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Saving lives through education, advances in treatment, and finding a cure for Barth syndrome.

2016 Science and Medicine Sessions
A Glimpse of the Final Frontier?

By Matthew J. Toth, PhD, Science Director, Barth Syndrome Foundation

motto for the conference, “Team Barth,” brought into focus what this new frontier of clinical trials/
studies will mean for Barth syndrome individuals, their families, and the researchers and clinicians who
attended. Like previous conferences, the 2016 meeting provided information for new and for experienced
families, collected new scientific/clinical information, and offered valuable training/lifestyle tips. The Scientific
and Medical sessions (SciMed) showcased the incredible scientific progress in understanding Barth syndrome

The 2016 Barth Syndrome International Scientific, Medical & Family Conference was remarkable. The

and outlined the therapeutic ideas and therapies that have germinated with BSF’s support over the years. The
BSF community is now at the stage where Barth syndrome individuals need to volunteer for clinical studies and clinical trials to reach
our common goal. It will certainly take a “team effort” to reach this “final frontier” that we hoped would come one day.

Over 85 scientists and physicians attended the SciMed sessions, the largest such gathering at these biennial conferences. As in previous
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years, many of the presentations were recorded on video and are available for viewing on the BSF
website (https://www.barthsyndrome.org/science--medicine/-scientific--medical-presentations/july-
21-22,-2016---scientific--medical-sessions). These videos are a great refresher for the participants and
a valuable resource for those who were unable to attend. One can also trace the advancements in
our understanding of Barth syndrome over the years and how they are being translated into possible

therapies by viewing the extensive collection of these conference videos. (Cont’d on page 4)

Our Brand New Threshold of Hope —
Clinical Trials

By Sue Wilkins, RN, Former Board Member, Barth Syndrome Foundation

As a community, we have come so far in the last 16 years. From our first gathering in 2000, when
a group of parents from all over the world bravely came together and then made the decision to
create the Barth Syndrome Foundation (BSF), to our hope-filled BSF conference this last July. From
the very beginning, our goal has been finding treatments and a cure for this disorder. And now we
are actually approaching that time and are the closest we have ever been to finding treatments
for Barth syndrome. Our Barth community is literally standing on a new threshold of hope and our
future. It’s a threshold of something many of us have dreamed about for decades — in my case, 34
years. For the first decade of my son’s life, this disorder didn’t have a name, much less the hope for
any potential treatments. And now we are here. Let’s talk about it!

At the BSF Conference in July, Kate McCurdy (BSF SMAB Emerita) and Marc Sernel (BSF Board Chair)
gave a presentation about a number of potential therapies for Barth syndrome that are in the works,
as well as upcoming clinical trials for these therapies. They informed us that two of these therapies
could be moving toward clinical trials within the next year. Friends, THIS IS A BIG MOMENT for our

entire community. (Cont’d on page 7)
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The Epic Bravery that Inspires
Barth Syndrome Progress

By Lindsay Groff, Executive Director, Barth Syndrome Foundation

| love meeting our donors. On October 24", about 75 people gathered to hear about our
work at the Barth Syndrome Foundation and to learn about regenerative medicine and its
application to Barth syndrome.

That night we heard fascinating talks by Dr. Doug Melton and Dr. Bill Pu from the Harvard Stem
Cell Institute. As our guests made their way toward the door afterwards, we distributed some
materials, including our 2015 annual report.

A longtime BSF donor whom | hadn’t yet met in person, picked
up the report and told me how it moved her when she received
it in the mail earlier this year. She explained that the photo of
adorable little Aiden, age 5, on the cover stirred something
inside of her. She picked it up, pointed to the photo and said,
“Look at his eyes...see how he’s putting on that brave face. |
got emotional, thinking about how hard it is for him, yet how
determined he is.” A brave face indeed.

This symposium fell on the exact date of my five-year anniversary
at BSF. | believe birthdays and anniversaries have a way of
making us reflect on where we’ve been and where we are now.
After the event was over, | thought about what putting on a
brave face looked like back when our foundation started sixteen
years ago. | imagined our founding families coming together for
the first time, wondering if there were any other boys out there like theirs. Many of them have
told me how they felt alone and desperate for answers prior to coming together.

Aiden (age 5)

Back then, where there was once darkness and fear, an idea was born and hope was sparked.
Those parents didn’t know what to expect, but they were brave and they searched for answers.
Through blood, sweat, and tears, our foundation came to life and began to take root.

More bravery ensued: building a community, providing care, and identifying more boys and
men.

Today, we are talking about actual clinical trials for these boys and men. These trials will
require our “Barth guys” to be brave yet again. Our boys and men will have to raise their hands
to volunteer... to be willing to make some sacrifices to find answers... to help make the future
brighter for the younger ones and even for those not yet born.

Bravery is what it took to get to this place where we are now. And, we are here today, on the
cusp of such great possibilities, because of all of you. Each has done his or her part, including
our donors. Your labor, love, and resources have made it possible for our boys to practice their
bravery every day. We need your help to continue to stand with these brave boys and men to
get new treatments and, one day, a cure. Thank you for supporting them.

//Mfay B ﬁ‘aff

Lindsay B. Groff
Executive Director
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Building Toward A Miracle

By Marc Sernel, Chairman, Barth Syndrome Foundation

We thought it might never happen. There were a lot of tough times along the way. Even when
things were going well, we always worried about when the other shoe would drop and things
would turn for the worse. Along the long journey, we lost loved ones who had dreamed of
when this day would come but did not live to see it happen. Excitement built this year that
maybe this was our time. Then it looked like we would fall short again. And then everything
went right and it happened. It was a long time coming. We mourn those who didn’t live to see
the day. But “we” finally did it.

The Chicago Cubs won the World Series. As a life-long Chicagoan and Cubs fan, it’s something
I never thought | would be able to write or say. For those of you who are not from the United
States or baseball fans, let me try to put this into context. (For those of you in the UK, the
Leicester City miracle in 2016 is different but a close enough proxy.) The longest-running
drought in the history of American sports was broken in November. The Chicago Cubs had gone
108 years without winning the championship. They had come close during the last century, but
something had always gone wrong. Many Cubs fans lived their entire lifetime and never saw
the Cubs win. When the Cubs finally won the World Series many fans were overcome with
emotion thinking about the loved ones who didn’t live to see it, and the team allowed fans to
write the names of the deceased on the stadium walls in tribute.

Pardon my analogizing the life-threatening struggle of Barth syndrome with the much-less-
important perils of sports — as a Barth parent | certainly understand the difference — but |
look forward to BSF also finally finding success and joy at the end of our long and hard journey.
Just like the Cubs, BSF has been building a team to put success — for us, a life-saving treatment
for Barth syndrome — within our reach. We have certainly faced our share of disappointment
and grief, and our hope has sometimes been crushed with despair. We might need some
luck, like the Cubs, to finally reverse our fortunes. But | have faith that, with our continued
efforts, the future will not follow the script of the past. Many once-fatal diseases have become
manageable due to modern medicine, and it is our goal to add Barth syndrome to this list!
Miracles in sports, and medicine, do happen!

| am pleased to announce that we have added
two passionate and devoted new members to our
BSF Board of Directors to help make the miracle
a reality. BJ Develle and Nicole Derusha-Mackey
are long-time volunteers who are known to many
in our community, and we are very excited to add
their talents and perspectives to the Board. BJ has
actually been with BSF a lot longer than | have,
taking time off from his job as a social worker
to be omnipresent at our biennial conferences,
working with our young people and willing to help
in any other way he can. Nicole has also been very active with BSF for a long time, since 2008.
She is the mother of two boys born with Barth syndrome: Nathaniel, who passed away at just
two weeks of age in 2002, and Devin, who is now 12. In addition to the great assistance she’s
already been providing to BSF in terms of outreach and social media, Nicole also brings to the
Board her unique perspective of raising a Barth boy after heart transplant surgery. Welcome,
BJ and Nicole!

B.J. Develle Nicole Derusha-Mackey

We sometimes take our sports teams and their performance too seriously, maybe because
they are a microcosm for life itself. Those affected by Barth syndrome can’t really partake in
sports, but they feel more acutely the ups and downs of life itself. Some kids hope to grow up
to be a major leaguer someday; Barth kids hope they can just grow up. But we are determined
to change this, to give Barth kids the ability to live and dream and compete just like any other
kid. I thank you for your support, and look forward to celebrating with all of you someday
when we win our fight with Barth syndrome. (Photos courtesy of Amanda Clark 2°%¢)
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2016 Science and Medicine Sessions
A Glimpse of the Final Frontier?

(Cont’d from page 1)

Pathomechanisms(s) of Barth Syndrome

The Thursday morning session focused on the pathology of Barth syndrome (BTHS). Dr. William Pu (Boston Children’s Hospital) led
off the session by speaking about his work with induced pluripotent stem cells and the abnormalities he found with reactive oxygen
species and calcium handling. Dr. Adam Chicco (Colorado State University) used the knockdown mouse model of Barth syndrome
to show how the BTHS heart is different from other cases of pediatric heart failure. Dr. Colin Phoon (New York University School of
Medicine) continued the theme by using the mouse model to show how the cardiomyopathy in this animal model resembles that found
in humans with BTHS. Dr. Saskia Wortmann-Hagemann (Paracelsus Medical Center) spoke about how other organic acid dysfunctions
resemble BTHS, while Dr. Laura Cole (University of Manitoba) presented her data about the fat dysfunction in the knockdown mouse
model. Dr. Douglas Strathdee (Beatson Institute) described his new knockout mouse model of BTHS and the reproductive difficulties
encountered in making this mouse strain.

Dr. William Pu Dr. Adam Chicco Dr. Colin Phoon Dr. Saskia Wortmann-Hagemann Dr. Laura Cole Dr. Douglas Strathdee

Keynote Address

At noon, Ron Bartek of the Friedreich’s Ataxia Research Alliance gave an inspirational and
emotional Keynote Address about how his organization (and now BSF) is reaching this new “clinical
treatment era.” Ron is a leader in the rare disease patient community. His organization is traveling
the path that BSF is now just starting upon. Ron spoke about their experiences, and he provided
encouragement and support to the entire BSF community at this critical time in its history.

Potential Therapies for Barth Syndrome

The Thursday afternoon session focused on clinical trials and therapeutic ideas. Leading off the
session was Dr. Todd Cade (Washington University School of Medicine) who spoke about the
value of exercise in treating BTHS. Dr. Yuguang (Roger) Shi (University of Texas Health Science
Center at San Antonio) showed how disruption of the ALCAT1 gene, an enzyme that interacts
with cardiolipin, is able to suppress the cardiomyopathy in the knockdown mouse model implying
that inhibition of this enzyme may be therapeutic. Dr. Michael Chin (University of Washington)
brought the audience up to date on his progress with enzyme replacement therapy for BTHS. Both Dr. Zaza Khuchua (Cincinnati
Children’s Hospital Medical Center) and Dr. Mindong Ren (New York University School of Medicine) spoke about the effects of the
common drug, bezafibrate, on cardiomyopathy in the knockdown mouse model. Dr. Christina Pacak (University of Florida) revealed a
plan of how gene therapy will be used for treating BTHS individuals and the types of delivery vectors they will use. Dr. Brittany DeCroes
Hornby (Kennedy Krieger Institute) filled in for Dr. Hilary Vernon and described their study of BTHS individuals at previous conferences
and at the Kennedy Krieger Institute Barth syndrome clinic. Dr. Hornby described those clinical characteristics that will be important in
performing any clinical trial for BTHS.

Ron Bartek
(Photo courtesy of Tiffini Allen °%¢)

’
(Photos of physicians courtesy of each physician °%¢) (Cont’d on page 5)

Dr. Todd Cade Dr. Yuguang Shi Dr. Michael Chin Dr. Zaza Khuchua Dr. Mindong Ren Dr. Christina Pacak Dr. Brittany DeCroes Hornby
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2016 Science and Medicine Sessions
A Glimpse of the Final Frontier?

(Cont’d from page 4)

Poster Session

A well-attended poster session where 30 posters were presented followed the Thursday afternoon session. Four poster presenters
were selected to speak about their work on Friday. This poster session was open to all conference attendees and was enthusiastically
received, especially by the families who were able to personally interact with the authors, other researchers, and physicians.

Clinical Characteristics of Barth Syndrome

On Friday morning we heard more details about the clinical characteristics of Barth syndrome. Dr. Colin Steward (Bristol Royal Hospital
for Children) focused on the neutropenia aspects of this disease and the implications for proper management of this often overlooked
symptom. Dr. Cynthia James (Johns Hopkins School of Medicine) described her efforts to study the social and psychological impact
of carrier females in the BSF community. Dr. Brittany DeCroes Hornby (Kennedy Krieger Institute) spoke about the physical strength
decreases she measured at the 2014 conference. Dr. John Jefferies (Cincinnati Hospital Children’s Medical Center) explained the
clinical cardiovascular aspects of this disease. Two poster presenters also talked about their work. Nikita lkon, a graduate student
at the University of California at Berkeley and Children’s Hospital Oakland Research Institute, spoke about the nanodisk technology
being used for lipid replacement therapy, and Dr. Markus Keller (Medical University of Innsbruck) spoke about his work dealing with
mathematical modeling of lipid data.

Prof. Colin Steward Dr. Cynthia James Dr. Brittany DeCroes Hornby Dr. John Jefferies Nikita lkon Markus Keller

Varner Award for Pioneers in Science and Medicine

At noon on Friday the Varner Award for Pioneers in Science and Medicine was presented to Dr.
Michael Schlame (New York University School of Medicine) who currently chairs BSF’s international
Scientific and Medical Advisory Board. True to his modest nature, Dr. Schlame spent a minimal
amount of time on stage after thanking his colleagues at New York University and BSF for making
this conference so special — the most meaningful meeting that he attends.

Cardiolipin and Barth Syndrome
On Friday afternoon the connections of cardiolipin to BTHS were explored in more detail. Dr. Robin
Duncan (University of Waterloo) produced her data showing that there may be a new cardiolipin
John (age 34) presents Varner synthesis pathway. Dr. Valerian Kagan (University of Pittsburgh) showed that cardiolipins can alter
Award to Dr. Michael Schlame intra and extra-mitochondrial events with their vast potential of different forms which can serve
(Photo courtesy of Tiffini Allen 1) as signaling molecules. Dr. Miriam Greenberg (Wayne State University) related how metabolism
in cardiolipin deficient cells perturbs all three major components of energy metabolism. Dr.
Nathan Alder (University of Connecticut) showed his results about modeling of cardiolipin with
membranes and membrane proteins including changes in its ionization properties. Two poster presenters also spoke about their work.
Dr. Gang Wang (Boston Children’s Hospital) showed that the cardiomyopathy of the knockdown mouse model is genetically reversible
and can also be reversed with the Bendavia compound. Dr. Anthony Aiudi of Stealth Biotherapeutics discussed the current pre-clinical
and clinical results of the Elamipretide/Bendavia compound on mitochondrial and other diseases. (Cont’d on page 6)

Dr. Robin Duncan Dr. Valerian Kagan Dr. Miriam Greenberg Dr. Nathan Alder Gang Wang Anthony Aiudi
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2016 Science and Medicine Sessions
A Glimpse of the Final Frontier?

(Cont’d from page 5)

Conference Wrap-Up

The four conference chairs of the SciMed sessions, Drs. Arnie Strauss (Cincinnati Children’s Research Foundation), Todd Cade (Washington
University), Colin Steward (Bristol Royal Hospital for Children), and Ronald Wanders (University of Amsterdam) provided summary
remarks about the SciMed sessions. Besides listing the important advances and new ideas that were discussed over the preceding two
days, these BSF-sponsored conferences were found to be remarkable for the openness and frank discussions of unpublished material,
which has helped to stimulate the real progress seen at this meeting.

