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

2018 BSF Conference: Share in the
Breakthroughs of Tomorrow, Today

By Marilyn Toth, Wife of Barth Syndrome Foundation Science Director

of BSF, and our son, Jeff, who was 16 years old at the time. | was finally able to place

faces with the names | had heard Matt speak of so often. | not only was able to meet
the affected boys and their families but also the scientists and doctors who were working towards
a treatment and who cared for many of the boys. | was struck by the strong sense of community
and came to realize how different this conference was going to be.

IVI y first BSF conference was in 2008 with my husband, Matt, who is the Science Director

(Cont’d on page 4)

(L-R) Jeff, Marilyn & Matt

Note from Shelley Bowen, Director, Family Services & Awareness

We have previously highlighted stories about families who have gone to extraordinary lengths to obtain a diagnosis of Barth
syndrome. Having a diagnosis provides valuable insights into the underlying condition and its spectrum of risks and also allows for
a medical approach that appreciates the entire disorder. In this edition of the newsletter, we are highlighting three stories about
remarkable doctors who also took great steps to obtain a diagnosis of Barth syndrome for one of their patients and the enormous
difference this has made.
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Au Revoir — Always Part of
Team Barth

By Lindsay Groff, Executive Director, Barth Syndrome Foundation

"The last six years have been a time of great personal fulfillment and
organizational progress. | have treasured this time being your Executive

Director. We have celebrated some incredible moments together, and
we have mourned tragic losses." ~ Lindsay Groff, BSF Executive Director

Sadly, this will be my last update as Executive Director of the Barth
Syndrome Foundation (BSF). | announced my resignation to the
community with a heavy heart, yet an abundance of hope back in
October.

The last six years have been a time of great personal fulfillment and
organizational progress. | have treasured this time being your Executive
Director. We have celebrated some incredible moments together, and
we have mourned tragic losses.

Lindsay Groff

(Photo courtesy of
Amanda Clark °%¢)

While there is still far more work to be done, what we have accomplished
over the last several years has, undoubtedly, made great strides in
improving the lives of those affected by Barth syndrome and great
strides toward our ultimate goal of effective treatments and a cure. This is something we can
all take pride in.

As is often the case, it’s the people who have made these experiences exceptional. | have
especially enjoyed getting to know many of you through the listserv, by email, on the phone,
and in person. Spending time together at the last three BSF conferences made for lasting
memories that | will take with me. | look forward to seeing the photos from our talented
photographer, Amanda Clark, as well as all of the candid photos that will be shared from the
2018 conference.

Moving forward, | am committed to assist BSF over the next couple of months to ensure a
smooth transition of my responsibilities. Shelley (Director, Family Services & Awareness), Matt
(Science Director), and Lynda (Executive Assistant) will, of course, continue to do all of the
great work they do. As well, the Board of Directors will continue to chart the direction of the
organization and be available for more hands-on involvement through this transition.

In terms of transition, the Board has already begun the process of finding the next Executive
Director for the organization, and | plan to assist in this process in any way that | can. BSF is an
amazing organization that is as strong as ever, and I’'m absolutely confident that it will continue
to flourish in the future. Although | am leaving this position, | will always to be a part of Team
Barth. You have touched my heart in so many ways. So, this is not goodbye, but merely see you
next time, albeit in a different capacity.

With gratitude,

//Mmy B fmff

Lindsay B. Groff

The personal opinions expressed in this newsletter are those of the authors of each article

and do not necessarily reflect the views of the Barth Syndrome Foundation.
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Embracing Change

By Marc Sernel, Chairman, Barth Syndrome Foundation

Change can be difficult. We all have routines and embrace what we know, and can bristle at
the notion of something disrupting what is familiar and comfortable. I, for one, am one of
the most change-averse people around — 1 live in the same town in which | grew up, have
worked for the same law firm for nearly 20 years, and enjoy the same routine. But sometimes
things have to change, and many times that change can turn out for the best, even if we would
not have chosen it in the first place. Starting a new job, going to a new school, moving to a
new city, starting a family — all of these life events can be intimidating but also immensely
rewarding. Sometimes you need to opt for change, jump at a new challenge, and have faith it
will work out for the best.

This past fall each of my three children faced the change of moving on to new schools — our
daughter starting high school, and our twin boys moving up to middle school. They each had
liked their prior schools and voiced some uneasiness as the new school year approached. My
wife and | were particularly worried that our son with Barth syndrome might have less than
a smooth transition, given the much larger school and new challenges that awaited him this
year. Middle school can be a tough time for any kid, but especially so for a child facing the
additional challenge of Barth syndrome. Thankfully, | can report that all three have successfully
adapted to their new schools and now profess to like the new schools even more than their
previous ones. The change in schools has turned out for the best.

Some change is also in store for the Barth Syndrome Foundation, and we are going to do our
best to ensure we make the best of this change too. As many of you know, BSF’s Executive
Director for the past six years, Lindsay Groff, has chosen to move on to a new challenge in
her career. | will especially miss Lindsay because, in my role as Board chairman, we have had
weekly and many times daily interactions, and | know first-hand how she has improved BSF
and its operations in countless ways. While | might have preferred the status quo of working
with Lindsay for a little longer, we all wish her well in her new endeavor and are now focused
on embracing this change and finding a new leader who can build on Lindsay’s successes.

