
Partnering with the Science, Research 
and Health Communities
Every year, hundreds of children and their families face an uncer-
tain future as they cope with the devastating diagnosis of Batten 
disease. As a rare, fatal, inherited disorder of the nervous system,  
Batten disease has no known treatment or cure. Those affected 
with Batten disease suffer progressive neurological impairment, 
seizures, blindness, and loss of motor skills and speech.  
The arc of the disease, from diagnosis to symptom management to hospice care, can vary 

tremendously for each patient. Known as the most common inherited neurodegenerative 

disease found in children, Batten disease is also the most common form of a group of  

disorders called Neuronal Ceroid Lipofuscinosis (NCL). The disease is a family of lysosomal 

storage disorders caused by genetic mutations resulting in the build-up of fats and proteins, 

or lipofuscins, in the body. This build-up within the brain and retinal cells causes toxicity  

and cell death. There are more than 10 forms of the disease, which is most commonly 

diagnosed between infancy and school age. An adult form of the disease is known as Kuf’s. 

Approximately 2-4 births per 100,000 in the U.S. are affected by Batten disease. Due to its 

progressive prognosis, all children diagnosed with Batten disease ultimately require 24-hour 

care. Until the last decade, research on Batten disease was severely underfunded.

BDSRA: Advancing the Cause
The Batten Disease Support & Research Association (BDSRA) is a nonprofit organization 

headquartered in Columbus, Ohio, dedicated to funding research for treatments and cures, 

advancing education, providing family support services, advocating within state and  

federal governments on behalf of families, and raising awareness of the disease and its 

impact. Founded in 1987, BDSRA is the largest support and research organization dedicated 

to Batten disease in North America. BDSRA facilitates support groups, educational initiatives, 

access to cell and tissue banks, research programs, a family conference, and programming for 

scientists, researchers and physicians. BDSRA has established Disease Centers of Excellence 

in Boston; Columbus, Ohio; Rochester, N.Y.; Portland, Ore..; Houston; Belgrade, Serbia; and 

Cordoba, Argentina.
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Resources for Health Professionals

As part of its mission, BDSRA believes that in order to effectively unravel the mysteries of Batten 
disease, the worlds of medical science, laboratory research, caregivers, and families must work  
together toward a common goal: discovering treatments and cures.  

For more information, visit us online at  www.bdrsa.org, or reach us at:

Batten Disease Support and Research Association 
1175 Dublin Road, Columbus, OH 43215  |  Toll free: 800-448-4570  |  Fax: 866-648-8718

Margie Frazier, PhD, LISW, Executive Director
Toll Free: (800) 448-4570, ext. 11  |  Email: mfrazier@bdsra.org

Chris Leonard, PhD, BDSRA Science Officer
Direct: (201) 655-3666  |  Email: cleonard@bdsra.org

Funding A Cure
To date, BDSRA, along with collaborating 
partners, has funded more than $6 million 
in evidence-based research focused on 
the three primary forms of Batten disease: 
infantile, late infantile and juvenile (CLN1, 
CLN2 and CLN3). Funded researchers are 
working to harness cutting-edge tech-
nologies, including new developments in 
gene therapy, enzyme replacement and 
drug discovery. BDSRA currently facilitates 
an annual RFP research process inviting 
proposals across a range of Batten disease 
research areas. This RFP program reflects 
the highest standards associated with the 
U.S. National Institutes of Health and the 
European Research Commission, and it 
incorporates evaluation processes used by 
the pharmaceutical industry. Foundational 
work funded by BDSRA has led to clinical 
trials both in the U.S. and Europe. Research 
and medical findings are reported each year 
at the BDSRA annual Family Conference, 
including poster presentations. Selected 
conference posters are available for review 
at http://slideshare.net/BDSRA

Scan here to access the BDSRA website.

Advisory Boards
Two advisory boards also serve BDSRA –  
a Medical Advisory Board and a Scientific  
Advisory Board. The members of these 
boards guide and direct the research pro-
grams, and they provide medical expertise 
for services, patient care and advocacy. 

Scan here for a complete list of Medical 
Advisory Board and Scientific Advisory Board 
members.

Sibling Carrier Testing Program
The Sibling Carrier Testing Program is avail-
able to siblings of individuals affected with 
Batten disease to be tested for carrier status. 
The program also covers carrier testing  
for qualified spouses or partners, and  
diagnostic testing for children of siblings. 
For more information regarding testing  
protocol, eligibility and costs, contact  
Becky Hetteberg at bhetteberg@bdsra.org

Scan here for a complete list of testing centers.

Tissue Donation Program
Working with clinicians and scientists,  
quality testing centers have been  
established in the U.S., Canada, Australia 
and Argentina. The Tissue Donation  
Program has established cell and tissue 
banks to provide scientists with tissue 
samples needed to advance research and 
pursue a cure for Batten disease. 

Batten Disease Registry
BDSRA is part of a novel global registry 
linking families, physicians and scientists. 
Our aim is to help collect the world’s largest 
clinically and genetically best characterized 
set of patients with each form of NCL. In 
addition to the U.S., the registry and natural 
history database includes information from 
partners in Germany, United Kingdom, 
Finland, Italy, India, Brazil, Argentina, Turkey, 
France, Norway and Denmark.  

Publications and Programs 
BDSRA publishes a variety of materials and 
maintains an active website designed to 
provide accurate health and medical  
information on the disease. For current 
publications, visit http://www.bdsra.org/
research/ncl-publications/

An annual Family Conference brings  
scientists, researchers, medical  
professionals, families and caregivers 
together for three days of programs and 
presentations. For conference updates and 
registration, visit www.bdsra.org
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