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To Our Major Donors:
Every year at this time, I have the pleasure of summing up our community‘s accomplishments in the
previous year. 2007 again was a year when our dedicated volunteers, faithful contributors, caring
physicians and brilliant researchers have created and accomplished much. This annual report reflects
their triumph of progress and hope.
Most of the people on the front lines of these efforts are parents who have a very personal reason for
volunteering. But in our determination to shape BSF into a powerful and permanent ally in the fight to
save our children’s lives, one thing keeps rising up to distract our attention and challenge our hopes; the
fear that we may not do enough, fast enough to save our own child. Fear is a powerful thing. It can be
highly motivating. But at times it can also be overwhelming. It can become a black, nauseating, and
paralyzing demon in its threat to take from us those whom we love the most… and would gladly give our
own lives to protect.
The threat is real, and our instinct is to hide, to focus on the immediate tasks that absorb our time. We
try to ignore the demon and hope that it passes over our house. The absence of bad news reassures us
that we are safe. After 2006 in which we quietly celebrated that Barth syndrome had not taken a single
child, recent months brought the sudden death of Michael Reece in Australia, and serious medical
challenges to other families from Australia to Florida, Massachusetts and Utah. Barth syndrome has
forced two children to have heart transplants and as I write this, two more are on transplant waiting lists.
Others from around the world have been hospitalized with other serious complications of Barth
syndrome. Our small community is being starkly reminded that this is still a deadly disorder that
threatens each of our affected children and indirectly our extended Barth families.
So where do our families find solace, hope and the courage to carry on?
We find it in you; each and every one of you. We find it in the Reece family who must find it in each
other. We find it in the families who post their questions and prayers on our family listserv every day. We
find it in the thousands of faithful family, friends and supporters who send their hard earned money to
help us in the only way they know how. We find it in the caring eyes of the doctors who struggle to make
sense of the complicated aspects of this disease about which still too little is known. And we find it in the
passion of the scientists working long hours in laboratories hoping to find the clue that will unlock the
puzzle that is still Barth syndrome. We find it most strongly in the determination of leaders like Shelley
Bowen who despite her own family’s challenges has adopted all of us into her family and refuses to
leave any of us behind in the fight for our lives.
The Barth Syndrome Foundation (BSF) is now eight years old and no longer a neophyte as a charity.
We have accomplished so much in such a short time. But at our core, all of the people who comprise the
Barth syndrome organizations share a simple value. We are a family. We care deeply about each other.
We give each other the strength, courage and hope to live, to laugh and to face whatever may come
each day, knowing that we are not alone. Our mission is … “Saving lives through education, advances in
treatment and pursuit of a cure for Barth syndrome”. We will never give up.
And I am more proud of that than of any of our many accomplishments (which I have also proudly listed
in the following pages!) Thank you. All of you.

Stephen B. McCurdy
Chairman
Barth Syndrome Foundation

Valerie M. Bowen (‘Shelley’)
President
Barth Syndrome Foundation
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BSF 2007 Accomplishments
Family Services (Led by Shelia Mann and Chris Hope)
Family Services finds and cares for our families, giving them the strength, knowledge and tools to care
for their own. The latest census shows that BSF has grown to a total of 114 boys/young men around the
world, with 11 more awaiting a confirmed diagnosis. When new families reach out to BSF, Shelia, Chris
and Shelley Bowen are there to welcome and support them. Many of our newer families tell us that they
were anxious about contacting us for the first time, not knowing what they would find. Those who do,
find a warm voice and a gentle introduction to a new family. In due course, they are introduced to the
listserv—our global lifeline on the internet and the place where no question is too small, answers come
quickly and everyone understands.
In late 2005, we sought to improve the quality of the listserv by publishing a set of rules governing
postings. Usage dropped by more than 50%. After surveying our families we learned that the “rules”
made them reluctant to post their questions and thoughts. We immediately rescinded the “rules” and
usage of the listserv has nearly returned to its previous levels. We may make mistakes in good faith but
we learn quickly!
1n 2007, we experimented with webinars, hosting live, interactive sessions with an expert on a particular
subject of interest to the families. The pilot was successful and we are planning more such sessions in
2008.
BSF produces fact sheets, brochures and papers written by investigators who have conducted research
to address specific issues within our community such as bullying, depression, hospitalizations, life
balance and education, just to mention a few. Last year, the Family Services team created binders
containing all of these materials and mailed them to each family. Updated periodically, these binders
become an invaluable resource for record keeping, information for new family doctors, contact lists,
emergency information for baby sitters and extended family alike. And now, we have upgraded our
listservs to be able to send documents electronically to all families or physicians who have signed up.
A visit to an emergency room is always a stressful occasion made even more so if the nurses and
doctors have never heard of Barth syndrome. Our latest brochure for healthcare professionals, endorsed
by clinical members of our Scientific and Medical Advisory Board and intended for physicians, has been
especially well received. It provides a quick and credible source of information that can prove critical in
caring for a Barth syndrome patient for the first time. It also serves to encourage the medical staff to
consult closely with the parents of the Barth syndrome patient in their care. A copy of this brochure is
included in this annual report.
Individuals Associated With The Barth Syndrome Foundation and Affiliates Worldwide
Living Deceased Pending Diagnosis

