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BDSRA...the year in numbers:
Batten disease is 

1 of 7,000 
rare diseases  

1 in 10 Americans have a 
rare disease — 30 million 
at any one time. 

children under
50% of these

diseases
affeCt 

the age of 5
it is estimated that only 5% 
of rare diseases have an 
FDA-approved treatment

Us, Canada, spain, portugal, hungary, ireland, UK, france, germany, india, Yemen, 
iran, peru, Malaysia, turkey, south africa, serbia, new Zealand, argentina, australia, 
Brazil, poland, israel, saudi arabia, Belgium and taiwan.  

26
BDSRA
served families in 

countries
around the globe 

3 BDSRA
faMilies
relocated to Columbus, 
ohio, the only US site 
for an enzyme replacement 
trial sponsored by BioMarin  

at ‘camp columbus’ 
Annual Family conference, 

July 24 to 27th  

406
NUmBeR of 
AtteNDeeS

research 
conferences 
supported 
by BDSRA so that 
100s of researchers 
were able to share findings 
and work together on 

treatMents

FAMilieS answered the BDSRA FAmily NeeDS 
ASSeSSmeNt in partnership with university 
of Maryland school of social Work

in Bdsra merit review process approved 
by Bdsra board in conjunction with hope 
4 Bridget, Bdsra-australia, Batten disease 
family association (UK), and noah’s hope

$346K
for 8
pRojectS

708
people 



Research in Review
research trials
in 2014, the Bdsra reached out to dozens of 
researchers to invite letters of intent (loi) or 
short proposals to preview work they would 
like to accomplish in the following year with 
a maximum of $60,000.  once these lois 
were narrowed to requests for full propos-
als, nearly 30 researchers from universities, 
children’s hospitals, and industry stepped in 
to provide peer reviews on a volunteer basis.  

noah’s hope, drew’s hope, hope 4 Bridget, 
Bdsra-australia and the Batten disease 
family association in the United Kingdom 
have partnered with Bdsra to co-fund these 
important projects.

•	 Meaningful endpoints for phase iii 
clinical trials in juvenile Batten  
Disease (clN3). principal investigator: 
heather adams, ph.d, University of  
rochester. $45,000: Bdsra

•	 INCL	Gene	Therapy	Using	AAV9	Vectors	
(clN1). principal investigator: steven gray, 
ph.d., University of north Carolina, Chapel 
hill. $50,000: Bdsra

•	 Antisense	Oligonucleotides	for	the	
treatment of juvenile Neuronal  
ceroid lipofuscinosis (clN3). principal 
investigator: Michelle hastings, ph.d., 
rosalind franklin school of Medicine and 
science. $50,000: Bdsra

•	 Stop	Codon	Read-through	and	Non-
sense Suppression for the treatment of 
infantile and late-infantile Neuronal 
ceroid lipofuscinosis (clN2). principal 
investigator:  Michelle hastings, ph.d., 
rosalind franklin school of Medicine and 
science. $25,000: noah’s hope, hope 4 
Bridget

•	 Astrocytic	Thrombospondin-1	in	
juvenile Neuronal ceroid lipofusci-
nosis: impact on Synaptic Dysfunction 
(clN3). principal investigator: tammy Kiel-
ian, ph.d., University of nebraska. $50,000: 
drew’s hope, Bdsra

•	 Crossing	the	Blood	Brain	Barrier:	En-
zyme Replacement therapy for liNcl 
(clN2). principal investigator: peter lobel, 
ph.d. rutgers, the state University of new 
Jersey. $50,000: noah’s hope, hope-
4Bridget, drew’s hope

•	 NCL	Mutation	and	Patient	Database. 
principal investigator: sara Mole, ph.d., 
University College london, United King-
dom. $15,000: Bdsra and Bdfa-uk

•	 Viral	Mediated	Gene	Therapy	in	Ovine	
Batten Disease (clN5 and clN6). 
principal investigator: david palmer, ph.d., 
lincoln University, Christchurch, new 
Zealand. $50,000: Bdsra – australia   

family involvement is key to 
research progress for Batten 
disease 
the involvement of families of affected 
children and adults in fundamental research 
related to Batten disease has been crucial to 
moving discoveries in the lab to translational 
work at the bedside. Underlying all of this 
work is the families — their belief that some-
thing can be better, perhaps not for their 
own children, but for children and adults 
with Batten in the future. those families who 
choose to donate blood samples, skin sam-
ples, and who courageously donate brains 
for research purposes have made possible 
the vast array of research assets available for 
many Batten researchers. 

according to ryan 
geraets,  an Md, phd 
student at sanford 
school of Medicine 
in sioux falls, south 
dakota. “scientists 
that are granted 
the opportunity to 
utilize these samples 

are extremely grateful for the participation 
of patients and their families given the 
challenges they must endure to be in this 
research,” he said.

ronald Crystal, Md, 
professor and chair 
of the department 
of genetic Medicine 
of the Weill Medical 
College of Cornell 
University, views 
this as an import-

ant partnership. “research in the area of 
developing therapeutics for rare diseases is a 
partnership in many ways between families 
of subjects that have these diseases and the 
scientists that work in that area.” 

