
I am looking forward with great enthusiasm to the upcoming Barth 
Syndrome Foundation International Scientific, Medical and Family 
Conference in June 2014. 

I became involved with the Barth Syndrome Foundation (BSF) two and a 
half years ago, and attended my first BSF International Scientific, Medical 
and Family Conference in June 2012. At that meeting, my research 
team from the Kennedy Krieger Institute conducted a study looking for 
biochemical and other laboratory factors important in Barth syndrome. 

Due in large part to the enthusiastic participation of the members of the 
Barth syndrome community, we were able to gather substantial evidence 
for a unique biochemical profile in Barth syndrome. This work has just 
been published in the journal Molecular Genetics and Metabolism, which 

is widely read by the biochemical genetics community. We will build upon this work at the upcoming 
meeting, by gathering further biochemical data and clinical data. 

www.barthsyndrome.org
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Enthusiasm for Barth Syndrome 2014 Conference

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

(Cont’d on page 4)

Scientific research elucidates fundamental knowledge that can be utilized 
in applied technologies to improve our health and quality of life. Few 
would disagree that it is in our best interests to support medical research 
and develop cures for devastating diseases. Nevertheless, federal 
funding for research has been steadily declining, and the National Heart, 
Lung, and Blood Institute of the National Institutes of Health (NIH) is 
currently funding only 10% of submitted applications. Many outstanding 
and creative proposals are not funded, and scientists are forced to spend 
inordinate amounts of time trying to obtain grants. During this very bleak 
funding climate, support from non-federal sources is often crucial for 
scientists to test new hypotheses and develop new paradigms that may 
lead to important breakthroughs in medical research.

Support from the Barth Syndrome Foundation (BSF) has enabled me to 
carry out Barth syndrome-focused research that has led to subsequent 
NIH funding. My first BSF grant from the 2002 grant cycle ("TAZ1 Gene 

Function in Yeast: A Molecular Model for Barth Syndrome") supported the development of the yeast 
model for Barth syndrome. This laid the groundwork for all of our subsequent studies of tafazzin-
deficient yeast cells and helped us to obtain the preliminary data leading to an NIH R21 grant (2008-
2010) entitled “Synthetic Lethal Interactions in Barth Syndrome.” (Cont’d on page 4)

Dr. Hilary Vernon

BSF Seed Funding Leads to NIH Grants

By Hilary Vernon, MD, PhD, McKusick-Nathans Institute of Genetic Medicine, Johns Hopkins University; Kennedy Krieger Institute, Baltimore, MD

Dr. Miriam Greenberg

http://www.sciencedirect.com/science/article/pii/S109671921400095X
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http://barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=470
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Progress and growth — this is what will come to mind when you read 
through the incredible articles in this edition of the journal. I want you 
to take great joy in knowing the essential role you play in all of this 
success. Progress is evident in our research grant program. In addition 
to the worthy grants funded in this cycle, Dr. Miriam Greenberg 
explains how seed funding, given from BSF over 10 years ago, has 
led directly to a much larger grant from the National Institutes of 
Health. Our “small” research grants make such a difference in this 
tight funding climate by launching and giving credibility to research 
that might never get funded at all.  

It’s incredible to think that our seed funding 10 years ago is now 
helping Dr. Greenberg take her research to a whole new level…a level that may lead to new 
discoveries in helping those affected by Barth syndrome.

Growth is abundant in planning our 2014 Conference in Clearwater, Florida. We anticipate 
record-breaking attendance this year with 50 affected individuals registered! Imagine a boy 
or young man who may be the only person in his entire state or country living with Barth 
syndrome coming together with 49 “brothers” in one place. Bringing the families together 
with the world-renowned experts in Barth syndrome is nothing short of amazing. 

For clinicians and scientists, this Conference also serves to accelerate progress as the latest 
research is presented and new ideas are discussed. New insights are gained and collaborations 
are fostered, both of which catalyze scientific and medical advances. 

Many first-time attendees describe the Conference as life-changing. For the families, the 
information gained from the doctors, researchers, and other parents helps provide answers for 
this ultra-rare disorder. The clinicians and researchers gain a new appreciation for our cause as 
they interact with the boys and young men in a social setting.  

Funding all of this important progress and growth takes hard work. This year we set an ambitious 
goal to raise $1,000,000. Yes, one million dollars! That represents almost a 20% increase over 
last year. As we have grown, the board and I have agreed we needed to hire someone to work 
full-time with fundraising. In March, we hired Sandra Stevens to help coordinate and execute 
many of our fundraising programs. She has already made an impact in just her short time with 
us. To learn more about Sandra and the new efforts underway see page 14. 

Why is our goal so aggressive in 2014? Because, right now, there are some amazing 
opportunities for funding scientific and medical research on Barth syndrome…opportunities 
that are unprecedented. Our hope is that these opportunities will lead to breakthroughs… 
breakthroughs that will make the lives of our boys and young men easier and better. This is 
what it’s all about. That is exactly how we will continue with the progress, growth, and hope.

However, in order to meet our goal this year we are going to need your continued support. 
Without you, there is no Barth Syndrome Foundation. Without you, the research doesn’t 
happen. Without you, there would be little hope. Don’t be surprised if you hear from me or 
Sandra a little more often asking for your support. More importantly, know that if you ever have 
a question or concern, you can give me or Sandra a call. We would love to hear from you.

Thank you again for all you do for the boys and young men with Barth syndrome. One day 
there will be a cure — everything you are doing is helping to make that day come sooner.
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Growth and Progress Because of You
By Lindsay Groff, Executive Director, Barth Syndrome Foundation

Lindsay Groff
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Out of my comfort zone… That is where I find myself when I sit down to write this personal piece 
as Chairman of the Barth Syndrome Foundataion (BSF) Board. I actually like to write and do a lot 
of it in my “real job” as a patent and trial lawyer. But writing to persuade a judge or client of some 
legal argument is very different from writing to the diverse group of people across the globe that 
forms our Barth Syndrome Family, so please bear with me.  

Adjusting to a “new normal” is something those of us touched by Barth syndrome have more 
experience with than most. Although sometimes we can’t help but lament the fact that the “old 
normal” may no longer be an option, we all try to find and cherish our own new normal and 
soldier on. Sometimes that means finding some semblance of a normal routine during a long 
hospital stay or coping after the tragic loss of a loved one. We strive to embrace what we do have 
and hopefully find even greater fulfillment in making the best of the hand we have been dealt. I 
have great respect for, and draw inspiration from, our Barth boys and men because they focus on 
what they can do, not on their limitations or what they can’t do. 

Like our Barth guys, this organization is continually adjusting to an ever-evolving “normal.” And 
this is a good thing. The organization has come a long way since its creation in 2000. I dare say 
that no one on the founding Board could quite have imagined then what BSF has become today. 
That first governing group set a goal, incredibly ambitious at the time, to raise $750,000 over five 
years. They subsequently blew past that and set the bar even higher. In 2013 alone, we raised 
over $800,000, and we are going to work really hard to break through the $1,000,000 mark this 
year. Thanks to the efforts of many, we have a thriving organization that serves Barth families’ 
needs in many different ways. BSF dreams big and is not limited by what seems possible in light 
of current circumstances.

A by-product of our evolution is the fact that, because of term limits, our current Board of 
Directors no longer contains any of the original Board members. And while we are still adjusting 
to this new normal, I believe the organization is as strong as ever. We have assembled a great staff 
who keeps everything running smoothly without Board micromanagement, and we have terrific 
Board members who bring incredible intelligence, experience and judgment to our decision-
making. Our most recent addition to the Board is Kevin Woodward, a committed Barth Dad and 
project management professional who has already contributed in many ways to our cause. I look 
forward to working with Kevin and the rest of the Board, and to more new Board members joining 
our ranks, to take us to the next level and even greater achievements in the coming years.

One source of reassurance as BSF evolves is that our long-time members remain as committed as 
ever to our shared mission. Kate McCurdy and Sue Wilkins are the latest and last of the founding 
Board members to serve out their Board terms, and I would be remiss if I didn’t recognize their 
immeasurable contributions to this organization. BSF has as its core a committed group of Barth 
Moms, and Kate and Sue are the epitome of what this organization and these Moms are all 
about. No words can thank these two amazing women enough for what they’ve done for the 
organization. Nothing I could write could be as eloquent as the thank-you note their sons Will 
and John wrote to them on the BSF listserv or the tributes found later in this newsletter. So I 
will simply add my thanks to Kate and Sue and look forward to their continued and substantial 
involvement with BSF.

Kate and Sue and the rest of our former and current Board members know one thing — we’re 
all in this together. The oft-repeated saying is that “none of us would have chosen that our son/
brother/grandson has Barth syndrome, but if he is going to have a rare disorder, we sure are 
glad it is this disorder because this organization exists to help him.” This organization is us, a 
diverse group of people who together can make a much greater difference than any of us can do 
individually. Each of us, and the organization, will face challenges along the way. We may have to 
step out of our comfort zones, step up to new challenges, and adjust to new circumstances. But 
as long as we keep our Barth boys and men in mind, and focus our efforts on their best interests, 
we will continue to make good progress toward our goals. Thank you all for your support.
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BSF Seed Funding Leads to NIH Grants
(Cont’d from page 1)

(Cont’d on page 5)

(Cont’d from page 1)

Enthusiasm for Barth Syndrome 2014 Conference

The 2012 BSF meeting was also a wonderful opportunity to get to know families, 
clinicians and researchers involved with Barth syndrome. My husband and 6-year-
old daughter also thoroughly enjoyed getting to know the community and attending 
all of the social events. It was very special to have the opportunity for my family to 
learn about BSF.

My involvement with  this special community has not been limited to research. 
In September of 2012, Dr. Richard Kelley and I co-founded the Barth Syndrome 
Interdisciplinary Clinic at the Kennedy Krieger Institute. We, along with a team of 
dedicated clinicians in various specialties, have seen more than 20 families affected 
with Barth syndrome. 

One of our goals is to gather and disseminate clinically useful information in order to 
better inform the wider medical community about signs, symptoms, and treatment 
of Barth syndrome. As part of this goal, a Gene Reviews article is in press co-authored 

by myself, cardiologist Dr. Reid Thompson, and biochemical genetics trainee Dr. Carlos Ferreira. Gene Reviews are often a first go-to for 
clinicians looking for information about genetic conditions, and we anticipate that the publication of this resource will relieve some of 
the burden on families in working with clinicians not immediately familiar with Barth syndrome.

I feel very fortunate to work with the Barth Syndrome Foundation and the unique and enthusiastic families it serves. I look forward to 
future meetings, scientific and clinical collaborations, and meeting new friends.

From studies funded in part by the R21 grant, we discovered that cardiolipin-deficient yeast cells exhibited defects in both iron 
homeostasis and metabolism, as well as defective import of proteins into mitochondria. BSF grants enabled us to explore the role 
of cardiolipin in these essential functions. We determined that the loss of cardiolipin led to perturbation of iron homeostasis due to 
defective synthesis of iron-sulfur (Fe-S) clusters. Fe-S clusters are important cofactors in many essential metabolic reactions, including 
those of the tricarboxylic acid (TCA) cycle, the metabolic pathway that is crucial for basal cellular metabolism. The TCA cycle is essential 
for cardiac production of ATP, the primary source of energy for contraction and iron homeostasis in the heart. The protein import defect 
suggested a potential mechanism for perturbation of Fe-S biogenesis. We hypothesized that Fe-S synthesis may be perturbed because 
proteins required for this function are not properly imported into mitochondria. To carry out studies to test this hypothesis, we were 
recently awarded an NIH grant (2014-2018) entitled “The Role of Cardiolipin in the TCA Cycle: Implications for Barth Syndrome.” 
There is no question that BSF support has led directly to this NIH grant.

In addition to our research to elucidate the role of cardiolipin in basal cellular metabolism, we wish to determine if the deleterious 
effects of tafazzin deficiency can be reversed by inhibiting the cardiolipin remodeling pathway. Cardiolipin is remodeled in two steps. 
First, a phospholipase enzyme removes a fatty acid from ‘unremodeled’ cardiolipin (which has four fatty acids) to form MLCL (a 
cardiolipin molecule with three fatty acids). Second, tafazzin adds a fatty acid to MLCL to form ‘remodeled’ cardiolipin. The loss of 
tafazzin in Barth syndrome leads to an increase in the MLCL/cardiolipin ratio (which is thought to be a reliable marker for the disorder) 
as well as to a deficiency in remodeled cardiolipin. Because remodeled cardiolipin has primarily unsaturated fatty acids, the pathology 
in Barth syndrome has been attributed to the observed deficiency in remodeled (unsaturated) cardiolipin. However, very recently, 
both Dr. Steven Claypool’s laboratory and my laboratory have reported that a deficiency in remodeled cardiolipin is not harmful to 
yeast cells, and that cells that lack the phospholipase grow normally (Baile et al., 2014; Ye et al., 2014). Intriguingly, deleting the 
phospholipase rescues growth defects of the tafazzin mutant. This suggests that tafazzin-deficient yeast cells are defective because 
the phospholipase depletes cardiolipin and/or increases MLCL levels, not because cells lack remodeled (unsaturated) cardiolipin. 
Drs. Mindong Ren and Michael Schlame first suggested this possibility in a study published in 2009 showing that inactivating the 
phospholipase iPLA2-VIA rescues sterility in tafazzin-deficient Drosophila (Malhotra et al., 2009). We wish to determine if inhibiting 

Drs. Hilary Vernon and Cliff Takemoto 
at the Barth Syndrome Clinic at KKI.2012

"I feel very fortunate to work with the Barth Syndrome Foundation and the unique and enthusiastic families it serves.  

I look forward to future meetings, scientific and clinical collaborations, and meeting new friends." ~ Hilary Vernon, MD, PhD
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"I am very grateful for BSF support, which has enabled my research group to continue to develop and test 
hypotheses relevant to Barth syndrome. It is my fervent hope that our studies will contribute to our understanding 
of the pathology in Barth syndrome, and to the development of potential treatments for this disorder."  
~ Miriam L. Greenberg, PhD

(Cont’d from page 4)

cardiolipin-specific phospholipases will rescue defects in Barth syndrome cells. The major obstacle to testing this possibility is that 
human cells have tens of phospholipases, many of which can potentially act on cardiolipin (in contrast to yeast cells which have only 
one cardiolipin-specific phospholipase). Determining which of these specifically act on cardiolipin is a daunting task that cannot be 
easily undertaken in mammalian cells. To address this problem, we have developed a yeast bioassay to identify the human cardiolipin 
phospholipases. The bioassay is based on the hypothesis that expression of a human cardiolipin phospholipase in yeast tafazzin mutant 
cells will be deleterious to these cells, resulting in poor growth of the yeast cells that can be easily observed on Petri dishes. These 
phospholipases may be potential new therapeutic targets for treatment. The BSF grant that we received this year for “Identification of 
Human CL Phospholipases that are Deleterious to Tafazzin-Deficient Cells” will support this project.

I am very grateful for BSF support, which has enabled my research group to continue to develop and test hypotheses relevant to Barth 
syndrome. It is my fervent hope that our studies will contribute to our understanding of the pathology in Barth syndrome, and to the 
development of potential treatments for this disorder. 
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7th International Barth Syndrome Scientific, Medical & Family Conference
Make a Difference!

June 23-28, 2014 ~ Clearwater, Florida

A block of rooms has been reserved for our group with a reduced rate of US $130 per night. The special room rate will be available until 
May 23, 2014 or until the group block is sold-out, whichever comes first. These rates have also been extended for those arriving early and/
or departing later.

Booking a hotel reservation is simple. Go to the Hilton's website and click on, "Book a Room" to receive the preferred rate. You may also 1. 
call 800-753-3954. Please make any arrangements for special needs directly with the hotel at the time of booking. Link to book online: 
http://www.hilton.com/en/hi/groups/personalized/P/PIECBHF-BARTH-20140619/index.jhtml?WT.mc_id=POG 

In addition to making your hotel reservation, you will need to register for this Conference with the Barth Syndrome Foundation (BSF). 2. 
Registration is available on BSF's website. To register with BSF go to http://barthsyndrome.org/science--medicine/-scientific,-medical--
family-conference.

For assistance or further information, please contact us at bsfinfo@barthsyndrome.org.

