


The FD Natural History Study -- part of a broad NIH initiative 
to better understand how rare disorders affect the life course 
-- is designed to collect clinical information from patients with 
FD over time in order to offer the best possible treatments as 
they age. According to Maria Cotrina-Vidal, a clinical research 
scientist who joined the Dysautonomia Center five months ago, 
“Well-organized natural history studies are very important for 
rare disease research.” The project will unite specialists in FD 
care from around the globe to gather and organize information 
in a standardized way from all patients with FD regardless of 
where they live. All information is made anonymous and details 
that can identify individual patients are removed.

“It’s really simple,” explains Dr. Norcliffe-Kaufmann, Principal 
Investigator for the project. “When patients come to an FD 
clinic, they have the option to grant permission for us to take 
information from their clinical records. We collect this data  
to follow the function of each patient’s lungs, heart, kidneys, 
eyes, gut, sleep patterns and bone formation. The natural 
history study enables us to display this information in real time. 
By putting together the data set from all patients with FD,  
we can evaluate which treatments we use in the clinic to 
actually improve survival and quality of life at different stages 
of the disease.”

The FD Natural History Study is being carried out in partnership 
with longtime FD researcher Dr. Susan Slaughenhaupt at 
Mass General Hospital; the team includes PTC Therapeutics, 
a company that is working with Dr. Slaughenhaupt to develop 
new treatments for FD based on promising research with 
Kinetin. Patients are asked to give a small sample of blood to 

Introducing The FD Natural History Study
be used to look at the FD genome and how the IKAP protein is 
expressed, which will ultimately help in assessing the efficacy of 
new versions of Kinetin, and our broader quest to find potential 
genetically-based treatments. However, in order for any therapy 
to succeed, “We must first know what our benchmarks for 
success are and how to best measure improvement,” explains 
Dr. Kaufmann.

Study participants will have their retina scans stored in the 
database archives, so they can be retrieved and compared 
year-to-year. People with FD are at risk for progressive optic 
neuropathy; one of the Center’s goals is to intervene in that 
process. Each year patients have their retina closely scrutinized 
as part of their clinical care. According to Dr. Kaufmann, “I see 
the retina as a window to follow cell loss and as a target for 
therapy. The eye gives us great insight into the effectiveness of 
any drug designed to alter the course of the disease.” 

Dr. Jose-Alberto Palma is leading the quest to better 
understand sleep in FD and look at the impact of therapies 
such as CPAP or BiPAP, initially created for people with sleep 
apnea.  He adds, “Sleep is an important issue for patients with 
FD and we have an urgent need to understand this better. 
Following patients over time and carefully documenting their 
sleep patterns should help us treat sleep disorders to improve 
the quality of life in FD and avoid related problems.”

The FD natural history study is an important way to speed up 
progress in medical care. Patients who participate in the project 
will not need to undergo any additional testing at their annual 
visits. The donation of blood for the bio-repository is optional. 
For more details, please contact the Center at 212-263-7225.
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L to R: Investigators in the Natural History Study - Carlos Mendoza, Alberto Palma and Lucy Norcliffe-Kaufmann



Rare Disease Video Wins Honorable Mention
Last fall, the National Center for Advancing Translational 
Services (NCATS), a division of NIH,  launched the Rare 
Diseases Are Not Rare! Challenge, seeking ways to educate 
people about rare diseases through social media or art. Out of 
nearly 50 submissions, including posters, videos, and poems, 
our very own Samantha Myers and her group, the Fearless 

Theater Company, run by NYU School of the Arts Faculty 
Lynne McVeigh and Louise Tiranoff were selected for an 
Honorable Mention for their video, “Rare Diseases? They Aren’t 
That Rare”. All entries were on display at Rare Disease Day at 
NIH on February 28, 2019 in Bethesda, MD. Check out the video 
and all the winners at https://ncats.nih.gov/funding/open/rare-
diseases-challenge/winners.

Foundation Staff And Families Attend 
“PTC University”
On March 19th, a group of FD families went to PTC Therapeutics in South Plainfield, New Jersey to participate in “PTC University” in 
honor of National Rare Disease Day. 