Friday evening featured a social event where all conference participants got together to have a good time and to celebrate the amazing
advances. Saturday morning allowed the Scientific and Medical Advisory Board to meet where they heard a presentation by Stealth
Biotherapeutics and their plans for an upcoming clinical trial with Barth syndrome individuals. On Saturday at noon the finale of the
conference was held.

It was a spectacular conference from many perspectives, and the new friendships gained and the old ones renewed will keep propelling
BSF toward its goal now and for years to come. Undoubtedly it was a pivotal moment in the history of BSF; one where the community
could glimpse the "final frontier" in its quest for the ultimate goal. (Photos courtesy of BSF %)

(L-R) Dr. Brittany DeCroes Hornby, (L-R) Dr. Angela Corcelli, Dr. Michele (L-R) Dr. Colin Phoon, Dr. David Kronn
Rebecca McClellan & Dr. Yana Sandlers Dibattista & Dr. Simona Lobasso & Dr. Mindong Ren
Team Barth! Doctor dance off! Dr. Carolyn Taylor, R.J. (age 18),

Dr. Barry Byrne & Dr. Todd Cade

Barth Syndrome Researcher Awarded RO1 Grant from
the National Institute for General Medical Sciences

Michael Chin MD, PhD, Associate Professor, University of Washington, Seattle, WA, was awarded an R01 grant
from the National Institute for General Medical Sciences for his proposal entitled "Intracellular mitochondrial
enzyme replacement therapy for heart and skeletal muscle in Barth syndrome." This grant will enable Dr. Chin
to continue the work that he began with initial funding from the Barth Syndrome Foundation. He will study
the mechanism by which recombinant tafazzin enters the cells and travels to the mitochondria, measure
the pharmacokinetics and tissue distribution of the enzyme replacement therapy, and measure effectiveness
of the enzyme replacement therapy in correcting cardiomyopathy, skeletal myopathy and neutropenia in a
mouse model of Barth syndrome. (Photo courtesy of Dr. Michael Chin 2°6)
Dr. Michael Chin
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Our Brand New Threshold of Hope — Clinical Trials

(Cont’d from page 1)

But we cannot move forward without your help. If we do not
embrace this golden opportunity now, we will lose it.

Those of you who attended this session for families at the
conference heard a lot about the therapies and what participating
in a clinical trial actually means. With Kate’s permission, | want to
review some of the information she shared with us. If you were
not at the conference, this article will provide you with basic
information about these incredible developments. | strongly
encourage you to listen to Kate’s part of the session which has
been posted on BSF’'s YouTube channel. It is called the “New
Frontier” Family Sessions. I'd like for each of you to hear this first-
hand from Kate, as it is critical that we all learn as much as we can
about clinical trials and what it means to be a part of one. What
| have written below is a VERY abbreviated version of what we
learned in this session.

Kate first discussed the steps and stages of advancing a therapy
through the clinical development process. Here in the United
States, this process is under the direction of the Food and Drug
Administration (FDA). Each country has its own agency and
regulations. The FDA requires that all potential new treatments
be tested in clinical trials before they are reviewed for approval
for use in the US. The next topic was what it means to participate
in a clinical trial; | have summarized this information below.

First of all, what is a clinical trial? According to the National
Institutes of Health, clinical trials are research studies that explore
whether a medical strategy, treatment, or device is safe and
effective for humans. These studies also may show which medical
approaches work best for certain illnesses or groups of people.
Clinical trials are carefully designed and involve human volunteers.
The FDA is especially focused on the safety and effectiveness of
new therapies, and they have set up very strict guidelines to this
end.

What do clinical trials have to do with me and/or my family?
Volunteering to participate in clinical trials directly affects all
who have Barth syndrome or who love someone with Barth
syndrome. Inshort, THIS IS OUR MOMENT. As Kate explained, this
is THE way that we get treatments for Barth syndrome. Science
will not go forward if people do not sign up to participate, and
our chance will not come around again. 80% of clinical trials fail
to recruit enough volunteers within the time schedule that was
planned — in fact, not recruiting enough volunteers is the leading
reason why clinical trials cannot be conducted. Our challenge is
that if we cannot get enough people to participate in the upcoming
trials (and we hope there will be a number of them in the coming
years), we will never get another chance with that particular drug.
Drug companies do not come back around to try again.

One thing that makes our situation more difficult is that many
clinical trials have hundreds, or even thousands, of people willing
to participate. With a rare disease like Barth syndrome, we have
a small number of potential volunteers because so few people

have the disease. We currently know of around 200 people with a
confirmed diagnosis of Barth syndrome worldwide, so it is critical
that people in our community who meet the criteria for each study
really consider participating in a clinical trial. Our community is
particularly attractive to the people conducting trials because we
are strong and committed, and we are the largest group of people
with Barth syndrome in the world.

I am interested in helping. What’s next? BSF will notify our
community when a clinical trial is going to begin. Information will
be distributed about the trial, such as what the study involves,
who is eligible to participate, and who cannot participate (perhaps
people with a heart transplant or an ICD, or younger than a certain
age, for example). This information is part of the study protocol.
Also, Shelley Bowen, Director, Family Services and Awareness and
Matt Toth, BSF Science Director plan to hold webinars with the PI
(Principal Investigator) for each trial as trials come up.

What is a study protocol? The study protocol is the plan that
describes in detail how the clinical trial will be conducted. Very
simply, this is the who, what, when, where, why and how of the
study. It is carefully designed to safeguard as well as possible the
health of participants and to answer specific research questions.
As noted above, the protocol describes who may participate in
the trial, what tests, procedures, medications may be required,
the length of the study (the study needs to be long enough to
get results, know that the medication is safe, and compare
results), and what travel is required for volunteers as well as other
information related to the trial.

Then what? Once volunteers who meet the criteria have agreed
to participate in the trial, the informed consent process begins.
Many of you are already well versed in this process, but this is
where a member of the study team will explain everything that
is involved in being a study participant. If you decide you are
interested and you meet the eligibility criteria, you will be given
a thorough explanation of the study protocol before you officially
agree to participate. You will also be told how the results will be
determined, and possible risks and benefits of the study will be
explained in detail.

Can | ask questions during the informed consent process? It is
important for you to ask every question you can think of during
this process and at any time during the study — there are no silly
questions. Some things you might ask include: Who has approved
this study? Why is this a good idea? Who is in charge if | have a
question? What happens if | have a problem or if | get sick? What
should | watch for? What kinds of problems might | see? What
are the hoped-for results? Will taking my current medications
(including amino acids) be allowed during the study?

Other questions you might want to ask during the informed
consent process are: Who pays for everything? Will my insurance
be involved in paying for any of the tests? If so, how will this be
handled? How much travel will be involved and for how long? Can

(Cont’d on page 8)
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Our Brand New Threshold of Hope — Clinical Trials

(Cont’d from page 7)

a parent attend out of town appointments with the participant,
and if so, would that be paid for? Would lodging be paid for?
Please give this lots of thought — make a list of your questions,
and do not hesitate to ask anything.

What are the benefits of participating in a clinical trial? Benefits
can include having an active role in your or your child’s health,
gaining access to a new treatment before anyone else, receiving
expert medical care, and advancing medical research for yourself
and other people affected by Barth syndrome.

What are the risks? There are potential risks involved with nearly
every single thing we do: we always have to weigh the benefits
of anything we do with possible risks. Some potential risks of
participatingin a clinical trial are that the drug may not be effective,
or that the protocol may involve more time, attention, discomfort,
or travel than we are used to. There could be potentially serious
or life-threatening side effects. It is possible that being a part of
any study could exclude you from participating in a different study
in the future, depending on the criteria.

But, as Kate pointed out in her talk, and | agree with 100%,
there are also side effects and risks to doing nothing. Not only
might you miss out on getting a potential treatment early, but
if too many people choose not to participate because they are
concerned about these possible risks, then all individuals affected
by Barth syndrome miss out on potential life-saving treatments.
The researchers in charge of each study will carefully review the
potential risks with each participant during the informed consent
process. Again, please ask any and all questions when the risks
are being discussed.

Additionally.... It’s very important to keep your local doctors in
the loop if you participate in any of the clinical trials for Barth
syndrome. They will need to know that you are a part of a trial
and what it involves, that you are on a new medication, what their
responsibilities may be, and whom they can contact if they have
questions about the trial.

William (age 12) and his mom, Julie, having blood drawn
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Participation in any clinical trial is completely voluntary. If you
do agree to participate and change your mind before or during
the study, you can stop at any time, for any reason.

More information about future clinical trials will be coming.
Wonderfully, it looks like there will be a number of trials, all with
different protocols. We need volunteers to sign up for every one
of these trials. If you cannot sign up for the first one or two, please
know there will be other opportunities!

It is important to understand that not every trial will work. Some
will not. The only way we will find out which trials can lead to
treatments for Barth syndrome is to TRY. The only way that we
can try is for people with Barth syndrome to participate in clinical
trials. No one else can do this for us. If the first few trials are not
successful, it’s critical that we do not give up. We cannot get
discouraged and quit, because this is the only way we will ever be
successful in finding treatments for Barth syndrome.

We are truly standing on a brand new threshold right now — one
we’ve worked toward for a very long time. It represents hope.
It represents our future. We have suffered through profound
heartbreak because of not having treatments available for Barth
syndrome. We have lost too many babies, boys and young men
whom we love to this disorder. Let’s gather our extraordinary
strength as members of Team Barth and be a part of our collective
future, making our BSF vision “A world in which Barth syndrome
no longer causes suffering or loss of life” our new reality. Let’s
Grow Stronger together.

(Some information used in this article is from TS Alliance educational
material.)

Cameron (age 17) having vitals taken by Sunstar paramedics
(Photos courtesy of Tiffini Allen 2°%¢)



Opportunities to Participate in
Barth Syndrome Research

Barth Syndrome Registry

The BRR empowers every person who has Barth syndrome and family members around the world to make a difference in

the fight to conquer Barth syndrome. By participating in the BRR and completing your profile survey about your own unique
experience with Barth syndrome, you are contributing to a global database about the accessibility of diagnosis, care and
treatments, and disease severity of Barth syndrome. The BRR is a centralized resource that is vital to helping researchers learn
more about BTHS, accelerating the development of new research and treatments, identifying issues that need research, and
improving the care of all those with Barth syndrome.

Do You or a Loved One Have Barth Syndrome?

Dr. John Lynn Jefferies of Cincinnati Children’s Research Foundation is doing a research study concerning the assessment of
quality of life, anxiety, and depression in Barth syndrome. Please consider the relevant information and contact Dr. Jefferies
directly if you decide to help. (Please see below.)

The Female Side of Barth Syndrome — Calling All Adult Women!

Dr. Cynthia James and Rebecca McClellan of the Johns Hopkins School of Medicine, Baltimore, Maryland are doing a study
concerning how Barth syndrome carrier women navigate the family, reproductive, and psychological implications of being a
carrier. Please consider the attached information and contact Dr. James or Rebecca McClellan directly if you decide to help.

As more boys and men are correctly diagnosed with Barth syndrome, mothers, sisters, daughters, and grandmothers face their
own challenges. This questionnaire study builds on interviews we did with Barth syndrome carriers to measure the emotional,
family, reproductive, and psychological implications of having a relative with Barth syndrome. We are asking ALL ADULT
WOMEN to join. We hope study results will help both health care providers and patient organizations provide better care to
women in families with X-linked conditions, especially Barth syndrome! (Please see below.)

Heart and Skeletal Muscle Metabolism, Energetics and Function in Barth Syndrome

W. Todd Cade, PT, PhD, has received notice of an ROlaward from the National Heart, Lung and Blood Institute of the National
Institutes of Health for his project. This award is distributed over five years and is in the amount of US $1.6 M. This is a
significant achievement for which BSF is very proud and excited. Dr. Cade began recruitment for this research project at BSF's
2012 Conference! (Please see below.)

Please visit BSF's website to learn more of these opportunities to participate in Barth syndrome
research (https://www.barthsyndrome.org/about-barth-syndrome/opportunities-to-help-with-barth-
syndrome-research).

Barth Syndrome Foundation does not endorse any drugs, tests, or treatments that we may report.
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First-Ever Pill-Swallowing Clinic a Success
at Barth Syndrome 2016 Conference
By Stacey Reynolds, PhD, OTR/L and Emily Burgess, MS, OTR/L, Virginia Commonwealth University, Richmond, Virginia

"The Pill-Swallowing Clinic has made a world of difference for me. Instead of enduring pain, | can now

actually swallow medication — this is huge for me." ~ Adam, Affected Individual (age 26), Ontario, Canada

For children and adults with chronic health conditions, taking medications orally is part of their
everyday lives. Swallowing pills, however, can be a challenge to individuals whose diagnostic condition
includes sensory sensitivities, postural control deficits, and oral-motor coordination problems. This is
the case for many individuals with Barth syndrome.

Why is it important for individuals with Barth syndrome to be able to swallow pills? While some
medications may come in liquid format, oftentimes pill format is the only option. Liquid medications
can likewise be a hassle for individuals and families to manage while traveling due to the need for
medication to be kept at a specific temperature. Also, there are new clinical trials being initiated for
individuals with Barth syndrome; however inclusion in the trials often requires participants to have
the ability to swallow large encapsulated pills. Overall, the ability to be independent in swallowing
medication in pill format is an important self-care milestone for many individuals with Barth syndrome,
but a milestone which may be challenging for a variety of reasons.

To help overcome challenges to pill swallowing, our team from Virginia Commonwealth University
was invited to lead a Pill-Swallowing Clinic at the 2016 International Barth Syndrome Conference held
in Clearwater Beach, Florida. Before running the clinic, our team went to the literature to see what
had worked before with other populations of children and adults. The most common approaches
to pill-swallowing employed a technique called behavioral shaping in which individuals practiced swallowing a variety of candy that
progressively increased in size (e.g., cupcake sprinkles, Nerds, tic-tacs, M&M'’s, and Mike & lkes). Other strategies included altering
head positions during the swallow (e.g., with/without chin tuck, or head turned to side) and use of adaptive equipment like the Oralflo
pill swallowing cup (http://oralflo.com/) and flavored Pill Glide sprays.

Dr. Stacey Reynolds

At the clinic, questionnaires and clinical tools were used to evaluate sensory, motor, cognitive and
behavioral/psychological issues related to pill swallowing. Based on the participant’s age and profile,
we selected evidence-based strategies to help facilitate pill swallowing. We assessed progress based
on the subject’s willingness to engage in the pill-swallowing process and the size of pill (candy) they
were able to swallow. Out of the 16 boys and men who participated in the clinic, all 16 made significant
progress towards pill-swallowing independence and many were able to progress to the largest size pill
(candy) by the end of the brief intervention.

Interestingly, the techniques that worked best for younger children differed from those that worked
for older adolescents and adults. In general, children who had never before tried swallowing a pill (i.e.,
no previous exposure to pill swallowing) were able to use a regular cup with water and only a slight tip-
back of the head in order to swallow the candies. These boys often found the challenge of increasing
candy size motivating, and enjoyed practicing a new skill in a stress-free environment. However,
older males with Barth syndrome who did have prior pill-swallowing experience often entered the
clinic with some anxiety about pill swallowing and trepidation about working on this skill. For these
individuals, the Oralflo cup was often the most successful tool to pill-swallowing independence; this
is likely because the individual does not see the pill prior to swallowing and just drinks from the cup's
spout without having to first place the pill on their tongue. Some older boys and men also found the
alternative head positions useful (i.e., head to left or right) for swallowing, particularly if they had prior
experience of having the pill get caught in their throat.