Date Science & Medicine Family

Monday, June 23 Registration & Welcome Reception

Tuesday, June 24 Patient Discussions (by invitation) Discussions with BTHS experts and Research 
Studies (formerly called "Clinics")

Wednesday, June 25 Patient Discussions (by invitation)
Physician/Scientist Registration
Informal Reception

Discussions with BTHS experts and Research 
Studies (formerly called "Clinics")

Thursday, June 26 Scientific/Medical Sessions
Keynote Speaker
Poster Session (Thursday)

Family/BTHS Individual/Sibling Sessions
Keynote Speaker
Poster Session (Thursday)

Friday, June 27 Scientific/Medical Sessions
Varner Award Luncheon
Social Event

Family/BTHS Individual/Sibling Sessions
Varner Award Luncheon
Social Event

Saturday, June 28 SMAB Meeting (by invitation)
Closing Ceremony

Breakouts
Closing Ceremony

Keynote Speaker for Barth Syndrome 2014 Conference
Barry J. Byrne, MD, PhD — Associate Chair and Professor of Pediatrics and Molecular Genetics and 
Microbiology, College of Medicine, Department of Pediatrics; Molecular Genetics and Microbiology; Director 
of the Powell Gene Therapy Center at the University of Florida, Gainesville, FL, USA

The stellar physician-scientist, Barry J. Byrne, MD, PhD will be the keynote speaker at the 7th International 
Scientific, Medical & Family Conference on Barth syndrome. Renowned as a pediatric cardiologist and for his 
efforts to find treatments for several rare diseases, Dr. Byrne is a major voice and champion for that underserved 
community. The Barth Syndrome Foundation (BSF) is fortunate to count on him as a close friend and an 
important advisor over the years. He served on the Scientific and Medical Advisory Board of BSF, has received 
a research grant from BSF, has cared for many Barth syndrome patients, and has been a defining presence 
at the BSF biennial conferences. Dr. Byrne’s laboratory is focused on molecular approaches to diagnosis and 
treatment of heart failure in infants and children which includes Barth syndrome. Dr. Byrne studies glycogen 
storage diseases (Pompe disease), muscular dystrophies (Duchenne), hemophilias, as well as Barth syndrome, 
where he uses viral vectors (genetic therapy) in conjunction with stem cells to repair damaged hearts. These 

programs are supported by many prestigious organizations like the American Heart Association, Muscular Dystrophy Association, and 
the National Institutes of Health (NHLBI, NIDDK, and NCRR). He is frequently called upon to advise the NIH. Dr. Byrne was one of the first 
researchers to publish on his work with the mouse model of Barth syndrome for which he received a BSF Research Grant in 2010.  Most 
importantly, Dr. Byrne is a wonderful physician who gives of himself to the individuals he cares for — in fact, he even climbs mountains for 
them! We are very excited to hear “Barry” as he tells us about the “shape of things to come” in molecular medicine.

Dr. Barry Byrne

http://www.hilton.com/en/hi/groups/personalized/P/PIECBHF-BARTH-20140619/index.jhtml?WT.mc_id=POG
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http://barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=406
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With the completion of the 2013 Barth Syndrome Foundation (BSF) Research Grant Cycle, 12 annual award cycles have committed a total 
$3.0 million through 78 research grants to 46 principal investigators. As with all BSF grant cycles, the 2013 cycle grants were awarded 
the following year, thus being included in 2014 fiscal year expenses. The BSF Board of Directors, with the advice of its International 
Scientific and Medical Advisory Board (SMAB), and with support from international affiliates, awarded six research projects. Starting 
in 2013, BSF awarded two types of grant awards: IDEA grants for 1-2 years and DEVELOPMENT grants for 2-3 years with budgetary 
maximums of US $50,000 or $100,000, respectively, over the full period. This upgrade to the BSF Grant Program attracted the largest 
number of applications which also made the 2013 cycle the most competitive ever.

The BSF Research Grant Program has resulted in many publications which further describe scientific and medical components of this 
multi-faceted disease and are leading towards new ideas for treatment. A complete list of all grant awardees can be found on BSF’s 
website at www.barthsyndrome.org, and those awarded in the 2013 cycle are featured below.

William T. Pu, MD, Associate Professor, Boston Children’s Hospital; Boston, MA
Reactive oxygen species and mitochondrial dynamics in the pathogenesis of Barth syndrome
Award—US $100,000 over 2-year period

Using iPS cells to understand the pathophysiology of tafazzin dysfunction and to screen for potential 
therapeutic compounds. Dr. Pu has developed induced pluripotent stem cells (iPS cells) from skin cells 
taken from two Barth syndrome individuals and uses them to analyze the biochemical and metabolic 
abnormalities at the cellular and subcellular levels. This system uses a state-of-the-art analysis to monitor 
mitochondrial functions in fine detail and is at the leading edge of research. Building on his earlier work, 
Dr. Pu will examine how reactive oxygen species (ROS) can lead to mitochondrial defects and damage 
(this has been implicated by the work of several other researchers) and how the fusion and fission of 

mitochondria may be altered in Barth syndrome cells (a new insight). He will use specific chemical antioxidants to reduce ROS and 
monitor for effect. In the mitochondria fusion-fission studies, he will use live cell imaging with fluorescent compounds to visualize 
this process as well as monitoring OPA1 expression which is a protein directly involved with mitochondrial fusion. In addition, Dr. Pu 
will continue to screen potential therapeutic compounds using his iPS cell system and characterize their value for treatment. These 
mechanistic studies are being performed in an elegant cell culture model of Barth syndrome using a multiplicity of sophisticated 
assays to assess interventions that may be applicable to Barth syndrome individuals.

Miriam Greenberg, PhD, Professor and Associate Dean, Wayne State University; Detroit, MI
Identification of human cardiolipin phospholipases that are deleterious to tafazzin-deficient cells
Award—US $50,000 over 1-year period

Using yeast as a model to identify which human phospholipase(s) can alter tafazzin dysfunction. 
Dr. Mindong Ren and colleagues showed that some of the traits of the fruit fly model of Barth syndrome 
could be reversed by inhibiting a phospholipase that is involved with cardiolipin processing. Cardiolipin 
is a fat-like substance that is altered in Barth syndrome. Phospholipases are enzymatic proteins that 
alter certain types of fat-like substances in the cell. Dr. Greenberg discovered that deleting the only 
phospholipase gene found in yeast (cld1) improves the growth of the tafazzin-deleted yeast cell line. 
Building on the idea that phospholipase inhibition may reverse tafazzin deficiency, Dr. Greenberg is setting 

up a screen in yeast cells to test human phospholipases for their effects on the tafazzin deletion yeast mutant with the expectation 
that several of these phospholipases may work just like the one identified earlier by Dr. Ren and colleagues. If positive, inhibition of 
human phospholipase activity may be therapeutic and may lead to a new drug-discovery project. In aim 1, Dr. Greenberg will develop 
the yeast bioassay using the human phospholipase gene that Dr. Ren had identified and the tafazzin plus cld1 double deletion yeast 
mutant grown under conditions that require mitochondrial function. In aim 2, she will clone the dozens of human phospholipases that 
are known from the human genome project and determine which ones also impair growth of the yeast model system. Dr. Greenberg 
will confirm any positive results from aims 1 and 2 using Barth syndrome lymphoblasts treated with specific inhibitors of the lipase 
(RNAi) under study. The next step would be to find pharmaceutical phospholipase inhibitors that can work in the same manner as a 
potential therapy for Barth syndrome.

2013 Research Grant Program is the Most Competitive Ever

(Cont’d on page 8)

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

http://www.barthsyndrome.org/english/View
http://www.barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=530
http://www.barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=531
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Douglas Strathdee, PhD, Head of Transgenic Technology, Beatson Institute for Cancer Research; Glasgow, Scotland
Characterization of a conditional knockout of tafazzin in the mouse
Award—US $49,837 over 2-year period (Funds provided by Barth Syndrome Trust, UK)

Making a conditional knockout mouse model of Barth syndrome that can delete tafazzin in certain 
organs. Many previous attempts to make a knockout mouse model of Barth syndrome have been frustrated 
for reasons that are unclear. A knockout mouse model is one where the entire gene is deleted from the 
mouse genome. Dr. Strathdee has succeeded in making a mouse that can genetically transmit (germline 
transmission) a modified tafazzin gene (floxed construct) which has never been reported before. This 
modification is able to cause the deletion of the tafazzin gene when the mouse is mated with special Cre-
recombinase containing mice that are available from other researchers. This system will allow mice to be 

totally deficient in the tafazzin gene which is different from the knockdown mouse model currently in use. Dr. Strathdee will determine 
if his knockout mouse model has characteristics that resemble the symptoms suffered by Barth syndrome individuals. In addition, this 
mouse model will allow the tafazzin gene to be deleted at certain times in the development of the mouse or deleted within certain 
organs of the mouse. This “conditional” knockout property of his mouse model will allow researchers to see how tafazzin deficiency 
impacts individual organs or organ systems, and most importantly how it impacts the heart. Dr. Strathdee will also breed his knockout 
mouse line with different genetic strains of mice to determine if the symptoms can be altered by genetic “modifiers” present in those 
other strains of mice. Dr. Strathdee has also uncovered evidence that the difficulties that many laboratories previously encountered 
in trying to make a tafazzin knockout mouse model probably were the result of the placenta being negatively affected by the loss/
modification of the tafazzin gene.

Stacey Reynolds, PhD, OTR/L, Associate Professor, Virginia Commonwealth University; Richmond, VA
A systematic investigation into sensory and motor based feeding issues in boys with Barth syndrome
Award—US $18,732 over 1-year period (Funds provided by Association Barth France)

Investigating taste and sensory issues with Barth syndrome individuals. Dr. Reynolds will expand upon 
her taste-testing data, originally obtained from Barth syndrome individuals at the 2012 Conference, by 
including for the 2014 Conference: propylthiouracil (PROP) tasting (a chemical known to vary in its ability 
to be tasted), determining the density of tongue tip papilla analysis by photography, salt preferences, 
food inventory, and a parental questionnaire about their son’s behavior. This work builds on her 2012 
publication and on the data collected at the 2012 Conference. Dr. Reynolds also plans to collect home 
videos to evaluate early sensory and motor features of Barth syndrome which may allow her to include 
young children who otherwise could not be part of the study. Dr. Reynolds also plans to engage volunteer 
members of the BSF community to translate this knowledge back to the community and encourage the 

clinical research process in general. This is consistent with Dr. Reynolds’ long-term goal to develop therapeutic approaches to evaluate 
and treat sensory and motor-based feeding issues in boys/young men with Barth syndrome. 

Grant Hatch, PhD, Professor, University of Manitoba; Winnipeg, Manitoba, Canada
Tafazzin knockdown alters hepatic lipid metabolism
Award—US $49,995 over 1-year period (Partial funding provided by BSF of Canada)

Investigating liver metabolism (fat) in knockdown mice as part of the Barth syndrome pathophysiology. 
Dr. Hatch has shown that the knockdown mouse model of Barth syndrome parallels the human condition 
(“skinny” phenotype) by demonstrating that the mice weigh less than their wild type counterparts 
particularly in the fat pad areas or fat depots and in the amount of fat in the liver. Dr. Hatch will study the 
physiology of the knockdown mouse model from the perspective of lipid metabolism using respiratory 
exchange ratio analysis, heat production, plasma lipid analysis, and activity levels. He has focused on 
understanding how the fat depots in this mouse model are different, and how this produces the “skinny” 
phenotype which distinguishes them from the wild type mice. Lipid or fat metabolism in any animal is 

greatly influenced by the liver, however the liver has not figured prominently in our understanding of Barth syndrome. For example, 
plasma lipid (fat) levels in Barth syndrome individuals are only slightly altered. By studying the knockdown mouse model of Barth 
syndrome, the contribution of liver metabolism to the pathophysiology of Barth syndrome will be systematically studied with the goal 
of improving treatment.

(Cont’d on page 9)

(Cont’d from page 7)

2013 Research Grant Program is the Most Competitive Ever

http://www.barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=532
http://www.barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=535
http://www.barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=536
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Nathan N. Alder, PhD, Assistant Professor, University of Connecticut; Storrs, CT
Investigation of cardiolipin-dependent respiratory complex activity and development of small molecule 
lipid analogs
Award—US $50,000 over 1-year period

Using nanodisks and nanoparticles made with different cardiolipin molecules to examine mitochondrial 
energy structures (complex IV). Dr. Alder has developed a methodology to study the biophysical assembly 
of protein complexes (electron transport chain or ETC) that make up part of the machinery which 
mitochondria use to produce energy in the cell (OXPHOS). His system, which involves making synthetic 
nanodisks and nanoparticles, is novel and could be superior to methods now used to prepare synthetic 
membranes (detergent solubilization of organelles). His technology will allow the direct testing of how 

different lipids (such as the Barth syndrome-specific lipid MLCL) affect the ETC (specifically, complex IV). This unique system will allow 
experiments to be carried out that are directly testable and have more relevance to the issue of how cardiolipin abnormalities affect 
the function of mitochondria. Cardiolipin is the fat-like substance that is altered in Barth syndrome. Dr. Alder will use potentiometric 
and spectroscopic techniques to determine the effects of modified cardiolipin molecules on complex IV activity and properties.

Summary

Our research grants have evolved over the years from simply looking at basic scientific questions to now evaluating potential therapies 
for Barth syndrome. The graph below illustrates the momentum and progress we’ve made, both in terms of the amount of funding that 
BSF has been able to provide to research as well as the amount of additional research that is now being done without direct funding 
from BSF. The increased awareness and interest in Barth syndrome research led to a record number of grant applications received by 
the organization this past year. While much work remains to be done, we believe our strategy of “seeding” research interest in areas 
implicated by Barth syndrome is paying significant dividends.

(Cont’d from page 8)

Funding Sources For Barth Syndrome Research

Note:
The Y axis is in US dollar equivalents
CIHR = Canadian Institutes of Health Research
AHA = American Heart Association
UMDF = United Mitochondrial Disease Foundation
NIH = National Institutes of Health
BSF = Barth Syndrome Foundation & Affiliates

http://www.barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=537
http://www.barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=537
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Kate McCurdy is responsible for establishing the Science and Medicine Program of the Barth 
Syndrome Foundation (BSF); an outstanding program which I inherited. Kate recognized early on 
the need for a group of scientific and clinical experts to help BSF accomplish its goals, namely, to 
foster a better understanding of Barth syndrome and to find a treatment. Starting from a blank 
sheet of paper, she assembled the Scientific and Medical Advisory Board of the BSF (SMAB) to 
guide BSF in encouraging Barth syndrome research and researchers. Kate also established the 
competitive BSF Research Grant Program which has been the major influence to research and 
researchers over the years. One of the top priorities of the SMAB is to evaluate the Research Grant 
Program applications each year. Many of the advancements in understanding Barth syndrome 
have come as a result of the Research Grant Program that Kate initiated and sustained, and which 
has just completed its 12th cycle. She has been a tireless advocate for Barth syndrome research 
and researchers and significantly increased BSF’s profile in the scientific and medical community. 

Now, due to the institution of term limits, Kate is stepping down from the BSF Board of Directors 
and therefore will also rotate off the SMAB. She will turn over her duties as an ex-officio SMAB 
member to the capable stewardship of Cathy Ritter. As a BSF Board member, Cathy will serve on 
the SMAB and assume the responsibilities of liaison between the BSF Board and the SMAB. As a 
Registered Nurse now working as a transplant coordinator, a Barth mother, a member of the BSF 
Canada Board and a member of the BSF Board, Cathy brings a wealth of experience and expertise 
to this role. We are very excited to add her to this already strong team. 

Fortunately, we can still count on Kate to be available to provide her good council and guidance 
as the BSF Science and Medicine Program reaches towards its goals. Kate, thank you for all your 
wonderful work over the years!

Mark Tarnopolsky, MD, PhD is an expert in mitochondrial and muscle disorders and is very engaged in both 
clinical practice and research. He is quite familiar with BSF as he delivered an excellent presentation at the 
Scientific and Medical sessions of our 2010 International Barth Syndrome Conference and also has served 
several times as an outside reviewer for various grant applications submitted to BSF.

Dr. Tarnolpolsky holds an MD with a concentration in Neurology and Physical Medicine & Rehabilitation and 
also has a PhD in Cell Biology and Metabolism. He is a Professor at McMaster University in Ontario, Canada 
and heads the Neuromuscular and Neurometabolic Disorders Division of Pediatrics there. We are sure he will 
have much to contribute to our group, especially as we continue to focus on advancing treatments for Barth 
syndrome. We are delighted that he now has joined us as an official advisor.

In addition, we are very pleased to report that each of the five members of our SMAB whose terms were up at the end of 2013 have 
agreed to serve for another four-year term. We are very fortunate to have Miriam Greenberg PhD, Grant Hatch PhD, Colin Steward PhD 
FRCP FRCPCH, Jeffrey Towbin MD, and Ronald Wanders PhD continue as SMAB members.

BSF SMAB Welcomes Dr. Marc Tarnopolsky
By Kate McCurdy, Former Board Member; Former Scientific & Medical Advisory Board, ex-officio; Barth Syndrome Foundation

Kate McCurdy Changes Roles
By Matthew J. Toth, PhD, Science Director, Barth Syndrome Foundation

It is with great pleasure that the Barth Syndrome Foundation (BSF) Board of Directors welcomes a new member of our International 
Scientific and Medical Advisory Board (SMAB). 