Participants included Executive Director Lanie Etkind; Development Assistant Danny Carlisto; Robin, Sam and Laurent Landau; 
Laurie and Perry Goldberger; Lisa, Mark and Mitchell Joseph; Keshi Taryan-Kigel and Adena Lebeau, (mother of Ezra Kress).  
According to Lanie, “PTC wanted to put a human face to the disease to inspire the researchers who are developing a drug for FD.” The 
day included a panel discussion with Q&A (attended in person by more than 150 people and remotely by even more), a tour of the lab 
and the innovative equipment, as well as a conversation with the CEO and COO of PTC, Stuart Peltz and Marcio Souza. Adds Lanie, 
“It was a truly moving day for all of us as the leadership of the PTC discussed their research and exciting plans for the future treatment 
of FD.” According to Laurent, “The kids all spoke beautifully and it was the perfect balance of showing how badly FD acts on its victims 
and the humor we have all developed in order to deal with it.”

A Day at “PTC University”

7



Recent Grants
Many thanks to the Hittman Family 
Foundation and Zack Gober for the  
very generous $5,000 grant to FD in 
November. Zack, who represents the 
Hittman Family Foundation, met NEXTGEN 
founder Adam Kietz at Columbia Business 
School and jumped on board to support the 
FD Foundation.

Keep Up With  
Dr. Lucy Norcliffe-
Kaufmann’s Blog 
About The NYU 
Dyautonomia 
Center
https://dysautonomiacenter.com/category/
lab-news/

PTC Therapeutics 
Announces Potiental Drug  
Candidate To Treat FD
Encouraging news in the FD drug research world: Building on years of 
investigation by Sue Slaugenhaupt and her team at Massachusetts 
General Hospital, PTC Therapeutics recently announced exciting 
progress in its efforts to identify a drug to treat FD. 

This drug candidate for super-Kinetin—called PTC-808—which was 
previously in the discovery phase, has now progressed to pre-clinical 
investigation. This will involve IND enabling studies throughout the 
year, and hopefully move on to Phase 1 clinical trials for patients as 
soon as 2020.

We are grateful to Sue and her lab, our team at the NYU 
Dysautonomia Treatment Center, as well as PTC Therapeutics for 
their collaborative work towards enhancing and prolonging the lives 
of those affected by FD.  We look forward to continuing to bring you 
good news on the research front.

In Loving Memory
Jessica Shore 1/19/81-3/8/19

Her memory inspires us in the ongoing 
battle to support and improve the lives of 
those living with FD.

Jessica Shore

Spinning for FD
On December 2nd, NEXTGEN founder Adam Kietz spearheaded a 
FLYWHEEL fundraiser in honor of his brother Josh Kietz, to benefit 
FD with his Columbia Business School class. Many thanks to Adam 
and Josh’s cousin, Brian Levine, who taught the class. Twenty-eight 
spinners attended the event, bringing in $1740 for FD.

Columbia Business School Flywheel Fundraiser for FD
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A Birthday 
Celebration For  
Dr. Axelrod
On February 3, FD board member Laurent 
Landau and his wife Robin, hosted a get 
together at their home in honor of  
Dr. Felicia Axelrod’s birthday. Eleven FD 
patients attended the gathering and seven 
others participated via Facetime to help Dr. 
Axelrod celebrate! 

Facetime participants included Frannie 
Cohen, Sarah Zucker, Alexia de Gunzburg, 
Veronica Segal, Lindsay Ross, Jamie 
Goldblatt and Andrew Sigman.

Top Row L to R: Evan Kaplan, Rebecca 
Newman, Rachael Eisenson, Keshi Taryan-
Kigel, Simi Steiner, Michael Brenner, 
Mitchell Joseph
Bottom Row L to R: Sam Landau, Dr. 
Felicia Axelrod, Gabi Jassie, Perry 
Goldberger, Not pictured: Sam Myers

Father To Bike 
180 Miles In 
Honor Of His Son 
With FD

This coming August, for the second consecutive year, Rabbi Larry 
Sernovitz of Cherry Hill, New Jersey, will bike for “Team Sammy” as part 
of the Bike4Chai event run by Chai Lifeline. Stopping only to eat and 
sleep, the Rabbi, biking along with 500 other men, will combat over 
6,000 feet of elevation over the course of two straight days. His aim is 
to mimic the feeling of living with FD, to try to understand how Sam, his 
ten-year-old son, feels every day. The finish line ends at Camp Simcha in 
Glen Spey, N.Y., where Sam will once again be a camper. 

“Last year, Sam told me he wished he wasn’t different from his school 
friends,” said Sernovitz. “Thankfully, he doesn’t have those worries at 
camp.” There, among children with similar disabilities, Sammy walks 
around without fear of judgment. “Three years ago we learned about 
this amazing camp that takes kids with chronic illness for two weeks 
and gives them the world. They each have a specific counselor assigned 
to them. There are ziplines and helicopter rides. And it’s free. And for 
Jewish camps to be free,” Sernovitz laughs, “that’s something!”