Andrew (age 27) during

Pill-Swallowing Clinic
(Photos courtesy of Kevin Boozer 2°)

Overall, we received positive feedback about the pill-swallowing clinic and were impressed at the progress each participant made.
Our take-home message to Barth families is that pill-swallowing should be practiced in a stress-free setting and should take into
consideration the sensory, motor, and behavioral needs of each individual. We hope to provide the clinic at the 2018 conference. In the
meantime, questions can be addressed to reynoldsse3@vcu.edu or burgessme@mymail.vcu.edu.
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Team Barth: 2016 Barth Syndrome Conference
United in Laughter, Blood, Sweat and Tears

By Shelley Bowen, Director, Family Services & Awareness, Barth Syndrome Foundation

“For years | wondered if my research would ever make a difference to a human being and then | came to

this conference and there they were. And that has made a tremendous difference to me personally and to
me on a professional level.” Miriam Greenberg, PhD, Wayne State University, Detroit, Michigan

Over the years, technological advances have made it possible for our families to bridge geographical barriers when they are in need
of help. But there is no app that can replicate being in the presence of others who just “get it.” Our conference every two years brings
together those who get it and experts who are doing something about Barth syndrome (BTHS).

In one short week, we do it all. Families participate in research, learn from each other and hear about progress that has been made in
research. Scientists have the opportunity to (1) learn about the latest scientific developments and clinical insights into Barth syndrome;
(2) exchange ideas with others involved in the many aspects of this complex disorder; (3) help accelerate advances in the understanding
and treatment of Barth syndrome and shape the future of Barth syndrome research; and (4) network with individuals personally
affected and their families. Clinicians have the opportunity to gain information about symptoms and latest research findings and have
access to other members of the medical community worldwide with experience of diagnosing and treating Barth syndrome.

Scientists who seldom meet the people who benefit from their life’s work have
told us that attending our conference has been transformational. We set aside
time to make memories, and we set aside time to remember all those who have
ever lived with Barth syndrome. Families travel from all corners of the globe to
unite in laughter, blood, sweat and tears. For one week, researchers and relatives
of those who have Barth syndrome become one family that lives on very little
sleep. Some people are amazed at the length of our event, thinking it’s just too
long. However, most would agree it’s not long enough.

We don'’t just hope collaborative discussions will transpire between scientists,

we facilitate opportunities for these to take place. Our scientific and medical

Dr. Brian Feingold attendees find our model a refreshing change from most meetings they attend.

(Photo courtesy of Tiffini Allen %°*°) The conference experience is difficult to describe. It’s something one must

experience to appreciate. When a clinician who treats only a few patients with

Barth syndrome, such as Dr. Brian Feingold, says, “This is my first conference, but it won’t be my last,” we know he has become a
member of Team Barth.

The conference is more than a series of talks. On average, approximately one quarter of the world’s population of affected males who
have Barth syndrome attend our conference. Affected males, family and friends participate in clinical research. This year, 168 people
participated in seven IRB-approved studies for a total of 660 appointments scheduled over a 3-day period. There are many reasons why
investigators prefer doing research during the conference. For us, it’s simple — it’s the smart thing to do. We estimate the cost savings
from the 2016 conference to be approximately $520,000. Researchers come to the families rather than the families traveling to the
research center. This alone is a cost savings of nearly $240,000. Often times, BTHS investigators donate their time and pay their own
costs for travel and lodging. Institutional research collaborations and donations of materials from corporate sponsors cover material
costs and save tens of thousands of dollars. The data collected during this conference will provide insights about the clinical aspects of
BTHS. Results from these studies will be published in journal articles, which will expand the base of knowledge about this rare disease.

Cost Savings

Travel $ 237,750
Lodging S 59,235
Stipends S 41,200
Materials $179,510

TOTAL VALUE  $518,495
(Cont’d on page 12)
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Team Barth: 2016 Barth Syndrome Conference
United in Laughter, Blood, Sweat and Tears

(Cont’d from page 11)

“Attending the conference was the best experience of our lives. Meeting so many people from so many

walks of life united by the same common cause was like being with people who fully understood us for the
first time since my son was born. " ~ Jason, Father of Affected Individual (age 5), lllinois

The theme for this year’s conference was "Team Barth." Multidisciplinary experts who have investigated boys and men with Barth
syndrome (BTHS) led workshops to provide families with practical strategies they so need to help them on a day-to-day basis. We are
now entering an exciting phase of developing therapies through clinical trial research studies. We reached out to occupational therapy
specialists, Dr. Stacey Reynolds and Emily Burgess, to ask them to lead a pill-swallowing clinic. As an investigator who has led numerous
BTHS research studies since 2010, Stacey was very familiar with the challenges those who have BTHS experience with swallowing. This
simple inconvenience could possibly have been a great barrier in the clinical trial studies where participants are required to swallow
a pill. The one-on-one coaching to learn swallowing techniques and tools to help with swallowing was a tremendous success with all
participants (age 5 — 36 years of age). Conquering this hurdle is a remarkable feat for many of our boys and young men.

One of the greatest testimonials of impact of our mission is that many of the boys
who first came to us in the early years of BSF are now older. New challenges emerge
as these boys grow up, so our dream-team of experts led independence and
transitions educational tracks. These sessions were divided into age-specific topics
to address needs of our families and provide practical resources developmentally
appropriate to age. They included tips and insights about nutrition, adaptive
technology, building relationships with healthcare professionals, relationships with
peers, education and how to talk with your child about having BTHS or potentially
being a carrier of Barth syndrome. This year we continued our carrier discussions
and heard updates about the carrier research study that arose as a result of the
needs expressed during our 2014 conference.

Our mission has always been the compass to guide us. When Kate McCurdy pointed

to the midpoint of a clinical trial roadmap during her presentation to the families,

(L-R) Nicholas (age 18) & Jack (age 23) our families gained a clear view of the progress we have made since 2000. There

is more ground to cover, but the verve in the room strengthened as researcher

after researcher presented opportunities about potential therapies for BTHS. No longer is the brass ring of Barth syndrome therapies

a distant dream but is realistically within our grasp. We have always had hope that we would someday reach our ultimate vision of

ending suffering and death caused by Barth syndrome. With clinical trials in the pipeline, that hope may well become a reality in the

not-so-distant future. Every attendee, regardless of role or relationship who had ever attended a previous conference hailed the 2016
conference as the best one ever. Every first-time family attendee overwhelmingly found the conference to be transformational.

Many of our Barth boys and men, along with their siblings, at BSF's 2016 conference (Photo courtesy of Amanda Clark %)
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BSF Brings Comfort, Support, Good Times,
Hope and Happiness

By David, Father of Affected Individual, Tennessee

My name is David, and | am 49. | have two wonderful children, English and Ben. English is 23
and Benis 19 and has Barth syndrome. | also have one lovely wife, Shelia. We just celebrated
our 25" wedding anniversary! We live in Knoxville, Tennessee.

We have been very blessed to attend every Barth conference since the beginning in 2000. Ben
was only three years old and English was seven when it all started in Baltimore, Maryland.
There, for the first time, we met other families with the same fears, concerns and questions
that we had. Seeing another small boy with Barth syndrome just like our Ben for the first
time was overwhelming.

As Ben and English grew older, each conference seemed to take on new meaning for us as a
family. We experienced new emotions, concerns and milestones over the years. We began
to have more hope for a longer life for our son Benjamin. Each conference helped me, as a
father, understand and cope with the day-to-day life of having a son with Barth syndrome.

Ben and English, as well as Shelia and |, grew to love each Barth boy, their families and

(L-R) David & Ben (age 19) every person involved with the Barth Syndrome Foundation (BSF) with every passing year.

We still get very excited about seeing all of our friends, old ones and new ones. The bonds

and connections we have made with other families have forever changed our lives. We

always look forward to meeting new families each conference and sharing with them how we have navigated the maze of medical and
emotional challenges that come along with having a child with a disability.

The beauty of the Barth Syndrome Foundation lies in the fact that no matter where our family is, whether in sickness or in health, there
is comfort, support, good times, and happiness to be found. The foundation extends its caring arms not only to the affected boys, but
to siblings, moms, dads, grandparents, and cousins. There is something for each of us in this magnificent foundation we call family, and
we are fighting together to make a difference.

The foundation means many things to me. HOPE.....We now have HOPE for our son and all those affected by Barth syndrome, plus hope
for our carriers and our newly formed Barth family! There’s a lot of emotion

as well as fun filled good times. It’s actually very difficult to describe in a few

words. When | am together with the Barth dads, the good times seem to roll.

Fears and concerns seem to soften; however, they never go away.

| am very proud to see our son and all the guys stepping up at each conference
to participate in research and mentor the younger boys! | have often wondered
if all the efforts our boys and young men have put forth will make a difference.
We are now starting to see they have made a difference. New treatments are
in the very near future for our son and all the guys. | am very excited about the
promising future for our boys. There are a lot of big decisions coming in the
near future with the exciting new opportunities for gene therapy and other
treatments.

It’s hard to believe our son and family have been involved with BSF for 16 years
now. We just this year had to transition Benjamin into adult cardiology care,
a milestone we never thought we would see. This is an amazing gift that BSF
and all of Ben’s doctors and caregivers helped our family achieve, and we are
forever grateful.

It’s always tough to say goodbye at the end of each conference, given that it
will be a long two years before we see each other again, but we always pick up
where we left off!

(L-) Ben & David in Italy

(Photos courtesy of David ?°°)

See you in 2018!
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You Viake a Difference

By Lindsay Groff, Executive Director, Barth Syndrome Foundation

Thanks to all of you, we continue to serve families affected by Barth syndrome and fund groundbreaking research. From breaking boards
in the name of Barth syndrome to running marathons, you’ve made a difference. Thank you! We couldn’t do it without your help.

2016 Conference Sponsors

So many of you donated to BSF to ensure that our 2016 Conference was a success. It sure was, thanks
to your support. As you can read in this newsletter, this may have been our best conference yet. Your
donations made it possible to pull off such a huge undertaking. We are grateful to each and every
one of you. A very special thanks to our donors, our sponsors, and our volunteers. We couldn't do it
without you! (Photo courtesy of BSF 2016)

Touw family

Michael Neece

Eleanor & Eliza

Members of Team Will

Com m u n ity-Wide Ya rd Sa Ie (L-R) Dilen, Milosh (age 6)

& Ronly display sponsor sign

Along with members of her neighborhood, Lindsay Groff held her annual community-wide yard sale with
proceeds given to the Barth Syndrome Foundation (BSF). Over a dozen houses sold household items in all.
The kids in the Touw family also held a bake sale and donated all that they earned to BSF. (Photo courtesy of
Lindsay Groff %°*¢)

Breaking Barth 2016

Neill's Family Taekwondo is committed to breaking Barth syndrome by raising awareness through
fundraising and breaking boards as a symbol of our desire to smash this disease. Over the past two years,
they've broken first 500, then 1,000 boards, raising over $4,000 so far. This year, instead of a single board-
breaking event, we are issuing the Board Break Challenge (much like the famous Ice Bucket Challenge).
Friends will challenge each other, their families, teachers, and students to break a board in a short video via
social media, and make a donation to the Barth Syndrome Foundation. (Photo courtesy of Michael Neece 2°%¢)

Navy Air Force Half Marathon

On September 18, 2016, Eleanor Fanto ran for Team Will in the Navy Air Force Half Marathon & Navy
5 Miler in Washington, DC. When asked what inspired her to participate in this event, she said, "Eliza
McCurdy is one of my best friends in the world. We met in nursery school, went to high school together,
and now we're both rising seniors at Georgetown University. | have always loved her parents and Will
very much. Therefore, I'm incredibly excited to challenge myself athletically and fundraise for Barth
syndrome at the same time by running this half marathon." (Photo courtesy of McCurdy family %)

Westchester Olympic Marathon

On September 25, 2016, Heather Segal, Laura Azar Fairchild, Stefan Tunguz and Francois Odouard,
members of Team Will, participated in the Westchester Olympic Marathon for the tenth year! As
Heather wrote, "For the past 10 years, I've competed in triathlons as part of Team Will to raise
money to support the Barth Syndrome Foundation (BSF). Huge thanks to those of you who have
generously supported BSF in the past. Will’s passing has motivated me to try to raise even more
funds to help find a cure for this dreadful disease. Your donations help...a lot! BSF expects to begin

two different trials of promising compounds to treat Barth syndrome — likely within the next
six months. Yet, the BSF community still needs our support to help drive this progress forward."
(Photo courtesy of Heather Segal ?°*¢) (Cont'd on page 15)
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PAULA & WOODY VARNER FUND
Stars ($5,000+
Dillon Foundation

Angels (51,000 - $4,999)

Beynon Family

Cheatham, Linda

Henricks, Dr. Bruce & Peggy

Hixson, Christina

Susan Sehnert Stuart & Jim Stuart,
Jr. Charitable Trust

Wilkins, Dr. Mike & Susan

Contributors ($50 - $999)
Acklie, Mr. & Mrs. Acklie
Allman, Peter & Maureen
Basler, Dr. Rod & Debbie
Beatty, David & Abi
Bettenhausen, Bob & Joanne
Bingham, Dr. Dave & Kathy
Bringewatt, Elizabeth
Buckley, Les & Nancy
Burmeister, Blaine & Abby
Burmeister, Chuck & Marita
Burmeister, Jon & Jackie
Campbell, Bob & Candy
Campbell, Jack & Sally
Carveth, Dr. Steve & Beth
Cent, Norbert & Beverly
Cheatham, Dr. John

Cimino, Dr. Mike & Patty
Desmond, Jerry & Sally
Dittman, Alice

Farrar, Doug & Shawn
Firestone, Dave & Jane
Ganz, Doug & Pam

Gelber, Dr. Ben & Elaine
Gould-Werth, Alix

Haessler, John & Nancy
Harford, Kevin & Sonia
Hayes, Dorothy

Hedgecock, Norm & Debbie
Henriksen, Allen & Penelope
Hille, Jim & Tina

Jensen, Tom & Marilyn
Kaiser, Matt & Bridgette
Keating, Con & Barbara
Kennedy, Dianne

Kiechel, Dr. Fred & Vivian
Lee, Sara

Linder, Dr. Max & Pat
Martens, Bob & Gay
Massengale, Dr. Martin & Ruth
Minnick, Gates & Daisy
Norris, Dr. Mike & Mary
Olson, Loy & Julie

Otte, Hon. Rob & Carolyn
Pittenger, Jim & Julie

Raun, Robert & Eileen
Rawley, Ann

Roskens, Dr. Ronald & Lois
Seaman, Andrew & Robyn Steely
Shamblin, Dave & Sue
Somers, Peter & Dr. Kristin
Sonderegger, Ted & Mary Ann
Stohs, Dr. Gene & Kristen
Stuckey, Dennis & Nancy
Tegt, Dr. Tom & Barb

Titus, Stephen & Claire
Varner, Judy

Wiederspan, James & Ann
Wiederspan, John & Nancy
Wiederspan, Mark & Jess
Wilkins, Dr. Jerry

Wilkins, John

Wilkins, Dr. Lee & Kristy
Wilkins, Muriel

Wilkins Burnham, Joanne
Zank, Neil

SCIENCE & MEDICINE FUND

Stars ($5,000+

Association Barth France

Barth Syndrome Foundation of
Canada

Henry, Bayard & Julie

Angels ($1,000 - $4,999
Geary, Ann

Houstoun, Sally & Larry Evoy
McCurdy, Steve & Kate
Olson, Dick & Sharon
Pierson, Dr. Robin & Allene
Segal, Phyllis

Contributors ($50 - $999)
Allen, Tiffini

Brody, D.W. & Tracy

Flynn, Clare

Harrigan, Timothy & Lori
Hurlbut, Evelyn

King, Martha & Ira Jackson
Lascurettes, Nancy
Lesnefsky, Dr. Edward
Maynard, Dr. Ed

Osnos, Evan & Sarabeth
StemCell Technologies, Inc.
Swain, Bob & Ginny
Venator, Margaret
Wallace, Jeffrey & Alexis

WILL McCURDY FUND FOR
ADVANCEMENT OF THERAPIES
Stars ($5,000+
Bauer, Jon & Nancy
Blumenthal, Sen. Richard &
Cynthia
Buly, Dr. Bob & Lynne
Clapp, Gene & Meredith
Cusack, Tom & Carrie
Koldyke, Mike & Pat
Lummis, Brad & Gaylord
Lummis, Marilyn
Malkin, Peter & Isabel
McCormack, Patty
McCurdy, Chris & Kris
McCurdy, Steve & Kate
Pierson, Dr. Robin & Allene
Russell, Dr. Paul

Angels (51,000 - $4,999)

ExecComm LLC

BBM Group LLC

The Black Dog Private Foundation,
Inc.