Kate and Matt manning BSF's booth 2006

Cathy Ritter and Chris Hope 2013

Dr. Miriam Greenberg Dr. Grant Hatch Dr. Colin Steward Dr. Jeffrey Towbin Dr. Ronald Wanders
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Sue Wilkins Steps Off Board
By Shelley Bowen, Director, Family Services & Awareness, Barth Syndrome Foundation

Thank You, Steve Groft!
By Kate McCurdy, Former Board Member; Former Scientific & Medical Advisory Board, ex-officio; Barth Syndrome Foundation

Stephen C. Groft, Pharm. D. retired as 
Director of the Office of Rare Diseases 
Research at the US National Institutes 
of Health (NIH) earlier this year, and 
we at Barth Syndrome Foundation 
(BSF) want to add our thanks and 
congratulations to this wonderful man 
who has done so much personally for 
us and for all those with rare diseases. 
Since BSF began, Dr. Groft has been a 

sage advisor and supporter of our foundation. His career is impressive 
and one which shows why he is considered the father of rare disease 
policy in the US. During the last 30+ years, Dr. Groft has worked at 
the US Food and Drug Administration (FDA) in the Office of Orphan 
Products Development, at the US Department of Health and Human 
Services (HHS) as Executive Director of the National Commission on 
Orphan Diseases, and at the NIH since 1989 when it established its 
first Office of Rare Diseases Research. He always has fought for the 
cause of rare diseases, including early work leading up to the passage 
of the Orphan Drug Act of 1983, which made it more attractive for 
pharmaceutical companies to invest in the creation of drugs that 
benefit those with rare (or “orphan”) diseases.
  
In the Fall of 2000, just after BSF had been incorporated, the five 
original BSF Board members first gathered to discuss what BSF’s 
mission and specific goals should be.  We knew we had a daunting task 
ahead when we decided that we wanted to facilitate and accelerate 
Barth syndrome research. Dr. Groft was one of the primary people 
who helped us as lay advocates, who were ourselves neither scientists 
nor doctors, figure out how we could have a positive impact in this 
arena. He has been our champion from the beginning, giving us advice, 

I met Sue Wilkins in 1998. From the 
moment I first spoke to her, I knew I 
had met a kindred spirit in more ways 
than one. When Sue, Anna and I first 
met, we knew talking about Barth 
syndrome wasn’t enough: we had to 
do something about it. 

Our first task was to bring everyone 
who knew anything about Barth 
syndrome together. Sue recruited Dr. 
Kelley to organize the first scientific 

and medical gathering of experts on Barth syndrome. She secured the 
Second Presbyterian Church as the venue for our family meetings. 

Then, Sue thought it would be nice to do a little something extra 
while we were all together, so she called upon a friend who donated 
baseball tickets for the families, which happened to be located in the 
President’s Suite at Camden Yards. Sue secured our first donation to 
help fund the meeting. The remaining funds were used as the seed 
money to establish the Barth Syndrome Foundation (BSF).

letting us know about resources that were available, including us in 
various NIH activities and meetings, offering us contacts and helping 
us win financial support for our conferences. And he has known about 
a number of our Barth guys by name and often would ask how they 
were doing. We were particularly delighted when he helped kick off 
our very first BSF conference in 2002 and again when he agreed to 
come back a decade later as our keynote speaker in June 2012.  

There are over 6,500 rare diseases that affect as many as 25 million 
people in the US alone. By both advancing rare disease research and 
by giving patients, their families and other advocates a voice, Dr. Groft 
has made a huge difference in the lives of these people and many 
more around the world. His quiet but determined manner, his deep 
and sincere compassion, his integrity and his creativity have helped 
him lay an amazing foundation for even greater things ahead in rare 
diseases, and we will continue for a long time to think of him when 
good things happen. The rare disease community, including those of 
us at BSF, has benefitted greatly from Dr. Groft’s unwavering devotion 
to our shared cause.  

As BSF Science Director Dr. Matt Toth stated, “He and his wonderful 
staff have always been a resource and a friendly place where BSF 
and similar patient interest organizations can turn. The Global Rare 
Diseases Patient Registry and Data Repository (GRDR) is just the latest 
advancement, and I truly believe it will be a vital part of what we all 
want to see accomplished – a world where there are treatments or 
hope for treatments for rare diseases.”

Dr. Groft’s fingerprints are all over what we have accomplished as a 
patient organization; he helped us chart our pathway forward and 
gave us hope. We are profoundly grateful.

Sue was a founding board member of BSF and served as our very first 
treasurer. Sue continues to raise funds for BSF. She has been a steady 
influence on all of us over the years; she is well known to our donors 
for her truly exemplary, personal and heartfelt thank you letters that 
she has sent over the years. In fact, one donor once told us, “Sue’s 
thank you note made me break out my checkbook and donate again.”

Sue’s encouraging spirit and profound kindness has endeared her to all 
of our families. Her arms have given many embraces, her hands have 
gently enveloped the hands of many concerned mothers, her experience 
has given much comfort and her smile has reminded us things were 
going to be alright. And most importantly, her dedication to walk the 
walk and not talk the talk has inspired our confidence in her.

Due to term limits, Sue’s service as a board member ended this month. 
However, her devotion to our families and dedication to the mission of 
this organization has not. To some, Sue’s departure from the board may 
be considered the end of a chapter of BSF history. However, Sue would 
be the first to remind all of us that this is the beginning of a new era.

(L-R) Shelley and Sue 2012
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Donors Are Vital Members of Our Family
By Stephen B. McCurdy, Chairman Emeritus, Barth Syndrome Foundation

I wish our donors could come to our BSF Conference!

Our scientists and researchers come and every time they meet, the intellectual 
excitement is palpable!  Our families come — more and more each conference 
— and every meeting strengthens their friendships, their ability to care for their 
kids and their mutual devotion and optimism. Our Board, staff and volunteers 
come and see the amazing results of all their hard work, organization and 
love. The Barth Syndrome Foundation is an astonishing thing. We have no 
headquarters — everyone works from their home. The entire thing functions 
at a distance on the internet except when a few folks gather at board meetings 
or clinics or regional outreach meetings. But once every two years, everybody 
gathers at the Conference and renews their personal inventories of knowledge, 
plans, optimism, ideas, excitement, love and energy.

It’s what happens when people become devoted to a single cause…a simple 
cause…saving children they know personally.   

That is the amazing thing that our donors know without ever coming to our 
Conference, without attending a single scientific session or holding the hand of a boy having blood drawn at a clinic. They get it because 
they have come to know our boys. Our earliest and most devoted donors knew and loved our families and their boys personally long 
before they knew about Barth syndrome...no internet required! But over the years, as a few families were willing to have their stories 
told more publicly in places like: Reader’s Digest, The Discovery Health Channel, The Today Show, the Associated Press and many local 
newspapers and TV broadcasts, and yes, over the internet, more and more donors have been attracted to our progress and our cause. 
They know our story even when they don’t know the boys themselves.

Today, many of you reading this will, indeed, be devoted, repeat donors. You provide the fuel that enables our growth and our continued 
success. As you can read elsewhere in this newsletter, with progress comes the need for more financial resources. When we started this 
foundation, we didn’t have enough money for chairs or tables in the hotel meeting room where we met. Since then, your generosity 
has enabled scientists to create yeast, zebrafish, fruit fly and mouse models of Barth syndrome, that accelerate research. And, recently, 
scientists created human stem cells that carry the Barth gene, another giant leap ahead in our search for a deeper understanding of what 
causes Barth syndrome and ultimately, the quest to find effective treatments and a cure for this too-often deadly and disabling disorder.

The upcoming Conference in June will be especially exciting. The scientists have a lot of new progress to share and discuss and more 
families than ever will be in attendance. We all know that none of us would be there without your faithful support and devotion to our 
cause. We are enormously grateful.  We wish you could be there with us. We will let you know what happens, and we promise to take 
pictures.

Fundraising and Awareness Events

Henry Heart Walk
Henry was a San Francisco Bay area toddler when he was diagnosed with 
Barth syndrome. To increase awareness and raise money for BSF, his parents 
invited friends and family to join Henry for a walk around the local reservoir 
in February. Nearly 150 participants donned matching red T-shirts to hike the 
reservoir trail, before enjoying a sausage, hot dog, fruit, and cupcake lunch — 
some of Henry's favorite food. The walk itself was free. "We pre-sold t-shirts," 
Megan explained, and the family encouraged donations to the Barth Syndrome 
Foundation. 

"We had great support from local businesses (Peet's Coffee, Susie Cakes, 
Lafayette Carwash, Boswell's Party Supplies, and Whole Foods, all in Lafayette, 
plus East Bay Screenprint, Concord, and Gianna's Baking Company, Castroville)," 
she said. And the local crowd was joined by a group of eight families of friends 
from Ft. Worth, Texas, wearing the same t-shirts and walking in solidarity with 

(Cont’d on page 13)

(L-R) Megan, Grady, Henry (age 2) and John.
(Photo courtesy of Henry's Family 2014)

Researchers collaborate at BSF's 2012 Conference. 
(Photo courtesy of BSF 2012)
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(Cont’d from page 12)

Henry and a new friend from a nearby community – the only other Bay Area child known to have Barth syndrome. "The past year and 
a half has been quite a journey, definitely the most trying time in our lives, but also a time of feeling very loved and supported by our 
family, friends, and community," Megan said. "We're very thankful."

Conference Support
Many of our families are searching for a few good sponsors. The BSF Conference is coming up in June (23-28) and will be held in 
Clearwater, Florida at the Hilton Clearwater Beach Hotel. There are opportunities to sponsor meals, events, presentations – over 
15 sponsorship opportunities ranging from US $50 to US $10,000. The Wilkins, the Woodwards and the Marra-McCormacks are all 
approaching their local businesses and employers in Nebraska, Maryland and Massachusetts to ask for their support of this important 
and exciting event. We know we haven’t covered all the states and communities where our families live and we are looking for more 
help in gaining support for the Conference. If you would like to help, please contact Sandra Stevens, Fundraising Project Manager at 
sandra.stevens@barthsyndrome.org.

Honoraria and Memorials
Every year, we receive donations in honor of heroes — past and present. Most of these gifts are in honor of our own Barth boys and 
young men, but many are in memory of loved ones recently deceased. Newly married couples have asked that donations be made 
to BSF. Those having a Bar or Bat Mitzva also ask guests to remember BSF. It’s clear that the Barth community is growing in leaps and 
bounds and has earned a place of respect and appreciation to be included in so many personal, important family celebrations and 
gatherings. We are honored to be remembered and grateful to be included.

Ironman
Ghent Lummis, one of our veteran Team Will Ironmen from Houston, Texas, is 
taking on the Lanzarote Canary Island Ironman race on May 17th. A full Ironman 
race, Lanzarote is reputed to be the toughest Ironman in the world with high 
winds and over 2,551 meters of climbing in the bike leg. Ghent is dedicating 
his race to BSF and raising money on the internet. He will also attend the BSF 
Conference in June to cheer on our Barth guys as they complete their exercises 
as a part of the clinic.

Coach Gary Rodbell will lead Team Will to compete again in the Jarden 
Westchester Triathlon on September 21st in Rye, NY. This event, a “sprint 
triathlon” (“only” a .9 mile swim, 26 mile bike ride and 6.2 mile run!) attracts 
individuals and relay teams who all work equally hard raising money for BSF 
and training to achieve a personal best in the race. It’s a fun event followed by 
an afternoon cookout at the McCurdy's home to rest and celebrate.  

Stefan Tunguz, another Team Will Ironman from Larchmont, NY, is entered in 
the Ironman World Championship in Kona, Hawaii on October 11th. Stefan will 

be wearing the Barth colors, and he and his wife, Julie, have graciously agreed to work with BSF staff to use this event  to raise money 
and awareness for BSF. The race will certainly be broadcast on TV, so look for Stefan!

Year-End Giving
Most charities raise more than half of their annual budgets in the last two 
months of the year, and BSF is no different. It is always a worrisome time of 
year for Lindsay and the Board, as they watch to see if enough donations come 
in before New Year’s Eve to cover the expenses that have been incurred over 
the previous 12 months. Most of the time, we make it. However, we have 
come up short a couple of years. This is a particularly challenging year for two 
reasons. First, it is a Conference year which increases expenses. Second, for 
the first time ever, we are actively pursuing a drug trial with the FDA — a very 
expensive process but one which we are very eager to support! Barth families, 
we will need as many of you as possible to help with year-end fundraising — 
writing letters, encouraging family and friends to remember to give to BSF. 
Don’t forget to start pulling your holiday card list together and confirming 
addresses. Let’s all send “Henry” Cards to all of our friends, colleagues and 
family this year. And donors, please be as generous as you possibly can. We 
promise to use your donations in ways that will efficiently and effectively push 
us forward toward our shared goals.

Ghent Lummis, member of Team Will.  
(Photo courtesy of Ghent Lummis 2013)

Don't forget to place your order for your Henry cards!

mailto:sandra.stevens@barthsyndrome.org
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I can’t tell you how excited I am to be able to serve you. As Lindsay said in her 
article, the Barth Syndrome Foundation (BSF) is growing, and I’m a direct by-
product of that growth! I’m here to help the BSF team increase fundraising to 
provide increased funds; to expand our research and the standard of care and 
to facilitate our quest for a cure for this dreadful disorder.  

When I first learned about this new position at BSF, I went to the website 
to discover more. There, I found and watched two videos where parents and 
affected boys described their journeys, how BSF has helped them, and the 
importance of hope.

I was instantly hooked on the mission, even before I knew I had the job! That 
was a powerful introduction to my relationship with BSF…one that I will never 
forget and one that drives me every day to do my best job possible and fight 
for these boys and young men.

I’m from Britain, and my background includes time at the British Broadcasting 
Corporation (BBC) in London, where I was responsible for helping people renew 
their television license. I believed in the high standard of programming, and it 

was a joy for me to communicate the message that if you want quality, you have to invest in it. If you want the best possible solution, 
you can’t shy away from the fact that it costs money. I felt this was a precious piece of learning to bring to my new role at BSF.  

You see, if we want to fund groundbreaking research and get valuable information into peoples' hands, it’s going to cost money…
money that can only come through generous donations from our faithful partners like many of you. 

However, this is what I hope you will never forget. You are stakeholders of the Barth Syndrome Foundation. I do not take that lightly. It 
will be my job to tell you our needs, ask you to support those needs, report back to you on how your gifts are making an impact, and 
provide you with the best service I can.

We will not let you down.   

We’ve recently invested in some really important tools that will allow us to serve you better. This is all part of that progress we’ve been 
talking about.     

Now it’s time to put those tools to use. Our plan this year is to communicate more frequently with our donors, not only with appeals, 
but to keep you up-to-date with the difference your support is making. We plan to introduce a monthly giving program to give you a 
simple way to give regularly. We’ll also be reminding you of how Planned Giving can help secure the future of BSF.

And, we’ll be harnessing our most valuable asset of all, YOU, our dedicated families, volunteers and donors. So many of you have 
already raised huge amounts of much needed money with walk-a-thons, raffles, golf tournaments, baseball parties, Ironman races, 
dance parties, bake sales, bowling parties, fencing tournaments, and more. You are incredible.

At the upcoming conference this year, I hope many of you will be able to attend a special session on Wednesday afternoon dedicated 
to fundraising. Not only will we give you some great tools, but we’ll have fun brainstorming new ideas to raise more money for BSF. 

A lot of good work has already been done, and it’s my intention to take that good work and continue expanding our efforts…efforts that 
will have an amazing impact on the boys and young men we all serve and love.  

I look forward to talking with and meeting you in the near future. Thank you for welcoming me into the BSF family.

Meet Sandra ~ Working with us toward a Cure
By Sandra Stevens, Fundraising Project Manager, Barth Syndrome Foundation

(L-R) Lindsay Groff and Sandra Stevens 
at Indiana School of Philanthropy.

(Photo courtesy of BSF 2014)
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Awareness of Barth Syndrome Continues to Grow
There has been a significant increase in Barth syndrome (BTHS) related peer-reviewed journal articles published. To date, a total of 77 articles 
have been published on BTHS research conducted with the support of BSF and/or BSF affiliate funding (denoted below with *) and publications 
that acknowledge biological samples and/or information from Barth families, the Barth Syndrome Registry and Repository, and/or BSF affiliates 
(denoted below with Δ). 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.