The search for BSF’s next Executive Director is well underway. Susan McCormack, the vice-
chairman of our BSF board, is the chair of the search committee, which also includes Susan
Osnos, Kevin Woodward, Kate McCurdy and me. We have retained an outside consulting firm
to assist in the search process and hope to start meeting candidates in early 2018 and identify
the right one soon thereafter. Given all that we have done together in building BSF into what
it is today, we understand the importance of hiring a new leader who will embrace our culture
and values, while also bringing new ideas and skills to our collective effort.

We will survive and thrive through this transition, just as we have continued to thrive despite
the natural turnover on the BSF board. Due to term limits recommended by the National Health
Council and imposed by our by-laws, we have seen many longtime board members roll off the
board in recent years. | will join that list in April 2018 and will be replaced as chairman by
Susan McCormack. It is thus vital that we continue to find new and talented board members,
and in that regard | am happy to report that Megan Branagh was recently elected to a three-
year board term. Many of you have met Megan and her family at the last two conferences or
read about Megan’s amazing fundraising efforts with her annual Happy Heart Walk that she
started when her son was diagnosed with Barth syndrome. | am excited to have another can-
do person like Megan on the board to help propel this organization forward.

| believe that the Barth Syndrome Foundation is as strong as it ever has been. That strength
is due to the unbelievable efforts of many dedicated people, some of whom have been with
the organization since the very beginning. But that strength has also come about because the
organization has been willing to change, adapt, and re-invent itself to tackle new challenges.
We embrace the change and the challenges that our success has brought us, and we look
forward to elevating the organization to even greater heights in the years to come. As always,
we thank you for your support.
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2018 BSF Conference: Share in the
Breakthroughs of Tomorrow, Today

(Cont’d from page 1)

"...-The biennial meetings of which | was privileged to attend the first three have become very popular,
attracting many affected families, medical specialists and scientists, all interested in Barth syndrome."

~ Peter G. Barth, Emeritus professor of congenital diseases of the nervous system, Emma Children’s Hospital, University of
Amsterdam, the Netherlands

Jeff and | attended a variety of the Science and Medicine talks which we found to be very interesting. Since | have a nursing background,
it was especially informative to speak personally with some of these scientists and learn more about their work. It was impressive to
see all the different areas of research presented according to the symptoms which impact Barth syndrome individuals. The clinics held
at the conferences are a way to gather information that is useful and critical to doctors, scientists, and families. My son, Jeff, although
not affected by Barth syndrome, has participated in some of the clinic studies to help better understand this disease.

As each day of the conference progressed, Jeff and | were able to chat with some of the families at mealtimes. The social, which is held
on the last evening of the conference, was a fun way to get to know and dance with the BSF community members. It was heartening to
see the boys having a great time. BSF is really like one big family with the same hopes and dreams for a better tomorrow. On the last
afternoon of the conference, | remember feeling so touched by the slideshow presentation of all the BSF families. It was an enjoyable
conclusion to a special conference that has the potential to enrich every participant’s life.

Since 2008, Jeff and | have attended more BSF conferences and enjoyed meeting old friends and making new ones. Each time, | am
overwhelmed with emotion as | participate in the conference. It amazes me to see how everyone involved works tirelessly in their
diverse roles to make these conferences a great success each time. As for the boys and their families, | have the greatest regard for their
perseverance and their abilities to overcome the obstacles they face daily. These families are my true superheroes.

At the conference families are able to share their personal stories with one another making it an event that is valuable and encouraging.
| believe that we gain so much from meeting individuals who have been through a certain experience. The knowledge received from
them is priceless. It also brings some level of comfort to speak with others who have had a similar experience.

As the 2018 BSF conference approaches, why not come and share in the knowledge, experiences, and love that this unique community
possesses.

Conference attendees at BSF's 2016 conference (Photos courtesy of Amanda Clark 2°6)

Page 4 Barth Syndrome Journal ~ Volume 17, Issue 2



SAVE THE DATE!

9t International Scientific, Medical & Family Conference
July 16-21, 2018

Clearwater Beach, Florida, USA

Save the date! The 2018 Barth Syndrome International Scientific, Medical & Family Conference is scheduled for
July 16-21, 2018 at the Hilton Clearwater Beach Resort located in Clearwater Beach, Florida. The hotel is right on the beach
with two pools, many restaurants, ample shopping, and exciting activities all within walking distance.

The Barth Syndrome Foundation (BSF) is soliciting speaker abstracts for the Scientific & Medical Sessions of the 9
International Barth Syndrome Scientific, Medical & Family Conference. The Sci/Med sessions will take place on Thursday and
Friday, July 19 and 20, and presentations should cover clinical and scientific areas directly related to Barth syndrome. Invited
speakers will have 30 minutes to present. The deadline for Speaker Abstract submission is March 1, 2018. Please submit your
Poster Abstract to Matthew Toth at: Mtothbsf@comcast.net or matthew.toth@barthsyndrome.org.