Asia
Canada
Europe
Oceania
S. Africa
UK
USA
Total

4
8
15
8
2
16
61
114*

1
8
28
8
1
7
39
92

2
1
2
0
0
2
4
11

Living Individuals By Age in Years

0-4
2
0
3
0
0
6
11
22

5-9
1
1
5
2
0
5
18
32

10-14
0
3
1
0
2
3
13
22

15-19
1
2
3
4
0
2
9
21

20-29
0
2
1
1
0
0
10
14

30-39
0
0
1
1
0
0
0
2

40-49
0
0
1
0
0
0
0
1

*Living individuals shown by age groups to the right
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As much as BSF is an internet community, there is nothing like the opportunity to spend time together
face-to-face. Our outreach program creates mini-BSF conferences in regions around the country. In
August of 2007, the Dunn and Monahan families organized and hosted the BSF Northeastern Outreach
event outside of Boston, MA. Over 50 Barth syndrome family members attended along with several
physicians and scientists who presented updates on their work and information of use to the families.
The Mayor of Brockton declared it Barth Syndrome Awareness Weekend and the group spent a terrific
weekend attending a Brockton Rox Baseball game on Saturday night and a wonderful family picnic at
the Dunn’s on Sunday.

BSF Conference (Led by Jan Kugelmann, Dr. Matt Toth, and Shelley Bowen)
Planning for the 2008 Scientific, Medical and Family Conference began as the 2006 Conference was
coming to a close. Jan Kugelmann led the search, site visits, selection and booking of the location for
this year’s Conference in Clearwater, Florida, assisted by Leslie Buddemeyer and Shelley Bowen. Jan,
Matt and Shelley have been in full planning and organization mode for over a year, mapping the
schedules for the individual tracks for scientists and physicians, parents, affected men and boys and
their siblings, confirming acceptance by the distinguished speakers, organizing child care and social
activities, and the myriad details that make this Conference the consistently professional and successful
event that it always is.

