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is just
flying
by! Hope everyone had an enjoyable and
healthy summer! The Organic Acidemia
Association along with the FOD Family Support
group hosted our Biennial 2018 International
Metabolic Conference in Bloomington,
Minnesota. We had an overwhelming response
from both our sponsors and family attendance!
We had to close registration about a month
before the conference because we filled the
hotel capacity! I want to take this opportunity
to thank our many sponsors (Photos shown
on page 7) and Deb Lee Gould for her help in
organizing our conference. This marks the
7th conference that we have hosted along with
the FOD Family Support. I would also like to
thank my family, Lee and Melissa for their
many hours of work, along with other OAA
members who assisted me in coordinating the

conference. Karen, Dalton, Josh McMahon and
Stephanie Carlson, Cay Welch, Kathy Cassada
and many others! Thanks to Menta and Jamie
Pitre for videotaping the conference. Many
of the presentations are located on OAA’s
website if you are interested in viewing. Deb
Lee Gould from the FOD Family Support and
myself are ready to hand over the reigns to
someone who would carry on our vision for
both of our groups. We heard from many
who are interested – but will need to get true
commitments to begin planning for 2020.
Please let either me or Deb know if you are
ready to step up to the plate! As always, OAA
is always looking for volunteers – and would
love to see your talents be used to help support
the many families of OAA. Hope to hear from
you soon!
Kathy
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2019 OAA
CALENDARS

Purchase you calendar at
www.createphotocalendars/shop/
organicacidemiaassociation

Thank you to
Raymonde DeGrace
for creating our fabulous
calendar each year.
While we still have our
CafePress shop,
but the calendar is
no longer available there.
www.cafepress.com/
organicacidemiaassociation
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Financial Report
In

the fall of each year, after filing the annual
990 report with the IRS, the board of the
OAA publishes the organization’s financial status.
The statement shown here recaps years 2017
and 2016. You will note that contributions and
expenses were much higher in 2016, which was
associated with the OAA/FOD Family Conference
held in Denver.
Contributions/donations for 2017 were stronger
than in previous non-conference years for which
we are thankful. This increased combined giving
and lower newsletter production and operating
expenses helped us post a positive change in
our operating funds at the end of 2017. In 2017
OAA attended and hosted a table at the Abbott
Nutrition Metabolic Conference held on March
23-25 in South Carolina. OAA also attended the
NORD Rare Disease Summit and IAMRare Patient
Registry Meeting in October.
On behalf of everyone associated with the OAA,
we thank our financial contributors – because
without their support we would not be able to
deliver the services for parents and professionals
that have become the hallmark of our organization
since its founding over three decades ago.

FY2017

FY2016

$24,112

$75,938

Grants (NIH/Family)

$1,000

$15,000

Family Support

$2,679

$1,832

Accounting

$700

$1,485

Office Expenses

$697

$1,543

Conferences (OAA Conf FY16)

$450

$68,884

Insurance

$877

$875

Newsletter

$5,929

$7,304

Telephone/Internet

$2,381

$2,300

Programs

$2,072

$3,850

Total Expenses

$16,785

$103,073

Fund Change (Revenue - Expenses)

$7,327

-$27,135

Opening Fund Balance

$29,074

$56,209

Fund Change

$7,327

-$27,135

Ending Fund Balance

$36,401

$29,074

REVENUE
Donations/Contributions
EXPENSES

GA1 Research Fund
Started at NORD
Good news GA1 families - OAA set up a GA1 Research Fund with NORD!
NORD’s Research Grant Program provides seed grants to academic
scientists for translational or clinical studies related to development of
potential new diagnostics or treatments for rare disease. In at least two
cases, NORD grants have resulted ultimately in FDA-approved treatments
for patients.