Ren M, Phoon CKL, Schlame M. 1. Metabolism and function of 
mitochondrial cardiolipin. Progress in Lipid Research (2014), doi: 
http://dx.doi.org/10.1016/j.plipres.2014.04.001.*
Harner ME, Unger AK, Izawa T, Walther DM, Ozbalci C, Geimer 2. 
S, Reggiori F, Brügger B, Mann M, Westermann B, Neupert W. 
Aim24 and MICOS modulate respiratory function, tafazzin-related 
cardiolipin modification and mitochondrial architecture. Elife. 2014 
Jan 1;3:e01684. doi: 10.7554/eLife.01684.
Chen BB, Coon TA, Glasser JR, Zou C, Ellis B, Das T, McKelvey AC, 3. 
Rajbhandari S, Lear T, Kamga C, Shiva S, Li C, Pilewski JM, Callio 
J, Chu CT, Ray A, Ray P, Tyurina YY, Kagan VE, Mallampalli RK. E3 
Ligase Subunit Fbxo15 and PINK1 Kinase Regulate Cardiolipin 
Synthase 1 Stability and Mitochondrial Function in Pneumonia. 
Cell Rep. 2014 Apr 2. pii: S2211-1247(14)00164-8. doi: 10.1016/j.
celrep.2014.02.048. [Epub ahead of print]
Vernon HJ, Sandlers Y, McClellan R, Kelley RI. 4. Clinical laboratory 
studies in Barth syndrome. Molecular Genetics and Metabolism 
(2014), doi: 10.1016/j.ymgme.2014.03.007.*Δ
Koob S, Reichert AS. 5. Novel intracellular functions of 
apolipoproteins: The ApoO protein family as constituents of the 
Mitofilin/MINOS complex determines cristae morphology in 
mitochondria. Biol Chem. 2014 Mar 1;395(3):285-96. doi: 10.1515/
hsz-2013-0274.
Leung CW, Hong Y, Hanske J, Zhao E, Chen S, Pletneva EV, Tang BZ. 6. 
Superior fluorescent probe for detection of cardiolipin. Anal Chem. 
2014 Jan 21;86(2):1263-8. doi: 10.1021/ac403616c. Epub 2013 Dec 27.
Mulligan CM, Le CH, Demooy AB, Nelson CB, Chicco AJ. 7. Inhibition 
of delta-6 desaturase reverses cardiolipin remodeling and prevents 
contractile dysfunction in the aged mouse heart without altering 
mitochondrial respiratory function. J Gerontol A Biol Sci Med Sci. 
2014 Jan 18. [Epub ahead of print] 
Raja V, Greenberg ML. 8. The functions of cardiolipin in cellular 
metabolism–potential modifiers of the barth syndrome phenotype. 
Chem Phys Lipids. 2014 Jan 17. pii:S0009-3084(13)00181-3. doi: 
10.1016/j.chemphyslip.2013.12.009. [Epub ahead of print]*
Arbustini E, Narula N, Dec GW, Reddy KS, Greenberg B, Kushwaha 9. 
S, Marwick T, Pinney S, Bellazzi R, Favalli V, Kramer C, Roberts R, 
Zoghbi WA, Bonow R, Tavazzi L, Fuster V, Narula J. The MOGE(S) 
classification for a phenotype–genotype nomenclature of 
cardiomyopathy: Endorsed by the World Heart Federation. Journal 
of the American College of Cardiology, Volume 62, Issue 22, 3 
December 2013, Pgs. 2046-2072 - CORRECTION. 
Kagan V, Epand R. 10. Deciphering the mysteries of cardiolipins 
in mitochondria. Chem Phys Lipids. 2013 Dec 21. pii: S0009-
3084(13)00169-2.[Epub ahead of print]
Lai L, Wang M, Martin OJ, Leone TC, Vega RB, Han X, Kelly DP. 11. A 
role for peroxisome proliferator-activated receptor γ coactivator 
1 (PGC-1) in the regulation of cardiac mitochondrial phospholipid 
biosynthesis. J Biol Chem. 2014 Jan 24;289(4):2250-9. doi:10.1074/
jbc.M113.523654. Epub 2013 Dec 11.
Schlattner U, Tokarska-Schlattner M, Rousseau D, Boissan M, 12. 
Mannella C, Epand R, Lacombe ML. Mitochondrial cardiolipin/
phospholipid trafficking: The role of membrane contact site 
complexes and lipid transfer proteins. Chem Phys Lipids. 2013 Dec 
6. Chem Phys Lipids. 2013 Dec 6. [Epub ahead of print]

Kagan VE, Chu CT, Tyurina YY, Cheikhi A, Bayir H. 13. Cardiolipin 
asymmetry, oxidation and signaling. Chem Phys Lipids. 2013 Dec 1. 
[Epub ahead of print]
Ye C, Lou W, Li Y, Chatzispyrou IA, Huttemann M, Lee I, Houtkooper 14. 
RH, Vaz FM, Chen S, Greenberg ML. Deletion of the cardiolipin-
specific phospholipase Cld1 rescues growth and lifespan defects in 
the tafazzin mutant: Implications for Barth syndrome. J Biol Chem. 
2013 Dec 8. [Epub ahead of print] (Open Access)*
Corcelli A, Schlame M. 15. Cardiolipin as key lipid of mitochondria in 
health and disease. Meeting Report. Eur. J. Lipid Sci. Technol. 2013, 
115, 0000–0000.
Baile MG, Sathappa M, Lu YW, Pryce E, Whited K, McCaffery JM, 16. 
Han X, Alder NN, Claypool SM. Unremodeled and remodeled 
cardiolipin are functionally indistinguishable in yeast. J Biol Chem. 
2013 Nov 27. [Epub ahead of print]
Kagan VE, Chu CT, Tyurina YY, Cheikhi A, Bayir H. 17. Cardiolipin 
asymmetry, oxidation and signaling. Chem Phys Lipids. 2013 Nov 
30. [Epub ahead of print].
Kirwin SM, Manolakos A, Swain Barnett S, Gonzalez IL. 18. Tafazzin 
splice variants and mutations in Barth syndrome. Molecular 
Genetics and Metabolism. 2013.
Arbustini E, Narula N, Dec GW, Reddy KS, Greenberg B, Kushwaha 19. 
S, Marwick T, Pinney S, Bellazzi R, Favalli V, Kramer C, Roberts R, 
Zoghbi WA, Bonow R, Tavazzi L, Fuster V, Narula J. The MOGE(S) 
classification for a phenotype–genotype nomenclature of 
cardiomyopathy: Endorsed by the World Heart Federation. Journal 
of the American College of Cardiology, 8 November 2013.
Digilio MC, Bernardini L, Gagliardi MG, Versacci P, Baban A, 20. 
Capolino R, Dentici ML, Roberti MC, Angioni A, Novelli A, Marino 
b, Dallapiccola B. Syndromic non-compaction of the left ventricle: 
Associated chromosomal anomalies. Clinical Genet 2013:84:362-367.
Thomas E, Roman E, Claypool S, Manzoor N, Pla J, Panwar SL. 21. 
Mitochondria Influence CDR1 Efflux Pump Activity, Hog1-mediated 
oxidative stress pathway, iron homeostasis, and ergosterol 
levels in candida albicans. Antimicrob. Agents Chemother. 2013, 
57(11):5580.
Finsterer J, Stöllberger C. 22. Unclassified cardiomyopathies in 
neuromuscular disorders. Wien Med Wochenschr. 2013 Oct 24. 
[Epub ahead of print]
Mileykovskaya E,  Dowhan W. 23. Cardiolipin-dependent formation of 
mitochondrial respiratory supercomplexes. Chemistry and Physics 
of Lipids, Available online 9 November 2013.
He Q, Han X. 24. Cardiolipin remodeling in diabetic heart. Chemistry 
and Physics of Lipids, November 2013. 
Baile MG, Lu WY, Claypool SM. 25. The topology and regulation of 
cardiolipin biosynthesis and remodeling in yeast. Chemistry and 
Physics of Lipids, Available online 1 November 2013.
Xu Y, Schlame M. 26. The turnover of glycerol and acyl moieties of 
cardiolipin. Chemistry and Physics of Lipids, Available online 31 
October 2013.*
Grudis JE, Chatfield KC, Sparagna GC, Hijmans J, Sobus RD, 27. 
Miyamoto SD, Stauffer BL. Expression of cardiolipin biosynthesis 
and remodeling enzymes in adult heart failure.  J Heart and Lung 
Transplantation, April 2013, Vol. 32, Iss 4, Pgs. S97-S98.

http://www.barthsyndrome.org/
http://dx.doi.org/10.1016/j.plipres.2014.04.001
http://dx.doi.org/10.1016/j.plipres.2014.04.001
http://www.ncbi.nlm.nih.gov/pubmed/24714493
http://www.ncbi.nlm.nih.gov/pubmed/24714493
http://www.ncbi.nlm.nih.gov/pubmed/24703837
http://www.ncbi.nlm.nih.gov/pubmed/24703837
http://www.sciencedirect.com/science/article/pii/S109671921400095X
http://www.sciencedirect.com/science/article/pii/S109671921400095X
http://www.ncbi.nlm.nih.gov/pubmed/24391192
http://www.ncbi.nlm.nih.gov/pubmed/24391192
http://www.ncbi.nlm.nih.gov/pubmed/?term=Superior+Fluorescent+Probe+for+Detection+of+Cardiolipin
http://www.ncbi.nlm.nih.gov/pubmed/?term=Superior+Fluorescent+Probe+for+Detection+of+Cardiolipin
http://www.ncbi.nlm.nih.gov/pubmed/24418793
http://www.ncbi.nlm.nih.gov/pubmed/24418793
http://www.ncbi.nlm.nih.gov/pubmed/24445246
http://www.ncbi.nlm.nih.gov/pubmed/24445246
http://www.sciencedirect.com/science/article/pii/S0735109713062566
http://www.sciencedirect.com/science/article/pii/S0735109713062566
http://www.sciencedirect.com/science/article/pii/S0735109713062566
http://www.ncbi.nlm.nih.gov/pubmed/24365282
http://www.ncbi.nlm.nih.gov/pubmed/24365282
http://www.ncbi.nlm.nih.gov/pubmed/24337569
http://www.ncbi.nlm.nih.gov/pubmed/24337569
http://www.ncbi.nlm.nih.gov/pubmed/24373850
http://www.ncbi.nlm.nih.gov/pubmed/24373850
http://www.ncbi.nlm.nih.gov/pubmed/24300280
http://www.ncbi.nlm.nih.gov/pubmed/24300280
http://www.ncbi.nlm.nih.gov/pubmed/24318983
http://www.ncbi.nlm.nih.gov/pubmed/24318983
http://onlinelibrary.wiley.com/doi/10.1002/ejlt.201300385/abstract
http://onlinelibrary.wiley.com/doi/10.1002/ejlt.201300385/abstract
http://www.ncbi.nlm.nih.gov/pubmed/24285538
http://www.ncbi.nlm.nih.gov/pubmed/24285538
http://www.ncbi.nlm.nih.gov/pubmed/24300280
http://www.ncbi.nlm.nih.gov/pubmed/24300280
http://www.sciencedirect.com/science/article/pii/S1096719213003739
http://www.sciencedirect.com/science/article/pii/S1096719213003739
http://www.sciencedirect.com/science/science?_ob=GatewayURL&_method=citationSearch&_urlVers
http://www.sciencedirect.com/science/science?_ob=GatewayURL&_method=citationSearch&_urlVers
http://www.ncbi.nlm.nih.gov/pubmed/23210894
http://www.ncbi.nlm.nih.gov/pubmed/?term=Mitochondria+Influence+CDR1+Efflux+Pump+Activity
http://www.ncbi.nlm.nih.gov/pubmed/?term=Mitochondria+Influence+CDR1+Efflux+Pump+Activity
http://www.ncbi.nlm.nih.gov/pubmed/24154801
http://www.ncbi.nlm.nih.gov/pubmed/24154801
http://www.sciencedirect.com/science/article/pii/S0009308413001503
http://www.sciencedirect.com/science/article/pii/S0009308413001503
http://www.sciencedirect.com/science/science?_ob=GatewayURL&_method=citationSearch&_urlVersion=4&_origin=SDSRCHALERTHTML&_version=1&_piikey=S0009-3084%2813%2900135-7&md5=951ecc1e662b3f6628fa21dd599f81d1&alertKey=1839590
http://www.sciencedirect.com/science/science?_ob=GatewayURL&_method=citationSearch&_urlVersion=4&_origin=SDSRCHALERTHTML&_version=1&_piikey=S0009-3084%2813%2900135-7&md5=951ecc1e662b3f6628fa21dd599f81d1&alertKey=1839590
http://www.sciencedirect.com/science/science?_ob=GatewayURL&_method=citationSearch&_urlVers
http://www.sciencedirect.com/science/science?_ob=GatewayURL&_method=citationSearch&_urlVers
http://www.sciencedirect.com/science/article/pii/S0009308413001333
http://www.sciencedirect.com/science/article/pii/S0009308413001333
http://www.jhltonline.org/article/S1053-2498(13)01048-6/abstract
http://www.jhltonline.org/article/S1053-2498(13)01048-6/abstract


Page 16     Barth Syndrome Journal  ~  Volume 14, Issue 1

National Institutes of Health (NIH)

Improvement of Animal Models for Stem Cell-Based Regenerative Medicine 
(R01) 
Funding Opportunity Announcement (FOA) Number: PAR-13-114

Open Date: May 5, 2013
Application Due Date(s): Standard dates apply, by 5:00 PM local  
   time of applicant organization
Expiration Date: May 8, 2016
http://grants.nih.gov/grants/guide/pa-files/PAR-13-114.html

Purpose: This FOA encourages Research Project Grant (R01) applications from institutions and organizations proposing research aimed at characterizing 
animal stem cells and improving existing, and creating new, animal models for human disease conditions. The intent of this initiative is to facilitate 
the use of stem cell-based therapies for regenerative medicine. The initiative focuses on the following areas: (1) comparative analysis of animal and 
human stem cells to provide information for selection of the most predictive and informative model systems; (2) development of new technologies 
for stem cell characterization and transplantation; and (3) improvement of animal disease models for stem cell-based therapeutic applications.

Differentiation and Integration of Stem Cells (Embryonic and Induced-
Pluripotent) Into Developing or Damaged Tissues (R01) 
Funding Opportunity Announcement (FOA) Number: PAR-13-094

Open Date (Earliest Submission Date): May 5, 2013
Letter of Intent Due Date(s): 30 days before application due date
Expiration Date: September 8, 2016 
http://grants.nih.gov/grants/guide/pa-files/PAR-13-094.html

Purpose: The primary focus of the FOA is to promote in vivo studies of stem cells in animal models and in humans (if applicable) to better understand 
how stem cells function within developing or damaged tissues. The areas of emphasis would include systematically profiling and cataloging changes at 
genetic and epigenetic levels that take place in stem cells and their microenvironment. The purpose is to gain in-depth knowledge of the mechanisms 
involved in: progressive differentiation of Embryonic Stem Cells (ESCs) into embryonic lineages, progenitor cells and specialized cell types; adult 
stem cells/progenitor cells during tissue regeneration and wound healing; and Induced Pluripotent Stem Cells (iPSCs) at the site of injury during 
stem cell therapy. 

Differentiation and Integration of Stem Cells (Embryonic and Induced-
Pluripotent) Into Developing or Damaged Tissues (R21) 
Funding Opportunity Announcement (FOA) Number: PAR-13-095

Open Date (Earliest Submission Date): May 16, 2013 
Letter of Intent Due Date(s): 30 days before application due date 
Expiration Date September 8, 2016 
http://grants.nih.gov/grants/guide/pa-files/PAR-13-095.html

Purpose: This funding opportunity is intended to encourage innovative and high risk/impact research in the area of stem cell biology, to be explored 
in model organisms. The research proposed under this program can explore approaches and concepts new to this area; development of new 
technologies; or initial research and development of data upon which significant future research may be built. The primary focus of the FOA is to 
promote in vivo studies of stem cells in animal models and in humans (if applicable) to better understand how stem cells function within developing 
or damaged tissues. The areas of emphasis would include systematically profiling and cataloging changes at genetic and epigenetic levels that take 
place in stem cells and their microenvironment. The purpose is to gain in-depth knowledge of the mechanisms involved in: progressive differentiation 
of Embryonic Stem Cells (ESCs) into embryonic lineages, progenitor cells and specialized cell types; adult stem cells/progenitor cells during tissue 
regeneration and wound healing; and Induced Pluripotent Stem Cells (iPSCs) at the site of injury during stem cell therapy.

Discovery of Genetic Basis of Mendelian or Monogenic Heart, Lung, and 
Blood Disorders (X01)
Funding Opportunity Announcement (FOA) Number: PAR-11-307

Open Date (Earliest Submission Date): September 18, 2011 
Letter of Intent Due Date: September 19, 2011; April 16, 2012; April  
   15, 2013; and April 14, 2014 
Application Due Date(s): October 18, 2011; May 14, 2012; May 14,  
   2013; and May 14, 2014 
Expiration Date: May 15, 2014 
http://grants.nih.gov/grants/guide/pa-files/PAR-11-307.html

Purpose: To stimulate discoveries of the genetic basis of Mendelian or monogenic disorders that significantly affect heart, lung, and blood (HLB) 
systems, the NHLBI invites X01 to use the genome-wide sequencing capacity of the Mendelian Disorders Genome Centers which are funded under the 
HG-10-016.

Health Promotion for Children With Physical Disabilities Through Physical 
Activity and Diet: Developing An Evidence Base (R21)
Funding Opportunity Announcement (FOA) Number: PAR-11-284

Open Date (Earliest Submission Date): September 16, 2011
Letter of Intent Due Date: 30 days prior to applicable receipt date
Expiration Date: September 8, 2014 
http://www.grants.gov/search/search.o?mode=VIEW&oppId=110713

Purpose: This Funding Opportunity Announcement (FOA) encourages Exploratory/Developmental Research Grant (R21) applications that will 
improve our understanding of how patterns of physical activity and dietary choice affect the health and fitness of children with physical disabilities. 
Proposed research should account for the functional limitations of children with disabilities and their nutritional needs, as well as the physiological, 
psychosocial, and environmental factors that play a role in determining the health of this population.

