus to help in any way we can. 

Establishment of the PCDH19 Epilepsy Awareness and Research League (PEARL) 
This spring we formalized our partnerships with Insieme per la Ricerca PCDH19 (Italy), PCDH19 France, and Asociacion 
Epilepsy Rosa (Spain) with the establishment of a league aimed at coordinating international efforts to fund research for and 
raise awareness of PCDH19 Epilepsy.

In last year’s annual report we announced that, together with our partners in Italy, Insieme per la Ricerca PCDH19 (Together 
for PCDH19 Research), we were granting a two-year $135,000 award to Dr. Maria Passafaro and Dr. Elena Battaglioli at the 
CNR Institute of Neuroscience Milan, Italy for their PCDH19-related research. Less than one-year into this research, they are 
discovering important scientific insight into the role of PCDH19 mutations and brain function—which they will present this 
fall at the Insieme per la Ricerca PCDH19 conference in Rome. We look forward to seeing what more they will discover over 
the remaining year of this grant. 

The first competitive PCDH19 research grant

Paola of Insieme per la 
Ricerca and Hillary Meeting in 
San Francisco for a conference 
(September 2014) 

Hillary and Esmé at Boston 
Children’s Hospital Zebrafish 
Lab (April 2014)

Other PCDH19 Projects 

PCDH19EPILEPSY



One of the most essential tools in pushing scientific research on a rare disorder forward, is an accurate accounting of how many 
people have the disorder as well as their particular mutations, symptoms, response to treatment, etc. Having such an accurate 
accounting is so important as a foundation for scientific research, clinical understanding, and drug treatment trials.  

Therefore, together with our SCN8A partners, Help Adeline Find Answers and Wishes for Elliott, we raised $20,000 to fund an 
SCN8A research grant, which we are awarding to support the groundbreaking registry and interactive SCN8A website being 
developed at the University of Arizona under the dedicated efforts of Dr. Michael Hammer. The goal of the project is to make 
available important information about the clinical features, causes, and treatments of SCN8A epileptic encephalopathy to 
families, doctors, and researchers. The website will house and curate information on clinical variability, genetic variants, anti-
epileptic drugs, and current research findings associated with SCN8A epileptic encephalopathy. 

Orienting to our new SCN8A mission
SCN8A Epilepsy is an emerging genetic diagnosis—with only 100 cases diagnosed so far. Like PCDH19 Epilepsy, these 
numbers are expected to grow exponentially as access to diagnosis is improved. We have connected with Juliann Bradish whose 
daughter Adeline has SCN8A Epilepsy. Juliann runs an SCN8A parent group and Facebook page called SCN8A-Help Adeline 
Find Answers, and has been helping researchers collect important data on SCN8A mutations, drug responses, and symptoms. We 
have also connected with the foundation Wishes for Elliott, which sponsored a wonderful SCN8A conference in Washington DC 
in April. We attended and we re thrilled to be involved in the wonderful discussions with SCN8A researchers.  

We have formed a initiative with our SCN8A partners, Help Adeline Find Answers and Wishes for Elliott, called SPEAK — 
SCN8A Partnership for Epilepsy Awareness and Knowledge—in order to fund the SCN8A Epilepsy Registry grant with the help 
of a matching fund from Wishes for Elliott. 

We are thrilled that Juliann Bradish and another parent from the SCN8A community are  be joining TSCF as SCN8A Adivsors to 
help drive our future SCN8A projects.

SCN8AEPILEPSY
SCN8A Family 
Meting: 

Esmé and Hillary 
Savoie, Dr. Michael 
Hammer, and 
Adeline, Juliann, 
and Josh Bradish 

Elliott, Esmé, and 
Kaitlyn 
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PCDH19 Competative Grant
PCDH19 Zebrafish
PCDH19 University of Michigan IPSC
SCN8A Registry
Awareness and Education Projects
Administration costs

Fund Allocation 

SCN8A registry and other projects 
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2014 Catch the 
CUTE Auction 
Donations 
Brent Stirton 
Eden Compton 
Truly Rhe 
Pennywise Shoppe 
William and MaryNell Brown 
Obsessivision 
Phoebe Made 
Wedding Hill Farm 
Other Half Brewing Company 
André Savoie 
Complexions Spa 
YTK Photography 
Diane Simpson 
Lacey Hartman Lautenschlager 
Brian and Heather Straughter 
Drue Sanders 
Dena Varble 
Mieke Stethem 
Elisabeth Russell 
Hillary Savoie 
Panera Bread 
Dr. and Mrs. Merecki 

Fundraiser Hosts/
Organizers 
Philip Gitlen and Melody 
Mackenzie 
Angela and Marc Savoie 
Truly Rhe 
Pennywise Shoppe 
Wendy David 
The Meinweiser Family 
Lan Aronson 
Brynne Allard 
Max Gitlen and India Clark 
Wedding 
CAPCOM 