We expect to invite ~ 18 speakers to describe their work caring for Barth syndrome individuals, or how their work furthers

the goal of finding a specific treatment for Barth syndrome or addresses aspects that relate to the pathophysiology of Barth
syndrome. In order to have a fair and orderly process, we are asking the potential speakers to provide us with a one-page
abstract (less than 400 words) describing in general terms what they will present. Based on these abstract submissions we will
choose the speakers and assemble the agenda for the SciMed sessions. The Barth Syndrome Foundation will provide travel
expenses, hotel accommodations, and common meals for the invited speakers, unless they are able to generously use their
own funds for this purpose. In addition, the 2018 Conference will have a Poster session (on Thursday afternoon) along with a
Poster stipend program that can help defray the cost of attendance if one is not invited as a speaker. For 2018, we expect to
ask four poster presenters to speak at the Friday afternoon session for 15 minutes each.

Call for Poster Abstracts

The Barth Syndrome Foundation 2018 Scientific and Medical Conference Organizing Committee (COC), comprised of members
of the Barth Syndrome Foundation international Scientific & Medical Advisory Board, invites the submission of abstracts for
poster presentations related to the scientific and/or clinical aspects of Barth syndrome. The deadline for Poster Abstract
submission is May 15, 2018. All submitted abstracts will be peer-reviewed by the COC. Once accepted, the submitting author
will be expected to present his/her corresponding poster at a specific time during the Conference. Please submit your Poster
Abstract to Matthew Toth at: Mtothbsf@comcast.net or matthew.toth@barthsyndrome.org.

All Conference registrants are encouraged to submit abstract(s)/poster(s) of their work. Poster presenters are also encouraged
to apply for a stipend to help defray the cost of their attendance. The deadline for Poster Stipend submission is May 15, 2018.
Program and application information will be available at www.barthsyndrome.org.

Scholarship Program

The Barth Syndrome Foundation offers a limited number of travel scholarships for qualifying physicians, clinical residents/
fellows/students, nurses, and other allied health professionals to help defray the cost of attending the 2018 Conference. This
program is designed to encourage medical practitioners to increase their knowledge about and improve their care of Barth
syndrome individuals. The deadline for Poster Stipend submission is May 15, 2018. Program and application information will
be available at www.barthsyndrome.org.

Why You Need To Attend:

“My attendance at BSF’s conference was invaluable in learning about patients with this disorder and about scientific
progress into the mechanisms of disease and genotype-phenotype correlations.” ~ Arnold W. Strauss, MD, BK Rachford
Professor and Chair, Department of Pediatrics, University of Cincinnati College of Medicine; Director, Cincinnati Children’s
Research Foundation; Chief Medical Officer, Cincinnati Children’s Hospital Medical Center, Cincinnati, Ohio
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Clinical Trials — Our New Reality

By Mathew J. Toth, Science Director, Barth Syndrome Foundation

"We need our Barth brothers to step up and volunteer as much as they can. These volunteers not only
have the potential to help themselves, but they also will help their fellow Barth brothers who cannot

participate, and they may help other people afflicted with similar serious diseases." ~ Matthew J. Toth, PhD,
Science Director, Barth Syndrome Foundation

It has been almost 12 years since | first came to the Barth Syndrome Foundation (BSF) and attended its biennial
conference. At the 2006 BSF conference, | was introduced to many of you, and | spoke briefly about what we all
wanted to hear — how will we find a treatment for Barth syndrome? Though it has taken a long time, the hope
| spoke about in 2006 is now coming into focus.

At the 2016 BSF conference (and before), we began to hear about the term clinical trials, and several other BSF

members and | spoke to many of you about what clinical trials were and how important they are in the process

of finding a specific treatment. | gave a presentation about eight distinct therapeutic ideas that were being

pursued. In April of 2017, the company Stealth Biotherapeutics initiated a clinical trial with Barth syndrome

Dr. Matt Toth individuals testing their lead compound Elamipretide — the TAZPOWER study. That study is soon to be followed

by another pharmaceutical clinical trial using the pharmaceutical Bezafibrate which will take place in the United

Kingdom — the CARDIOMAN study. We anticipate a third trial starting soon that involves gene therapy, which

is very exciting due to its revolutionary approach for treating human disease. Clinical trials of other therapies are also being planned

that will keep up the therapeutic assault on this cruel disease. BSF is very fortunate and blessed to have researchers, clinicians, and

members who have worked hard and struggled to be where we are now — enrolling volunteers to test specific treatments for Barth
syndrome.

Just as BSF asks for donations, BSF now asks for volunteers for these clinical trials. What | said to you in 2006 has now reached a point
where therapies have to be tested. Our small community needs to realize that without the timely volunteering for clinical trial testing,
nothing will be advanced. If we do not complete these initial clinical trials, there will not be any more of them. Researchers and drug
developers will lose interest and enthusiasm for finding a treatment for Barth syndrome. Guys with Barth syndrome will never get
better.