The following ongoing research initiatives at organizations other than BSF are particularly relevant to Barth syndrome:

Funding Opportunities Relevant to Barth 
Syndrome Research

http://grants.nih.gov/grants/guide/pa-files/PAR-13-114.htm
http://grants.nih.gov/grants/guide/pa-files/PAR-13-094.html
http://grants.nih.gov/grants/guide/pa-files/PAR-13-095.html
http://grants.nih.gov/grants/guide/pa-files/PAR-11-307.html
http://www.grants.gov/search/search.o?mode=VIEW&oppId=110713
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National Institutes of Health (NIH)

Health Promotion for Children With Physical Disabilities Through Physical 
Activity and Diet: Developing An Evidence Base (R01)
Funding Opportunity Announcement (FOA) Number: PAR-11-288

Open Date (Earliest Submission Date): September 5, 2011
Letter of Intent Due Date: 30 days prior to applicable receipt date
Expiration Date: September 8, 2014 
http://grants.nih.gov/grants/guide/pa-files/PAR-11-288.html

Purpose: This Funding Opportunity Announcement (FOA) encourages Research Project Grant (R01) applications that will improve our understanding 
of how patterns of physical activity and dietary choice affect the health and fitness of children with physical disabilities. 
Proposed research should account for the functional limitations of children with disabilities and their nutritional needs, as well as the physiological, 
psychosocial, and environmental factors that play a role in determining the health of this population.

American Society of Hematology
Patient Group Research Grant Opportunities 
 

To draw together the multitude of hematology-related research grant opportunities that are available through patient groups, the Society has created 
a section on the ASH Web site that simplifies your search for requests for blood and blood disease research topics. (http://www.hematology.org/
Research/2874.aspx 

Children’s Cardiomyopathy Foundation 
 

The Children´s Cardiomyopathy Foundation (CCF) offers two annual grant programs to support innovative basic, clinical, population, or translational 
studies relevant to the cause, diagnosis, or treatment of cardiomyopathy (dilated, hypertrophic, restrictive, left ventricular non-compaction, or 
arrhythmogenic right ventricular cardiomyopathy) in children under the age of 18 years. The goal of CCF´s grant programs is to advance medical 
knowledge of the basic mechanism of the disease and to develop more accurate diagnostic methods and improved therapies for children affected 
by cardiomyopathy. (http://www.childrenscardiomyopathy.org/site/grants.php) 

United Mitochondrial Disease Foundation
 

The United Mitochondrial Disease Foundation (UMDF) Research Grant Program began in 1997 out of a desire to fund research toward diagnoses, 
treatments, and cures for mitochondrial disease. (http://www.umdf.org/site/c.dnJEKLNqFoG/b.3790285/k.6CE6/Research_Grant_Program.htm)

(Cont’d from page 16)

Barth Registry 2.0 Expected to Roll Out in May!

The Barth Registry 2.0 is expected to roll out in May. Please bookmark www.barthsyndrome.org for more information 
as it becomes available. For those of you who are attending BSF's 2014 Conference there will be an overview provided.

http://grants.nih.gov/grants/guide/pa-files/PAR-11-288.html
www.hematology.org/Research/2874.aspx
www.hematology.org/Research/2874.aspx
www.childrenscardiomyopathy.org/site/grants.php
www.umdf.org/site/c.dnJEKLNqFoG/b.3790285/k.6CE6/Research_Grant_Program.htm
http://www.barthsyndrome.org/
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Featuring the work of the NHS Barth Syndrome Service and the Barth Syndrome Trust.

News from the Trust
By Michaela Damin, Chair, Barth Syndrome Trust

Barth Syndrome Research in Scotland

We are excited to be funding our first “BSF approved” Barth syndrome research project in the UK. The project “Characterization of 
a conditional knockout of tafazzin in the mouse” is being conducted by Professor Strathdee PhD, Head of Transgenic Technology, 
Beatson Institute for Cancer Research, Glasgow (see page 8 for more details). We wish Professor Strathdee every success and look 
forward to being able to give you an update soon. 

We are grateful for the generous support of our donors and fundraisers who have provided the $49,837 (£29,800) for this important 
project which we believe will have global impact. 

Bristol Service and Clinic Update

The annual clinic was held on 8-9th May 2014. Each year, the dedicated Bristol team strive to improve the service provided to families. 
This year, a special Memory Day meeting on the Friday enabled families to celebrate and remember the lives of the boys who are no 
longer with us but who remain in our hearts and minds. The Barth Syndrome Trust hosted a fun Family Day at the Bristol Zoo on the 
Saturday after the clinic and everyone enjoyed the chance to meet outside the hospital environment.

Other news from our Bristol Service team…

Farewell and Thank you, Dr. Tsai-Goodman
By Debbie Riddiford, Barth Syndrome Clinical Nurse Specialist, NHS National Barth Syndrome Service

Dr. Bev Tsai-Goodman has decided to stand down from her post as Cardiologist for the Barth Syndrome 
Service in Bristol due to her many commitments. We would like to take this opportunity to thank Bev for 
all her hard work in setting up the nationally commissioned Barth Service and for her ongoing support 
and dedication. We will miss Bev as a colleague and her daily enthusiasm. We are sure the boys and 
their families will also miss her being part of their visit to the Bristol clinic.

Welcome Dr. Jonathan Forsey

On the plus side, we would now like to introduce Dr. Jon Forsey who will be continuing Bev’s work. Jon’s major interest is in cardiomyopathy, 
and he has been busy looking through many of the echocardiograms that Bev and her colleagues have performed in the past. 

Development of New Diagnostic Genetic Test
By Dr. Colin Steward, PhD, FRCP, FRCPCH, Clinical Lead Consultant, NHS National Barth Syndrome Service

This is not the only change in the NHS service. In the next newsletter, we hope to be able to tell you that we have gone live with a new 
diagnostic genetic test that Maggie Williams and her colleagues have been developing at Bristol Genetics Laboratory (BGL).

In the past, we have always relied on single gene sequencing of the TAZ gene to confirm a diagnosis of Barth syndrome. We would 
still do this for anyone who has an abnormal blood cardiolipin test, because the cardiolipin test is so rapid, reliable, cheap and easy to 
perform. However, we quite often receive specimens from boys who have lost their fight with cardiomyopathy, but where no sample is 
available for cardiolipin testing and their diagnosis is unknown. We have always felt powerless to help families like this if testing turned 
out to be negative for Barth syndrome mutations; many of you will be aware of just how difficult this is for the families concerned. 

Barth Syndrome News From UK and Europe 

(Cont’d on page 19)

http://www.barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=532
http://www.barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=532
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(Cont'd from page18)

This will start to change with the new test which relies on a modern genetic technique called Next Generation Sequencing (NGS). This 
will allow us to simultaneously sequence 73 different genes which can result in dilated cardiomyopathy in infancy. Many doctors are 
still unaware of cardiolipin testing, and we also hope that the availability of this test will allow us to identify males with Barth syndrome 
who have missed being identified so far.

Proposed Drug Trial
By Dr. Colin Steward, PhD, FRCP, FRCPCH, Clinical Lead Consultant, NHS National Barth Syndrome Service

In spring 2013, the NHS Barth Syndrome Service applied to National Institute for Health Research 
(NIHR) for funding to perform a randomised trial of two drugs, bezafibrate and resveratrol, 
which had been shown to improve the cardiolipin changes that we see in Barth syndrome 
cells grown in the laboratory. Discussions between NIHR and the NHS team about funding are 
still ongoing, and we hope to be able to give you positive news in the next newsletter. This 
is, however, just one of many steps in the very complicated process involved in setting up a 
modern drug trial, and we would stress that national regulatory approval (from the Medicines 
and Healthcare Products Regulatory Agency, MHRA – the UK equivalent of the FDA) and ethical 
trial approval would still be required. This process could easily take six months from getting 
news of funding. 

The NHS team wish to stress how grateful we are to Dr. Mindong Ren and his scientific colleagues at New York University for performing 
the laboratory experiments which underpin this application and for being so generous in allowing us to show their data to the NIHR. 
Also to both Michaela and her colleagues in BST for helping us to develop the plan that we have proposed for this trial and to Dr. Matt 
Toth for helping us to write the application and helping all the scientists and doctors to work together. This just shows what the Barth 
syndrome community is capable of and provides an inspiration to us all. 

Education

In the last edition of this newsletter, parents wrote about their sons starting secondary school. Here, Gill tells how she addressed one 
of her main worries when her son, Jack, started primary school.

Germ Warfare in Primary School
By Gill, Mother of Jack, age 7

One of my main concerns when Jack started school was how I could protect him 
from all the other germy children! The school staff were very reassuring, but as we 
all know, classrooms can be rife with bugs and viruses and the pressures on working 
parents mean sometimes children are sent to school when they would be better 
kept at home! On top of this, I doubted that other parents would take me seriously. 
Jack presents as very well to the untrained eye. 

Back then, I was still bothered that people may have imagined me to have some 
weird attention seeking disorder if I made a fuss! Nevertheless, I wrote a positive 
open letter to the whole school, added Jack’s photo, and explained how excited 
we were to be joining the school. I included the main Barth syndrome symptoms, 
BST website details and my telephone number with a request that parents let me 
know if their children had a temperature, sickness or maybe brewing something 
infectious. The school kindly sent this out before we started. I followed this up with 
wallet-sized business cards with contact numbers which I gave out to parents of 
children in Jack’s class. It worked really well. Parents would often call me before 
school so I could decide what to do. 

The school was very supportive, and over time my confidence grew and now that 
Jack is on G-CSF, this has helped a lot.

If I have any advice for parents with boys about to start school it would be don't 
worry about other people, get the school on your side, be brave and stay in control 
of what's happening as much as possible.

(Cont’d on page 20)

Jack, age 7, confident at school. 
(Photo courtesy of Jack's parents 2014)

"...This just shows what the 

Barth syndrome community 

is capable of and provides an 

inspiration to us all."

Colin Steward, PhD, FRCP, FRCPCH
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Meeting the Specific Needs of Each Child
By Michaela Damin, Chair, Barth Syndrome Trust

Even two brothers with Barth syndrome can be affected very differently so when it comes to starting pre-school or primary school, 
work out what specific needs your child has and how best to meet them.

Boys with Barth syndrome can sometimes struggle with gross and/or fine motor skills, fatigue and frequent absence due to illness, 
tiredness or medical appointments. Most parents strive to make daily life as normal as possible which includes a certain amount of risk 
taking — we cannot shield our children from every minor illness or accident that is a part of normal social interaction, but we can and 
should think about ways to ensure that school is a safe environment in which to learn and to have fun with peers.

Please take a look at our Education Guide on the Barth Syndrome Trust website which provides information about various safety issues 
and adaptations that a young child with Barth syndrome might need when starting primary school. You may also want to use the Care 
Plan for School template.

And finally… changes to legislation in UK which may well affect you:

In the future, your local council will have to draw up an Education, Health and Care (EHC) plan instead of a statement of Special 
Educational Needs (SEN), publish a ‘local offer' of services and offer a personal budget. Find out more about changes on the Contact a 
Family website at www.cafamily.org.uk/influencing.

New Disability Benefit in UK

Personal Independence Payment (PIP) is a new disability benefit replacing Disability Living Allowance (DLA) for people aged 16 to 64. 
DLA continues for children aged under 16. Like DLA, PIP has two parts — the mobility component and the daily living component. For 
further information about assessment, entitlement to PIP, rates and criteria, please call Contact a Family on their freephone helpline 
on 0808 808 3555, or email helpline@cafamily.org.uk.

Making the Research Possible

It is wonderful to be able to report significant milestones such as the funding of a research project in the UK. This wouldn’t be possible 
without everyone's fundraising efforts and donations. The first step in the long journey to a cure is fundraising. For news of fundraising 
events and donations from UK and Europe, please see our fundraising insert.

Memorial Donations
Donations were received in memory of the following boys and other family members: 

Terry Farrow
John Skerratt
Jack Reddin (22 December 2009 - 29 December 2009)
Sebastian Vavasour (24 June 2011 - 11 December 2013)

Barth Syndrome News From UK and Europe 
(Cont’d from page 19)

http://www.barthsyndrome.org.uk/userfiles/Factsheets/BarthSyndromeEducationGuide11-10-2012.pdf
http://www.barthsyndrome.org.uk/Forfamilies.php
http://www.barthsyndrome.org.uk/Forfamilies.php
www.cafamily.org.uk/influencing
mailto:helpline@cafamily.org.uk
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In  Loving Memory of  Sebast ian
By Laura and Joe, Parents of Sebastian

Born in June 2011, Sebastian arrived with characteristic drama. After the dust settled, we walked 
through the door of our little house, a family for the first time. All parents know that the story 
doesn’t really end there, but it’s true to say that for the first 17 days we had a blissful, sleep-
deprived time getting to know each other. Then on 11 July, Sebastian became critically ill.  

Sebastian defied the odds, and just a month later we were back at home. Only now we were told 
that our little boy was in severe heart failure. Alongside feeding and changing Sebastian, we were 
having to give him drugs around the clock.

Always a little charmer, Sebastian spent the next six months winning the hearts of his nurses, 
doctors, in fact anybody who he had the chance to meet. His heart became steadily stronger, and 
by Christmas we were thrilled to be told that he could be expected to make a full recovery.  

His medical team continued to reassure us, but we were worried that there was more to Sebastian’s 
story. After a fateful day searching the internet, Laura came upon a rare disease called ‘Barth 
syndrome’. We made the call, and by the following week the diagnosis was made. Sebastian had 
become a member of an extremely exclusive club!

In September 2012, Sebastian attended his first Barth Syndrome Clinic. Although he really was the baby of the group, the way in which 
he took to the other boys, and they to him was incredible. We couldn’t believe how tender the bond between them all was.

Sebastian’s second Christmas was a joyous time, and in February he became a big brother! Greeting Gabriel with ‘What’s that?’ 
Watching the two of them together was amazing.

Again instinct told us that there was something going wrong, and by May, Sebastian was in intensive care. By June, he had been 
transferred to Bear Ward, Great Ormond Street; and in August, he was listed for a heart transplant.

Ever resourceful and content, Sebastian spent the long days in hospital painting, gluing, and sticking stickers on anything or anybody 
who passed. He continued to maintain a harem of nurses and doctors and was often to be found enjoying a ‘cug’ (Sebastian’s word for 
cuddle) in the arms of his devoted fans. 

Always a trailblazer, Sebastian was the first child in the UK to return home with a Milrinone CADD Pump, and we were lucky to spend 
three precious weeks together again as a family of four.

Sebastian never got his heart. Having waited patiently for so long, he died at Great Ormond Street, in  our arms, surrounded by those 
who loved him, aged two years, five months. Always courageous, he decided that his path led in a different direction, and we had to 
say farewell though it broke our hearts.

Sebastian took the hand that was dealt him, and played it beautifully. We’ve drawn strength from his spirit and his dignity to go 

forwards, to be better people, and never to forget him.

Sebastian
24 June 2011 — 11 December 2013

Sebastian and Gabriel
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This has been a year of organizational restructuring. The Canadian 
Government changed some of the statutory rules affecting charities, 
and this required that we review and update our operating by-laws. 
Considerable time was spent in attending government sessions, 
reviewing their material and working through what we thought might 
need to be changed in our by-laws. We enlisted help from a legal firm 
that specializes in charity and not-for-profit organizations, got their 
advice and benchmarked against other Canadian charities.  

Our AGM is soon, and as usual, we will have a good balance between 
routine business and social interaction. The discussion and passing of 
our new by-laws and the opportunity for everyone to participate in 
the unusual activity of ‘Glow in the Dark Mini Golf’ will strengthen our 
organization in the years to come.

While the board has spent time focusing on our governance and 
structure, the executive and larger set of volunteers has continued to 
find creative ways to raise awareness and funds and to leverage their 
passion for the good of the organization. This year (in fact this started 
last year), many of our skilled craft specialists created hundreds of pairs 

of mittens and scarves and dozens of dressed bears. For those joining the conference, you will see and be able to buy these treasures 
made with so much passion and heart. We cannot thank our volunteers enough for all the many hours they have spent in support of 
our efforts!

Some of the great things about our Foundation and the extended set of “Friends of Barth” we have are the surprises we get when 
people help in unexpected ways. We continue to have people who create and run personal fundraisers such as events and draws. In 
the last months we have also benefited from memorial donations on the passing of some of our Friends of Barth, including some who 
joined us as “Friends of Friends”. It is truly inspirational when we see a notice that one of our personal friends or donors has chosen 
to help the organization and our affected individuals in their final wishes. Thank you to all of our Friends of Barth for your kind and 
thoughtful help.

This year, we once again look forward to the Barth conference, where we will spend time with our Barth family learning, laughing and 
sharing. The Canadian group is a big part of the conference, helping to organize and funding the attendance of Canadian researchers. 
We are also sponsoring the Science & Medical Poster Session, a conference breakfast and some fun at the Photo Booth. On top of that,  
a number of individual sponsorships by Canadians will help to defray the cost of the conference for us all. The conference is always a 
special week to remember in our lives, and most importantly, in the lives of our affected individuals. We are glad to be a part of it and 
can’t wait to see everyone there!

Spring 2014 — President's Report BSFCa

By Lynn Elwood, President, Barth Syndrome Foundation of Canada

Lynn and Adam (age 24) display BSFCa bears. 
(Photo courtesy of BSFCa 2013)
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The BSFCa planning weekend was held on November 22–24, 
2013. Once again, Lois Galbraith and Carol Wilks volunteered their 
homes in the remote, wooded area of Lake Kasshabog, Ontario to 
hold the meeting. In attendance were Lynn Elwood, Cathy Ritter, 
Chris Hope, Susan Hone, Lois Galbraith, Carol Wilks and our chef/
dishwasher/board advisor, Les Morris.  