Science and Medicine (Led by Dr. Matt Toth, BSF’s Director of Science)
Research Grant Program
At the beginning of 2006, our Scientific and Medical Advisory Board (SMAB), supported by outside
experts, evaluated nine proposals requesting funding for scientific research into Barth syndrome in the
2006 grant cycle. Following the SMAB’s recommendations and after thorough review, the BSF Board
approved and funded seven grants for a total of $309,200, which are reflected in our 2007 financial
statements. These grants have been reported on in our previous newsletter and some of the
researchers’ results will be discussed at the upcoming Conference in July.
In January of this year, the 2007 grant cycle was completed. Nine highly qualified grant recipients were
selected from among the largest number of applications ever received by BSF, and awarded
$330,000—the largest commitment of funds for research ever awarded by BSF and its affiliates in a
single year. The success of this program, now in its sixth year, bears witness to the growing reputation
and impact that BSF and its affiliates are creating in the scientific community. This year’s award winners
and their research studies are reviewed in an article written by Dr. Toth on pages 7—9 of this annual
report. We are excited by the progress that these researchers are making, and the prospects for greater
understanding of Barth syndrome improve daily. Equally exciting is that research funded by BSF is
having an impact on other disorders and creating linkages that we hope will lead researchers in other
disorders to make discoveries that will provide insights back to Barth syndrome as well!
Barth Syndrome Registry and DNA Bank
This program has just completed its second year under the leadership of our co-investigators: Dr.
Carolyn Spencer, now at Children’s Hospital in Boston, MA and Dr. Barry Byrne at the University of
Florida. With the help of the Institute of Child Health Policy at the University of Florida and their expertise
in building medical databases, we are now entering the second phase of the project—augmenting the
self reported data initially gathered from 43 families, with detailed data abstracted from the patients’
medical records. This databank, linked to DNA samples from each child now kept in our biorepository,
will prove an invaluable resource for researchers and will provide a much needed baseline with which to
evaluate any future therapies. Clearly, more data from more affected individuals and their families
increases the impact this effort can have on understanding the evolution of Barth syndrome in patients
over time and linking the clinical manifestations to possible genetic variations found in the matching DNA
samples. Families attending the clinics held prior to the upcoming BSF Conference in Clearwater,
Florida will be able to directly advance the future of scientific research by updating or making their initial
contributions to the Barth Syndrome Registry and DNA Bank.
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Scientific and Medical Advisory Board
In July of 2007, Dr. Matt Toth convened a full day meeting of scientists and researchers interested in
Barth syndrome to map out the most promising scientific paths to accelerate discoveries that will lead to
improved treatments and eventually a cure for Barth syndrome. Also in attendance were six members of
the BSF Scientific and Medical Advisory Board. The group identified the highest priorities for
accelerating research including the need for a mammalian model (e.g. a mouse or a rat with Barth
syndrome), specialized antibodies that will help identify the presence of human tafazzin proteins, and
high throughput assays that can be used in areas such as newborn screening. This “roadmap” is already
guiding BSF investments including grants and contract research into all three areas identified above.

Physician Awareness (Led by Steve Kugelmann)
During 2007, BSF and its affiliates sent representatives to and/or set up our booth at eight medical
conferences attended by pediatric physicians who may well diagnose and treat a Barth patient.
Conferences at which BSF had a visible presence included:
•
•
•
•
•
•
•
•

Child Cardiology 2007 (Children’s Hospital of Philadelphia), Orlando, FL
American College of Medical Genetics, Nashville, TN
Society for Inherited Metabolic Disorders, Nashville TN
Pediatric Academic Societies, Toronto Canada (BSF & BSF of Canada)
United Mitochondrial Disease Foundation, San Diego CA
Clinical Cardiovascular Genomics, Cold Spring Harbor, NY
American Heart Association, Orlando FL
American Society of Hematology, Atlanta GA

Maintaining a presence at these conferences may entail setting up the BSF booth, handing out
brochures and answering questions about Barth syndrome and encouraging Barth syndrome
researchers to deliver scientific presentations and posters, all designed to increase awareness of Barth
syndrome, its symptoms and BSF and its affiliates. Many of our new families are diagnosed or
introduced to BSF as a direct result of their physicians learning about Barth syndrome at these
meetings. BSF representatives at these conferences included Steve Kugelmann, Jan Kugelmann,
Shelley Bowen and Dr. Matt Toth.

Contributions
BSF raised $674,000 from almost 1,000 individual contributors in 2007. These financial supporters are
so vital to the continued health of BSF. Without your contributions, none of the important programs
described above would be possible. Your donations fund advances in research. You pay for our
volunteers to attend the medical conferences. You fund physician awareness and the cost of operating
and maintaining our website and listservs—such vital links for our families and physicians. Our
upcoming BSF Conference at the Belleview Biltmore Resort in Clearwater, FL will cost over $150,000 to
run and is a great investment.
Equally critical are the families and friends who led the fund raising efforts that raised this money.
People don’t give to institutions or charities, they give to a cause they have come to believe in. A rare
and obscure disorder like Barth syndrome is not a high profile cause. There are no celebrities endorsing
BSF on Oprah, and most people have never heard of it let alone known someone who is affected.
Except our donors.
Every one of them knows someone with Barth syndrome personally or has been told the story by a good
friend who does. Every donor was asked to donate to BSF by someone. These are our heroes. The
ones who ask. The ones who tell their friends and family of the challenge of Barth syndrome and the
hope of BSF. The ones who understand that without financial support, progress stops, families are
condemned to isolation and hope dies. So our thanks go to our donors and we ask you to please keep
BSF at the forefront of your generosity, even in these difficult economic times. But we reserve our
highest praise and deepest appreciation for our fund raisers, for they keep the lights shining… literally!
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•