Bailey, Clarke & Tricia

Cain, Jim & Rita

Concannon, Maura

Darian Group, Inc.

Despins, Suzanne

Epstein, Paul & Leah

Gerszberg, Caren & Rich

Greene, Rev. Dorothy

Hart, Dana

Howard, Harrette

Kempner, Page

Kirkham, Collier & Ann

Kugelmann, Peter & Karen

Lummis, Marvin

Malkin, Elizabeth

Malkin, Louisa

McAuliffe, Tony & Jenny

McCurdy, Mac & Ginny

Odouard, Francois & Reshmi

Rey, Lisa

Robinson, Frank & Sharon

Roberts, Michael & Patti

Segal, Mark & Heather

Welcome, Michael & Carolyn

Contributors ($50 - $999)
Anonymous

Adler, Dr. Ronald & Judith
Ames, Beverly

Azar Fairchild, Laura
Baer, Hank & Ellen

Baer, Susie & Ben Chan
Barovick, Andrew

Bater, Jennifer

Bauman, Patricia

Bayer, Cary

Bennis, Lisa

Berardino, Robert & Martha
Berridge, Mary Lee
Berry, Rick & Carla
Bertam, Debbie

Bilik, Kari

Black, Taylor

Blumenthal, Matthew
Bogert, Nick & Sally
Bogert, Carroll
Bognanno, Thomas
Bolnick, Gary & Meryl
Bond, Kathleen

Boomer, Tim & Judy
Bowen, Shelley & Michael
Brause, Cheryl

Brenner, Andy & Kathy
Brody, Jo,

Browman, Stan & Elaine
Brown, Wendy

Bucci, Michael & Erika
Burgess, Larry & Char
Burtis, Cleo & Jim Comerford
Cadoff, Ethan

Campbell, Cannon
Carroll, John

Cavanaugh, Matt & Alice
Cherniak, Benjamin
Chimento, Alexander
Cohen, Jeff

Cominotto, Michael
Conway, Mary & Jim Fanto
Crandall, Risa

Creedon, John

Crossan, John & Jeanne
Crowley, Diane

Curtain, Alice

Delatorre, Melissa
Deutsch, Samantha
Dolan, Peter & Katie
Dunleavy, Brendan & Justyna
Egan, Thomas

Fasman, Carol

Faxon, Kate

Feldman, Richard
Feldstein, Elayne
Fennimore, Diane

Fiore, Susan

Fitzgerald, Liz

Fuirst, Ken

Funda, Jack

Garfield, Leslie

Garry, Bobby & Leigh

Bill & Melinda Gates Foundation
Gavin, Chloe

Gewitz, Dr. Michael & Judy
Girsky, Stephen & Laurie
Girton, George
Gittelman, Ann

Gjura, lbrahim

Goitia, Carmen

Golden, Michael

Golden, Richard
Goldfarb, Nancy
Goodwin, Bill & Virginia
Gottsegen, Alison
Graham, Megan

Gray, Dusty & Melany
Groff, Lindsay

Hagan, Bonnie

Harwin, Jeffrey

Haviland, Jordan & Elizabeth
Haynes, Yvonne

Healey, Christine
Heffernan, Bill

Heller, Randy & Cindy
Helstrom, Heidi
Hennessey, Mike & Mary Alice
Herbsman, Jonas & Lori
Herr, Cabby

Hiden, Bob & Ann

Hillel, Pavel & Susan
Hobbins, Antonia
Hogsten, Elizabeth

House, David & Jan

Huff, Laura

Hylton, Martha

Irving, John & Emily
Jackson, Barbara

Jarema, Oksana

Jofre, Jaime & Laura

Jofre, Sofia

Julie, Frank

Kaminsky, Gila

Kaplan, Jared

Karliner, Sam & Jill

Karp, Janie, Beatrice & Marion
Kaye, Ronald

Kelly, Karen

Kerr, Don & Jean
Knopping, Jeff
Kornweiser, Leslie
Kreisberg, Amy

Kubisch, Leif & Joan
Kugelmann, Steve & Jan
Kvernland, John & Juliette
LaFauci, Joseph

Lamb, Rachel

Lederman, Dr. Seth & Sarah
Lee, Jennifer

Lefkowitz, Larry

Lehman, Steve & Melinda
Levinson, Charles
Levinson, Marla

Levy, Joel & Sondra
Liberti, Joseph
Liebenguth, Mouse
Lieberman, Amy

Lisio, Carla

Lummis, Ghent & Ginger
MacGray, Danielle
MacKay, Douglas

Malkin, Emily

Malkin, Scott & Laura
Manahan, Craig & Lili
Mancino, Angelo & Rosemary
Manion, Dolores
Matelich, George & Susan
Mayer, Barbara

Maynard, Dr. Ed

McAvoy, Liz

McCarthy, Megan
McCurdy, Eliza

McGee, Tracey

McKay, Richard

McKenna, Kelly

Medow, Carol

Menes, Caroline

Michaud, Steven & Yoko
Miller, Jill

Miloff, Michael
Morehouse, Clark & Susan
Morgenstern, Marc & Louise
Morse, Bob & Stacey
Mouracade, Valerie
Murray, Alan & Carolyn
Myers, Judy & Ira Schwartz
Nachman, David

Neier, Melissa

Barth Syndrome Journal

(Donor categories are based upon the past 18 months of cumulative giving from 5/1/2015-11/19/2016)

Neira, Beatriz
Nicoll, Rev. Tom & Mary
O'Keefe, Linda
Osnos, Evan & Sarabeth
Osnos, Suze & Peter
Pannell, Katherine
Papachristou, Nina
Papone, Aldo & Sandra
Pardo, Marilyn
Peper, Joan
Peterson, Carl & Andee
Phillips, John
Phoon, Dr. Colin & Janet
Pierson, Frank & Nancy
Plonsker, Robin
Plotkin, David
Polak, Jennifer
Rabkin, David
Ratner, lan & Carol
Raynaud, Veronique
Reid, Colin
Riecker, Kristine
Rigney, Joseph
Roberts, John & Betty
Robidoux, Monique
Rodbell, Arthur & Rhoda
Rodbell, Gary & Colette
Rodbell, Michael & Margaret
Rodbell, Mitchell & Liz
Roggow, Beth
Rosenblatt, Stephen
Rosenshine, Jon & Mary Pat
Rothman, Robert & Amy
Rotondi, Andrew & Mary Frances
Rozansky, Marc & Sherri
Ruderman, Gail
Russell, Harold & Margo
Russell, Dr. Nina & Tom Rubin
Russell, Paul & Sara
Sadler, Evelyn
Sahlein, Steve & Nancy
Sakakeeny, Brandt
Sampson, Dr. Hugh & Anne
Sanford, Colin & Katherine
Santamaria, Marco & Judy
Santon, Sue
Schmittau, Kayla
Schoen, Chris & Melissa
Schwendener, Paul & Barbara

Gessler
Sedefian, Lynda
Segal, Jamie
Segal, Joseph
Segal, Sydney
Seltzer, Stu & Danielle
Sherbany, Dr. Ariel
Sherer, Tony
Shokrian, Melissa
Shtull, Ora
Silver, Ellen
Sims, David & Jennifer
Sims, Mac & Joanne
Siskind, Amy
Slone-Goldstein, Tara
Smith, Michele
Solomon, Ira
Sorrow, Stacey
Spotts, Dr. Jules
Staub, Amy
Steinberg, Jack & Sharon
Steinberg, Jill
Steinmetz, Julia
Stenson, Marie
Sterling, James
Stewart, Jodie
Stinger Ghaffarian Technologies
Strain, Fraser & Donna
Swain, Bob & Ginny
Symington, Jane
Tanner, Susan

(Cont'd on page b)

~ Volume 16, Issue 2 Page a



Power of Kindness

(Cont'd from page a)
Tecklin, David

Thomas, Stephen
Tillinghast, Pamela

Tune Street

Tunguz, Stefan & Julie Kinch
VanBuren Brown, Missy
Vaselkiv, Katie

Vicente, Daniel
Vourlekis, Melina
Wallace, Richard
Wallerstein, Diana

Ward, Francis & Nancy
Waters, Marty & Helen
Watt, Richard & Gill
Wayne, Sharon
Weissman, Alan

Weitz, Marc

Welsh, James & Libby
Weston, Garrett & Patricia
Wheeler, Dave & Alena
Wirsneck, Bob & Betty
Wishnie-Edwards, Rachel
Wolff, Patricia

Wyman, Rebecca
Yockelson, David

Yon, Christian

Zehner, Jon & Carlyn
Zelin, Steven & Joy

Zierk, Tom & Gail

GENERAL FUND

Stars ($5,000+

American Express Gift Matching
Ansell, Jeff & Lynne

Association Barth France
Bailey, Clarke & Tricia
Blumenthal, Matthew

Branagh, Bill & Nancy
Buddemeyer, Randy

Buly, Dr. Bob & Lynne

Cantor Fitzgerald Relief Fund
Isaac, Paul & Karen

The Lebensfeld Foundation
Lummis, William & Dossy
Malkin, Scott & Laura

McCurdy, Steve & Kate
McKown, Chris & Abby Johnson
Miller, Kirt & Martha

Russell, Dr. Paul

Sernel, Gordon & Sharon
Sernel, Marc & Tracy

Earl & Brenda Shapiro Foundation
Stealth BioTherapeutics, Inc.
Wood, Loren

Woodward, Kevin & Stacey
Zehner, Jon & Carlyn

Angels ($1,000 - $4,999)

Anonymous

Abbey National Employment
Services, Inc.

American Express Foundation

Avanti Polar Lipids, Inc.

Baker, Timothy

Barad, Seth & Amy

Barth Syndrome Trust

Barth Syndrome Foundation of
Canada

Bauer, Jon & Nancy

Bellig, John & Susan

Bercovich, Bruce

Berry, Rick & Carla

Branagh, Andrew

Branagh, Tom & Diane

Branagh, Inc.

Colgate

Drake, Bryan

Florez, Angelo & Michelle

Fogarty, Ghotay

Page b

Susan & David Fowler Charitable
Gift Foundation

Hagar, Rodney & Elissa

Hales Family Charitable Fund

Hechinger, Nancy

Heineman, Ben & Cris

Hope, Michael & Christiane

Houstoun, Sally & Larry Evoy

Hunter, Sherry

Hurtz, Kim

Ingersoll, Ann

Ingersoll, Paul & Mariana

Investors Foundation

Johnson, Malcolm & Deloris

Jordan, Scott

Kalapasev, Ned & Brie

Kendall, Tom

Kester, Bryan

Kintzer, Don & Karyn

Kirkland and Ellis Foundation

Kroger, Matt

Kuhl, Phillips & Karen

Lascurettes Mangiapane, Vincent
& Denise

Lawson, Rick & Susan

Lynn, Beth

Malkin, Louisa

Mann, Allen & Rosa

McCormack, Susan & Ken Marra

McCurdy, Chris & Kris

Minor, Walter & Eleanor

Mixter, Steve & Beth

Montgomery, John

Neill, Erik

Olson, Ken & Tina

Osnos, Suze & Peter

Pattee, Diane

Randolph, Dr. Peter & Helen

Roma Bank Community
Foundation, Inc.

Sanofi Genzyme

Schlame, Dr. Michael & Laili
Moshirzadeh Moayedi

Section 16H Group

Stoll, Ned & Cindy

Stuhlreyer, Thomas & Kimberly

Sullivan, Barb

Swennen, Erik & Veerle

T. Rowe Price Foundation, Inc.

Taussig, Tim & Nancy

Vaisman, Natan & Beth Roberts

Van Langendonck, Karel & Magda

Wald, Joe & Amy

Watt, Richard & Gill

Weltlich, Bob & Dodie

Wilkins, Dr. Mike & Susan

Wyman, David & Becky

Zeller, Bill & Anne

Contributors ($50 - $999)
Anonymous

3rd District Democrats
Addington, Devin
Addington, Shannon
Aleman, Julio

Alisberg, Andy & Susan
Allen, John & Karen

Allen, Tiffini

Alling, Guy & Barbara
Amalong, Thomas & Aleta
Amazon Smile

Amlicke, Tom & Susan
Anderson, Carson & Julianne
Anderson, Tommy & Allana
Andres, Tamatha

Angelo, Jennifer

Antonio, Isabel

Arnosti, Carol

Asaff, Ernie & Colette
Attwell, Patricia

Austin, Susan

Barth Syndrome Journal ~ Volume 16, Issue 2

Axelrod, Dr. David & Jessica

Azar Fairchild, Laura

Baer, Susie & Ben Chan

Baffa, James

Baffa, Kevin

Baffa, Mary

Baffa, Matt

Baffa, Ted & Rosemary

Baker, Keith & Laurel

Ballard, Frank & Stacey

Ballard, Robin

Banes, Scott

Barab, Stuart & Anne

Baron, John & Christine

Barth, Dr. Peter

Bater, Jennifer

Bates, Tim

Bauer, Steve & Stacey

Becton, Dickinson & Company

Behnke, Eugene & Margaret

Bellig, Judith

Bennett, Judith

Berens, Wayne & Harriet

Berland, Jonathan & Leslie

Berman, Dr. Harris

Bernal, Francisco

Berry, Shane

Bertling, Norbert & Donna

Beshar, Peter & Sarah

Bettenhausen, Bob & Joanne

Betz, Megan

Bialo, Ken & Kate

Biscoe, Laurie

Bishop Shanahan High School

Bittel, Rhonda

Blauvelt, Frank & Ilah

Blumenthal, Dr. David & Dr. Ellen

BNY Mellon Corporation's
Community Partnership

Bogert, Amy & Robert Baldwin

Bogert, Carroll

Bohnert, Kaye

Bolton, David & Darla

Bond, Louis & Kimberly

Booker, Jason & Emily

Boozer, Kevin & Alanna

Bosak, John & Anita

Bosak, Mary

Boschi, John & Anne

Botto, Michael & Patrice

Bowen, Shelley & Michael

Bowerman, Margaret

Bowman, Ron & Nancy

Bowman, Gary & Sharon

Boyer, Jennifer

Bracy, Wayne & Sue

Branagh, Kimberly

Branagh, Matt

Branagh, Megan

Branagh, Nicole

Brasseur, Tanya

Bravelets

Brazier, Rob

Breeden, Jolene

Brennan Jones, Mary Augusta

Bridegam, Brian & Lynnette

Bringewatt, Elizabeth

Brody, David & Jeanne

Brooks, Amanda

Brooks, Christina

Brooks, Ken & Linda

Brooks, Stephanie

Bruno, Ellen

Bryant, Bobby & Pamela

Buddemeyer, David

Buddemeyer, Donna

Buddemeyer, Leslie

Burdgick, Lindsey

Burdine Auto Body, Inc.