All the money raised from the ride goes to the camp. Last year, the ride 
brought in $9 million. Adds Sernovitz, “This ride is a walk in the park. It 
teaches us a little about perseverance and intensity and what these kids 
go through.”

Sam & Rabbi Sernovitz
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Tearless Art Exhibition 
a Smashing Success
The TEARLESS art exhibition on April 7th at the beautiful 
Allouche Gallery in Manhattan, proved to be a resounding 
success across the board. Featuring five artists with FD, 
including Mara Clawson, Alexia de Gunzburg, Rachael 
Eisenson, Keshi Taryan-Kigel and Peter Sonenshein, and 
curated by Kristina Hagman, herself an accomplished artist, 
the event raised more than $85,000 for FD with more than 
200 people coming to view and purchase the stunning works. 
Many, many thanks to all our sponsors, committee members 
and volunteers who truly helped make the day complete.

L to R: TEARLESS artists Alexia de Gunzburg, Rachael Eisenson, Peter Sonenshein, curator Kristina Hagman, Mara Clawson and 
Keshi Taryan-Kigel

To view our sponsor list and see more photos from TEARLESS visit https://familialdysautonomia.org/events/past-events/tearless

A Bequest That Will Make A True 
Difference To The FD Foundation
In this issue of DYS/Course the FD Foundation gratefully acknowledges a generous 
bequest, received from the Gladys Heyman Brown Revocable Trust. Mrs. Heyman 
Brown was the mother of two daughters with FD. 

Joan Heyman was born circa 1940 and died in 1961. At that time, she was the oldest 
known person living with FD. Her sister Beth Sue was born several years later. Gladys 
and Harry were advised by their physicians and others that there was a million-in-one 
chance that Beth Sue would also have FD (this was of course before genetic testing 
became available). Obviously, they had received misinformation and Beth Sue died at 
approximately six or seven years old in the mid-1950s. 

All of us at the FD Foundation genuinely appreciate this generous legacy gift, as it will 
help our efforts to continue striving to make life better for all of those with FD.

If you wish to continue supporting the mission of the FD Foundation well into the 
future, you may want to consider a Planned Gift. Planned Giving offers options to make 
a contribution that may cost you little or nothing today, but will make a meaningful 
difference to FD tomorrow. In addition to supporting a cause that is important to you, 
there may be tax benefits for you or your estate. Options include: bequests, trusts, gifts 
of life insurance and retirement funds. We are in the process of forming a Society to 
recognize past, current and future legacy donors to the FD Foundation. Please contact 
Lanie Etkind, Executive Director, at 212-279-1066 or letkind@famdys. org for more 
information or to inquire about joining our Society as a Charter Member.Joan Heyman

Beth Sue Heyman
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The Familial Dysautonomia Foundation is a 501 (c) (3) non-profit organization 
dedicated to funding treatment of, research on and awareness about familial 
dysautonomia, a rare, life-threatening, Jewish genetic disease that affects the 
autonomic nervous system.

A copy of our latest annual report may be obtained from the FD Foundation 
(315 W. 39th St., Ste. 701, New York, NY 10018) or from the New York State 
Attorney General’s Charities Bureau (28 Liberty Street, 15th Floor, New York, 
New York 10005)

Coming Events
23rd Annual FD Golf Outing
Monday, May 20
Glen Oaks Club, Old Westbury, NY

Chicago Golf Event to Benefit FD
Monday, July 29
Ravinia Green Country Club, Riverwoods, IL

FD FOUNDATION 
315 West 39th Street, Suite 701
New York, NY 10018 
212-279-1066 
info@familialdysautonomia.org
Lanie Etkind, Executive Director

FD NEWSLETTER SPRING 2019
Written by: Lisa Denburg
Edited by: Lanie Etkind and Faye Ginsburg

COVER NOTES
Father Adam Sachs and son Justin enjoy 
time together searching for shells on a 
Florida beach. If you have a photo you’d like 
to share for a future issue of DYSCOURSE, 
please send it to letkind@famdys.org.

SAVE
THE

DATE 6.2.19
FD DAY

TM

RSVP
RSVP by May 25th at https://
familialdysautonomia.org/events or call 
us at 212-279-1066 to register.