Scott Oldewage — Scott’s boss, Ed Pace continues to support Scott’s colleagues at Lake City
Trucks and Lake City International in Utah, who contribute to BSF through their workplace giving
program. LCT and LCI match all employee donations and Ed Pace makes a personal donation in
each month that his companies are profitable.

•

Randy Buddemeyer and the C. B. Richard Ellis Annual Charity Golf Tournament, which once again
has set a new record for money raised by CBRE for BSF, doubling their previous year’s donation.
Randy and Leslie are great spokespersons for BSF, and their friends and business colleagues
respond to their requests for donations… and have fun playing golf as well!

•

Jan and Steve Kugelmann’s annual BSF Drive for a Cure Golf Tournament — This is the
granddaddy of BSF golf tournaments as it enters its fifth year in 2008. Jan and Steve have a loyal
following who show up every year to have fun, watch the local police helicopter do the Chopper
Dropper and to raise money for BSF. It’s a labor of love for Jan, Steve and friends.

•

For the seventh straight year the McCurdys have sent a simple letter to a growing list of friends from
high school, college and graduate schools, work, church and parents of their children’s friends from
school and around town. The letter makes a simple case, from the McCurdy’s hearts asking their
friends to once again include BSF in their charitable giving… and every year, their friends respond
positively. They say, “We are happy to help in this small way. We know how important this is to you
and Will.”

•

Sue Wilkins started the Woody Varner Fund for BSF in honor of her Dad and added her Mom’s
name after she passed away in 2007. The Paula and Woody Varner Science & Medicine Fund has
been a major fund raiser for BSF and a wonderful way to create a lasting memorial for two people
who were so loved by so many.

•

Liz and John Higgins love to bowl. So do their friends. Out of such simple pleasures came the
annual Bowling for Barth fundraiser which is fast becoming an institution in Highland Lakes, NJ.
Who says fundraising has to be hard?

•

Tom and Laurie Monahan seem to find an endless number of ways to raise money for BSF, usually
involving the Brockton Rox, sports events and the Charlie Horse Sports Bar! No matter what the
event, Tom’s tireless promotion and great sense of humor and Laurie’s organizational skills insure
that every event is memorable… and a fundraising success.

•

Barth syndrome does not run in Gary Rodbell’s family, but Gary doesn’t ever seem to stop running
for BSF. Running, swimming and biking that is. He is gathering a growing herd of triathletes who
train with him and raise money for BSF. In 2007 he and fourteen other athletes raised money for
BSF by competing in the Westchester Triathlon in NY. In 2008 some of these iron-people are
running in a half Ironman in Laconia, New Hampshire in August and many more are entered again in
Westchester, NY on September 21. Coach Gary and “Team Will” guarantee another “win” for Barth!

•

When Amer and Jay Randall’s triplets had their fourth birthday, the Randalls celebrated the
occasion with a party and invited all of their friends to add to the festivities with a gift for the Barth
Syndrome Foundation. Since two of the triplets are affected by Barth syndrome, and all of their
friends had been asking what they could do to help, this was a natural and welcome way to mark the
day.