Burgan, Francine

Burke, Agnes

Burmeister, Chuck & Marita
Burns, Julia

Cabot, Dale

Cade, William

Cambridge Isotope Laboratories
Canova Jr., Frank
Carpenter, Susan

Carroll, Terrence & Ellen
Carson, Charles & Margaret
Carvalho, Marlene

Casale, Betty

Castillo, Erica

Caya, Jason

Caygill, Amy

Cazzaniga, Paolo & Paola
Cedar, Paul & Jean
Chandler, Mary

Chandler, Peggy

Chapin, Steve & Debbie
Chapman, Ronald & Nancy
Chapman, Annah
Chick-fil-A at Eastgate Plaza FSU
Citta, Laura

Clark, Rebecca

Cleek, Robin

Cobb, David & Crystal
Coffen, Mary

Cohune, Vicky

Coleman, Dr. Rosalind
Condon, Jane & Ken Bartels
Connolly, Bradford & Dorothy
Considine, Kate

Con-Way Inc.

Coombe, Burt & Amy
Cotters, George & Shelley
Couch, Arthur

Couch, Rick

Courtney, Shirley

Cox, Dr. Gerald

Craig, Jean & Robb
Crawford, Cliff

Crawford, Michael & Eleanor
Crowley, Chuck

Crowley, Peter & Gretchen
Crozier, Kathryn

Crozier, Kenneth & Nancy
Cumming, Tristam
Cunniffe, Bernie & Rosemarie
Cunniffe, Sister Margaret
Dacus, Cheri

D'Ambrose, Anthony
Dannels, Dick & Terry
Danzig, Dan & Dianne
Davis, Cynthia

Davis, Elizabeth

Davis, Sayh

Day, Daniel

Deruggiero, Erin

Derusha, Angela

Derusha, Laura

Derusha, Rachel & Eric Anderle
Derusha, Tammy
Derusha-Mackey, Nicole
Derusha-Mackey, Sarah
Despins, Suzanne
Deutscher, William & Lisa
Develle, B.J.

Dickson, Linda

Dilworth Paxson

Dinicola, Donald

DiSciascio, Christopher
Doherty, Henry

Dollar, Michelle

Dollard, John & Janet
Donnalley, Jen

Donner, Tabitha

Dove, Deanna

Drake, Bryan

Drake, Frank & Teresa
Drake, Marcia

Draper, Steve

(Donor categories are based upon the past 18 months of cumulative giving from 5/1/2015-11/19/2016)

Drapkin, Mary

Dugan, Adam

Dugan, Brooke

Dugan, Mark & Sherry

Dugan, Patricia

Dunn, Robert & Helen

Duplantis, Seth & Lizzie

Duran, Lisa

Durando, Courtney

Eaton, Thomas & Gretchen

Eddy, Roger

Elkins, Maria

Elko, Charlotte

Elliston, Ann

Ellsworth, Gabriel

Engberg, Kate-Marie

Engberg, Marc

Ensign, John & Harper

Enterline, Carol

Epstein, Paul & Leah

Eslava, Cynthia

Evans, Keith

Evans, Robert & Beverly

Evans, Thomas & Sandra

Eventbrite

Fahr, Noelle

Fairchild, Dewayne & Julie

Family, Falk

Farber, Lynne

Faris, Pam

Fenton, Elinor

Fenwick-Smith, Felice, Robert,
Amanda & Rachel

Ferdina, Elizabeth

Firestone, Jim & Ann

Fisher, Adarrel

Fisher, Anthony

Fiske, Julie

Fitzgerald, Holly

Fitzstevens, John & Esther

Flatt, Charles

Flint Area School Employees

Florez-Cook, Maria

Floyd, Ed & Julie

Floyd, Jane

Flynn, Clare

Ford, Earl & Merry

Forsyth, John & Linnet Tse

Forte, John & Gertrude

Francis, Kirsten

Frasier, James

Friar, Ellen

Frondorf, Ed

Frye, John & Carrie

Fuller, Barbara

Galbraith, Lois

Gallahan, Renee

Gallaher, Carolyn

Ganote, Felicia

Garcia, Alida

Garcia, Allie

Garcia, Rudy & Lin

Garrett, Katie

Garry, Bobby & Leigh

Gebhrig, Jim & Cindy

Generali, Joan

George, Jayne

Gerhart, Lucinda

Gewitz, Dr. Michael & Judy

Gilmore, Andrew

Gittelman, Ann

Given, Melissa

Godbey, Steven & Kathleen

Goetze's Candy Co., Inc.

Goldenberg, George & Arlene

Gonzalez, Dr. Iris

Goodshop

Goolsby, Richard & Elaine

Gordon, Greg

Goulet, Mike & Vickie

(Cont'd on page c)



Power of Kindness

(Cont'd from page b)

Graboyes, Scott & Debra

Granite United Way

Grant, Kaylan

Graves, Maurita

Gray, Dusty & Melany

Gray, Kimberly

Green, Mitch & Susan Yamaguchi

Greenberg, Dr. Miriam & Dr.
Shifra Epstein

Greene, Rev. Dorothy

Greenwold, Beth

Gregoire, Francine

Griffin, Judy

Gripp, Christine

Groff, Lindsay

Groff, Lynn

Grose, Madison & Nora

Grubb, Johnny & Jane

Grzesiak, Lisa

Grzesiak, Tyler

Guthorn, Robert & Marguerite

Hackett, Dave

Hagan, John & Christine

Halbur, Troy & Annette

Hall, Greg & Dacey

Hall, James & Amie

Hallam, Ken & Theresa

Happy Tails

Hardy, Gordon

Harman, James & Merlene

Harrison, Greg

Hassett, Lisa

Haviland, Jordan & Elizabeth

Hawes, Duane & Julie

Hazen, Ned & Liz

Heikkinen, Alan & Lorna

Hennessy, Natalie

Hensley, Charlotte

Hensley, Christopher & Deborah

Hester, Randy & Marian

Hiden, Bob & Ann

Higgins, James & Julia

Higgins, John & Liz

Higgins, Kelsey

Highland, Jason

Hill, Dr. Carter & Dr. Winnie Mann

Hill, Theresa

Hinkle, Russell

Hiscocks, Richard

Ho, Jasper & Winifred

Hobbins, Antonia

Holbrook, Frank

Holly, Craig

Holly, Greg & Keli

Hood, Amy

Hood, John & Vickie

Horkey, Harrison & Killian

Horkey, Shelly

Horluc, Dr. Todd & Jennifer

Horn, Mona

Hubby, Pam

Hughes, Andrena

Huppert, Betty

iMageneation Photography

Ingersoll, Chris

Ingersoll, Jared & Tina

Irving, John & Emily

Isaza, lvan & Maria

Ison, Ann

Jaimes, Eneida

Jamal, Zakiya

Jarrett, Cate

Jefferies, Dr. John & Shari

Jeffers, Scott

Jeffery-Miller, Dorothy

Jeffrey, Richard & Susan

Jelicage Enterprises, Inc.

Johnson, Jennifer

K Foundation

Kaul, Lisa

Keckler, Gail

Keene, James & Jeanene
Kelly, Ann Marie

Kelly, McClure & Ellie
Kennedy, Holly

Kennedy, Nicholas & Claire
Kensek, Paul & Florence
Kiley, Kellye

Kim, Eurus & Sharon
Kimball, Philip & Eleanor
Kimmey, Joseph

King, Charlie

King, Ernest

King, John & Allis

King, Leslie

King Cheatham, Joyce
Kinzell, Holly

Kirk, Becky

Kirkbride, Brandon & Kayla
Klinck, Emily

Klockner, Daniel

Knapp, James & Maryanne
Knudsen, Julie

Kreisberg, Amy

Kroger, Fred & Robbin
Krohn, Richard

Krone, Susan

Kubisch, Leif & Joan
Kugelmann, Mike & Catherine
Kugelmann, Steve & Jan
Kutzer, Donna

Kwittken, Aaron

Lai, Becky

Lajoie, Judy

LaMar, Kathy

Lampman, Ralph & Karen
Langwith, Elizabeth
Lapres, Kristyn

Larson, Bruce
Lascurettes, Nancy
Lauer, Valerie

Lavecchia, Paul & Joyce
Lawrence, Peter

Le Jamtel, Jerome
Leadbeater, Michael & Mary
Lee, Anne

Leitheiser, Alison

Lemay, Beth

Lending Club

Lengacher, Robert
Leone, Lewis & Claire
Leser, Robert & Hilary
Levengood, Walter & Jacqueline
Levinsky, Michael & Rosario
Levinson, Charles

Levy, Joel & Sondra
Liebenguth, Mouse
Lieberman, Amy

Lile, Cathy

Lim, Dr. Yoonjeong

Lind, Michael

Linen, Jon & Leila
LinkedIn Matching Gifts Program
Linn, Pam

Lippoldt, Margaux

Liu, Lindsey

Loftus, Patricia

Long, David

Lord, Sarah

Lord, Wallace

Lummis, Ghent & Ginger
Luttrell, Terri

Lynch, Lilian

Lyon, Emily

Lyon, Janie

Lyon, Mildred

Lypro Biosciences, Inc.
Mackey, Elaine

Mackey, Myron

Maduck, Sean

(Donor categories are based upon the past 18 months of cumulative giving from 5/1/2015-11/19/2016)

Malkin, Elizabeth

Mann, David & Shelia
Mannes, Philippe & Florence
Marfoglia, Maurizio & Holly
Mariani, Dominick & Catherine
Marra, Kim

Marshall, Brian

Marsico, Michael

Massie, Stan

Matanic, Randolph & Judith
Mathies, Gary & Madonna
Maxwell, Kristen & Jake
Maynard, Dr. Ed

McClellan, MGC, CGC, Rebecca
McClintock, Cynthia
McCormack, Helen
McCoullough, Scott & Elise
McCurdy, Eliza

McFarland, Mary

McFee, Wendy & Jmel Wilson
McGreevy, Annie & Quentin Lewton
McHugh, Laura

McKay, Richard

McNair, Gail

McNally, Mark

McNaney, Lisa

McNeil, Thomas & Michelle
McTear, John & Donna
Meighan, Paula

Meinberg, Eric & Christina
Mellen, Ann

Menkhaus, David

Michaud, Steven & Yoko
Michener, Sandt & Kathryn
Mihalich, Jim & Jane

Miller, Denise

Miller, Jane & Clyde Rayner
Miller, Jill

Miller, Merle & Lucy
Millman, Paul & Susie
Minnick, Gates & Daisy
Minor, Chris & Marv Hubbell
Mitchell, Grace

Mitchell, Joseph & Sabrina
Mofidi, Shideh

Moncure, John

Montanaro, Louis & Theresa
Moore, Nigel & Lorna
Moreland, Dr. Brian & Rachel
Morgan, Anne

Morgenstern, Marc & Louise
Morris, Alex

Morris, Erin

Morrone, Amelia
Morsberger, Raechel
Muaddi, Susan

Mueller, Carl

Murphy, Donald & Jane
Murphy, Helen & Claire
Murphy, James & Alexandra
Murray, Diane

Myers, Doug & Annie
Myers, Edward & Anita
Myers, Kristen

Nalebuff, Barry & Helen
Neece, Kate

Neece, Michael

Neece, Sue

Neill, Merrily

Neiser, Rose

Nemanic, Erik & Kathy
Nestler, Dale & Linda

Nevel, Bonnie

Newacheck, Rick & Pamela
Newman, Florence

Newton, Theodore & Audrey
Ng, Gregory

Nicoll, Rev. Tom & Mary
Norman, Jon

Northcutt, Jeanie

Novelli, John

Nurkowski, John & Tina
Oates, Jason

QO'Connell, John
QO'Connell, Michael
QO'Connor, Mary

Odell, Heather
Okoniewski, Joseph & Rita
O'Leary, Mary Kathleen
Olsen, Steven & Nancy
Olson, Eunice

Olson, Dick & Sharon
O'Shaughnessy, Jim & Missy
O'Sullivan, John

Pacak, Dr. Christina

Pahs, Joseph & Carol
Palmer, Kirk & Lori
Paolizzi, Vincent & Celeste
Papone, Aldo & Sandra
Parlato, Carolyn

Passante, Kathi

Patel, Pitendra

Peck, Susan

Pella Rolscreen Foundation
Pellettieri, Ralph & Ginger
Pena, Chris & Kristi
Pepworth, Donald
Percival, Steve & Cathy
Perez, Alan & Heather
Pergam, Carl & Jeannette
Petta, James & Sandra
Phillips, Kenneth & Margaret
Phillips, Sharon

Phillips, Tom & Nancy
Phipps, Clint & Karla
Phipps, Richard & Michelle
Pickett, Lisa

Pierce, Scott

Pierson, Ali

Pierson, Russell

Plumez, Jean & Dr. Jackie
Pottroff, Denise

Powell, Judith

Pratt, Berit

Purcell, Bob & Jackie
Purdy, Dr. Bill & Molly
Rader, Carol

Rader, Noah

Rader, Stephanie

Randall, Jana

Randolph, Dr. Peter & Helen
Rathjen, Trisha

Ray, Joyce

Recco, Gerard & Madeline
Recker, Rachel

Richards, Molly

Rigsby, Robert & Deborah
Rimby, David

Rimler, Frank
Riseborough, Thelma
Ritchea, Shery

Rizedesign

Roberts, Allison

Roberts, John & Betty
Robidoux, Monique
Robinson, Joe & Connie Sue
Robinson McFarland, Jane
Rodamer, Bob

Rodan, Amnon & Dr. Katie
Rodbell, Mitchell & Liz
Rode, Amy

Rogers, Catherine

Rogers, Jim & Michelle
Rogers, Jimmy & Susan
Rojas, Fernando & Gloria
Rorschach, Bob & Susan
Rosenfeld, Lisa
Rosenshine, Jon & Mary Pat
Rothschild, Adam & Kathy
Royal, Robbin

Rudolph, Loretta
Ruhlman, Brenda

Barth Syndrome Journal ~ Volume 16, Issue 2

Russell, Harold & Margo
Russell, Linda & Mark
Russell, Paul & Sara
Russell, Peter & Helen Im
Rutledge, Elizabeth
Ryan, James & Miriam
Ryan, Dr. Robert
Sabin, Todd
Samaha, Pam
Sampson, Dr. Hugh & Anne
Sanborn, Noel & Virginia Lee
Sannicandro, Anthony & Donna
Savored Esoteric
Schible, Laurie
Schlapak, Gregor & Sonja
Schoen, Chris & Melissa
Schoenherr, Dan & Heather
Schorn, Sherry
Schreiber, Mary Ann & Ed Mooney
Schulze, Cathleen
Schumacher, Dean & Donna
Schwabauer, Kristy
Schwarz, Dan & Judy
Scott, Richard
Sedefian, Lynda
Segal, Mark & Anne
Segal, Mark & Heather
Sensory Junction
Sernel, Tobias
Serzan, Vincent & Eileen
Sevier, Amanda
Sheelerduncan, Lois
Shelhammer, Christopher
Shepherd, Greg
Sherer, Peter & Marilu
Sherer, Tony
Shields, Jim
Shiring, Kathleen
Simon, Thomas & Nancy
Singer, Scott & Mary Jo Romano
Skinner, Adrienne
Skouson, Richard
Slawson, Kirsten
Smith, David
Smith, Dr. Herbert
Smith, Scott & Patricia
Smith, Tonianne
Snedeker, Rob & Fran
Snider, Michael
Sorrento, Nora
Sparks, Kara
Spear, Laurinda
Spotts, Dr. Jules
St. Clair, Catherine
Steinman, Robert
Stenson, Marie
Stenson, Michael
Stepina, Paul
Steplowski, lan & Sophie
Stevens, Gene
Stevens, Jeanne
Stevens, Sandra
Stevenson, Robert & Sharon
Stone, Garrett
Stone, Jeff & Vicky
Stone, Monica
Stoner, David & Teresa
Strain, Fraser & Donna
Strang, Karen
Strohl, Linda
Stromberg, Bob & Judy
Stromberg, Robert & Lucielle
Stuhlreyer, William & June
Sun, Guoli
Sutera, Carl & Barbara
Suzuki, Matthew
Swabe, Rod & Carolyn
Swain, Bob & Ginny
Swanner Photography
Swarb, Kenneth & Laverne
Tabory, Milene