Katherine sims, Md, 
director of the Mas-
sachusetts general 
hospital nCl disor-
ders Clinic, says that 
“in order to better 
understand the Bat-
ten disease disorders, 
it is critical to have 

the best characterization of the clinical fea-
tures and issues that these patients evidence 
at the start of and during the course of their 
disease.” dr. sims has worked to establish 
and maintain a biorepository to assist with 
making these discoveries.

Bdsra Welcomes families 
to columbus for only united 
states trial site for cln2  
late infantile study
nationwide Children’s hospital is the Us site 
for BioMarin pharmaceuticals’ clinical trial of 
enzyme replacement for children with Cln2 
Batten disease. With Bdsra’s help, three 
wonderful families from across the coun-
try have relocated to Columbus, ohio, to 
participate in the study for 2 years. Children 
receive treatments every two weeks under 
the supervision of Bdsra’s Center of excel-
lence leader, dr. emily de los reyes and her 
colleague, dr. lenora lehwald.  other sites 
include london, rome and hamburg.



Bdsra conference
the 2014 Bdsra annual family Confer-
ence, “Camp Columbus,” had 406 attend-
ees – a mix of family members, loved ones 
with Batten disease, siblings, extended 
family members, scientists, researchers, 
health care providers and Bdsra staff and 
volunteers.  here’s what one mother had 
to say:

“I’m so grateful to have had this opportunity. 
I’m so thankful I got to share it with my dad. 
We talked through many things and I think 
we both walked away with a lot of peace.” – 
Ramee Larson

Grief support
for our Batten families, grief is not 
time-limited. Bdsra is here to provide 
support as long as families need it. 
Bereaved families can connect in various 
ways:  face-to-face at the Bdsra confer-
ence “life goes on” outings, online in 
the Bdsra Closed group for parents and 

Caregivers and by phone and email with 
Bdsra staff.

“BDSRA was there for me when my Christo-
pher was first diagnosed. They have provided 
steady support by making connections to 
exchange equipment and information. 
BDSRA has not only provided me with sound 
advice through the grief process, but they 
continue to help make me feel connected to 
the organization many years after suffering 
a loss.” – Peggy DiCapua

school accommodations
Many parents are unfamiliar with how best 
to inform the team of professionals in the 
school setting about Batten disease and 
how it impacts their child or teen. Bdsra 
staff work with families throughout the 
school year, providing helpful guidance 
and informational materials about special 
school accommodations for the students.

Bdsra Web site includes 
new resources for families
2014 was a busy year for Bdsra! as an 
international non-profit organization that 
serves patients and families in many parts 
of the world, we have focused on develop-
ing more listings of community resources 
on a variety of topics to help families. 
for examples of available resources, visit 
http://bdsra.org/patient-and-family-sup-
port/. in addition, visitors can download 
past issues of the “illuminator” our quar-
terly newsletter and other information 
about our work.

“Since 1987, the BDSRA has helped us with 
their support and love. Lance Johnston, 
Executive Director at the time was available 
whenever we had questions about Batten 
disease and told us what research doctors 
were available to us. We were also put in 
contact with other families, who know what 
you are going through and also to know 
you’re not alone.” – Edie and Gene Docktor

BDSRA Family Support & Education

top left: Mabel larson with her grandpa, dan 
Moore. 

Middle: ramee larson with Mabel’s siblings, 
Braden and nora larson. 

top right: Gene and edie dockter. Bottom 
right: edie and children ken, tommy and 
laurie, who all had Jncl.



Bdsra represents! 
Because Batten research is a global enterprise, Bdsra staff and board members attend events throughout the year to serve on task 
forces, educate clinicians and lead discussions. this is where we were in 2014:

Partnerships in Awareness

Makeup Geek funds research
Without a shadow of a doubt, Makeup geek was one of Bdsra’s largest supporters in 
2014, sending $40,000 in proceeds of Caitlin rose eye shadow and a company-wide lead-
ership seminar during the annual fund drive. Makeup geek’s president, Marlena stell, 
said she has been ‘like family’ of the allios of vacaville, California, whose daughter, Caitlin, 
lost her battle with Juvenile Batten disease in 2012. to learn more about Makeup geek 
and to order your own Caitlin rose shadow, go to http://bit.ly/1fgUetU.

Metro new york chapter
garage sales, Bowl-a-thons and more have 
helped the Bdsra Metro new York Chapter 
fund $250,000 in research via the Bdsra 
research merit review process. 

sUpport prograMs – 39%
researCh – 32%
adMinistration – 18%
fUndraising – 11%

•	 rare disease day events, Washington, dC 
•	 BioMarin rare disease day employee 

exchange, san rafael, Ca
•	 national institutes of health, rare dis-

ease clinical research network (rdcrn) 
council of patient advocacy Groups, 
Bethesda, Md.

•	 us food and drug administration  
conference on inborn errors of  
Metabolism, silver spring, Md.

•	 Global Genes rare disease summit, 
huntington Beach, California

•	 ncl congress 2014, Cordoba argentina  
•	 child neurological society Meeting, 

Columbus, ohio 
•	 european Working group on Jncl edu-

cation and Quality of life, oslo, norway
•	 ncl-stiftung Juvenile Batten research 

conference, hamburg, germany

Financials
revenues research awards and support services

GRANTS

DONATIONS:
CORPORATE: 24%    INDIVIDUAL: 64%

COMBINED FEDERAL CAMPAIGN AND UNITED WAY GIVING

OTHER

39%

32%

18%

11%
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