•

Over the last year, in addition to the Paula and Woody Varner Fund, Memorials were established by
the families of Tony Satula a friend of the McCurdys in Larchmont, NY and Rob Lochner, Lynda
Sedefian’s brother in upstate New York. I hope that we can all be as strong and as generous as
these families, to think of others despite the loss and sadness they are experiencing. We are
eternally grateful.
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Research Grants Showcase Increased BTHS Awareness and Interest
The latest cycle of the Barth Syndrome Foundation (BSF) Research Grant Program marks the sixth
anniversary of this important funding program with the largest monetary commitment of any previous
cycle (over USD $333,000). Six of the nine awardees have not received funding from BSF before.
The 2007 cycle also received the largest number of grant applications which, along with the increasing
numbers of publications and of website hits, demonstrates that Barth syndrome (BTHS) research is
becoming better known in the scientific and medical community, as well as to the public.
The nine grant recipients for the 2007 cycle are approaching their research from several different
angles. Most of the grants are investigating how tafazzin dysfunction causes changes using cellular
models in yeast, in cardiac cells, and in white blood cells. Two projects are investigating if there are
BTHS patients that have been overlooked, another seeks to make a rat model of BTHS, while another
looks into how cardiolipin works on the molecular level.
The following is a summary of the main focus of each individual grant with some thoughts of what value
it will bring towards achieving our ultimate goal. The number and breadth of these awards clearly
demonstrates the real progress and the increased exposure of BTHS research to the scientific and
medical community.
In addition this year‘s cycle has greatly benefited from the increased funding provided by the Barth
Syndrome Foundation of Canada and by the Barth Syndrome Trust (UK and Europe). Our worldwide
family of organizations continues to grow and mature into something we can all be proud of.

Miriam Greenberg, PhD, Professor and Associate Dean, Wayne State University,
Detroit, MI
“Perturbation of the osmotic stress response in cardiolipin-deficient mutants”
Prof. Greenberg uses brewer‘s yeast as a model system to uncover the biochemical
connections between the lipid cardiolipin and the genes that affect cardiolipin such as
tafazzin—the gene which, when mutated in humans, causes BTHS. Using certain
yeast mutants that are deficient in cardiolipin and which have a shortened lifespan,
Prof. Greenberg has discovered other mutated genes that are able to restore this
lifespan. After testing heat stress, osmotic stress, and screening 80 stress pathway
mutants, only mutations in the HOG1 pathway were able to suppress this lifespan shortening of the
original cardiolipin-deficient mutants.
HOG1 is a gene found by other investigators and is involved in a cell’s response to stress like the lack of
water. HOG1 stands for high-osmolarity glycerol. Because cardiolipin is dysfunctional in BTHS patients,
this discovery shows that we may be able to find other pathways and other genes that can ameliorate
some of the problems associated with cardiolipin deficiency. How is HOG1 relevant to BTHS? The
HOG1 pathway is equivalent to the P38 MAP Kinase in human cells, and we know that P38 MAP Kinase
is involved with cardiomyopathy, a defining characteristic of BTHS. These observations point to a
parallel equivalence between yeast and humans which is not evident at first impression. Prof. Greenberg
seeks to extend and build on these observations by examining the expression and phosphorylation of
the HOG1 gene product and its protein targets. Using this information (e.g. inhibition of the P38 MAP
Kinase), testable hypotheses for finding treatments for BTHS can be envisioned.
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Carol P. Moreno-Quinn, MD, PhD, Assistant Professor, Medical College of
Wisconsin, Milwaukee, WI
“Creation of a rat model of Barth syndrome”
The 2006 Nobel Prize in Medicine was awarded to Mello and Fire for their discovery
of “RNA Interference.” Using techniques that exploit this Nobel Prize-winning idea,
Dr. Moreno-Quinn will make a strain of rat that is deficient in tafazzin expression.
Specifically, Dr. Moreno-Quinn will add a transgene to the rat genome that lowers
tafazzin expression using RNA interference—a “knockdown” of the tafazzin gene.
This relatively new technology is expected to recapitulate the defects that patients
with BTHS endure. Dr. Moreno-Quinn will then analyze these knockdown rats to
determine if their physiology resembles that experienced by BTHS patients. A
mammalian model of BTHS will be a powerful tool in advancing BTHS research, and
it has been a goal of many researchers over the years.
Quan He, PhD, Research Scientist, Henry Ford Hospital, Detroit, MI
“Are reactive oxygen species involved in the development of dilated
cardiomyopathy in Barth syndrome?”
Using the same Nobel Prize-winning idea of Mello and Fire, Dr. He will lower tafazzin
expression in rat neonatal cardiac cells by siRNA oligonucleotides and monitor the
effects. Dr. He believes that tafazzin dysfunction causes cardiolipin loss which
generates reactive oxygen species (ROS). These ROS cause changes in cardiac
cells which eventually lead to apoptosis and dilated cardiomyopathy—a critical
problem in BTHS patients. If these experiments are successful then this cardiac-cell
model of BTHS will be very valuable for BTHS research and for heart failure research
in general.
Matthew R. G. Taylor, MD, PhD, Associate Professor and Director of Adult Clinical
Genetics, University of Colorado Health Sciences Center, Denver, CO
“Prevalence of Barth syndrome in adult cardiomyopathies”
By using mRNA hybridization methods, Prof. Taylor will quickly screen for coding
changes in tafazzin mRNA in over 200 samples from his Center‘s collection of adult
cardiomyopathy patients. If there are positive hits in this registry, DNA sequencing of
the tafazzin gene will be used to identify the mutation. If Prof. Taylor finds adults with
tafazzin mutations, then conventional ideas about the incidence frequency for BTHS
will have to be re-examined. Because BTHS is a very rare genetic disease, reliable
frequencies for its incidence are difficult to obtain. There are only a few cases of men
with BTHS that are in their 30’s and 40’s. Finding more of these patients will increase
our understanding of BTHS and may lead to clues about how to effectively deal with
the condition.