(Cont'd on page d)
Page ¢



Power of Kindness

(Cont'd from page c)

Taegtmeyer, Dr. Heinrich

Tafesse, Bineyam

Taylor, Sheri

Thach, Christy

The Commonwealth Fund

Thomas, Wendy

Thomasino, Lewis

Thompson, Barbara

Thompson, Kevin

Thompson, Whitney

Threadgill, Wanda

Tisdale, Kim

Toth, Dr. Matt & Marilyn

Townley, Birgit

Tri-County Middle - Senior High
School

Trimmer, Lori

Trolard, Ron

Tutwiler, Temple & Lucy
Tyndall, Kathleen

Unger, Karl

United Way of Brevard County
UnitedHealth Group

Vail, Clayton

Van Dehey, Walter & Susan
Van Rensselaer, Cheryl
Vedros, Lindsey

Vernon, Aaron

Viebranz, Elaine

Viegas, Martin

Vogt, Jerre

Volpi, Vincent & Susan
Wagner, Bill & Doreen
Wagner, Lindsay

Walsh, Liz

Walton, Darren

Warne, Linda

Warner, Carolyn
Waterman, Chris & Marcy Wilkov
Weigel, Larry & Patricia
Weissman, Alan & Giselle
Welsh, Bill & Denise
Weltlich, Bob & Dodie
Weltlich, Steve & Sharon
Wendling Orthodontics
West, Shilo

Wharton, Philip & Philippa
White, Johnny & Joyce
Whiteaker, James
Wiederspan, James & Ann
Wiederspan, Mark & Jess
Wiezbenski, Hilary
Wilkins, John

Wilkins, Dr. Mike & Sue
Wilkins Burnham, Joanne

Willcoxon, Mike & Anne

Williams, Karen

Williams, Kathleen & Suzi
Anderson

Wilson, James & Susanne

Wilson, William

Wind, Kathleen

Winters, Jenni

Winther, Dan

Wirsneck, Bob & Betty

Wood, Dale

Wood, Kelli

Woodcox, Larry & Carolyn

Woodward, Gordon & Ann

Woodward, Steven

Wu, Anne

Wynn, Ken

Yon, Kirk & Judy

Young, Lisa

(Donor categories are based upon the past 18 months of cumulative giving from 5/1/2015-11/19/2016)

Young, Maria

Young, Sheri

Youtsey, Christina
Zangara, James & Marie
Zeitner, Eric

Ziegler, John & Patricia
Zigler, Dawn
Zimmerman, Scott
Zingerman, Lyndsey
Zink, Kari

Zoland, Yale & Wendy
Zorthian, Greg & Robin

Gifts of Time,Advice, Services and Products

Abeliovich, Dr. Hagai

Adams, Dr. Sean

Alder, Dr. Nathan N.

Allen, Tiffini

Angel Flight Central

Angel Flight Mid-Atlantic

Angelini, Dr. Roberto

Association Barth France

Association Barth Italy

Axelrod, Dr. David

Baffa, Kevin

Bakovic, Dr. Marica

Barth Syndrome Foundation of
Canada

Barth Syndrome Trust

Baile, Dr. Matthew G.

Bankaitis, Dr. Vytis

Barrientos, Dr. Antoni

Bartek, MSc, Ronald J.

Barth, Dr. Peter G.

Bastin, Dr. Jean

Becton, Dickinson & Company

Blumenthal, Matthew

Bobbitt, Whitney

Bolyard, RN, BS, Audrey Anna

Boozer, Kevin & Allanna

Boudos, LCSW, Rebecca

Bowen, Michael

Bowen, Shelley

Bowron, PhD, FRCPath, Ann

Branagh, John & Megan

Braverman, Dr. Nancy

Broadridge

Brody, D.W. & Tracy

Brown, Dr. David A.

Bruno, Ellen

Bryant, Dr. Randall

Buckley, Lucy

Buddemeyer, Leslie

Buddemeyer, Randy

Burgess, MS, OTR/L, Emily

Burridge, Dr. Paul

Byrd, Darryl

Byrne, Dr. Barry J.

Cade, Dr. W. Todd

Camadro, Dr. Jean-Michel

Cazzaniga, Dr. Paola

Chicco, Dr. Adam

Chin, Dr. Michael T.

Chursczcz, Dr. Maksymilian

Clark, Amanda

Clarke, Dr. Catherine

Clayton, Nicol

Cole, Dr. Laura

Congenital Cardiology Today

Conway, Dr. Laura J.

Coombes, Prof. Jeff

Corcelli, Dr. Angela

Page d

Cox, Dr. Gerald F.
Cutting, Dr. Gary
Damin, Michaela
Dancis, Dr. Andrew
Das, Dr. Anibh
Daum, Dr. Guenther
Derusha-Mackey, Nicole
Develle, MSW, B.J.
di Rago, Dr. Jean-Paul
Dinca, Ana
Donadieu, Dr. Jean
Douglas, RDCS, CCT, Kathryn
Dudek, Dr. Jan
Duncan, Dr. Robin
Elstein, Dr. Deborah
Endo, Dr. Toshiya
Exil, Dr. Vernat J.
Fairchild, Laura Azar
Fanto, Eleanor
Feinberg, Dr. Mark W.
Feingold, Dr. Brian
Ferreira, Dr. Carlos
Firestein, Dr. Stuart
Florez, Angelo & Michelle
Forte, Dr. Trudy M.
Fuchs, Dr. Beate
Funai, Dr. Katsu
Galbraith, Lois & Les Morris
Ganote, Felicia C.
Garratt, DClinPsych, Vanessa
Garry, Dr. Daniel J.
Gawrisch, Dr. Klaus
Gillum, Dr. Matthew P.
Goodman, OT, Danielle
Goncalves, Dr. Renata
Gonzalez, Dr. Iris L.
Gorecki, Michelle
Grasso, Veronica
Green, Suzy
Greenberg, Dr. Miriam
Grevengoed, Trisha J.
Groff, Lindsay
Hagar, Elissa
Hall, James & Amy
Hansen, Bob
Hatch, Dr. Grant M.
Hazen, Dr. Stanley
Henry, Dr. Susan
Higgins, John, Liz & Jack
Hijikata, Dr. Atushi
Hirano, Dr. Michio
Hollander, Dr. John
Hone, Chris & Susan
Hope, Michael & Chris
Hoppel, Dr. Charles
DeCroes Hornby, PT, DPT, PCS,
Brittany
Horowitz, Dr. Jeffrey

Barth Syndrome Journal ~ Volume 16, Issue 2

Houten, Dr. Sander

Huffman, Dr. Kim M.

Huizing, Dr. Marjan

Jackson, Dr. lan

Jain, Dr. Mukesh K.

James, Dr. Cynthia

Jarosz, Daniel

Jefferies, Dr. John Lynn

Jenoff, Marty (Focal Point
Productions)

Jofre, Jamie, Laura & Anna

Juico, Eileen & Bill & Emi Knauer

Kadenbach, Prof. Bernhard

Kagan, Dr. Valerian E.

Kalapasev, Ned & Brie

Kelleher, Dr. Joanne

Kelley, Dr. Richard I.

Khuchua, Dr. Zaza

Kim, Dr. Junhwan

Kirkland and Ellis

Kugelmann, Steve, Jan & Lee

Larcom, Robert

Le, Dr. Catherine

Ledecky, Jon

Lenaers, Dr. Guy

Lesnefsky, Dr. Edward J.

Lever, Beverly

Li, Yiran

Lim, Dr. Yoonjeong

Lloret, Dr. Placido

Lorberboum-Galski, Prof. Haya

Lou, Wenjia

Lu, Ya-Wen

Lucas Productions

Lummis, Ghent

Maksin, Tim, Amanda, Wyatt &
Sydney

Malkin, Scott

Mancino, Angelo, Michael, & Matt

Mann, Sheila

Mannes, Philippe & Florence

Manton, Annick

Marshall, Dr. Bess

Mashek, Dr. Douglas

Mavroidis, Dr. Manolis

Mayr, Dr. Johannes

McClellan, MGC, CGC, Rebecca

McCormack, Susan

McCurdy, Steve, Kate & Eliza

McKown, Chris & Abby Johnson

Melton, Dr. Doug

Menini, Dr. Anna

Mejia, Edgard M.

Mercy Medical Angels

Merill, Dr. Alfred

Metallo, Dr. Christian

Millay, Dr. Douglas

Mitchell, Dr. Sabrina

Montoliu, Dr. Lluis

Moore, Nigel & Lorna

Morales, MS, LGC, Ana

Muniswamy, Dr. Madesh

Naiman, Dr. Melissa I.

Neece, Michael

Neviaser, Jim

New York Islanders

Nekhai, Dr. Sergei

Newton, Jason (WBAL-TV)

Nicolson, Dr. Garth

Nikki, Dr. Etsuo

NKY Fencing Academy

Odouard, Francois

Ollero, Dr. Mario

Ortlund, Dr. Eric

Osnos, Susan

Pacak, Dr. Christina

Payne, Dr. R. Mark

Pena, Kristi

Perkins, Dr. Elizabeth

Philpott, Dr. Caroline

Phoon, Dr. Colin K.

Pierson, Russell & Ali

Pinellas County EMS

Pixelera

Piombo, Sebastian

Poff, Dr. Angela

Polsz, Dave

Porter, Dr. George

Potter, Dr. Paul

PSR Musuem of Medical History
and Innovation at MGH

Pu, Dr. William T.

Raja, Vaishnavi

Rapaport, Dr. Doron

Reeds, Dr. Dominic

Regan, BSN, RN, CPEN, Misty

Ren, Dr. Mindong

Reynolds, Dr. Stacey

Riss, Shoshanna

Ritter, RN, Catharine L.

Rodbell, Gary, Colette & Julia

Rosenshine, Mary Pat, lan & Annie

Rossano, Dr. Joseph W.

Russell, Dr. Paul

Ryan, Dr. Michael

Ryan, Dr. Robert O.

Schlame, Dr. Michael

Schreifels, Jeff

Schroeder, Dr. E. Todd

Schweitzer, Dr. George

Sedefian, Lynda

Segal, Heather & Matt

Sernel, Marc

Shapiro, Heller An

Shi, Dr. Yuguang (Roger)

Shu-Zhe, Dr. Ding

Singletary, CPT, Fatima
Skarnes, Dr. William
SMART Group (NHLBI = NIH)
Smeitink, Dr. Jan

Smoot, Dr. Leslie B.
Sparagna, Dr. Genevieve
Spiekerkoetter, Dr. Ute
Steward, Prof. Colin G.
Stewart, Dr. Douglas R.
Strain, Fraser & Donna
Strathdee, Prof. Douglas
Strauss, Dr. Arnold W.
Stutts, Dr. Lauren A.

Su, Betty

Sunstar Paramedics
Swabe, Carolyn

T. Rowe Price
Takemoto, Dr. Cliff
Tarnopolsky, Dr. Mark
Tauw, Heather

Taylor, Dr. Carolyn
Theda, Dr. Christiane
Thompson, Dr. W. Reid
Thompson, Zac & Whitney
Toniolo, Dr. Daniela
Toth, Dr. Matthew J.
Towbin, Dr. Jeffrey A.

Tunguz, Stefan, Leigh & Julie Kinch

Van der Laan, Dr. Martin
van Loo, Joke

Vance, Dr. Jean E.
Vartak, Dr. Rasika
Venditti, Dr. Charles P.
Veritus Group

Vernon, Dr. Hilary
Vicart, Dr. Patrick
Wanders, Dr. Ronald J.A.
Wang, Dr. Hay-Yan J.
Weber, Dr. Thomas
Whitney Media

Wilkins, John & Sue
Witt, Dr. Martin

Witt, Dr. Stephan
Woodward, Kevin & Stacey

Wortmann-Hagemann, Dr. Saskia

Wright, Jessica

Ye, Cunqi

Yin, Dr. Huiyong

Yu, ScD, Xin

Zaragoza, Dr. Michael V.
Zeller, Anne

Zhang, Dr. Ji

Zhang, Jun



You Viake a Difference

(Cont'd from page 14)

Cambridge Half Marathon

Russell and Ali Pierson are Will McCurdy’s first cousins. They grew up together, sharing summers
in Lakeside, MI (Will’s final resting place) and many visits to each other’s homes for graduations,
birthdays and holidays. They witnessed first hand the challenges that Will faced every day and the
courage with which he lived his life. Will served as an example for Ali and Russell and all who knew
him of how to keep your focus on what is truly important and never give up. In return, Will drew his
strength from their love for him. On November 13, Russell and Ali entered in the Cambridge Half
Marathon outside of Boston and dedicated their race to the memory of their cousin, Will. Like all
members of Team Will, they knew that Will’'s example would sustain them during the toughest parts
of their race. Your donations in their honor helped BSF bring treatments to Will’s Barth “brothers”

and ultimately help find a permanent cure for this devastating genetic condition. (Photo courtesy of
Russell & Ali Pearson 2°6)

Russell & Ali Pearson

New York Islanders Game

Just as we were going to press with this issue, the New York Islanders held
a “Barth Syndrome Night” and allowed us to raise awareness and money
for our cause. Nine-year-old, Wyatt, appeared on the Jumbotron, rode the
Zamboni, high-fived all the players, got an official jersey, and even did the

puck drop! More to come on this exciting night in the next issue! (Left photo
courtesy of New York Islanders; right photo courtesy of BSF %°%°)

Whyatt did the puck
drop and appeared on
the Jumbotron

Volunteers at NY Islander Game

In Loving Memory

Beverly Lever died on June 2, 2016. Beverly was the mother of Shelley Bowen and grandmother
of Shelley's children, Michael, Evan and Alanna. Beverly brought joy to everyone she met, sharing
her giving heart and gentle soul. She was a constant encourager in Shelley's life. She went to great
lengths to be there for Shelley when her boys were ill. And she was there when BSF was started.
On November 13, 2015, she considered it her greatest gift to celebrate her 77t birthday with many
of the people from BSF she had come to know and love over the years. She will be missed. It was

Beverly's desire for donations to be made to the Barth Syndrome Foundation in lieu of flowers. (Photo
courtesy of the Bowen family.)

Beverly Lever & Shelley Bowen

Mary E. Baffa died suddenly on October 1, 2016. Beloved wife of the late Theodore F. Baffa (Ted),
Mary and Ted had four sons: Ted Jr., Frank, Stephen and David and eight grandchildren including Ted
Jr. and Rosemary’s children, Matthew, Kevin, Jamie, Mary Kate and Anna.