Visit https://salsa3.salsalabs.com/o/51076/donate_page/research-program.
There is a drop down with several other research funds - just look for
Glutaric Acidemia, Type 1. If you prefer to send a check - please add “
D12080’ in the check summary.
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Antioxidants as potential

adjuvant treatment for propionic
acidemia
Eva Richard, Assoc. Professor Department of Molecular Biology,
Universidad Autónoma de Madrid, Centro de Biología Molecular
Severo Ochoa, Centro de Diagnóstico de Enfermedades Moleculares
(CEDEM)

Propionic

acidemia (PA) is
one of the most
frequent life-threatening organic acidemias,
caused by mutations in either the PCCA or
PCCB genes, encoding both subunits of the
mitochondrial propionyl-CoA carboxylase
(PCC) enzyme. Propionyl-CoA is common
to the pathway for degradation of some
amino acids (isoleucine, valine, threonine
and methionine), odd-chain fatty acids, and
cholesterol. Gut bacteria fermentation is
also a source of propionyl-CoA. There have
been great advances in supportive treatment
based on dietary restriction in order to
restrict propiogenic substrates, carnitine
supplementation to remove propionyl-CoA
groups by enhancing urinary excretion
and prevention of carnitine deficiency,
and metronidazole to reduce propionate
production from flora bowel. However, overall
outcome is poor even for patients under
good metabolic control. Natural history of PA
results in a progressive multisystemic disease,
with seizures, extrapyramidal symptoms,
basal ganglia deterioration, pancreatitis
and cardiomyopathy as the most frequent
complications. There is a clear unmet clinical
need to develop alternative or adjuvant
treatments.
Our group is located in one of the most
reputed universities in Spain, Universidad
Autónoma de Madrid. We have been involved
for many years in the diagnosis and research
of propionic acidemia, as members of CEDEM
(Centro de Diagnóstico de Enfermedades
Moleculares, www.cbm.uam.es/cedem/), a
reference center in Spain for biochemical
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Lourdes R Desviat, Assoc. Professor Department of Molecular
Biology, Universidad Autónoma de Madrid, Group leader at Centro
de Biología Molecular Severo Ochoa, Centro de Diagnóstico de
Enfermedades Moleculares (CEDEM)

and genetic diagnosis of Inborn Errors of Metabolism, directed by Prof.
Magdalena Ugarte. Along the past 20 years, we have contributed to
the characterization of the genomic structure of the PCCA and PCCB
genes, explored the molecular basis and associated phenotypes of PA in
different patient cohorts, investigated the pathophysiology in cellular and
animal models and generated human iPSC lines from PA patient-derived
fibroblasts, successfully differentiating them into cardiomyocytes. Our
current interest is the research in novel therapeutical approaches in PA
and in other IMDs.
Biochemically, PA is characterized by accumulation of propionyl-CoA,
considered as the major toxic agent, and derived metabolites. This results
in mitochondrial dysfunction, increased reactive oxygen species (ROS) and
oxidative damage, which is today recognized to play a major role in the
pathophysiology. Other authors and we obtained evidence for this from
studies in patient biopsies, animal models or patients-derived fibroblasts. In
the past few years, our group has studied mitochondrial function and redox
homeostasis in PA patients’ fibroblasts, revealing increased intracellular
hydrogen peroxide (H2O2) levels. We found that different antioxidants
could significantly reduce H2O2 content in these same patients’ fibroblasts
arguing in favour of further assessment of antioxidant strategies in PA as
adjuvant therapy.
Mitochondrial oxidative stress is a pathological mechanism shared by many
diseases, including neurodegenerative, cardiovascular diseases and IMDs.
The use of antioxidants as potential therapies holds great interest, although
in clinical trials different antioxidants have provided limited clinical effects
probably due to pharmacokinetic and/or pharmacodynamic reasons.
Lack of success of antioxidants in vivo may be explained by the limited
amount of antioxidant actually located in the mitochondria, where oxidative
damage initiates. To counteract this, mitochondria-targeted antioxidants
such as MitoQ have been developed. MitoQ consists of the lipophilic
cation triphenylphosphonium conjugated to ubiquinone that selectively
accumulates within mitochondria driven by the membrane potential. In
vivo studies have shown that MitoQ can protect against oxidative damage
in several animal models of disease and has to date been evaluated in
human clinical trials for Parkinson’s disease and chronic hepatitis C.