Friday evening, we did our customary year in review and tweaked 
the agenda for the rest of the weekend. Our focus for 2014 
continues to be affected individuals and their families and what we 
can do to make living with Barth syndrome a little easier. We had 
a lengthy discussion about fundraising which unfortunately has to 
remain our number one priority if we want to able to accomplish 
our mission. Other discussions included how to increase awareness 
of Barth syndrome, the upcoming 2014 Conference, what’s new in 
the science and medicine area and setting the budget for 2014. 
We always seem to have more to discuss than the time allows.

A special thank you to Les, Lois and Carol for their hospitality and great food. Having home cooked meals and no hotel expenses 
keeps our administrative costs at a minimum, something BSFCa prides itself on. An added bonus this year was the addition of wireless 
internet at both homes; no more dial-up internet!

(L-R) Susan Hone, Lynn Elwood, Cathy Ritter, Lois Galbraith, 
Chris Hope and Carol Wilks. (Photo courtesy of BSFCa 2014)

BSFCa 2014 Planning Session

By Susan Hone, Secretary, Barth Syndrome Foundation of Canada

All photos were taken at BSFCa's AGM/Outreach 2013 and 2013 Golf Tournament.
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2013 Champions Ken, Rob, Bill and Tyler. 
(Photo courtesy of BSFCa 2013)

Cathy, Chris, Steve and Ryan. 
(Photo courtesy of BSFCa 2013)

Canadians Love their Golf, their Golfers and their Guys!

September 8, 2014 will mark our TENTH annual golf tournament.  
These golf days have all been very exciting and filled with good fun, 
much laughter and great friendship.

Our plans for this year’s “BSFCa Driving for the Cure” are well under 
way, as we have been preparing the registration brochure, making 
a budget and soliciting corporate sponsors. It is our hope that this 
year’s golf day will be big, better and bouncing with more fun!

We, of course, thank our golfers and volunteers from all of our 
tournament days for their continued support and dedication to the 
BSF of Canada. To date, we have raised approximately $165,000 
for the BSFCa plans, activities, research and family support. We 
are proud to be fulfilling the vision of..."Enhancing the lives and 
outcomes of Canadian individuals and families affected by Barth 
syndrome." We still have much to do!

To succeed takes determination, organization, drive, fundraising 
and a strong desire to beat this disorder. We owe much of our 
success to many people who believe in the BSFCa and encourage 
and support us in so many ways.

We must commend our devoted sponsors who have been instrumental in our successes over the past ten years. The Buss Megg 
Society have sponsored our luncheon every year and will again this year. Thanks also to major sponsors Hope Aero, Ian Morris (Jones 
DesLauriers), Rick Kritschgau (Vision 2000) and Jamie Sheppard (Woodington Lake Golf Club). We also have had hole sponsors galore 
supporting our worthwhile cause.

Each of the ten years, we have enjoyed the company of four or five of our guys affected by Barth syndrome. They have come out to golf 
and to be volunteers and ambassadors on these days. They have been an inspiration to all of us. Our Saskatchewan family continues to 
join us for the day accompanied by various members of their family from year to year. For several years, three of our Floridian friends, 
Jan Kugelmann, Sharon Olson and Joanie Weaver, have made the trek to beautiful Ontario to celebrate the day with us. They certainly 
have added a special zest to the golf day.

Anyone who would like to join us for a day on the links, volunteer on the day, sponsor a hole, offer your talents or skills, or simply make 
a financial donation to the day….please contact me directly at 705.877.3159 or at lois.galbraith@sympatico.ca.

Adam, Chris, Robert and Travis 
(Photo courtesy of BSFCa 2013)

By Lois Galbraith, Volunteer

Mailto:lois.galbraith@sympatico.ca
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2013 Annual Overview
Barth France has closed its 3rd year, with EUR 81.000 raised this year. 80% of the funds was raised at different fundraising events, such 
as Ironman races, a golf tournament, a gospel concert, a poker tournament, a charity dinner, etc.

During this year, Barth France funded research grant programs, in Italy and in France:

Barth France decided to fund one of the research programs that the Barth Syndrome Foundation awarded in the 1. 2012 grant cycle.  
This was the program of Dr. Angela Corcelli, from the University of Bari in Italy, to work on a potential new method for the screening 
of patients for Barth syndrome (BTHS). As a correct diagnosis for BTHS is often missed, and BTHS is globally underestimated, Dr. 
Corcelli’s project would allow a quick and simple determination. Even if further experimentation is needed to validate the method, 
the preliminary data available show that BTHS can be easily identified. Barth France funded this work in the amount of US $36,000. 

Barth France belongs and contributes actively to the functioning of the French National Register for Neutropenia. This group registers 2. 
each French patient diagnosed with neutropenia, with a link to any other pathology the patient may suffer from. We believe it is 
essential to help this registry to be kept alive and up to date, as it is an easy way to know the French Barth population dealing with 
this aspect of Barth syndrome.

2014 plans
Some “traditional” events…

Barth France is working hard to propose different events to donors over the course of the year: 

March: Gospel Concert (2nd year)• 
April: Paris Marathon (3rd year)• 
June: Heroes Race (6 km, with 20 runners for Barth France) (3rd year)• 
July: Ironman (4th year)• 
August: Golf Tournament (4th year)• 
November: Poker Tournament (3rd year)• 

…and some new events…

Some other fundraising projects are being worked on as well: 

January: Charity Dinner • 
May: Photo Session for Mothers’ Day• 
September: Garage Sale• 

If you would like to help Barth France organize these events, or if you have any ideas for raising funds and awareness of Barth syndrome, 
please do not hesitate to contact us (contact@barthfrance.com).

Research Grants
In the 2013 grant cycle, the Barth Syndrome Foundation awarded six research projects, among which is Dr. Reynolds’ systematic 
investigation into sensory and motor-based feeding issues in boys/young men with Barth syndrome. Her previous work identified 
sensory issues related to feeding and eating that were ubiquitous in Barth children, with some behaviors such as strong gag reflex 
identifiable early in development. The purpose of this study is to build upon the preliminary findings and expand the methodologies 
for data collection. Barth France decided to fund this research program for US $18,732 (see page 8 for more details).

Barth Syndrome Foundation Conference in Florida
As in 2012, Barth France will attend the upcoming Barth Syndrome Foundation Conference in June in Florida. The association will 
provide French families with a summary of this conference, as many families cannot attend, mainly due to the language barrier. We 
are very pleased that Dr. Jean Donadieu, hematologist, will be presenting during the Scientific and Medical Sessions at the Conference. 
Dr. Donadieu is responsible for the French National Register for Neutropenia. Our goal for the 2016 Conference would be to have more 
French-speaking families attending!

News From Association Barth France
By Florence Mannes, Chair, Association Barth France

(Cont’d on page 26)

http://www.barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=392
mailto:contact@barthfrance.com
http://www.barthsyndrome.org/science--medicine/research-grant-program/view.asp?ccid=535
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A French Clinic Soon
Following the visit of the Bristol Clinic Team to Paris last September, French doctors agreed to set up a French clinic in Paris in order to 
offer French-speaking Barth boys a one-day multidisciplinary check-up focusing on Barth syndrome. The very first clinic will be held on 
September 15, 2014. All of the ten French boys with Barth syndrome known to us will be invited, and we hope that many will be able to 
come. Barth France will organize a social event the previous day to help the boys get to know each other and to make this day special. 
 

French Doctors Raise Awareness
In order to raise awareness of Barth syndrome in France, doctors from different specialties such as cardiology, hematology, genetics, 
and mitochondria have decided to publish guidelines on diagnosis and treatment for Barth syndrome. This article will facilitate early 
diagnosis of Barth syndrome in France.

Some Words from a Fundraiser
By Mathieu Guedon

I work for Alcoa Fastening Systems which is a division of the Aluminum producer ALCOA (Aluminum Company of America). Through their 
charitable foundation, ALCOA is able to support organizations like Barth France and encourage their employees in wellness activities. 
As a triathlete, it is an opportunity for me to combine my passion with a grant from Alcoa for Barth. I met Philippe two years ago at 
the running show before the Paris Marathon. I was immediately interested in helping Barth France because it supports research into a 
syndrome which affects children. It's the second time we have supported Barth France, and I think we will join in other events..."

Mathieu and Xavier at Eco Trail Paris (80 k)

I Attended a Cardiology Conference for Association Barth France
By Laure Mercier

On March 29, on behalf of Barth France, I attended a one-day conference held by the French Association of Cardiology. The morning 
sessions were dedicated to the implications of cardiac diseases on everyday life: how to deal with cardiac diseases at school, and how 
to assure as good scholarship as possible. Another session was about dealing with stress when suffering from a cardiac disease. After 
a social lunch, there were five different sessions, mainly updates on research (not specifically dedicated to Barth syndrome, but to 
general cardiomyopathies), the new technologies for ICD, genetic testing, etc. Finally, an association came to explain how they set up 
a Therapeutic Education Program. 

I am still working on a brief summary of the key points of this day, which Barth France could send to the French families who are in 
contact with the association. 

(Cont’d from page 25)

Anne Sophie, Julien, Aurélie and Nicolas at Eco Trail Paris (30 k)
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Power of  Kindness Donor categories are based upon the past 18 months of cumulative giving

PAULA & WOODY VARNER FUND

Angels ($1,000 - $4,999)
Henricks, Dr. Bruce & Peggy
Sonderegger, Ted & Mary Ann
Wilkins, Muriel
Wilkins, Sue & Dr. Mike

General Contributions ($50 - $999)
Allman, Tom & Jane
Allman, Peter & Maureen
Basler, Dr. Rod & Debbie
Bettenhausen, Bob & Joanne
Beynon, Dave & Liz
Bingham, Dr. Dave & Kathy
Buckley, Les & Nancy
Burmeister, Jon & Jackie
Burmeister, Blaine & Abby
Burmeister, Charles & Marita
Campbell, Bob & Candy
Campbell, Jack & Sally
Capek, Dr. Dale & Clay
Carveth, Dr. Steve & Beth
Cent, Beverly & Norbert
Cheatham, Dr. John
Cheatham, Linda
Cimino, Dr. Mike & Patty
Dittman, Alice
Farrar, Doug & Shawn
Firestone, Dave & Jane
Ganz, Doug & Pam
Gelber, Dr. Ben & Elaine
Haessler, John & Nancy
Harford, Kevin & Sonia
Hayes, Dorothy
Hedgecock, Norm & Debbie
Henriksen, Allen & Penny
Jensen, Tom & Marilyn
Keating, Con & Barbara
Kennedy, Walker & Dianne
Kiechel, Dr. Fred & Vivian
Linder, Dr. Max & Pat
Massengale, Dr. Martin & Ruth
McNair, G. L.
Minnick, Gates & Daisy
Nelson, Scott & Teri
Norris, Mike & Mary
Olson, Loy & Julie
Osborne, Dr. Tom & Nancy
Otte, Robert & Carolyn
Pittenger, Jim & Julie
Raun, Robert & Eileen
Rawley, Ann
Richards, Matt & Jessica
Roskens, Dr. Ronald & Lois
Schorr, Paul & June
Seaman, Andrew & Robyn Steely
Shamblin, Dave & Sue
Shreve, Bill & Linda
Somers, Peter & Dr. Kristin
Sonderegger, Kurt & Sue
Stohs, Dr. Gene & Kristen
Stuart, Susan
Stuckey, Dennis & Nancy
Swanson, Mary
Tegt, Dr. Tom & Barb
Thompson, Elwood & Carol
Varner, Tom & Beth
Varner, Judy
Wiederspan, John & Nancy
Wiederspan, James & Ann
Wilkins, John
Wilkins, Dr. Lee & Kristi
Wilkins, Joanne
Wilkins, Dr. Jerry
Zeitner, Eric & Katrina

SCIENCE & MEDICINE FUND
Stars ($5,000+)
McCurdy, Steve & Kate
McKown, Christopher
Sernel, Marc & Tracy

Angels ($1,000 - $4,999)
Allen, Tiffini
Forsyth, John & Linnet
Geary, Ann
Haines, Dr. Tom

Kirkland and Ellis Foundation 
Kugelmann, Peter & Karen
Winston, Laura

General Contributions ($50 - $999)
Allen, John & Karen
Asaff, Ernie & Colette
Baron, John & Christine
Barrett, James & Nancy
Belch, Maureen
Bialo, Ken & Katherine
Brown, Terryl
Dollard, John & Janet
Ferber, Kerri
Flowers, Helen
Garick, Lauren
Gewitz, Michael & Judy
Gilbert, Gregory
Grossman, Dr. Harvey & Charlotte
Gyurko, Peter
Harrigan, Timothy & Lori
Holly, Peggy
Iannucci, Ryan
Ison, Ann
Johnson, Chris
Keller, Allan
Kugelmann, Steve & Jan
Lascurettes, Nancy
Lewis, Frank
Longest, Cynthia
Morsberger, Raechel
Nurkowski, John
Ott, Pearl, Donald, & Judy
Paschal, Derek
Peterson, Carl & Andrea
Phoon, Dr. Colin & Janet
Robinson, Joe & Connie Sue
Sampson, Dr. Hugh & Anne
Schwendener, Paul & Barbara
Stahly, Craig
Steer-In
Theraplay, PLLC
Tulchin, David & Nora
Watson, Theda

GENERAL FUND
Stars ($5,000+)
American Express Gift Matching 
Blumenthal, Richard & Cynthia
Buly, Dr. Robert & Lynne
Clapp, Eugene & Meredith
Cusack, Tom & Carrie
Ingersoll, Paul & Mariana
Kavetas, Suzanne
Lummis, Marilyn
Lummis, William & Dossy
Rebecca Swift Malkin Fund
Malkin, Scott & Laura
McCurdy, Steve & Kate
McKown, Chris & Abby
Christopher J. McKown Charitable Gift  
   Fund
Miller, Kirt & Martha
Newmark & Company Real Estate Inc. 
Pierson, Dr. Richard & Allene
Robinson, Frank & Sharon
Russell, Dr. Paul
Sernel, Gordon & Sharon
Earl & Brenda Shapiro Foundation
Stoll, Ned & Cindy
The Frill Foundation
The Lebensfeld Foundation
The Malkin Fund 
Tortimaki Foundation 
Vaisman, Natan & Beth

Angels ($1,000 - $4,999)
American Express PAC Match 
Anonymous 
Avanti Polar Lipids, Inc. 
Bailey, Clarke & Trish
Barad, Seth & Amy
Bradley, Robert & Margaret
Branagh, Thomas & Diane
Branagh, John & Megan
Brody, D.W. & Tracy
Campbell, Debbie
Davis, Martha
Despins, Suzanne
Devan, William
Dillon Foundation 
Dunagan, John
Eleanor Minor Trust
Epstein, Paul & Leah
Evoy, Larry & Sally
Flatt, Andrea

Florez, Michelle
Susan & David Fowler Charitable Gift  
   Foundation
Gerfen, Henry
Glenn, William
Greenberg, Dr. Miriam & Shifra Epstein
Grubb & Ellis
Hales, Bryan
Hart, Dana
Hechinger, Nancy
Heine, Timothy
Henricks, Dr. Bruce & Peggy
Holly, Greg & Keli
Ingersoll, Ann
Isaac, Paul & Karen
Johnson, Malcolm & Deloris
Joyce, Dave & Jane
Kirkland and Ellis Foundation 
Kugelmann, Steve & Jan
Kuhl, Phillips & Karen
Lindsey, John & Sara
Lummis, Marvin
Lummis, Ghent
MBIA Foundation
Malkin, Eliza
Malkin, Emily
Malkin, Louisa
Mann, Allen & Rosa
Masterson, Moira
McCormack, Susan & Ken Marra
McCurdy, Mac & Ginny
McCurdy, Chris & Kris
Michaud, Steven & Yoko
Minor, Walter & Eleanor
Olson, Dick & Sharon 
O'Shaughnessy, Jim & Melissa
Osnos, Suze & Peter
Pattee, Diane
Raftery, John
Randolph, Dr. Peter & Helen
Russell, Cristine
Russell, Paul & Sara
Section 16H Group A NJ Nonprofit Corp. 
Viebranz, Elaine
Welcome, Michael & Carolyn
Weltlich, Robert & Dodie
Wible, Deborah
Winston, Laura
Woodward, Kevin & Stacey