Mary was a loyal friend and devoted to her family. She was instrumental in helping the Barth
Syndrome Foundation start its Scientific Research Grant Program by convincing her long-time
employer, Leonore Annenberg, to make the inaugural contributions to the program. As she did
when her husband Ted died, the family asked that in lieu of flowers, donations be made to the Barth

Syndrome Foundation, in honor of her grandson, Kevin Baffa. (Photo courtesy of the Baffa family)
Mary Baffa & Mary Kate
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Awareness of Barth Syndrome Continues to Grow

Many Barth syndrome (BTHS) related peer-reviewed journal articles are now being published. To date, a total of 135 articles have been
published on BTHS research conducted with the support of BSF and/or BSF affiliate funding (denoted below with *) and/or acknowledge
biological samples and/or information from Barth families, the Barth Syndrome Registry and Repository, and/or BSF affiliates (denoted
below with A). Listed below are articles relevant to BTHS that have been added to BSF’s library since the last issue of the Barth Syndrome
Journal. To view the complete bibliography on BTHS, please visit www.barthsyndrome.org.
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Barth Syndrome Trust — Update from Chair

By Michaela Damin, Chair, Barth Syndrome Trust (United Kingdom & Europe)

"It was great to meet up with families and hear about up and coming treatment trials and research."

"Very informative, but very informal, which | found to be especially effective."

which was a huge success. It was also the first time | had been to a BSF conference

in a long time. In fact, it had been eight years! For many of our families outside the

US, getting to the conference is just too expensive, and often the timing falls within school

term time. BSF has posted all the talks online which is a wonderful way to at least access the

information that is shared at the conference. What is a lot harder to reproduce is the way

attending families immerse themselves totally in the experience, making new friends without

all the time and effort it usually takes to get to move past acquaintance into true friendship.

It’s a bit like a full-on summer camp, just with much better beds and food. It remains a unique

opportunity to participate in research; a way of investing into finding a treatment for all our

boys and men. One day | hope to find a wealthy benefactor who will invest in this unique

opportunity to exponentially increase the advances being made in our knowledge of Barth

syndrome by helping as many families as possible attend the conference. After all, that has to

be one benefit of being such a super rare condition, doesn’t it? With fewer than 200 affected

Nick & Michaela families worldwide, wouldn’t it be something if we could help each one of them to attend the

(Photo courtesy of Amanda Clark ***’) research and educational sessions offered?

IVI uch of this edition focuses on the recent International Conference in Florida in July,

While we wait for our knight in shining armour, we try to use the funding we have to create the most impact, usually by assisting key
people to attend the conference so that they can share their knowledge there as well as bring it back to our families via the UK clinics.
This year the Barth Syndrome Trust (BST) in the UK and the Barth Syndrome Foundation (BSF) in the US were proud to co-sponsor the
travel costs of Dani Goodman (Occupational Therapist), Nicol Clayton (Dietician) and Lucy Buckley (Physiotherapist) all from Bristol, UK.
This wonderful team worked incredibly hard throughout the conference week, providing expert and tailored information to families as
well as being able to talk to and learn from their colleagues from all around the world.

After all that work, we needed some fun! BST was pleased to sponsor the Friday Night Social where everyone got the chance to let
down their hair and relax after a whirlwind week.

Once back home in the UK, we decided to share some of the main information that came out of the conference with our UK families
who were not able to attend. We hosted a mini Barth Information Weekend in October in Bristol. This was very well attended, and we
focused on explaining more about the potential new avenues of research, clinical trials and other treatments that are currently being
pursued by our dedicated doctors and scientists.

None of this would have been possible without the help of our dedicated fundraisers and donors — thank you to each and every one
of you.

Families at the Barth Information Weekend (Photo courtesy of BST 20)
(Cont'd on page 19)
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And lastly, a very sad goodbye...from all of us to the wonderful Dani Goodman. Dani has been an incredible
asset to all our families, often travelling hundreds of miles to visit us at home or at school to discuss
adaptations that makes the lives of those with Barth syndrome more manageable. Dani has been the driving
force behind many new programs. She has the unique gift of seeing what needs to be done and making
sure she finds a way to make it happen. Her work has made such a positive impact on the lives of our Barth
families. We will miss her energy, expertise and enthusiasm, and we wish her well in her new venture. Don’t
forget your Barth family Dani, we certainly won’t forget you! (Photo courtesy of BST °%6)

Dani Goodman

From Kate Riseborough

When my nephews, leuan and Alex, were diagnosed with Barth
syndrome, we had no idea what it was or where to get more
information. Along came the Barth Syndrome Trust and a huge
helping hand on our way to understanding. Then came information
about conferences; due to it being in the USA, it took until this year
to finally get us all there.

We weren’t sure what to expect but we were welcomed with open
arms and lots of hugs! We were assigned a mentor for the week
to help us if we needed it. We met ours, Nicole, who I'd spent so
much time chatting with on Facebook and it felt like I'd known her
for ages. It was fantastic to meet other Barth families and medical
teams who are all dedicated to finding a cure. To have clinical
teams to perform research on site too made it fascinating (I'm a
lab technician) and a worthwhile conference making lots of new
friends. Not to mention the dancing at the Friday night sociall!!

Back row: Wendy, leuan, Ralph
Front row: Kate, Aneira, Alex, Isabel and Thelma
(Photo courtesy of Amanda Clark 2°%¢)

It has inspired us in many ways, and as a result of this, Wendy and | have started running in order to raise money for Barth syndrome.
We have our first 5K run in November where we are raising money for the Trust, and we have also just signed up with runDisney in April
to complete a 10K and Half Marathon over a weekend!!

From Helen Coleman, Trustee and mother of Will (27 years old)
What did | expect from the Conference? What | didn’t expect:

e To put faces to names that | knew e For it to be so emotional
¢ To meet newly diagnosed families e The amount of organisation and the smooth running overall
¢ To see how differently all the boys ¢ So many doctors and physicians

and men were affected ¢ The sheer number of families and attendees
¢ To hear a bit about the current ¢ The size and variety of topics covered

research e Such a great venue
¢ To be HOT outside the hotel! e That | would miss Will so much...part of me was missing!

e Just how much research is going on around the world
Helen Coleman e Just HOW hot it was!!

(Photo courtesy of
Amanda Clark 2°%%)

In conclusion, | found the whole Conference experience moving, uplifting, encouraging, fun, interesting, unbelievable, warm, loving,
but beyond all of that, hopeful. | came away on Sunday feeling that one day, there will be a cure for this disease that affects our boys
and takes too many of them away too soon.

From Gill Amos, mother of Jack (10 years old)

Time during the conference was divided into research studies; small group meetings and lectures from the scientific and medical team
for families; lectures and discussions primarily for scientists and clinicians; and age appropriate information sessions for the Barth guys
with the option for them to just chill out or do fun and creative things whilst being looked after by lovely dedicated people.

In conclusion, | think the greatest gift was getting an appreciation of how much is going on and seeing the dedication involved. | have
(Cont'd on page 20)
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a much greater awareness of what could be in store for Jack and that this time before puberty really could be the best health that Jack
will enjoy, unless more therapies are tried and tested. We can’t see the future, but we know that working as a team and sharing our
expertise and experience will help Jack lead a full and creative life.

Jack
(Photo courtesy of Gill 2°¢)

From Jack (age 10)

My name is Jack and | am 10 years old. | go to Exeter Steiner Academy and | enjoy school. My
favourite subjects are land-based education where we get to do wood work, clearing woodland,
making fires and being outside.

My favourite foods are roast chicken skin and macaroni cheese with soya sauce; my favourite
vegetables are radishes and green cabbage. My favourite fruits are strawberries and raspberries.

My best hobby is reading, especially Famous Five books and Harry Potter. | am also learning to
play the cello and have just started piano lessons. In my spare time | like playing magic imagination
games with my friends and riding on my quad bike which was given to me by another Barth boy
(thanks Nick!).

My best holiday is going camping, especially voice camp which is a singing camp where we play
sword fighting in the woods. I’'m not really bothered by having Barth syndrome, | just have my life

how it is. At the moment when | grow up | would like to be a farmer, get married and have two sons and two daughters.

Barth Syndrome Foundation of Canada
President's Report

By Susan Hone, President, Barth Syndrome Foundation of Canada

since my family was fortunate enough to attend the 8™ Barth Syndrome

I tseems like it was a long time ago but, in reality, it has only been four months

International Scientific, Medical and Family Conference in Florida. Every
time | attend a conference, | am in awe of what this group of families, scientists,
doctors, therapists and others in the medical field have managed to accomplish
in such a short time. | never dreamed that we would ever be looking at more
than one possible treatment at a time. | also never imagined the magnitude
of scientists, doctors, therapists and others from around the world who have
become dedicated towards the Barth syndrome dream. Thank you to all who
are now a part of my world-wide Barth family.

While at the conference this summer, we had a meeting of the boards of the
Barth Syndrome Foundation and its four affiliates. This was the first time all
the boards met together, and it was so nice to have everyone in one meeting

(L-R) Florence Mannes, Susan Hone, Marc Sernel,

Michaela Damin & Paola Cazzaniga
(Photo courtesy of John Wilkins 2°¢)

sharing their ideas and accomplishments. Hopefully, we will be able to have
more of these meetings at future conferences.

On the home front, we had a family activity in September along with our annual planning meeting. We will again be participating in
Giving Tuesday, as we had great success raising funds on last year’s day. Although we have no major fundraising event planned for the
near future, we are hopeful that with personal fundraisers, the annual mail appeal and Giving Tuesday, we will be able to raise enough

funds to continue funding research.

| would like to encourage families to periodically check our website and/or Facebook page for information on upcoming research/
studies they can participate in. Without the participation of individuals with Barth syndrome and their families, this research cannot
proceed to the next level. This is an exciting time for BSF and its affiliates, with clinical trials expected to begin sometime in 2017. With
everyone’s dedication, | am confident we will find a treatment within the next few years.
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Barth Syndrome Foundation of Canada
Planning Session 2017

(Back row) Susan Hone & Carol Wilks
(Front row) Lynn Elwood, Chris Hope,
& Lois Galbraith (Photo courtesy of BSFCa 2°16)

The Barth Syndrome Foundation of Canada (BSFCa) planning weekend was held
earlier this year and was combined with a family outreach. It made for a very busy
but worthwhile three days. My family accompanied me on the trip this year to
visit our families, biological and Barth. | left them for two days and headed to our
favourite meeting place at Lake Kashabogg, Ontario. Attending were Lynn Elwood,
Chris Hope, Susan Hone, Lois Galbraith, Carol Wilks and our chefs/dishwashers,
Les Morris (also Board advisor) and Adam. Missing was Cathy Ritter who could not
attend as she was busy being a devoted mother to her very ill daughter. We missed
Cathy’s expertise, knowledge and smiling face terribly.

Saturday morning was spent updating those who could not attend the Barth
Syndrome Foundation (BSF) conference in the summer and reviewing our previous
year’s accomplishments. With the advancements being made in possible treatments
for Barth syndrome, it is important that we keep our Barth families engaged and well
informed on research they can choose to participate in. Families are encouraged to
check the website and Facebook pages for updates. Of course, research requires

money, and we discussed what possible fundraisers we could do in 2017.

A boat ride around the lake Saturday evening revitalized the group for supper. As always, we were well fed and pampered by Les, Lois,
Adam and Carol. One again, they donated the groceries and accommodations to make our weekend cost free so that all our donations
are used toward our mission of Enhancing the lives and outcomes of Canadian individuals and families affected by Barth syndrome.

A Day With My Barth Family

By Sheldon, Affected Individual (age 15), Ontario, Canada

On September 17, 2016, | went to the annual get together (Outreach) for the
Barth Syndrome Foundation of Canada. | have been going every year for the
past six to seven years, and, as usual, it was a fun time. It all started with the
visit to Ripley’s Aquarium in downtown Toronto. Now, even though | live in
Toronto, | never got the chance to go, and | thought it was different in a sense
that there are things there that you don’t see at other aquariums. There were
a lot of different attractions like Dangerous Lagoon, and, of course, a big variety
of aquatic animals. Also, to be honest, | don’t think | would’ve been able to find
the time to go if it wasn’t for the get together. The aquarium was great, but we
had to leave to go to The Old Spaghetti Factory.

I've never been to The Old Spaghetti Factory, although this time it’s because it’s
in East Toronto. When we got to our table, we spoke with each other for a little
bit and then got to order our food. After eating, we discussed some things going
on in the Barth community and different drugs/treatments that could help us in
the near future. Getting together with the group is always a great time. We talk,
take pictures, and | liked seeing and meeting other people who have the same
experience as me. All in all, it was a wonderful time, and | can almost guarantee
that next year will be the same.

(L-R) Sheldon (age 15), Travis (age 21),

Adam (age 27), Jared (age 22) & Robert (age 30)
(Photo courtesy of BSFCa %°¢)
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Personal Perspectives of the Barth Syndrome
Foundation Conference

By Robin Duncan, PhD, Assistant Professor, Department of Kinesiology, Faculty of Applied Sciences, University of Waterloo, Waterloo,
Ontario, Canada

In my scientific career, | have never experienced anything like the Barth Syndrome
Foundation (BSF) conference this summer. It was an honour and a privilege to be
invited, but it was truly a gift to attend. | will try my best to do justice to this wonderful
experience.

I should first speak about the excellence of the SciMed sessions. It was two full days of
“Barth 101.” | got a rapid refresher on the molecular science, which is my focus, and |
also got to speak with the small pool of international scientists working on cardiolipin
synthesis, since everyone who has discovered a relevant enzyme was there. The face-
to-face time was invaluable for comparing notes, approaches, and challenges. Even
beyond the molecular work, though, the clinical SciMed sessions were better than |
ever could have hoped for. These are competitive times in research, and | heard more
than one person remark that this group works together, despite incentive to do otherwise. This was so true. The genuine interest, and
open sharing of data by researchers was, in my experience, unprecedented.

Dr. Robin Duncan & Ryan Bradley

Perhaps most importantly, however, by attending the conference, | got an incredible education in the personal course of this disease. As
scientists, we read and read, and often find ourselves mired in the details. We see symptom as clues and can miss the individual cost. It
was so inspiring to meet and hear from the talented, funny and caring young men experiencing Barth syndrome and to speak with their
devoted friends and families. And as a mother of three young boys, it was also very personal. I've never cried at a conference before!
In the end, | was left with a sense of deep honour and gratitude to all supporters of the Barth Syndrome Foundation, for entrusting my
research program with the opportunity to hopefully make a small difference. I'll end by offering my warmest thanks to all members of
the BSF and BSFCa for such kind support and for an experience that left me both optimistic and energized.

This was Dr. Duncan'’s first time attending the BSF International Scientific, Medical and Family Conference. Dr. Duncan was invited to
present her work at the SciMed sessions. (Photo courtesy of BSFCa °¢)

Conference Reflections

By Ryan Bradley, PhD Student, Physiology & Nutrition, University of Waterloo, Waterloo, Ontario

As a scientific trainee in molecular biology, it can become very easy to forget that the
research | am doing holds significance for families around the world. Often times, | find
myself more focused on pathways and proteins than on the clinical outcomes that my
work may help create. | was fortunate enough to attend the 8" biennial Barth Syndrome
Foundation conference this past July, and it was truly an unforgettable experience.
Due in large part to my fellow attendees, both scientists and patient-families, from
the minute | first walked in, | felt right at home. The Barth Syndrome Foundation did a
fantastic job of not only organizing Scientific and Family sessions but also by welcoming
every attendee and making them feel part of something bigger. As much excitement as
there was about the advances in research that had been made since the last meeting,

L-R) S H R Bradl
(L-R) Susan Hone, Ryan Bradley the excitement everyone had in seeing one another was palpable.