With this background, our aim was to translate the previous
results obtained in PA patients’ fibroblasts to an in vivo model.
The available hypomorphic PA mouse model developed by
M. Barry at Mayo Clinic mimics the biochemical and clinical
phenotype of PA with decreased survival rate and body mass,
cardiac hypertrophy and mild locomotor dysfunction. In this
model, we have analysed the biochemical phenotype
related to mitochondrial function and redox homeostasis.
The results confirmed tissue-specific alterations in
mitochondrial OXPHOS complexes and/or activities,
mtDNA depletion, increase in superoxide anion production
and H2O2 levels, variations in antioxidant defences
and lipid and DNA oxidative damage in heart and brain,
tissues of high-energy demand and commonly affected in the
disease. Finally, we investigated the effects of treating PA mice
with the mitochondria-targeted antioxidant, MitoQ, or with
the natural polyphenol resveratrol, which is reported to have
antioxidant and mitochondrial activation properties, with the
aim of ameliorating the altered redox status and its functional
consequences. The results showed that oral treatment with MitoQ
or resveratrol exerts a protective effect against oxidative damage
that contributes to organ pathophysiology in the hypomorphic
mouse model of PA. After treatment we observed a tissue-specific
decrease in lipid peroxidation and DNA oxidative damage and
changes in the expression of antioxidant enzymes that modulate
the cellular response to ROS. Of note, we showed that PA mice
under resveratrol or MitoQ treatment normalized brain natriuretic
peptide (BNP) expression levels, a well-known biomarker of
cardiac dysfunction, which is found upregulated in PA mice
hearts. This indicates that progression of cardiomyopathies, a
hallmark of PA, may be delayed or reversed, although further
characterization of heart function parameters in untreated and

treated PA
mice are
necessary
to arrive to
definitive
conclusions.
In addition to their
potential in halting the progression
of long-term complications, antioxidants
could be of therapeutic value in episodic
metabolic decompensations presented by
PA patients. These life-threatening episodes, often
precipitated by illnesses, infections or catabolic stress, are
characterized by acidosis, hyperammonemia, seizures and
encephalopathy, among other symptoms. In these situations,
the acutely deranged metabolism may exacerbate pathological
ROS production and pharmacological intervention with
antioxidants may provide additional benefit in patients’
management.
To date, novel approaches are being pursued in the field of
antioxidant therapy, e.g. the use of more modern indirect
antioxidants that target specific redox enzymes or activators
of cellular antioxidant defences. As the field develops, it
will be interesting to evaluate these types of compounds as
adjuvant therapies in PA disease, based on our published
data. To this aim, in addition to the mouse PA model, the use
of patients-derived iPSCs differentiated into cardiomyocytes or
neuronal cells will allow patient-specific preclinical testing of
the effect of these novel therapeutical approaches.

REFERENCES
Gallego-Villar L, Perez-Cerda C, Perez B, Abia D, Ugarte M, Richard E, Desviat LR (2013) Functional characterization of novel genotypes and
cellular oxidative stress studies in propionic acidemia. J Inherit Metab Dis 36: 731-740.
Gallego-Villar L, Perez B, Ugarte M, Desviat LR, Richard E (2014) Antioxidants successfully reduce ROS production in propionic acidemia
fibroblasts. Biochem Biophys Res Commun 452: 457-461.
Gallego-Villar L, Rivera-Barahona A, Cuevas-Martin C, Guenzel A, Perez B, Barry MA, Murphy MP, Logan A, Gonzalez-Quintana A, Martin MA,
Medina S, Gil-Izquierdo A, Cuezva JM, Richard E, Desviat LR (2016) In vivo evidence of mitochondrial dysfunction and altered redox homeostasis
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Grateful for Life T-shirts

The first GFL shirts that were made, were worn by the people
who were closest to my daughter Alexa on the day we had her
memorial. I wanted everyone who was there to see the shirts
and know that this is how I felt and to put an out positive
message. We were Grateful for Alexa’s life, grateful for the 16
years we had with her, and in this time of tremendous loss, it
felt unifying and healing, and it just felt right. Alexa was born
with a rare metabolic disorder called Propionic Acidemia, her
life was anything but easy, it was a struggle but you would
never know it. She lived with a love of life and a big huge
smile on her face that made everyone around her happy. Kids
with special needs get life, it’s not complicated, be happy and
love life and be grateful for life. We want to go forward and
help people to realize that you need to have appreciation for
every day, and just by reading our message on our clothing
makes you think about it - GFL Grateful for Life - and that’s
why we, as Alexa’s family, started this company.