General Contributions ($50 - $999)
Adams, Greg & Sandy
Adelson, Robin
Alimanestianu, Alexander
Alisberg, Andy & Susan
Allen, Tiffini
Amalong, Thomas & Aleta
Ameriprise Employee Gift Matching
Amlicke, Tom & Susan
Anonymous 
Arovas, Gregory
Asaff, Ernie & Colette
Aviles, Michael
Axelrod, Dr. David & Jessica
Azar-Kuhn, Laura & Christopher
Baffa, Ted & Rosemary
Baker, Timothy
Ballard, Stacey
Barbarotta, John & Audrey
Barr, Marian
Barsotti, Carey
Bartels, Kenneth & Jane Condon
Barth, Dr. Peter
Bartz, Roger & Veronica
Bater, Jennifer
Bayer, Lisa
BBM Group LLC
Beasley, Dr. Pamela & Dr. Stephen
Behrmann, Kathi-Ann
Belfatto, Eileen
Bellig, Charles
Bellig, John & Susan
Bennett, Judith
Bennis, Lisa
Berardino, Robert & Martha
Berens, Wayne & Harriet
Berland, Jonathan & Leslie
Berman, Harris
Berning, Melvin & Mary Dell
Berridge, Mary
Berry, Shane
Berry, Rick & Carla
Bertling, Norbert & Donna
Bialo, Ken & Katherine
Bittel, Rhonda
Black, Kari

Bliven, Peter
Blom, Hans
Bogert, Amy & Robert Baldwin
Bogert, Nick & Sally
Bohnert, Kaye
Boroditsky, Sophie
Botto, Michael & Patrice
Bowman, Ron & Nancy
Bradley, Robert
Branagh, Bill
Branagh, Matt
Brennan, Alan
Brenner, Andy & Kathy
Brewer, Gerilyn
Brody, David & Jeanne
Brody, D.W. & Tracy
Brogan, Karen
Brown, Tracy & Cary
Brown, Wayne
Bruno, Ellen
Bucci, Michael & Erika
Bucklin, Paul
Buddemeyer, Donna
Buddemeyer, Leslie
Buddemeyer, Randy
Burgess, Larry & Char
Burke, Margaret
Burnett, Johnny & Teresa
Burt Trimmings Co. Inc.
Burtis, Cleo & James Comerford
Butera, Jacquie & Donald Kyle
Butera, Thomas & Morlene
Butt, Michelle
Cade, Dr. Todd
Calhoun, Michael & Angela
Callahan, David
Calvo, Jorge & Beatriz
Cappello, Frances
Carey, Helen
Carlson, Gerald
Carlson, Richard
Carpenter, Arthur & Mary
Carroll, Zachary
Carroll, Terrence & Ellen
Carvalho, Maria
Casida, Robert
Cavanaugh, Matt & Alice
Chan, Nathalie
Chandler, Robert & Darla
Chapin, Steve & Deborah
Chase, John
Cherniak, Benjie
Christensen, Eric & Lisa
Church, Charlotte
Citta, Laura
Clark, Dean
Clark, Jeffrey
Clark, John
Clark, Rebecca
Clifton, Inc.
Coffey, Bravil
Collazzi, J.J. & V.C.
Cominotto, Michael
Concannon, Richard & Maura
Condon, Mark
Cote, Henry
Courtney, S.
Crabtree, Joyce
Cracchiolo, James & Marilyn
Crawford, Michael
Creedon, John
Crowley, Peter & Gretchen
Crowley, Diane
Crozier, Nancy
Cushmore, Patricia
Dance, Stephen
Danckwerth, Kevin
Dannels, Richard & Terry
Daughenbaugh, Mary
De los Santos, Marites
Derusha, Charles & Bernadette
Derusha, Laura
Derusha, Leroy & Jennelle
Derusha, Leslie
Dickson, Kenneth & Linda
DiMattesa, Walter
Dollar, Michelle
Donnalley, Jen
Dooley, Adam
Doon Elevator Inc.
Doran, Shawna
Dorf, Kermit & Connie
Drake, Bryan
Drake, Frank & Teresa
Drake, Marcia
DuHamel, Constance

Dunagan, Deanna
Dunagan, John
Dunn, Aldo
Dunn, Mark & Anna
Edelman, Jay
Edwards, Sara
Egueur, Madeleine
Eliet, Francois & Jane
Elizabeth Seton Montessori School Of  
   Westmoreland
Elleo, Frank & Claire
Elliott, Christine
Emery, Jon & Suzanne
Engberg, Kate-Marie
Ennis, Carleigh
Epand, Dr. Richard
Evans, Robert & Beverly
Eventbrite
ExecComm LLC
Fabtrends International Inc.
Fairchild, Julie & Dewayne
Fanell, Natalie
Farley, Lauren
Fast, Eric & Patricia
Faxon, Kevin & Susan
Feldman, Howard
Feldman, Richard & Rosalyn
Feldstein, Elayne
Ferguson, Sarah
Fernandez, Kristen
Ferrarese, Paul
Fienberg, Meg
Filby, Linda
Firestone, Jim & Ann
Fisher, Anthony
Fitzgerald, Elizabeth
Florez, Michelle
Floyd, Edmond & Julie
Floyd, Jane
Flynn, Clare
Fogarty, Jesse
Forsyth, John & Linnet Tse
Franklin, Peter & Dorothy
Freidus, Dahna
Fuller, Barbara
Gallaher, Carolyn
Garfield, Leslie
Garick, Lauren
Garrity, Jonathan & Caroline
Garry, Bobby & Leigh
Bill and Melinda Gates Foundation
Geithner, Peter & Deborah
George, Maryanne
Gerbasi, Richard
Gerhart, Ginger
Gerszberg, Richard & Caren
Gewitz, Dr. Michael & Judy
Gibbs, Richard & Jennifer
Girsky, Laurie
Girton, George
Gittelman, Ann
Glasgow, Merrill & Betsy
Glick, Robert
Golden, Michael
Goldman Sachs Co. Matching Gift  
   Program
Gonzalez, Dr. Iris
Gonzalez, John
Goodman, April
Goodman, Bob & Diane
Goodwin, William & Virginia
Gottsegen, Alison
Gould, Jan & Michele Lewis
Gray, Dusty & Melany
Green, Mitch & Susan
Greene, Dorothy
Gress, Emil & Natalie
Groff, Lindsay
Grose, Madison & Nora
Grossman, Dr. Harvey & Charlotte
Hales, Bryan
Hall, Greg & Dacey
Hallman, Weston
Hallmark Agency, Inc.
Hamilton, Sam
Hamlin, David & Rebecca
Han, Kevin & Rhonda
Hargraves, Julian & Janice
Harman, James & Merlene
Harris, James
Hartel, Charles
Hawk, Linda
Hayes, Edward
Hazen, Ned & Liz
Heikkinen, Lorna
Heit, Derek



Page 28     Barth Syndrome Journal  ~  Volume 14, Issue 1

Bly (age 10) 2014Christopher (age 6) 2014

(P
ho

to
s 

co
ur

te
sy

 o
f B

SF
)

Power of  Kindness
Subber, Ronald
Sudo, A.
Sullivan, Barbara
Sundberg, Kelly
Swabe, Rodrick
Swain, Bob & Virginia
Swarb, Steve & Jennifer
Swennen, Erik & Veerle
TCD Consulting, LLC
Tamsiti, Mary
Tanner, Susan
Terelmes, Nina
The Benjamin Jacobson & Sons  
   Foundation
The Kubly Family Foundation
The Wolfe Family Chaitable Foundation
Thoma, William
Thomas, Marion
Thomas, Stephen
Thomson Reuters
Thorius, John
Toth, Dr. Matt & Marilyn
Traxler, Seth
United Way Of Central & Northeastern CT
Van Velan, Kera
VanBuren Brown, Marcia
Vaninger, Tracy
Vietoris, Paola
Vogt, Jerre
Votaw, Jebby
Wagner, Ryan & Lindsay
Wagner, William
Ward, Jeffrey
Warner, Jared
Warren, Kimberly
Waterman, Chris & Marcy
Waters, Marty & Helen
Watt, Richard & Gill
Wayne, Sharon
Weakland, Ty & Tanya
Weinstein, Judith
Weltlich, Steve & Sharon
Wenglin, Dr. Barry & Barbara
Werner-O'Brien, Claire
Wharton, Philip & Philippa
Whitsett, Nadine
Wible, Deborah
Wible, Mark
Wiederspan, James & Ann
Wilkins, Joanne
Wilkins, Sue & Dr. Mike
Willcoxon, Anne
Williams, Kathleen & Suzi
Williams, Paul
Withem, Angela
Wolff, Patricia
Woodward, Gordon & Ann
Woodward, Kevin & Stacey
Woodward, Steven
Wright, Marilyn
Wynia, Brent & Shari
Yocum, Ed & Lucy
Young, Bill
Zeitner, Eric & Katrina
Zeller, Anne
Zelouf, Danny
Zierk, Tom & Gail
Zierk, Holly
Zink, Kari
Zoland, Yale & Wendy

Hennessey, Michael & Mary Alice
Henricks, Dr. Bruce & Peggy
Herbsman, Jonas & Lori
Herr, Cabby
Heslin, Frank & Linda
Hicks, Dale
Hicks, Wardell & Mary Lou
Hiden, Bob & Ann
Higgins, John & Liz
Hill, Carter
Hillel, Pavel & Susan
Hiscocks, Richard & Marsha
Hobbins, Antonia
Holbrook, Frank
Holly, Betty
Holly, Blake
Holly, Craig
Holly, Peggy
Holmes, Pam
Homonai, Virginia
Hood, Alexander & Amy
Hook, Stephen
Horkey, Shelly
Horner, David
Horner, Wible & Terek, PC
Horton, Nancy
Hoskins, Stacia
Howell, David & Patricia
Hsieh, David & Priscilla
Hubby, Pam
Hussein, A.
Huston, Laura
Ingersoll, Jared & Tina
Interim Health Care Of Pittsburgh
Irving, John & Emily
Ison, Ann
Jamieson, Timothy
Jarrett, Catherine
Jecklin, David
Jenkins, Bryan
Jernegan, Jaclyn
Jofre, Jaime & Laura
JP Morgan Chase
Juico, Jose & Eileen
Julie, Franklin
Kaelin, Charles
Kagan, Eugene
Kaiser, Matt & Bridgett
Kalapasev, Ned & Brie
Karliner, Jill
Karofsky, Gale
Karp, Joseph
Karp, Matt & Wendy
Karp, Sue Ellen
Kautzer, Bill & Nancy
Kautzer, Mike & Kathy
Kearney, Andrew & Maureen
Kearns, Richard & Kathy
Kelly, Al & Peggy
Kelly, Raymond
Kelly, William
Kim, Eurus & Sharon
Kimberlin, Kevin & Joni
Kintzer, Donald & Karen
Kirkham, Collier & Ann
Kirkland and Ellis Foundation
Klockner, Daniel & Nancy
Kozar, Trudy
Kugelmann, Mike & Catherine
Kugelmann, Steve & Jan
Kurtenbach, Douglas
Kvernland, John & Juliette
LaMar, Kathy
Lampman, Ralph & Karen
Landa, Lloyd & Jeanette

Landa-Brooker, Michelle
Lascurettes, Denise
Lascurettes, Nancy
Lavina, Michael
Lawson, Richard
Layton, Robert
Le jamtel, Jerome
Leon, Susan & Andy Fredman
Liebenguth, Mouse
Linen, Jon & Leila
Lipson, Matthew
Liscio, Mark & Elizabeth
Long, Christopher
Long, Randall & Maya
Lord, Jacob & Michelle
Lord, Sarah
Lord, Wallace
Lowenthall, Daniel & Naomi
Lummis, Palmer & Mallory
Lupowitz, Kevin
MacIntosh, James
MacKay, Doug
Mackey, Kevin
Mackey, Sarah
Madden, Margaret
Mailman, Dorrie
Mancino, Angelo & Rosemary
Mangiapane, Denise
Mann, Allen & Rosa
Mann, David & Sheila
Manning, Bruce
Marchessault, Patricia
Marks, Michael & Cynthia
Marra, Kim
Marra, Ronald
Martin, John
Martin, Melanie
Mask, Harold & Gayle
Massey, Sam & Kila
Matelich, George & Susan
Mayers, Bruce
Maynard, Dr. Ed & Lisa
Maynard, Marilyn
McClellan, Rebecca
McCormack, Helen
McCormack, John
McCormack, Timothy
McCurdy, Steve & Kate
McCurdy, Will
McEvily, Michael
McFee, Wendy & Jmel Wilson
McGuinness, Christine
McHugh, Laura
McKay, Richard
McKendrick, George
McNally, Mark
McNeil, Thomas & Michelle
McSherry, Michael & Sheryl
Meehan, Thalia
Meinberg, Eric & Christina
Mester, Jessica
Miller, Clyde & Jane
Miller, Jill
Miller, Merle & Lucy
Miller-Drake, Erin
Millman, Paul & Susie
Minor, Walter & Eleanor
Mississippi Plastics, Inc.
Mixter, Steve & Beth
Monaco, Michael
Montanaro, Louis & Theresa
Montgomery, John
Moore, Nigel & Lorna
Morehouse, Clark & Susan
Moreland, Dr. Brian & Rachel

Morgenstern, Marc & Louise
Morris, Les
Morsberger, Raechel
Moser, Karen
Motzkin, Robert & Diane Blum
Mouracade, Valerie
Mueller, Carl & Suzanne
Murphree, Steve
Murphy, Helen & Claire
Myers, Judy & Ira
Myers, Ronald
NKY Fencing Academy, LLC
Needham, Jim & Leslie
Neely, Eric
Neff, Elizabeth
Neff, William
Nemanic, Erik & Kathy
Nestor, Brian
Ng, Gregory
Nicoll, Tom & Mary
Northrup, Bruce & Jan
O'Connell, John
O'Dell, Heather
Ohls, Mark & Carla
O'Keefe, Linda
Olsen, Steven & Nancy
Olson, Ken & Tina
O'Rielly, R.B.
Orso, John & Theresa
Osnos, Evan & Sarabeth
Oswald, Wilda
Ott, Pearl, Donald, & Judy
Palmer, Kirk & Lori
Pannell, Katherine
Panno, Dr. David & Leelee
Paolizzi, Vincent & Celeste
Papone, Aldo & Sandra
Pare, Terence & Jaclyn
Pascoe, Richard
Passacantilli, Sue
Pena, Chris & Kristi
Perez, Alan & Heather
Pergam, Carl
Perini, Timothy
Peterson, Carl & Andrea
Phillips, Bill
Phoon, Dr. Colin & Janet
Pierson, Caroline
Pierson, Frank & Nancy
Pierson, Dr. Richard & Kitty
Pitchford, Shelby
Plumez, Jean Paul & Dr. Jacqueline
Polak, Jennifer
Pomerantz, John
Purcell, Bob & Jackie
Puzio, Matthew
Rader, Stephanie
Rader, Carol
Rahilly, Thomas
Rapp, Kathryn
Ratner, Alexa
Reazin, Michael
Recco, Gerard & Madeline
Reid, Colin
Rey, Lisa
Rhodes, Alberta
Richards, Karen
Rimler, Frank
Riss, Shoshana
Roberts, John & Betty
Robidoux, Monique
Robinson, Bruce
Robinson, Joe & Connie Sue
Rodamer, Bob
Rodbell, Michael & Margaret

Rodbell, Mitchell & Liz
Rogers, Larry & Catherine
Roggow, Beth
Romer, Lori
Rosenblatt, Stephen
Rosenthal, Andrew
Ross, Benjamin
Rothman, Amy
Rothschild, Adam & Kathy
Rotondi, Andrew & Mary Frances
Rounsavill, Bruce & Rebecca
Rowlett, Louis
Rubin, Tom & Dr. Nina Russell
Rupp, Jeannie
Russell, Harold & Margo
Ryan, Robert
Sahlein, Stephen & Nancy
Sanborn, Noel & Virginia
Sandlin, Joann
Sandoval, Dr. Claudio & Ellen Marie
Sanford, Colin & Katherine
Sannicandro, Anthony & Donna
Sarkozi, Paul & Jill
Schlame, Dr. Michael & Laili 
Moshirzadeh Moaye
Schlapak, Sonja & Gregor
Schoenherr, Dan
Schott, Michelle
Schrader, Cherie
Schreiber, Mary Ann & Ed Mooney
Scilingo, Marc
Scott, Amanda
Segal, Donna
Segal, Mark & Anne
Segal, Mark & Heather
Segal, Phyllis
Sellers, Kent & Julie
Shaffer, Kim
Shephard, Greg
Sherbany, Dr. Ariel
Sherer, Peter & Marilu
Sherer, Tony
Shinkar, Sergey
Shiring, Kathleen
Shirley, Janice
Shirley, William & Catherine
Shor, Susan
Sims, David & Jennifer
Sims, Frank
Singer, Scott & Mary Jo
Sisk, Jeffrey & Jill
Skinner, Adrienne
Slawson, Kirsten
Sleeper, Emmy Lou
Slone-Goldstein, Tara
Smith, Dr. Herbert
Smith, Josh
Snedeker, Rob & Frances
Sorrento, Nora
Spotts, Dr. Jules
Staab, Thomas
Stanton, Gregory & Maria
Stanzel, Richard & Shelley
Staub, Amy
Staudt, Dennis & Patty
Steigerwald, Ronald & Victoria
Stevenson, Robert & Sharon
Stewart, Barbara
Stone, Edward & Elizabeth
Stoner, David & Teresa
Story, Tracy
Strauch, Joel & Catherine
Strohl, Linda
Stuhlreyer, Tom & Kim
Stuhlreyer, William & June