& Lynn Elwood (Photo courtesy of BSFCa 2°¢)

| was able to present some work from my doctoral studies during the poster sessions
and received great feedback and questions from scientists, patients, and their families. There were many unique insights and ideas that
I am now implementing in my current research. The Scientific and Medical sessions are among the best series of talks | have had the
opportunity to attend in my career so far.

| now enter the third year of my PhD recharged and refocused from the BSF conference. Since July, | have been proudly wearing the
Barth Syndrome Foundation "Grow Stronger’ bracelet, and | will continue to wear it until the end of my doctoral studies, at the very
(Cont'd on page 23)
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(Cont'd from page 22)

least. It is a great honour for me to be able to apply my knowledge and research abilities to try and make a difference not only in the
lives of these young men but for their families as well. | look forward to seeing you all again in 2018!

Ryan Bradley presented two abstracts at the Barth Syndrome 8t International Scientific, Medical and Family Conference Poster Session.

A Return Experience

By Edgard Mejia, Post-Doctoral Fellow, Department of Immunology, University of Manitoba, Manitoba, Canada

As a second-time attendee of a Barth syndrome conference, | had the privilege to
personally witness how much this meeting has grown in a short period of time. Not only
were there more posters than the 2014 meeting, but there was also a greater variety of
research. This year’s meeting showcased some of the most promising Barth syndrome
research | have ever seen. The work that was previously presented at the 2014 meeting
has progressed tremendously. In the span of only two years, scientists have been able to
produce an incredible amount of data that has contributed to our understanding of Barth
syndrome. In addition, it was also very exciting to see the research being conducted by
some of the newer investigators.
Edgard Meija Attendees of this year’s conference were able to see everything from improved methods
to diagnose patients, to the use of advanced scientific techniques to discover new ways
to treat this disorder. New discoveries are still being made, and this is representative of the hard work of many individuals. One of my
favourite aspects of this conference is the fact that | get to interact with researchers and other students. Seeing how excited everyone is
about their work is a source of motivation for anyone working in Barth syndrome research. This is augmented by the fact that students
and principal investigators get to interact with the families of patients suffering from this disease. Talking with a number of families
helped me understand that more work is still required and that this research is of utmost importance. | am confident that better
treatment options will be developed soon because there are many people that are passionate about this work. As always, this was an
amazing conference that was well organized, and | am glad | was a part of it.

Edgard Mejia has attended two BSF conferences and submitted posters each time. (Photo courtesy of BSFCa %)

My Perspective of the Conference

By Adam, Affected Individual (age 26), Ontario, Canada

BSF conferences are always great, it was great to discuss situations and know that others experience
and this one was no exception. It is and live with the same issues. BJ is always there for us. He is our
always fun to have a week with my  “rock”!
mom, Lynn, to sit and catch up.
Socializing at the conference is special. It is always great to see
The session with Dr. Matt Toth, old friends again. We do not talk for two years, but we just pick
Science Director for BSF, with just us  up where we left off. | met young guys with Barth syndrome, and
guys about therapies was great — | know they do not know what is going on. Maybe with the new
so great that | went to it twice. Matt  therapies, they will grow up without Barth syndrome.
simplified a very complex subject.
Adam (age 26) and | was happy to “see some light The “Pill- Swallowing” Clinic has made a world of difference for me.
at the end of the tunnel.” Instead of enduring pain, | can now actually swallow medication
— this is huge for me. | am also happy to say that | will be going to
Some of the older guys asked BJ Develle (a BSF Board member) St. Louis to take part in Dr. Cade’s study.
if we could sit around and talk about real life issues that we face.
We all know about and have discussed Barth syndrome a lot, but  This year’s conference was THE BEST!! (Photo courtesy of BSFCa %°6)
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Association Barth France
Becoming an Advocate for Those with Barth Syndrome
— A New Tool to Help Parents... and our Boys

By Florence Mannes, Chair, Association Barth France

other hand, some people who are living with our boys need to know, exactly, what Barth syndrome

Explaining Barth syndrome is always a bit tricky: you don’t want to be too dramatic, but on the
means.

When you talk to children, the balance has to be even more precise: you don’t want to frighten them, but
they need to understand what is going on with their friend.

Every year, when the school begins, we, as mums of boys with Barth syndrome, have to become advocates
for our sons to their teachers, school directors, and friends. I've been doing that since my son first went to

Raphaél (age 7) & school, five years ago; but last year, | felt we were missing a tool that could help us. So, in order to prepare
Florence (Photo courtesy of  for this new school year’s introduction to Barth syndrome, we decided to create a small book talking about
Amanda Clark ***) Barth syndrome in an easy and fun way. Our very first idea was to provide schoolmates of our boys with a

little book on Barth syndrome they could understand easily. We wrote the text carefully, trying not to forget
any aspects of the syndrome, but trying to avoid being too dramatic. We then asked Zoé, a close friend who is an illustrator, to provide
us with the drawings that would match the text...

This is what we ended up with (these are a few pages taken from the entire booklet)!

300 copies of this booklet have been printed, and it is also available online on Barth France’s website. It has been sent to all the French
speaking families (in France but also in Belgium and Quebec) who have children below the age of 12. Families have found them very
useful when talking about Barth syndrome, not only to peers of the boys, but also to the adults who are dealing with our boys every
day. The booklet usually remains in the classroom for the school year; the kids are happy to discover it at their own pace.

We had some discussions with the other BSF affiliates and hope this booklet will be translated into English and Italian. Our next step is
to prepare the same kind of tool for teenager Barth boys to help them become advocates for themselves.

On a personal note, | wanted to share the discussion | had mid-September with my seven year old boy with Barth syndrome. One night,
(Cont’d on page 25)
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(Cont’d from page 24)

he came back home from school a bit sad and concerned. He finally explained to me that a new girl
in his class made fun of him because he was so small and not able to write as other kids do. After
explaining to him that he needs to be stronger than that and that he should try to focus on what his
friends are saying instead of on the ones who are bullying him, he still did not seem satisfied with
my answer (which, | admit, was far from perfect...| was not yet ready for this type of concern). Half
an hour later, he came back to me, saying that he wanted to present Barth syndrome in front of his
class "to make sure the girl understands exactly what Barth syndrome means"... and that’s what he
did, with the support of the printed version of the booklet. Since then, he hasn’t complained about
peers laughing at him... | hope this will work for the whole year!...

Activities of Barth France: The same events, each year bigger

Organizing fundraising events is very time consuming...and when, as an Association, you have some

events that are successful, you do your best to improve those, before trying new ideas. That’s how

we ended up with organizing the 6% Barth France Golf Tournament in August 2016, the 5*" Edition

of the Barth France Poker Tournament in November 2016, and the 3™ Edition of the Black Truffle Raphaél presenting Barth
Gala Dinner in January 2017. The Golf Tournament gathered 90 golfers and allowed Barth France to syndrome to his class
raise up to Eur 10.000. Around 140 people are expected at the Poker Tournament, and we have to

limit to 200 the number of participants to the Black Truffle Gala Dinner in January to make sure the

quality of this event complies with the donors’ expectations. (Photos courtesy of Barth France %)

6™ Barth France Golf Tournament 5% Edition of the Barth France Poker Tournament

Spreading the word, meeting new people, meeting brilliant minds

Life is a matter of encounters, and that’s what makes it so lively. You never know what to expect from the next day....I have at the back
of my car a Barth Syndrome Foundation sticker...which, one day, about one year ago was noticed by someone in the street. This man
first made a donation to Barth France, which was great! ...but that was just the beginning of a much more powerful partnership. He
works for the Atomic Energy Commission (CEA) in France, more precisely for a branch of the CEA called “Institute of Research into the
Fundamental Laws of the Universe”...which seems to be really far from Barth syndrome...CEA is one of the key players in research,
development and innovation in four main areas, among which is “fundamental research in the physical sciences and life sciences.”

As the CEA regularly organizes conferences on wide and various subjects for its researchers, a conference on Barth syndrome was
finally held in September at the CEA, thanks to the motivation and willingness of just one man, met through a sticker at the back of my
car...

Four different aspects of Barth syndrome were presented during this meeting:

e Cardiomyopathy in Barth syndrome (by Damien Bonnet, head of Pediatric Cardiology at Necker Hospital for Sick Children)
e Hematology aspects of Barth syndrome (by Jean Donadieu, pediatric hematologist at Trousseau Hospital)

(Cont’d on page 26)
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(Cont’d from page 25)

e Potential roles of genomic medicine in rare genetic diseases such as Barth syndrome (by Jean-Frangois Deleuze, head of the
French Centre National de Genotypage)
e Everyday life with Barth syndrome (by Florence Mannes, mother of a seven year old Barth boy).

(L-R) Damien Bonnet & Jean Donadieu Jean-Francois Deleuze

These presentations led to multiple questions and discussions between doctors and scientists and should lead to new perspectives in
research on Barth syndrome. (Photos courtesy of Barth France °'6)

Barth Italia
Attending the Conference was Therapeutic

By Paola Cazzaniga, President, Association Barth Italia

his was the first time we’d taken part in the Barth Syndrome Foundation conference both
Tas a family and as a founding member of Barth Italy, and it was a really intense experience

from every point of view.
When we came back, | was pleased to be able to share what it meant personally and as a family
with the other families of Barth Italy. It helped give a positive focus to our future initiatives, how
we would inform schools and hospitals. It motivated us to create new projects with our families
and gave us a further push in our fundraising efforts. All this has been made clearer by the hope
and the powerful affection we got from attending the conference.

| have to say that, before attending, each one of us had our own fears.

(L-R) Pietro (age 15),
Paola & Paolo
(Photo courtesy of Amanda Clark 2°¢)

My son, Pietro, was worried that he wouldn’t be able to face up to the problems of language, and
in general he was worried he’d feel excluded from the group of other Barth boys who know each
other well. He also was worried that we would be disappointed if we saw that he wasn’t able to
enjoy the experience. At 15 years old, he knew how demanding, in all terms, this trip was for us.

My husband, Paolo, was very worried by the idea of meeting the older boys, seeing firsthand the possible painful future for our son,
and by the idea of having to share with other families the suffering which for years Paolo has handled with difficulties in his own private
way. Paolo felt he might be hurt by being part of the world of explicit suffering from which he has defended himself and which has often
prevented him from sharing his feelings with me even though he has always, always, always been by my side.

| was worried that | would lose myself in a kind of euphoria and my drive to do things which often occurs and helps me to face a feeling
of inadequacy in certain situations. | was also afraid | might find myself in the situation where positive emotions and their collective
encouragement wouldn’t leave space for my husband’s pain and my own tears. It’s incredible how we project our fears and worries
into our future outlook. (Cont’d from page 27)
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Attending the Conference was Therapeutic

(Cont’d from page 26)

Our arrival at the Hilton Hotel in
Clearwater Beach, Florida made us forget
how long and tiring our journey had been.
There was a beautiful white beach of fine
sand, a sugar beach, with palm trees, sun
and sea.

We met Shelley Bowen (Director, BSF
Family Services & Awareness) for the
first time, and she was in really busy
mode. She welcomed us affectionately
with her husband, Michael, and gave
Pietro a bracelet so that the others would
recognize him. She introduced us to several families around the
swimming pool. Shelley is so helpful for moms visiting for the first
time. She has patience even about explaining the progress being
made in understanding the illness and its treatment. This was all
so incredible for me.

The other families were equally wonderful. It wasn’t difficult for
us, despite cultural and language differences, to feel part of Team
Barth straight away, proof that affection can move huge hurdles.

Pietro was quite shy and didn't know a lot of English but jumped
into the pool with the ball making friends with the Barth boys,
brothers and sisters. They welcomed him into a lovely group of
adolescents, and they helped him with his fears. He took part in
the clinical tests and had a great time. He just kept going for an
entire week, except when he went back to the room to sleep or
to get more dollars to order food not knowing what he was going
to get!!

Paolo and | got to meet wonderful people who crossed the United
States with their whole family to take part in the conference.
Others came from Australia, Canada, France and England, all there
to meet the others and work hard together for the week, during
which everyone was able to offer their personal contribution.

The Welcome Ceremony was especially helpful for first-time
families like ours. The whole week was really affectionate and
warm and gave everybody a chance to get to know each other, to
tell our story, to exchange feelings, and make suggestions to the
Foundation, as well as offer advice to our kids. But it was also a
chance to have fun, laugh together over meals and be worry-free
for a while.

A special thank you goes to Anna and Mark Dunn, who have Italian
roots. They, together with their son, Aldo, and his Grandma,
Carmela Lauretti, were our guides, taking us around and looking
after us wonderfully during the whole experience which was
intense and at times trying and moving.

(L-R) Carmela Lauretti, Paola Cazzaniga
& Anna Dunn (Photo courtesy of Paola Cazzaniga 2°%6)

BSF’s Science Director, Dr. Matt Toth, was
also incredibly approachable, and he
illustrated with the help of Anna the most
recent research by BSF and its future
prospects. It’s wonderful to understand
that there is real hope!!

The strongly compassionate atmosphere
which was created got rid of my fears and
let us feel free to express ourselves as
best we could; when we couldn’t find the
words, hugs and looks were enough.

It was also wonderful to see how the Italian scientists, Dr. Morrone
from Florence and Dr. Corcelli from Bari, took part with drive and
verve.

| often felt fear and vitality, pain and happiness, but, for the first
time, | didn’t feel bad about crying and then feeling | wanted to
dance. My husband also wept with a friend, not knowing what
our future will be, but also understood this agony won’t kill us.
There is hope, and sharing that helps.

Last but not least, Pietro, who was worried about feeling alone,
thanks to the friendships made with the boys, understood that he
can do things even on his own, if he puts his mind to it.

As a therapist, | asked myself what determines change in a person?
What factors allow one to re-organize inside, not before and not
after, but in that precise moment in life when it makes sense to
change? | have seen professionally that the work of months and
years can be brought together by a specific experience: it’s like
having all the pieces of a jigsaw form a complete picture at one
precise moment. | can honestly say that, for us, the conference
was the kind of therapeutic event which allowed us to share who
we are and who we want to be.

My experience as a chronically unsure Barth mom has often led
me to a vortex of worry, insecurity, and impotency in which | ask
myself if I'm doing everything possible, if it’s enough to look after
my son as | do. Well, among other moms like me, | think | can say
that I’'m doing everything | can. I'm doing my best, and | feel at
peace with myself.

I have recounted all this to my Italian families. I've said that when
you go through experiences like those of our families, it is difficult
to make sense of it all, but it is still important that we believe, as
part of Team Barth, that we’re on the right road. | really believe
that we can start to make sense of our pain, helping those who
feel alone and overwhelmed, and make our small contribution to
research, together with Barth Italia. Thanks to all of you!
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Barth syndrome
(BTHS; OMIM #302060) (ICD-10: E78.71)

A rare, life-threatening genetic disorder primarily affecting males around the world. It is
caused by a mutation in the tafazzin gene (TAZ, also called G4.5), resulting in an inborn
error of phospholipid metabolism.

Though not always present, cardinal characteristics of this multi-system disorder often
include combinations and varying degrees of:

e Cardiomyopathy (usually dilated with variable myocardial hypertrophy,
sometimes with left ventricular noncompaction and/or endocardial fibroelastosis)
Deacon (age 1)
Neutropenia (can be chronic, intermittent, cyclic, or not present)

Low muscle mass and muscle weakness

Growth delay (short stature in the early years, followed by accelerated growth in
mid- to late puberty)

Exercise intolerance due to early fatigue

Feeding problems (e.g., difficulty sucking, swallowing, or chewing; aversion to
some food textures; selective or picky eating; frequent vomiting)

Cardiolipin abnormalities

Kevin (age 27)
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3-methylglutaconic aciduria (variable but typically a 5- to 20-fold increase)