Whatever your struggle is, or someone you love is going through, it’s a life lesson on how to go forward for you, for them, and to
share and teach going forward.
How many t-shirts do you own that honor you or someone you love? Wear our clothing in honor of you or someone you know who
is fighting the fight, or who has fought, or someone you lost and how it taught you to be GFL Grateful For Life.
I wear this GFL clothing to let everyone, myself included, know this is how I want my daughter to be remembered and how I want
to live in her honor with the love of life she had and taught to everyone who listened. GFL GRATEFUL FOR LIFE www.GFLclothing.
com

Rare Bears

The Organic Acidemia Association is proud
to partner with RARE Science Inc. again this
holiday season for Rare Bears.
TO REQUEST YOUR RARE BEAR PLEASE VISIT:
www.rarescience.org/oaa
Deadline to request a bear for the OAA group
gifting is November 16th. OAA Bears will be
mailed on December 17th, 2018.
If you received a bear through the Rare Bear
giving campaign last year or through another
organization, etc., please do not request
another unless it is for a different child.
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We are

In This
Together
ORGANIC ACIDEMIA ASSOCIATION
CONFERENCE 2018

I honestly cannot explain the
overwhelming feelings I had
while attending the conference
and uniting with all these
amazing people.
I was also enlightened and educated by the discussion
concerning neuropsychology and how it relates to
metabolic disorders. I was able to network and make
invaluable contacts while attending the sessions and
visiting with industry partners. All the speakers
were interesting, insightful, and engaging. The OAA
conference gave me such hope and confidence in what
Emmalyn’s future will hold. We are the army fighting
this battle together making a difference in the lives of
each other and future generations. I was truly inspired
and encouraged by our metabolic community and the
progress we can make when we all join together.

Until

this year, we have never met another
family
with
Glutaric
Aciduria/
Acidemia Type 1 (GA-1). This all changed when my
mom, daughter, and I attended the Organic Acidemia
Association Conference for the first time in July 2018.
Our eight year old daughter, Emmalyn, was born with
Glutaric Aciduria/Acidemia Type 1 (GA-1). After eight
years of living this rare life, the OAA conference gave
us the opportunity to connect in person with our fellow
metabolic moms and warriors. I honestly cannot explain
the overwhelming feelings I had while attending the
conference and uniting with all these amazing people.
In those few days in Minnesota, we bonded with several
families with GA-1 and other metabolic disorders. It was
an undeniably transforming experience meeting others
who understand the battles we face, seen and unseen,
every single day. We had many highlights during our
time at the conference including meeting Dr. Holmes
Morton, who is arguably the leading authority for GA-1.

YOURS TRULY,
SHANNAH
SOUTH COLUMBUS, MISSISSIPPI
SHANNAHT@HOTMAIL.COM
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There was an article publish a while ago about a mother accused
of killing her unborn child because of this condition. This was just
one instance though but this disorder used to kill a lot of babies
because there used to be no tests to detect for it. My mom thought
I was normal until about two weeks after I was born then she knew
something was wrong and kids usually die at 5 or 6 years old with
my type of this disorder.

Lindsey
MMA MUT 0
AGE 39

Methylmalonic

acidemia is the birth disorder I have. It is
very rare the oldest one with my type of this
disorder. When I was born was 14 years old
there are two different types of this disorder
1 type responds to vitamin b shots and low
protein diet and live almost normal lives the
other type is non responsive to vitamin b
shots still treated with a low protein diet but
this is the kind I have . This disorder cause
many different issues kidney failure stroke
coma and death.

I keep on beating the
odds and will continue
to keep beating the
odds.
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I’m 39 years old and the oldest living one with my condition as far
as anyone knows and I keeps on beating odds and will continue to
beat the odds I’ve had a kidney transplant and am going to need
another one because when I was born I had two tiny kidneys and
they don’t work properly any more. doing my best to teach about
this and by the way because of my medical condition I have to take
a lot of meds sodium bicarb being the most important except for
transplant meds of course and of course weak muscle tone is also
involved with this condition too and I’ve been through two comas
as far as I know of. and I’m also asexual which is a rare sexual
orientation that has very little to no sexual attraction meaning I’ve
still have my crushes but I don’t get the urges to get “poked” as
people call it. I never had the urge to do that or anything like that.
I’m hetero romantic asexual which is explains the crushes part they
are emotional not sexual. I also won this pageant for being Ms. Gay
Olympia this year so I’ve gotten to travel to Oregon and Vancouver
this year.
LINDSEY
LACEY, WASHINGTON
JITTERYRAINBOWH@GMAIL.COM
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Madeline
Skye