David Dale, MD, Professor of Medicine, University of Washington, Seattle, WA
“Neutropenia in Barth syndrome”
Building on previous BSF-funded research, Prof. Dale will use the promyelocytic cell
line HL60 to establish a cellular model of neutropenia caused by BTHS. Using a
shRNA vector that transiently decreased tafazzin mRNA expression, Prof. Dale will
now make a permanent cell line that can be better analyzed for the traits expected in
neutropenia. This cell line model of BTHS will approximate the conditions seen in
BTHS neutrophils and will be a vehicle to test hypotheses designed to ameliorate this
type of neutropenia.
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Taco Kuijpers, MD, PhD, Professor, University of Amsterdam, Amsterdam, The
Netherlands
“Neutropenia in Barth syndrome: new in vitro models to study BTHS
neutrophils”
Using compounds that poison or disable mitochondria function, Prof. Kuijpers will
expose the promyelocytic cell line HL60 and will then monitor various parameters
that simulate the conditions observed in neutrophils from BTHS patients. Prof.
Kuijpers’s hypothesis implicates a defect in electrical potential across the
mitochondrial membrane—an observation for which he has provided evidence. It is
hoped that these experiments will bring about a more mechanistic understanding of
how neutropenia occurs in BTHS.

Richard Epand, PhD, Professor, McMaster University, Hamilton, ON, Canada
“Consequences of the alteration of cardiolipin structure on the properties of
the mitochondrial membranes”
With the help of a synthetic chemist, Prof. Epand will examine the titration or
hydrogen donor behavior of various cardiolipin species, both symmetric and
asymmetric. This biophysical behavior will be analyzed in different membrane
curvature environments and in the presence of certain proteins. By understanding
what biophysical differences are occurring in membranes with different amounts and
different types of cardiolipin, Prof. Epand should be able to show a mechanism by
which cardiolipin dysfunction may cause many of the BTHS symptoms.

Susan Kirwin, Senior Research Associate, Assistant Director, Nemours Children‘s
Clinic, A. I. duPont Hospital, Wilmington, DE
“Barth syndrome testing: Are we missing some patients?”
By using tafazzin mRNA analysis from blood samples of BTHS and non-BTHS
patients, Ms Kirwin will determine if mRNA differences can be used as a diagnostic
factor for BTHS. Using data obtained from a clinically diagnosed BTHS patient, Ms
Kirwin has shown evidence for an mRNA dysfunction but without a coding mutation
in the tafazzin gene. This result means that the spectrum of mutations at the tafazzin
gene that gives rise to BTHS has to be expanded to include these types of noncoding mutations. These mRNA results may lead us to derive a correlation between
tafazzin mRNA quality and the severity of the symptoms of BTHS patients. A better
understanding of what is a normal and what is an abnormal mRNA pattern for
tafazzin expression will lead to the identification of patients who have been
misdiagnosed in the past, and it may tell us more about tafazzin mRNA expression
and BTHS symptoms.
Christopher R. McMaster, PhD, Professor, Dalhousie University, Halifax, Nova
Scotia, Canada
“Synthetic genetics towards understanding Barth syndrome cell biology”
Dr. McMaster will use a robotic screening platform to systematically cross the
tafazzin deletion strain of yeast with 5,000 other yeast mutants to determine if any of
these 5,000 genes interact with tafazzin. By using systematic genetics to identify
which genes interact with tafazzin, he will attempt to uncover potential modifiers of
tafazzin dysfunction which could lead to new ideas about a treatment for BTHS.
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Governance
BSF is governed by our Board of Directors led by our Chairman, Steve McCurdy and our President,
Shelley Bowen. Board members serve three-year terms and starting in 2007 may not serve more than
two consecutive terms. Annually, each Board member and officer signs a Conflict of Interest disclosure
form and affirms in writing his/her obligation to protect the confidence of private information that BSF
may acquire from families, physicians and researchers, as well as donors. Our Board members and
officers and their terms are as follows:

The Barth Syndrome Foundation Board of Directors and Officers
Name

Address

Position/Current Term End

Valerie M. Bowen
(Employee)

205 Puckett Road
Perry, FL 32348
(850) 584-2712

President and Board Member
Term Expiration 2009

Stephen B. McCurdy
(Volunteer)

12 Carleon Avenue
Larchmont, NY
(914) 834-1771

Board Chairman
Term Expiration 2010
Chief Financial Officer

Randy Buddemeyer
(Volunteer)

4616 W Browning Avenue
Tampa, FL 33629
(813) 832-1198

Board Member
Term Expiration 2011

Michaela Damin
(Volunteer)

1 The Vikings
Romsey, Hampshire S051 5RG
44 179 4518 785

Board Member
Term Expiration 2010

Stephen Kugelmann
(Volunteer)

7145 Briar Oak Drive
Merritt Island, FL 32953
(321) 453-4585

Board Member
Term Expiration 2010

Katherine R. McCurdy
(Volunteer)

12 Carleon Avenue
Larchmont, NY
(914) 834-1771

Board Member
Term Expiration 2011

Susan S. Osnos
(Volunteer)

272 Round Hill Road
Greenwich, CT 06830
(203) 622-0472

Board Member
Term Expiration 2009

Susan V. Wilkins
(Volunteer)

6219 Barbara Lane
Lincoln, NE 68512
(402) 421-1926

Board Member
Term Expiration 2011

Lynda M. Sedefian
(Employee)

101 Stone Ridge Court
Altamont, NY 12009
(518) 452-6939

Secretary (Officer)

Matthew J. Toth, PhD
(Employee)

132 Creemer Avenue
Iselin, NJ 08830
(732) 283-3417

Director, Science & Medicine
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Scientific and Medical Advisory Board
In addition, BSF benefits greatly from the advice and counsel of our Scientific and Medical Advisory
Board (SMAB), a world class group of distinguished scientists and physicians with expertise in the
diverse fields of research and the multiple systems affected by Barth syndrome. These advisors review
all research grant proposals and make their recommendations to the BSF Board who retain final grant
approval authority. In addition, they advise on scientific and medical programs including awareness and
BSF’s semi-annual International Conference, and offer clinical consultation to our families’ doctors when
asked.
The Barth Syndrome Foundation Scientific and Medical Advisory Board
Richard I. Kelley, MD, PhD
Chairman
Division of Metabolism
Kennedy Krieger Institute
Johns Hopkins University
Baltimore, Maryland

Iris L. Gonzalez, PhD
Molecular Diagnostics Lab (retired)
A. I. DuPont Hospital for Children
Wilmington, Delaware

Jeffrey A. Towbin, MD
Pediatric Cardiology
Texas Children’s Hospital
Baylor College of Medicine
Houston, Texas

Peter G. Barth, MD, PhD
Emeritus
Pediatric Neurology
Emma Children’s Hospital /
AMC (retired)
Amsterdam, The Netherlands

Miriam L. Greenberg, PhD
Biological Sciences
Wayne State University
Detroit, Michigan

Ronald J. A. Wanders, PhD
Genetic Metabolic Diseases
Academic Medical Center
Amsterdam, The Netherlands

Barry J. Byrne, MD, PhD
Pediatric Cardiology
Shands Children’s Hospital
University of Florida
Gainesville, Florida

Grant M. Hatch, PhD
Lipid Lipoprotein Research
University of Manitoba
Winnipeg, Canada