Clinical trials are experiments on humans that test the usefulness of a particular therapy in a scientific way. All clinical trials benefit
from what has come before, and volunteering for any clinical trial has great value. No one can predict whether one therapy or another
(or a combination of therapies) will be useful if at all, but the process of performing any clinical trial gives the healthcare and research
community a great deal of information about the disease it is tested on. We need our Barth brothers to step up and volunteer as much
as they can. These volunteers not only have the potential to help themselves, but they also will help their fellow Barth brothers who
cannot participate, and they may help other people afflicted with similar serious diseases.

| recently attended several meetings at the major funding and drug approval arms of the US government — the National Institutes of
Health (NIH) and the Food and Drug Administration (FDA), respectively. There is new thinking taking hold at both of these organizations
that heralds a renaissance in how advances in healthcare are made. A remarkable consortium of academic, industrial, and patient-
advocate organizations is focusing their efforts on the patient and on rare disease sufferers in particular. The NCATS division (National
Center for Advancing Translational Science) of the NIH has put together a “toolkit” to do the very things BSF has been doing for years,
and it describes what we should be and what we are doing in this era of clinical trials for Barth syndrome. No rare disease will be left
behind by NCATS. Patient advocate organizations like BSF are an integral and essential part of this consortium. BSF represents the only
people who can volunteer to test these new drugs/treatments for Barth syndrome in the clinical trials.

The vision | described at the 2006 BSF conference is here now. This reality of the need for volunteers from our community to test
therapies is exciting but sobering. The research that the BSF has supported over the years through its grant program, through its
conference clinics that members have participated in, and through the scientific-medical discussions/debates that take place at the
conferences and beyond, have all contributed to where getting us we are now. BSF is in a positon to finally reap the rewards of what
it has carefully sown and cultivated over the years. The major medical research and pharmaceutical approval agencies of the US
government are now explicitly encouraging and endorsing what BSF has been doing since its inception — fostering a vibrant and caring
scientific-medical-patient community to help our boys, and others like them. We are united in a struggle to lessen the suffering of
not only our own members, but that of others with similar diseases. Please make sure to help us make the future better and consider
volunteering for clinical trials. (Photo courtesy of Amanda Clark 20%¢)
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Opportunities to Participate in
Barth Syndrome Research

A Phase 2 Randomized, Double-Blind, Placebo-Controlled Crossover Trial to Evaluate the
Safety, Tolerability, and Efficacy of Subcutaneous Injections of Elamipretide (MTP-131) in
Subjects With Genetically Confirmed Barth Syndrome

Details can be found at: https://www.clinicaltrials.gov/ct2/show/NCT03098797?term=barth&rank=4

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.)

Please visit BSF's website to learn more of these opportunities to participate in Barth syndrome
research (https://www.barthsyndrome.org)
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Our Journey for a Diagnosis

(Cont’d from page 1)

“| feel fortunate to have such an easily accessible and well maintained website to turn to for questions or
family resources. Many genetic conditions do not have such a helpful foundation, and it can make it more

difficult to get reliable and trustworthy information for parents and families.” ~ Kristin E. Lindstrom, MD, Genetics
& Metabolism, Phoenix Children's Hospital, Phoenix, Arizona

The day Isaiah turned six months old is a day that is so clear in my mind. It was a Friday, and | had scheduled
Isaiah’s six-month checkup for that day. We arrived at his pediatrician’s office and went through the usual
routine of measurements, and then we were sent into a room to wait for the doctor. It took longer than
usual for the doctor to enter the room, and when he finally did, he explained to me that Isaiah had gained
almost no weight in the last two months. He also expressed concern with the way Isaiah was breathing.
He listened to Isaiah’s heart for a long time and told me everything sounded fine, but he ordered a chest
x-ray, just to be certain. The following Monday we took Isaiah to have his chest x-ray, and we waited to
hear from the pediatrician.

The next day, | received a phone call from Isaiah’s pediatrician, and my world was turned upside down.
Isaiah’s heart was severely enlarged, and he needed an echocardiogram immediately. The echocardiogram
showed that his heart was extremely enlarged and was barely squeezing. Isaiah was admitted to the
cardiac ICU at Phoenix Children’s Hospital, where we were told he had severe dilated cardiomyopathy.
Tests and medications began immediately, and we watched our little boy’s health deteriorate very
rapidly. His heart’s ejection fraction was 13%, and his doctors began to discuss the possibility of a heart
transplant.

Isaiah soon was unable to eat because it caused too much strain on his heart. He was losing weight rapidly
and relied on a feeding tube for nutrition. The doctors also expressed concern about Isaiah’s muscles,
stating he had low muscle tone. The doctors ran countless tests and asked us what felt like millions of
questions, but nothing seemed to give us any answers. Isaiah’s cardiomyopathy was labeled as “idiopathic,” or no known cause. All we
knew was our boy was extremely sick, he was quite honestly knocking on death’s door, and we didn’t know why. All we could do was
treat his symptoms, trust his doctors, and pray for God to give us a miracle.

Dr. Lindstrom & Isaiah

Years went by, and we received our miracle. Isaiah’s heart improved, progress was slow but steady. Isaiah has spent years recovering
his ability to eat by mouth, and he has worked hard in physical therapy. Although he was significantly behind, Isaiah eventually reached
each of his milestones. We are thankful for his progress, but one piece has always felt like it was missing. Why did my baby get sick?
What caused his heart to fail, and, if | had another baby, would that child be at risk for the same kind of health problems? It seemed we
might never have answers to these questions, and as a mother, that was something that weighed heavily on my heart.