Donors 
Melody Mackenzie and Philip 
Gitlen 
Newman’s Own Foundation 
Dyson Foundation 
Thomas Patrick Morrison Found
ation 
Hillary and André Savoie 
Lan Aronson  
Mary Richardson 
Laurel Gitlen and Samuel 
Richardson 
Nancy and Alan Brown 
Angela and Marc Savoie 

Timothy Mulrenin 
Kevin Comeau 
Louise Blanchard 
Rai Royal 
Robert F Bradish 
Juliann Bradish 
Rhe Potenza  
Eric Larner 
Mark Temple 
Patricia Savoie 
Eric J. Desimone 
Kevin Reilly 
John Wright 
Jonathan and Margaret Harvey 
John and Maryann Allen 
Howard Foote (UHY) 
Austin and Co. 
Mary McLaughlin 
David Kennedy 
Mary Robinson 
Marilyn Mears 
Sarah and Neil Blake 
Joel Hodes 
Richard Leckerling 
Andrew Tananbaum 
Richard and Barbara Leckerling 
Teresa J. DeYoung 
Robert Schofield 
Andrzej Paszczynski 
Katherine Davis Roome 
Alexia Giannouzakou 
Carol Hand 
Tim Conley 
Ana Belen Redondo 
John Mixter 
Jerry Unruh 
Elia Desjardins 
Richard and Kim Rothwell 
Claudette and Jean Pierre 
Bastarache 
Francois and Aline Poirier 
Erin Kim 
Traci Nagy 
Anna Paszczynska 
Alda Halwani 
Heather Diddle 
Kathleen McNamara 
Christina Clark 
Clifford Gay 
Micheala Brown 
Tena Tyler 
Kalley Ahearn 
Kelly Allard 
Cheryl Kennedy  
Ralph Petrucci 
Rebecca Devries 
Jonathan Rome 
Doug Tanner 
Jill Btandtonies 
Nicole Estock 

Gretchen Brewer Schneider 
Thomas Shepardson 
Danielle Mackenzie 
Princess Ocampo 
Roberta Polizzi 
Jennifer L Seward 
Christopher Maier and Elizabeth 
Walsh 
Whiteman, Osterman, and Hanna 
Lou Knecht 
Judith Toelle 
Sarah Alaimo 
Stephanie Menuez 
Kevin McKirahan 
Val Kerker 
Kathleen Gleeson 
Kerker and Gleeson 
Glenda Clausen 
Carmen Lorentz 
Karen Keefe 
Lisa Cataneo 
Wendy Whitte 
James Mork 
John and Charlene Lareau 
Terri Workman 
Amir Razi 
Kay Ringel 
Sonya Shooshan 
Kirk Roberts 
Ronald Backus 
Rezarta Islamaj 
Halil Kilicoglu 
John Hanna 
Joanne, Mike and Michael Green 
Donna Morrison 
Anna Ripple 
Kimball Williams and Margaret 
Gillis 
Sandor Kadar 
Pam Wickes 
Jonathan Deily 
Ann Farrell 
Jena Rotheim 
Elizabeth Gordon 
David Engel 
Jason and Kate Shaw 
Heather Lackey 
Randall Beach 
Heather Straughter 
Katharine Highstein 
Ellen Questel 
Jason DiMarino 
Les Apple 
Robert Reynolds 
James Ayers 
Judy Stone 
David Louis 
Scott Demarco 
Veronique Savoie 
Serge Theriault 

Tanya Paulin 
Lori Franklin 
William and Alice Dunne 
Denise Fabio 
Francis Ferris 
Jane Regan 
Mark Rabitor 
Anjali Dayal 
Jessica Arnau 

Board of 
Directors 
Hillary Savoie 
Philip Gitlen 
Monica Lamontagne 
Lan Aronson 

Science Advisors 
Dr. Ricardo Dolmetsch 
Dr. Ann Poduri 
Dr. Jack Parent 
Dr. Tracy Dixon-Salazar 
Dr. Patrizia D’Adamo 
Prof Sam Berkovic 
Prof Ingrid Scheffer 
Prof Jozef Gecz 
Dr. Miriam Meisler 
Dr. Michael Hammer 

Parent Staff 
Lourdes Smith, PCDH19 Advisor 
Juliann Bradish, SCN8A Advisor 
Mackenzie Wardrope, SCN8A 
Advisor 
Christine Emerson 
Kimberly Meinweiser 
Elizabeth Byers-Sucher 

Volunteers 
Alexis Clement  
Matt Clement 
Jenna Depew 
Laurel Gitlen   
Sam Richardson 
Kristin Lilley 
Heather Lackey 

We would like to extend our thanks! 

For more information visit us 
online: 
www.thecutesyndrome.com
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