Gerald F. Cox, MD, PhD
Clinical Genetics
Children’s Hospital
Boston, Massachusetts
Senior Medical Director,
Clinical Research, Genzyme Corp.
Cambridge, Massachusetts

Michael Schlame, MD
Anesthesiology
NYU School of Medicine
New York, New York

Salvatore DiMauro, MD
Neurology
Columbia University
College of Physicians and Surgeons
New York, New York

Colin G. Steward, FRCP,
FRCPCH, PhD
Pediatric Hematology
Bristol Royal Hospital for Children
Bristol, England

Katherine R. McCurdy
ex officio
Board Member
Barth Syndrome Foundation
Larchmont, New York

Matthew J. Toth, PhD
ex officio
Science Director
Barth Syndrome Foundation
Iselin, New Jersey
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Barth Syndrome Registry and DNA Bank
The Barth Syndrome Registry and DNA Bank is operated under contract for BSF by the University of
Florida and led by Dr. Carolyn Spencer MD and Dr. Barry Byrne. BSF and Dr. Spencer have established
a separate advisory board for the Barth Syndrome Registry and DNA Bank to insure free and open
access as well as compliance with the requirements of the University of Florida’s Institutional Review
Board (IRB).
Barth Syndrome Registry and DNA Bank Advisory Board
Carolyn Spencer, MD
Co-Principal Investigator
Department of Cardiology
Children’s Hospital
Boston, Massachusetts

Barry J. Byrne, MD, PhD
Co-Principal Investigator
Pediatric Cardiology
Shands Children’s Hospital
University of Florida
Gainesville, Florida

Richard I. Kelley, MD, PhD
Division of Metabolism
Kennedy Krieger Institute
Johns Hopkins University
Baltimore, Maryland

Melissa Maisenbacher, MS, CGC
Medical Data Abstraction, ex-officio
University of Florida College of Medicine
Gainesville, Florida

Michael Schlame, MD
Department of Anesthesiology
New York University School of Medicine
New York, New York

Deepa Ranka, MS
IT and Statistical Research Analyst, ex-officio
Department of Epidemiology and Health Policy
Research
University of Florida College of Medicine
Gainesville, Florida

Colin G. Steward, FRCP, FRCPCH, PhD
Pediatric Hematology
Bristol Royal Hospital for Children
Bristol, England

Gerald Cox, MD, PhD
Clinical Genetics
Children’s Hospital
Boston, Massachusetts
Senior Medical Director, Genzyme Corporation
Cambridge, Massachusetts

Matthew J. Toth, PhD
Barth Syndrome Foundation Science Director
Iselin, New Jersey
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International Affiliates
The Barth Syndrome Foundation has several international affiliates which together comprise the
International Barth Syndrome Foundations, a group of independently incorporated entities bound by a
common vision, shared and closely coordinated programs and the authorized use of the BSF logo,
written materials, internet websites and other materials. These affiliates are:
The Barth Syndrome Trust
(United Kingdom & Europe)
Michaela Damin, Chair
1 The Vikings
Romsey, Hampshire
S051 5RG
United Kingdom
Telephone: +44(0)1794 518785
E-mail: info@barthsyndrome.org.uk
Website: www.barthsyndrome.org.uk

Barth Syndrome Foundation of Canada
Lynn Elwood, President
1550 Kingston Road, Suite 1429
Pickering, ON L1V 6W9
Canada
Telephone: (905) 426-9126
E-mail: inquiries@barthsyndrome.ca
Website: www.barthsyndrome.org.ca

Barth Trust of South Africa
Jeannette Thorp, Chair
49 Abelia Road
Kloof, Pinetown
3610 Natal
South Africa
Telephone: 082-465-1965
E-mail: jthorpe@barthsyndrome.org
Website: www.barthsyndrome.org/South_Africa.html

The Barth Syndrome Foundation is a member of the Genetic Alliance. Approval by the Better
Business Bureau is also in progress.

The Barth Syndrome Foundation is a member of the the National Health Council, improving the
health of all people, particularly those with chronic diseases and/or disabilities.

Note: Complete copies of BSF’s annual reports, audited financial statements, Form 990s and
Board minutes are available on BSF’s website at www.barthsyndrome.org.
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