Our answers came nearly three years after Isaiah was initially diagnosed with dilated cardiomyopathy. In December of 2015, we met
with one of the geneticists at Phoenix Children’s Hospital, Dr. Kristin Lindstrom. She reviewed Isaiah’s medical records and looked over
our family history. Dr. Lindstrom felt strongly about the possibility that Isaiah’s condition was caused by a genetic disorder, and she
found some abnormalities on biochemical blood and urine studies that suggested Isaiah could possibly have Barth syndrome. This
led to genetic testing of the TAZ gene in February of 2016, which found a mutation but one that had never been seen before in other
people with Barth syndrome. Since all of Isaiah’s symptoms seemed so consistent with Barth syndrome, she felt that this was still
probably the correct diagnosis. To be absolutely certain, however, she sent a special blood test for cardiolipins, which was abnormal
and definitively confirmed that Isaiah had Barth syndrome.

Dr. Lindstrom not only found a diagnosis for Isaiah, but she sought out further information to help us learn what a diagnosis of Barth
syndrome really meant for our boy and his future. Dr. Lindstrom found the Barth Syndrome Foundation’s website and shared it with us.
She used information from this site to help us learn how to deal with Barth syndrome. She was able to find a cornstarch dosing chart
as well as a growth chart that has been created for children with Barth syndrome. All of this information has made a huge impact on
the quality of my son’s life. Isaiah will probably never grow according to standard charts, and he may never have the same nutritional
needs as other children. When asked about the Barth Syndrome Foundation’s website, Dr. Lindstrom said, “I feel fortunate to have
such an easily accessible and well maintained website to turn to for questions or family resources. Many genetic conditions do not
have such a helpful foundation, and it can make it more difficult to get reliable and trustworthy information for parents and families.”

(Cont’d on page 9)

Page 8 Barth Syndrome Journal ~ Volume 17, Issue 2



Our Journey for a Diagnosis

(Cont’d from page 8)

The information from the Barth Syndrome Foundation’s website has given me, as a mother, a sense of empowerment. | am able to
provide quality information to my son’s doctors and teachers, and this allows Isaiah to have a customized plan of care that fits his
unique needs.

No parent ever wants to hear there is something “wrong” with their child, but, throughout our journey with Isaiah, | have found that
knowledge really is power. If we don’t know what is wrong or why things are happening, we can’t be properly equipped to deal with
the road ahead of us. Dr. Lindstrom certainly seems to share the same way of thinking as we do, and we feel extremely fortunate to
have the opportunity to work with her. Dr. Lindstrom didn’t stop at just finding a diagnosis. She gave us a wealth of information by
recommending the Barth Syndrome Foundation website to us, and she found us an amazing support system in the Barth Syndrome
Foundation itself. Dr. Lindstrom did so much more than give my son a diagnosis, she changed our lives, and | know my son’s quality of
life will be so much greater because of her. (Photos courtesy of Leah °77)

Proud Parents of a Very Rare Child

By Branislav, Father of Affected Individual (age 5 months), Slovakia

“The results of genetic tests were ready one month after the first heart failure, and BTHS was confirmed.
... | contacted the Barth Syndrome Foundation, and thanks to Shelley Bowen, we gained contact with other

families and could start to learn how to live with all the complicated health problems. We were surprised
how many people offered help, which we needed.” ~ Branislav, Father of Affected Individual, Slovakia

Avyear ago, we were a family with two daughters and had celebrated
10 years of marriage, but then a big surprise came. My wife was
pregnant. Our happiness became greater when we found out we
were going to have a son. Everything was fine, and Branislav Jr. was
born on May 29, 2017. After three weeks at home, my wife said,
“Look at his colour.” When | saw the purple-gray skin of our son,
| took him to the pediatric ambulance immediately. The ride took
me about three minutes, as we needed a doctor to help him with
oxygen. After one hour of resuscitation, he was taken to the ER at
the Children’s Hospital in Bratislava, Slovakia, about 100 km from
where we live.

| told my wife only parts of the story right away, as | didn"t want

to scare her too much. We had to wait about three hours to see

Branislav, Jr. Branislav, and then the biggest shock came. The doctors told us

that he had little hope of living. Sometimes miracles happen, and,

in seven days, he could breathe without ventilation. As we "came up for air" after this strange week, we were "drowned" so fast after
another three days when our son’s heart failed again. After this moment, children’s cardiology admitted him.

Back then, Dr. Kunovsky said something about Barth syndrome. My wife called me from the hospital about it. | tried to google it, but |
didn’t understand her at first and had typed “Bart syndrome” (without the H). | didn’t believe what | read, because Branislav was born
with skin. This misunderstanding was explained, and | started studying the "right syndrome."

Unfortunately, our son’s heart failed again in two weeks due to bad cardiomyopathy, and we thought we had no hope after another
resuscitation lasting for seven minutes. The results of genetic tests were done at almost the same time, and the diagnosis of Barth
syndrome (BTHS) was real for us.

It was then that we had the first interviews about heart transplantation, and we learned about a collaboration between the Pediatric
Cardiac Center in Bratislava and Children’s Hospital in Philadelphia, USA. The most complicated and rarest cases are presented and
consulted with American experts through video conference hosted by the U.S. Embassy in Bratislava. Later the U.S. Embassy donated
equipment to the Bratislava Pediatric Cardiac Center so that the Center’s doctors are now able to consult directly with international

experts and better treat their acute patients. (Contd on page 10)
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Proud Parents of a Very Rare Child

(Cont’d from page 9)

Branislav, Jr.