GLUTARIC ACIDEMIA
TYPE 1
AGE 10 MONTHS

slightly large, necessitating even more testing. Madeline had two normal
fetal cardiac echocardiograms and multiple flawless ultrasounds, with the
exception that stubborn little Maddie refused to turn into a head-down
position. She wanted to sit up big, tall and breach. Nonetheless, we joked
that Madeline was the most tested fetus ever and that nothing could ever be
wrong with her. We were wrong.
I can remember the day like it was yesterday. Six days after Madeline’s
entrance into our lives, we were sitting on the couch at home when we
received the phone call from Madeline’s pediatrician. She told me that
out of the thirty years that she had been in practice, she has never had a
newborn screen come back positive for this diagnosis... Glutaric Aciduria,
Type 1. GA-1 for short. She mentioned that it could be a false positive, but
we needed to promptly make an appointment at a geneticist. We hung up
the phone and I called one immediately. Despite my training as a physician,
I had never even heard of this condition. Our perfect six day old little
nugget with a genetic disorder? Impossible.
We reached the local hospital’s geneticist and were able to secure an
appointment for that afternoon. Out of the house we flew, my wife and
I, with our six day old baby in tow. How could this be possible? After a
week’s wait, which felt like an eternity, Madeline’s repeat blood work came
back positive for GA-1. She did, in fact, have this rare genetic condition.
We were confused and overwhelmed.

Madeline Skye
came into this world, kicking and
screaming, 5 weeks early in December
of 2017. Positioned breech, we were
expecting a C-section… just not an
emergent one for pre-eclampsia during
the afternoon when I was scheduled to
be at work in the hospital. She has been
surprising us from day one.
Our pregnancy with Madeline had been
anything but smooth. Conceived by
in vitro fertilization, the embryo that
developed into our beautiful daughter
had been tested for chromosomal
abnormalities before implantation. She
was a perfect little peanut without any
recognizable molecular anomalies. Her
nuchal translucency measurement was
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After extensive research online about the best place for treatment for GA-1,
we found ourselves at the end of a dirt road in Lancaster, Pennsylvania. We
were at Clinic for Special Children… where our car was caddy cornered next
to two horse and buggies. Apparently, they were the best of the best. And
that’s where we needed to be.
After meeting with the staff at the Clinic, we could tell that their experience
with GA-1 was tremendous. Countless cases of this rare disorder have
walked through their door and have been managed by their knowledgeable
physicians. Despite the six hour round trip drive, we were certain that
Madeline needed to be followed by these physicians. They sequenced
her and my genome in just a weekend’s time and found that not only did
Madeline have the disorder, but I was a carrier. Despite our extensive
testing before IVF, this never manifested itself. After a long day of meeting
with their staff, we walked out of the Clinic with answers, reassurance, and
confidence. We knew that we had found Madeline’s medical home.
Our family now makes a monthly visit to the Clinic. Each time, she gets
weighed, her height and head circumference get measured, and she gets
evaluated by her doctor. After her lysine and arginine levels are checked in
the clinic’s own lab, her formula gets adjusted to change the percentages of
her natural protein and her synthetic protein. Each time we walk through
the doors of their post-and-beam building raised by volunteers from the
Plain communities, it is like we are visiting family and coming home.