Donor categories are based upon the past 18 months of cumulative giving



Barth Syndrome Journal  ~  Volume 14, Issue 1     Page  29

Power of  Kindness
TIME AND ADVICE
Abel, Dr. E. Dale
Abeliovich, Hagai
Abrahams, Esq., Beth Polner
Acehan, Dr. Devrim
Adams, Dr. Samantha A.
Adhihetty, Dr. Peter
Agellon, Dr. Lou
Ahmad, Dr. Ferhaan
Allen, Tiffini
Andersen, Harold
Anderson, Wayne & Suzie
Artman, Dr. Michael
Axrelrod, Dr. David
Azar Kuhn, Laura
Bader, Michael
Bakovic, Dr. Marica
Baranek, Dr. Grace
Bargo, PT, Jennifer
Barth, Dr. Peter
Bastin, Dr. Jean
Bazinet, Dr. Richard
Becker, Dr. Catherina G.
Beh, Dr. Christopher
Bellamy, Amanda
Deltas, Dr. Constantinos
Bennett, Dr. Michael
Benni, Dr. Paul
Berry, Dr. Gerald T.
Beulow, Nancye
Beyer-Lead, Rick
Birds Nest Foundation
Bolyard, RN, Audrey Anna
Boudina, Dr. Sihem
Bowen, Shelley
Bowron, Ann
Breitinger, PA, Petar
Bryant, Dr. Randall M.
Buddemeyer, Leslie
Buddemeyer, Randy
Bullitt, Dr. Esther
Bungert, Dr. Jorg
Bütikofer, Dr. Peter
Byrne, Dr. Barry J.
Cade, Ashley
Cade, Dr. W. Todd
Callahan, Lynn
Campello, Dr. Silvia
Carboni, Dr. Michael
Carlson, Tony (Congenital  
   Cardiology Today)
Carney, Janet
Carter, Kate Casidine
Chan, Ben
Chase, Kevin
Chiasson, Dr. Bernard
Chicco, Dr. Adam J.
Christie, Dr. William W.
Chu, Dr. Charleen T.
Clark, Amanda (Photographer)
Clay, Donna
Claypool, Dr. Steven M.
Clayton, Nicol
Cockcroft, Professor Shamshad
Coleman, Dr. Rosalind
Corley, Marion
Cortez, Anne
Cox, Dr. Gerald F.
Crain, Carrie
Dahlberg, Dr. Martin
Dale, Dr. David
Damin, Michaela
Dancis, Dr. Andrew
Dannels, Terry
Daum, Dr. Guenther
Davies, Rob

Davis, Anastasia
DeCroes, CGC, Rebecca
de Koning, Dr. T.J.
De Kroon, Dr. Anton I.
Des Rosiers, Dr. Christine
Develle, B.J.
Dingli, Dr. David
Dorn, Dr. Gerald W.
Dowhan, Dr. William
Drinkwater, Paul
Ducksworth, Dannie R.
Dumas, Dr. Jean-François
Duncan, CPA, Peter
Elwood, Lynn
Endo, Dr. Toshiya
Epand, Dr. Richard M. 
Epstein, Paul
Fan, Dr. Yuxin
Fei, Naomi
Feinberg, Dr. Mark
Ferreira, Dr. Carlos
Fleischmann, Dr. Bernd
Flotte, Dr. Terence R.
Flynn, Clare
Fortier, Jodie
Foxon, Kim
Frohman, Dr. Michael
Funk, Dr. Colin D.
Funke, Dr. Birgit
Gagnon, Lou Ann
Galbraith, Lois
Gaudin, Herve
Gelb, Dr. Bruce D.
Genova, Dr. Maria Luisa
Germeshausen, Dr. Manuela
Gerszberg, Rich
Gerull, Dr. Brenda
Gill, Carrie
Giulivi, Dr. Cecilia
Gohil, Dr. Vishal M.
Gonzalez, Dr. Iris L.
Gottlieb, Dr. Eyal
Greenberg, Dr. Miriam L.
Groff, Lindsay
Groft, Dr. Stephen C.
Haines, Dr. Thomas H.
Hammond, Dr. H. Kirk
Han, Dr. Xianlin
Hardison, Haille & Jodi
Harford, Greg
Harford, Larry
Harley, Elma Rhea
Harrington, Hon. James
Hastings, Dr. Rob
Hatch, Dr. Grant M.
Haucke, Dr. Volker
Hawkins, Lawton
He, Dr. Quan
Heal, Elisabeth
Henry, Anne
Henry, Dr. Susan A.
Higgins, John & Liz
Hintze, Audrey
Hollandsworth, RN, Kim
Hope, Chris
Hope, Michael
Hoppel, Dr. Charles
Horwitz, Dr. Marshall S.
Houtkooper, Dr. Riekelt
Hummel, Dr. Thomas
Jackowski, Dr. Suzanne
Jackson, Prof. Ian J.
Jacob, BS, Marni L.
Jefferies, Dr. John Lynn
Jensen, Dr. Robert E.
Jofre, Jaime

Johnson, Kristen
Johnson, Linda
Johnston, Dr. Jennifer J.
Joshi, Amit S.
Kacinski, Debbie
Kalapasev, Ned & Brie
Kainer, Daryl
Karp, Matt
Karp, Wendy
Kaufman, Dr. Beth D.
Kelley, Dr. Richard I.
Keyser, Dr. Randall E.
Khuchua, Dr. Zaza
Kiebish, Dr. Michael A.
Kim, Dr. Junhwan
King, Lynn
Kirwin, Susan M.
Klionsky, Dr. Daniel J.
Koehler, Dr. Carla
Koenig, Dr. Mary Kay
Knopping, Jeff
Koeberl, Dr. Dwight D.
Koehler, Dr. Carla
Kowalcyzk, Randy
Kreider, MHS, OTR/L, Consuelo
Kropp, Susan
Kugelmann, Jan
Kugelmann, Lee
Kugelmann, Steve
Kuhlbrandt, Dr. Werner
Kuijpers, Dr. Taco
Kulik, Dr. Willem
Lamb, Dr. Richard
Lamoia, Michelle
Lane, Anna
Lallemand, Madeleine
Langer, Dr. Thomas
Lawson, Lee Ann
Layton, Alanna
Leça, Dr. Ana
Lenaz, Dr. Giorgio
Lesnefsky, Dr. Edward J.
Levin, Dr. Gail
Lewin, Dr. Alfred S.
Liang, Dr. Hanyu
Lohmann, Jessica
Lopes, Dr. John M.
Lowe, DHSc, PT, Jodi
Lummis, Ghent
Lyall, Doug
Lynn, John
Maj, Dr. Mary
Malhotra, Dr. Ashim
Mannella, Dr. Carmen
Mannes, Florence & Philippe
Manton, Annick
Margossian, Dr. Renee
Marra, Ken
Martin, Joy
Martins, Raquel
Maruno, Yuriko
Matthias, Linda
McClellan, CGC, Rebecca L.
McConaughy, Jim & Bev
McCormack, Susan
McCurdy, Eliza
McCurdy, Kate
McCurdy, Steve
McCurdy, Will
McKown, Chris
McMaster, Dr. Christopher
Miller, Cheryl
Miller, MS, RD, CSP, LDN, Patricia
Mitchell, Jim
Mochel, Dr. F.
Mock, Kim

Monetti, Kayleigh
Montenero, Theresa
Moore, Lorna
Moore, Nigel
Moore, Dr. Russell L.
Morava, Eva
Moreno-Quinn, Dr. Carol
Morris, Les
Morrone, Dr. Amelia
Murphy, Tony
Mutus, Dr. Bulent
NKY Fencing Academy
Nackashi, Dr. John
Nobrega, Marcelo A.
Oberst, Dr. Andrew
Odouard, Francois
Oliveira, Dr. Paulo J.
Osnos, Susan
Pagliarini, Dr. David J.
Pan, Dr. Yong
Patil, Vinay A.
Payne, Dr. R. Mark
Pena, Kristi
Perkins, Phyllis
Phoon, Dr. Colin K.
Pierson, Ali
Pilitowski, Bill & Colleen
Pixelera
Pittman, Jackie
Porter, Dr. George
Pruett, Debbie
Pu, Dr. William
Radosta, Lori
Rago, Dr. Jean-Paul
Reece, Bryce
Reeds, Dr. Dominic
Ren, Dr. Mindong
Reppen, Heather
Reynolds, Dr. Stacey
Ridgway, Dr. Neale
Rigney, John
Ristow, Dr. Michael
Ritter, Cathy
Rivkees, Dr. Scott A.
Rizzo, Dr. William
Roberts, Dr. Amy
Rodbell, Gary
Rodbell, Colette
Rodbell, Julia
Rodenburg, Dr. R.J.T.
Ros, Dr. Joaquim
Roubos, Mr. & Mrs.
Ryan, Jane
Ryan, Dr. Mike
SMART Group - NHLBI
SWORD 
Saidi, Dr. Arwa
Saric, Dr. Tomo
Samulski, Dr. R. Jude
Sandlers, Dr. Yana
Saroyan, Dr. John
Schantzen, Sandy
Schlame, Dr. Michael
Schlessinger, Dr. Avner
Schroeder, Dr. E. Todd
Schroeder, Wallace & Alexis
Segal, Heather
Segui, Damaris
Sernel, Marc
Shapiro, Heller An
Sheppard, Jamie
Sherwood, Dr. Geoff
Shi, Dr. Yuguang (Roger)
Shih, Dr. Renata
Shindou, Dr. Hideo
Shirley, Alan & Denise

Shum, Bill & Ginny
Slaugenhaupt, Dr. Susan A.
Smith, Deborah
Smithson, Sarah
Smolski, Ed
Smoot, Dr. Leslie
Snyder, Floyd
Somerharju, Dr. Pentti
Soustek, Meghan S.
Stark, Dr. Ruth E.
Stehno-Bittel, Dr. Lisa
Steinberg, Jack
Steward, Dr. Colin G.
Stewart, Mr. & Mrs. Michael
Stojanovski, Dr. Diana
Straits, Brian & Jan
Strauss, Dr. Arnold W.
Sullivan, Melissa
Sutphin, Dr. Robert M.
Sydnor, Laurie
Taegtmeyer, Dr. Heinrich
Takemoto, Dr. Cliff
Tarnopolsky, Dr. Mark
Taylor, Damani
Taylor, Dr. Matthew
Thomas, Carla
Thompson, Angie
Thompson, Erin
Thompson, Dr. Lee
Thompson, Dr. Reid
Thorburn, Dr. David
Thorpe, Jeannette
Tiranti, Dr. Valeria
Titorenko, Dr. Vladimir
Towbin, Dr. Jeffrey A.
Townsend, Esq., Colyn
Tsai-Goodman, Dr. Beverly
Tunguz, Stefan
Tweed, Scott
Vallejo, Dr. Jesus G.
van der Riet, Hans
van Loo, Jo
van Ommen, Dr. Gert-Jan B.
van Raam, Dr. Bram J.
Vancura, Dr. Ales
Vaz, Dr. Frédéric M.
Ventura-Clapier, Dr. Renee
Vernon, Dr. Hilary
Vosgien, Don
Walker, Gena
Wallace, Dr. Douglas C.
Walsh, Dr. Craig
Wanders, Dr. Ronald J. A.
Wang, Dr. Da-Zhi
Whebble, Pam
White, Marty
Wicker, Judy
Wicks, Dr. Paul
Wiggins, Mark
Wilkins, Dr. Michael
Wilkins, John
Wilkins, Sue
Wilson, Dr. Lori D.
Wise, Lisa
Wood, Robin
Wortmann-Hagemann, Dr. Saskia B.
Wroe, Martha
Wu, Dr. Joseph C.
Wu, Dr. Sean M.
Xiao, Dr. Xiao
Xu, Dr. Yang
Ye, Dr. Zhaohui
Zaragoza, Dr. Michael
Zhang, Dr. Ji
Zhang, Shali
Zhou, Dr. Bin

(P
ho

to
s 

co
ur

te
sy

 o
f B

SF
)

Brayden (age 4) 2013 Devin (age 9) and Henry (age 5) 2013



Page 30     Barth Syndrome Journal  ~  Volume 14, Issue 1

Friends of BSTrust 

Adnan, Diane
Allison, Terri  
Amey, Mandy
Amos, Gill
Amos, Margaret
Anderson, Tommy  & Allanna
At Bristol
Baldwin, Stephen
Ball, D.
Barratt, John & Linda
Barth France
Barth Syndrome Foundation
Barth Syndrome Foundation Ca
Barth Syndrome Service 
Barth Trust South Africa
Bartholomew, P.
Bat and Ball Club
Bateman, Cath
Bath, A.A.
Bath, Kathryn, James, Sophie, Steph & Sponsors
Batten, Emma
Biddle, Julie 
Billin, Abigail
Blencowe, Mrs T
Blue Merle
Bonardi, Sally
Bostock, Gerrard
Bowron, Ann
Brown, Michael 
Bull, David & Sarah
Bull, Lyn 
Burchell, Mr & Mrs  
Buston, Sarah
Butler, Karen
Buxton, S
Caerphilly, Parish of
Caldwell, Kerry
Callcut, John & Tina
Chahal, Debbie
Chambers, Stephen  

Power of  Kindness
Chapman, Andrew 
Clayton, Nicol
Cleaver, Dene  
Clent, Linda
Coleman, Michael & Helen
Coombes, Tina 
Cooper, Sam
Cotterill, Stephen & Sharon
Crawford, Eleanor
Damin, Marco & Michaela
Damin, Nori
Dave Farrell Charity Committee, BP Bruce Platform
Davies Turner PLC
Davies, RP & BA
Dawes, Martin
Dickin, Ryan 
Docendo Discimus Masonic Lodge
Dummer Golf Club Seniors
Easterbrook, Ralph & Isabel
Eclipse Legal Team & Sponsors
Evans, Trevor 
Exon, Anne
Farmilo, Catherine & Sponsors
Farrow, Andrew & Kerry
Farrow, Anne & Roy
Fenech-Soler, Paul
Finkley Down Farm Park
Finney, Kat
Fletcher, James  
Frost, Michael & Angie
Gardiner, Carole
Garratt, Vanessa
Green, Jerry & Suzy
Griffiths, K.
Gunatilleke, Leah
Harbidge, Hannah
Harding, N 
Hardy, Gemma & Sponsors
Haslam, P.G.
Hogg, Craig
Holmes, Pam  
Homewood, M 
Howell, Mark
HSBC, Bristol
Jeffrey, Alison & Mark
Jones, Cynthia
Jones, Mrs T M
Jones, Patricia & Sponsors 
Kelley, B A

Lawrence, Rachael
Lawrence, Sheila
Lester, Jacqui  
Lewis, Mal
Lomer, David 
Losson, S
Lucks, Emma
Mannering, Jane & Sponsors
Manor Booze
Manton, Joan
Manton, Rob & Annick
Marks, Helen
Martin, Laura
Martin, Dr Rob
Mc Skimming, M.
McCarter, Rosemary
McGregor, D 
McKittrick, Kate
Moore, Nigel & Lorna
Morris, Andrew
Morrison, Elizabeth & Sponsors 
Morrison, Richard & Fran
Morrison, Rob
Morrisons, Stamford
Neville, Mrs M.
Newbury-Ecob, Prof Ruth
Nicol, Charlotte
Nyack, Adrian
Oakley Tennis Club
Olden, Karen  
Olden, Lee 
Oliver, Ann
Olley, Daniel
Oram, Richard & Heather 
Overton Methodist Church  
Overton Tennis Quiz Team 
Parker, J
Parmley, Alex 
Payne, Gary
Perks, Anna
Pettigrew, Veronica 
Philimore, Colin
Phillips, Alan & Bridget  
Phillips, Mike
Phoenix International Charity  
Prest, Simon
Rafferty, Faye
Reddin, Gemma & Adam
Reddin, Mick & Judi

Dummer Golf Club Seniors' Captain Eddie Shaw 
with £1505 for BST’s Annick Manton 2014

(P
ho

to
s 

co
ur

te
sy

 o
f B

ST
ru

st
)

A proud Mitchell (age 8) after auntie Patsy Jones' 
London Marathon 2014

2013-2014 ~ Tme, Advice and Donations
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Do you know a boy 
with this genetic disorder?

Barth Syndrome Foundation
PO Box 618
Larchmont, NY  10538
Phone: 850-273-6947
Facsimile: 518-213-4061
Email: bsfinfo@barthsyndrome.org
Website: www.barthsyndrome.org

Barth syndrome  
(BTHS; OMIM #302060)

A rare, serious, genetic disorder primarily affecting males. It is found across 
different ethnicities and is caused by a mutation in the tafazzin gene (TAZ, 
also called G4.5), resulting in a complex inborn error of metabolism. 

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

Cardiomyopathy•  (usually dilated with variable myocardial hypertrophy, sometimes with left ventricular noncompaction 
and/or endocardial fibroelastosis)

Neutropenia•  (chronic, cyclic, or intermittent)

Underdeveloped skeletal musculature and muscle weakness• 

Growth delay•  (growth pattern similar to but often more severe than constitutional growth delay)

Exercise intolerance• 

3-methylglutaconic aciduria • (typically a 5- to 20-fold increase)

Cardiolipin abnormalities• 

For more information, please visit Barth Syndrome Foundation's website:
www.barthsyndrome.org