The results of genetic tests were ready one month after the first heart
failure, and BTHS was confirmed. Unfortunately, geneticist Laszlo Kovacs
died from a heart attack before our son’s diagnosis. | contacted the Barth
Syndrome Foundation (BSF), and thanks to Shelley Bowen (Director, BSF
Family Services), we gained contact with other families and could start
to learn how to live with all the complicated health problems. We were
surprised how many people offered help, which we needed.

Two months later, both our daughters, my wife and my wife’s mother
were confirmed as carriers of BTHS, so we have to take our son’s illness as
preparation for our future grandchildren.

Branislav is at home now, and he makes us proud parents of very rare child.
As we enjoy every little thing, other things, important in the past, became
irrelevant, and long-term plans don’t exist for us, as it seems. We are
thankful to all family members, friends and the Barth Syndrome Foundation
for contact with people sharing the same fate, who help us to live with this
health condition. (Photos courtesy of Branislav 2°%)

Contacting BSF — A Very Good Decision

By Christian, Father of Affected Individual, Denmark

Individual, Denmark

“It gave us hope when we saw the other boys playing around and being happy.” ~ Christian, Father of Affected

Atlas (age 2)

Atlas was born on the 27% January 2015, with his umbilical cord wrapped twice around his
neck and as a stargazer. He quickly recovered though and everything seemed just perfect.
Liva, our daughter, was so happy that she had a baby brother, that for the next three months,
she only responded to “Sister” as her name. We felt so happy that we had two beautiful
healthy children, and they clearly had a good chemistry from the beginning.

To begin with, we felt that Atlas was a boy like all others (much more beautiful and perfect,
of course), but as time passed we saw that he was not growing at the same rate as his peers,
and he was getting sick quite a lot. At that time, we felt that his periods of sickness were the
reason for him not growing that much; also his motor development was slow, he had eating
difficulties, sleeping issues, was a sensitive child, and had frequent diarrhea.

He was always a happy child with the cutest smile, but that changed a bit when he was
around 8-9 months old. His mind was evolving, but his physique was not developing at the
same rate. That left Atlas frustrated because he wanted to move, but he had no power or
muscles to do so. He crawled when he was 14 months and walked when he was 18 months
old.

Time passed and Zascha’s maternity leave was coming to an end in December 2015, so we
had to enroll Atlas at a daycare facility. After being in the daycare center for four days, Atlas
got sick for two weeks, and, after that, he went back only to get very sick three days later.
This time he was hospitalized for five days in isolation, and the doctors were running tests.
They found his neutrophil count was very low (0.2). This was the start of one and a half

(Cont’d on page 11)
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(Cont’d from page 10)

years of testing for all kind of diseases when his neutrophil numbers were between
0.1 and 0.7 (though nobody knew to focus on that at the time).

In Denmark we have, in theory, a very good healthcare system — a system with

equal rights for all, and everything is free. The problem with “free” is that the whole

mindset is “how do we save money — because free is very expensive.” That meant

that testing was slow and the doctors were testing for the cheapest options first.

After a year, they said they did not know how to diagnose him. But lucky for us,

one doctor decided to run a genetic test. So, in April 2017, we got the diagnosis of

Barth syndrome. Atlas is the only one that we know of living with Barth syndrome

in Denmark and that means they do not know much about the syndrome. They

told us that there was a website called barthsyndrome.org and we could go

there for information. The doctor who told us about the syndrome got much of

her knowledge from the same place. They then suggested that we meet for the

next consultation three months later. We went home from the hospital being very

unsure and not really knowing what to expect. That same night when | turned on

my computer and realized what Barth syndrome meant, | was in tears. Until that

moment | did not realize the seriousness of the disease. My son was to live with

Atlas takes Nick's dog, Mojo, this the rest of his life, and I felt like | had absolutely no support at all. | felt like I had

on a walk while visiting the Damin family nowhere to go. So at 23:58, | wrote to bsfinfo@barthsyndrome.org, “My son, Atlas,
has been diagnosed with Barth syndrome today — | feel like crying.”

That turned out to be a very good decision because not long after, | got in touch with Shelley Bowen (Director, BSF Family Services), and,
for the first time, | felt like there was someone who understood me and took my concerns seriously. | also found out that there was a
whole community in the world and Atlas was not the only one to have this syndrome.

We really wanted to meet somebody who understood the syndrome and who had some real-life experiences with it. Unfortunately,
the conference in the US was not before 2018 and “privacy protection policies” did not allow Shelley to tell me if anyone close by to
me lived with Barth syndrome. Then we found out that there was a gathering one and a half months away in England, and we were so
happy. Finally, we would meet families in the same situation as ours.

June 2017 finally arrived, and we were off to England. In the preparations, we had been talking to Michaela Damin (Chair, Barth
Syndrome Trust), and we were blown away by her commitment and her willingness to make the trip the best experience possible for
us. We arrived by train from London to Southampton, and there we were met with open arms by Michaela who took us to our hotel.
That night she took us to meet her family at the local pub. Here we met her husband and her two sons, and that was such a nice
evening for us. For the first time, we met a family who had gone through the same as us, and for the first time, we met a boy with
Barth syndrome. For Michaela's son Nick, who has Barth syndrome, it must have felt a little like an interrogation, but for us, it meant
the world — and what a nice guy. Nick’s conversation was the best, and what he is lacking physically (due to the syndrome) he makes
up with his fantastic personality — a little like our son, Atlas.