Since Madeline’s diagnosis nine months
ago, we have learned so much about
GA-1. We understand the need for strict
protein restriction, since she cannot
adequately break down certain amino
acids. Her inability to break down these
amino acids leads to their buildup in
the basal ganglia, which is the area
of the brain that controls movement.
Childhood illnesses such as a respiratory
infection or gastroenteritis can
precipitate a metabolic crisis, leading to
neurologic breakdown and irreversible
brain damage. It is really scary stuff.
We spend our days making her special baby formula, watching out for signs
of illness, and trying to get ahead of any delays in meeting developmental
milestones. Madeline has a great team of physical therapists who work
with her to keep on top of her motor and sensory skills. We hope that being
proactive helps optimize her medical care.
Madeline has been a happy and healthy addition to our family. Despite
the unexpected beginnings, we have completely adjusted to life with
our precious Maddie and her GA-1. We hope to raise awareness of the
importance of newborn screening and the existence of this rare condition.
And while Glutaric Aciduria has felt overwhelming at times, the Volpe
family has been managing ever since and loving Madeline more each day.
JENNIFER
DRJENNIFERVOLPE@GMAIL.COM
SUCCASUNNA, NEW JERSEY

Menta Pitre and Amy Cunningham (Dietician from
Louisiana/Texas) at the GMDI (Genetic Metabolic Dieticians
International) Conference in Orlando, Florida – April 2018
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Emmalyn

became a brave and fearless Rare Disease warrior. The nurse solemnly
spoke these words to me, “I don’t want to alarm you, but your newborn
baby is very sick and needs to be brought to the hospital immediately.” She
then told us to pack our bags because Emmalyn would be transferred to
the Children’s Hospital two and half hours away after she was stabilized.
We were given no details about what was wrong except that her Newborn
Screening came back positive for a rare genetic disorder. The next couple
weeks were a blur of tears mixed with overwhelming fear, uncertainty,
anger, devastation, and
immense heartache.
After eight days in the
Children’s Hospital, we
took our baby girl home
with a scary diagnosis
of Glutaric Aciduria/
Acidemia Type 1 (GA-1).
GA-1 is a rare genetic
metabolic disorder in
which the body lacks
the necessary enzyme
needed to break down
the amino acids lysine,
hydroxylysine, and
tryptophan which are
building blocks of
protein. The excessive
levels of intermediate
graced us
breakdown product will
with
then accumulate and cause damage to the brain, including
her presence 8 years ago at 35
the basal ganglia. There is no cure for her disorder but
weeks gestation weighing in at 5
we manage daily with specialized metabolic formula,
lbs., 7 oz. and 18 inches long.
medication, a carefully measured low protein diet,
Our beautiful baby girl was
frequent blood work, strict emergency protocol
so tiny and perfect, and I
management, and extra caution during cold/flu
Emmalyn is now eight
couldn’t believe how blessed
season. Emmalyn is now 8 years old and living
we were to be her parents.
years old and living a
a full, happy, and healthy life. I home school to
Her Apgar score was an 8,
keep
her from being exposed to all the contagious
full, happy, and
and she seemed otherwise
illnesses in the school system. She has abnormal
healthy life
developed and healthy despite
MRI’s, slight developmental delays, learning
being premature. She did have an
disorders, speech delays, macrocephaly, and secondary
elevated white count which required
carnitine deficiency which are all common for her
her to have a round of IV antibiotics and
disorder. She is also brilliant, funny, loving, compassionate,
another day of observation. A few days later,
beautiful, and exceptionally brave! Looking back now, the worst phone call
we brought our seemingly healthy baby girl
we ever received will also be the best call of our lives in that it was what
home. On our second night at home around
saved Emmalyn’s life. Without newborn screening and the quick response
10:30 pm, we received THE devastating
by her medical team, she could have lost all her motor skills or life due
phone call that no parent ever wants to get.
to metabolic acidosis, encephalopathy, and striatal necrosis. There is still
much more to learn about her disorder, many people to educate and inspire,
In an instant, our new baby bliss turned into
improved protocols to be established, and an eventual cure to be found.
sheer panic, fear, and grief. That moment,
one I will never forget, is when our daughter
YOURS TRULY,
SHANNAH
SOUTH COLUMBUS, MISSISSIPPI | SHANNAHT@HOTMAIL.COM

GLUTARIC ACIDEMIA
TYPE 1
AGE 8

Emmalyn
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NIH

Update

Many

of
the
OAA members know about
the natural history study of
propionic acidemia conducted
at NIH, Bethesda, MD (ClinicalTrials.
gov Identifier: NCT02890342). Our
first patient was enrolled in the end of
2016. Thanks to the strong response of
volunteers, to date we have enrolled over
30 patients.
The information we have learned from
these visits adds to the knowledge of
how propionic acidemia affects the
body’s organs. For example, propionic
acidemia may affect the kidneys and
there may be a need to monitor patients’