That was the start of a fantastic four days for us. The next day we spent most of the day with Nick until we were off to Avon Tyrrell
where we met all the other families who were attending. And what a giving group of people who made us feel very welcome; the
chance for us to see so many boys with Barth syndrome was extremely satisfying. Now we could see that Barth syndrome was so many
things, and it gave us hope when we saw the other boys playing around and being happy. Talking to all the boys, it was a very giving
trip, not only for us but also for our daughter, Liva, who now could relate to Barth syndrome and better understand the challenges Atlas
is going to face in the future.

After talking to Dr. Colin Steward by phone and all the families at the gathering, we realized that we had to try GCSF for Atlas even
though our doctors were not recommending it. We also got additional heart scans.

Atlas has been on GCSF for three months now and seems so much better. His mental energy levels have risen, and, in the three months,
he has evolved so much. He has started talking a little, wants to play with other children, and seems happy.

We especially want to thank Michaela and her family for making us feel so welcome, and we can't wait for the next invitation to come
to England to meet all the fantastic Barth boys. (Photos courtesy of Christian 2°¢)

Barth Syndrome Journal ~ Volume 17, Issue 2 Page 11


www.barthsyndrome.org
mailto:bsfinfo@barthsyndrome.org

Farewell to Our Friend and Doctor, Professor
Colin Steward, Bristol, United Kingdom

By Michaela Damin, Chairperson, Barth Syndrome Trust

My story with Professor Colin Steward (though he is Colin or Dr. Colin to
nearly everyone, so please forgive my informality from here on) began
in 2001 when his lab diagnosed my son, Nick, with Barth syndrome.
Desperate for information about this ultra-rare disease, we travelled to
Bristol to meet him. His journey had started some time before when, as
a recently promoted consultant, a colleague described the disease to
him and he, along with a few other key colleagues, began investigating
old cases in an effort to discover whether they might have missed a
diagnosis of Barth syndrome since it was so unknown at the time.
Their efforts were to prove fruitful and soon after he started finding, as
well as diagnosing, new cases. He has been one of our most eloquent

Prof. Colin Steward & Michaela and persuasive advocates for the issue of under-diagnosis of our rare
disease ever since.

In 2004, he organized the first-ever dedicated Barth Syndrome Clinic in Bristol to which ten affected boys were invited. Nick was one
of the ten, and this meeting was to be the first of many regular and successful clinics where young people could be seen by diverse
specialists. Doctors were learning from patients and their families, and families were learning from each other as lifelong friendships
were forged.

Colin said at the time, "The children who attend this clinic provide wonderful examples of bravery in the most difficult circumstances.
But other affected boys have lost their lives due either to late diagnosis or lack of effective treatments for the disease. Better education
of health professionals and families is needed if we are to learn to recognize and beat this disease."

In 2009, knowing that his volunteer clinic was under threat, he put together a pioneering proposal to create the first national center of
excellence for Barth syndrome. This patient-led center of clinical excellence was funded by the National Health Service (NHS) starting in
2010. Before this service existed, patients were often cared for by physicians who had no experience of Barth syndrome, never having
seen other patients with the same rare disease.

Working with people affected by Barth syndrome and their families, Colin crafted a service which incorporates diagnosis, genetics,
cardiology, metabolics, hematology, neurology, physical therapy, occupational therapy, psychology, and specialist nurses. At the core of
this service are the patient and their family. People from all over the United Kingdom and Europe can access this service and receive
expert multi-disciplinary, patient-centered care.

Colin and his lovely wife, Chris, have made themselves available to
patients and families, attending family outreaches and conferences. He
treats every family with respect and breaks down traditional barriers
by actively listening to, and learning from, the families. He is honest
even when his message might be hard to hear. This has helped make
him a trusted, informed, and caring physician who is a true champion
of affected individuals and their families.

He has built a multi-disciplinary team of dedicated experts who will
carry on his work after his retirement in late 2017 to ensure that
families affected by Barth syndrome in the UK continue to have access
to quality care.

In addition, he has served on the International Scientific and Medical
Advisory Board (SMAB) of the Barth Syndrome Foundation since its
formation as an instrumental source of advice and experience. He has

Boys and Sarah at first-ever Barth Clinic in Bristol 200 also co-authored many publications about Barth syndrome including a
pivotal review of this disease (Clarke et al., Orphanet J Rare Dis. 2013;

8:23).
(Cont’d on page 13)
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Farewell to Our Friend and Doctor, Prof.
Colin Steward, Bristol, United Kingdom

(Cont’d from page 12)

In September 2017 he was awarded the Global Genes RARE Champion of Hope
Award in Medical Care and Treatment — International, winning this award from
among over two hundred nominations from all around the world. Together with
Shelley Bowen and Lindsay Groff from BSF, he attended this prestigious event
in Irvine, California to receive his award and further public awareness of Barth
syndrome. An accolade which we all agree is well deserved!

As a parent of a young man affected by Barth syndrome, | have been honored
to know Colin Steward and to have worked alongside him in our fight to help
families with this rare disease. We will all miss him when he retires. Although we
may not see him at the Bristol clinic in the future, we are happy to note that he
will still serve on the SMAB, act as the Principal Investigator for the CARDIOMAN
bezafibrate clinical trial, and use some of his free time to pursue his research into
Barth syndrome. So this is not a final farewell, rather a chance to say thank you
Boys & Colin at Family Information Day to an extraordinary physician and friend as he continues to search for new ways
(Photos courtesy of BST**™) to improve the lives of those affected by Barth syndrome.

A Huge Thanks To Those Who Have Helped Raise Money

By Lindsay Groff, Executive Director, Barth Syndrome Foundation

Many of you were moved to give because you know someone struggling with Barth syndrome. They may have told you about BSF and
the support they have found here. Your decision to donate is a personal one meant to help them... and in your giving, you join a special
community that cares for one another.

We want you to know that we work hard to ensure that every dollar you give is used wisely. We have stretched your donations to do
more each year. BSF proudly displays the logos of the Better Business Bureau Wise Giving Alliance and the National Health Council,
meeting every one of their 20 Standards of Accountability and 38 Standards of Excellence, respectively. Their certification means we
run a tight ship. The accelerating pace of scientific progress, and our growing and supportive community of affected families, means we
are making a positive impact. Your continued support means that we have earned your trust and confidence. Thank you.

As we come to the end of another incredible year, it is time to celebrate and to take stock of our blessings and our success. May we
ask you to do two things before the end of the year? First, please make your contribution to BSF. And second, please spread the word!
Tell one person about BSF and why you give. Tell your story. Introduce a friend or two to our community and help us find a cure faster.
You can make a difference!

A Huge Thanks to Those Who’ve Helped Us Raise Money

Every single dollar rasied for BSF matters. Thank you for finding creative ways to raise money
to help those affected by Barth syndrome. Below you’ll see how some of our friends and
family have worked hard to make a difference.

Sweet Travis Turned Four — Family Celebrates with Gifts to BSF

In honor of Travis’ fourth birthday, his family asked for donations to BSF in lieu of
gifts. Travis’ parents wanted people to know that a large part of his life is spent
seeing multiple specialists, dealing with long waits, vomiting, feeling sick, checking
his weight, and enduring pokes. Travis sees the people at the lab, nurses, and the
pharmacist, more than friends and family. On his special day, they wanted to honor
their son by requesting donations to BSF instead of toys. Happy Birthday, Travis!
(Photo courtesy of Amanda Clark 2°%¢)

Travis (age 4)

(Cont’d on page 14)
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Members of Team Will

Stacey & Kevin

Team Will's race continues

Rosemary Baffa & Mary Stenson
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Team WillRemembers Will McCurdy atthe Westchester
Triathlon

Once again, members of Team Will participated in the Westchester
Triathlon on September 24t". As many of you know, for the past
11 years, members of Team Will have competed in triathlons to
raise money for the Barth Syndrome Foundation. This race will
mark their third year racing in memory of Will McCurdy rather
than in his honor. Will’s passing has motivated Team Will to try to
raise even more funds to help find a cure for this dreadful disease.
Team member, Heather, said, "Team Will continues to grow as the
next generation of triathletes joins the ranks. The momentum is
strong...and Will McCurdy is in our hearts every step of the way."
Thank you, Team Will! (Photo courtesy of Heather Segal °*?)

Baltimore Running Festival
Together We Can Do Hard Things!

Together Kevin & Stacey Woodward ran 39.3 miles in the Baltimore
Running Festival on Saturday, October 21%. Kevin took on the
half marathon and Stacey the full 26.2 mile marathon. They run
because their son, Connor, can’t.

To get ready for race day, Kevin and Stacey put in an average of
20-40 miles of running per week. All this, in addition to working
full-time and raising two kids. That’s dedication! Their friends and
family also showed their dedication by donating to BSF in Connor’s
honor! As Stacey and Kevin say to their sons, “Together, we can do
hard things!” Yes, we can! (Photo courtesy of Stacey ?°77)

Stefan Tunguz's Participation in Santa Rosa Ironman in
Memory of Will McCurdy

Stefan only started doing triathlons 10 years ago. With
encouragement, training, and support, he quickly became a part
of Team Will. Stefan turned 60 this past April and wanted for
his birthday to do "one more" ironman and have his kids and
grandchildren at the finish line. This was Stefan’s fifth ironman.
And, at all of them, Will McCurdy has been with him — in person
or in spirit. Stefan often talks about the influence of Will and the
other Barth boys. He feels blessed to have known Will. Stefan
attended BSF's 2014 conference and was honored to meet many of
the boys and their families. They have been a source of inspiration
to him. Despite his original plans, Stefan said, "Gary and | signed
up for the Wisconsin Ironman in September 2018. Will and the
boys will race again in 2018! (Photo courtesy of Stefan Tungez %77)

In Loving Memory of Mary Stenson

Mary Stenson, 89, was a devoted mother of four and agrandmother
to Matthew, Kevin, Jamie, Mary Kate and Anna Baffa who supported
Kevin and his family through all their Barth related endeavors. The
family has requested donations be made to the Barth Syndrome

Foundation in lieu of flowers. (Photo courtesy of Baffa family)
(Cont'd on page 15)
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