Vanessa

renal function more closely as they age.
Propionic acidemia can also affect bones,
which leads to osteoporosis, high risk of
fractures, and possibly short stature. We
shared and presented our findings at the
2017 meeting of the American Society of
Human Genetics, the 2018 meeting of the
Society for Inherited Metabolic Disorders,
and the 2018 meeting of the American
College of Medical Genetics.
Many families also participated in the
collaborative projects our lab supports
at NIH including The Caregiver Study
headed by Dr. Laura Koehly and the
neurocognitive and autism studies led
by Dr. Audrey Thurm. This summer we
also conducted a telephone interview to
determine which of the available qualityof-life scales is better suited for patients
affected by organic acidemias.

3MGA (3
METHYLGLUTACONIC
ACIDEMIA)
AGE 19

We are now focusing on recruitment
of new families, especially patients
who have undergone liver or kidney
transplantation. This will further expand
our body of knowledge about the medical
complications of propionic acidemia. We
also look forward to seeing patients for
follow up visits. The information gathered
from these visits help us plan animal
experiments that test new treatments in
mice and zebrafish affected by propionic
acidemia, and ultimately, inform plans for
future clinical trials.
We want to thank families for their
partnership in propionic acidemia
research. We look forward to
collaborating with OAA in the years to
come.
The NIH Propionic Acidemia Team

Vanessa

was a gifted student and an active kid
who had played soccer, took gymnastics
lessons, and was a cheerleader. She became a teenager and she started
to play the flute and do typical teenager things until issues that were
being treated as psychiatric started to affect her physically. Her anxiety
and tics started to affect her school work and her ability to live daily life
independently. That is when the quest to find out what was wrong began.
Within months physical symptoms kept coming on. She had gait and
balance issues and had trouble writing and started to stutter. She lost the
use of her left arm from dystonia. The quest for answers led to her being
diagnosed with a type of Mitochondrial Disease called MEGDEL at the
age of 14. Vanessa is now 19 and has many health issues caused by her
disease. She is in a wheelchair outside of her home and is under the care
of five specialists. She has worked to raise awareness of mito and has
tried to help the community by participating in three mito clinical trials.
Today a focus is finding others with this rare form of mito in hopes of
creating support and doing research for MEGDEL.
www.facebook.com/Megdel3mga3-Methyl-GlutaconicAciduria-1886578088309739/
THANK YOU., MARIA
LAWRENCEVILLE, GEORGIA | MARIAROMESBURG25@COMCAST.NET
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Email: ________________________________

Organic Acidemia Association
(OAA) provides information and support
to parents and professionals dealing
with a set of inborn errors of metabolism
collectively called organic acidemias.
The OAA is a volunteer organization
registered with the IRS as a 501(c)(3)
non-profit corporation. Donations to the
OAA are tax deductible. OAA publishes
a newsletter three times a year, hosts a
Google Group for information exchange
and maintains a website and Facebook
page. Services are funded by corporate
& individual donations. Annual
membership donation of $25 (US) and
$35 (international) plus $5 for the family
roster is requested, but not required.
Our 501(c)(3) non-profit status qualifies
OAA for United Way donations through
their write-in option. If there is a write-in
option, just write “Organic Acidemia

Please make the following changes to my
address, phone number, or email address.

 OAA

ANNUAL DONATION CHANGE OF ADDRESS

Please accept $_______________ as our
annual tax deductible donation to the
Organic Acidemia Association.
Suggested membership donation is $25
(US) and $35 (international). Extra funds
are welcome and can be designated for
research, OAA operating expenses, or to
help others attend conferences.
Remember the newsletter does not get
forwarded when you move!
Name:________________________________
Address:_______________________________
City State Zip:__________________________

OAA Google Group

Association” in the blank line on your
pledge card.
Donations can also be made at OAA’s
website through the “PayPal” and the
“Network for Good” option.
 The information contained herein
does not necessarily represent the
opinions of our Board of Medical
Advisors or Board of Directors







Letters and photographs sent to
OAA become the property of OAA
and may be used or edited at the
discretion of the OAA staff.
Names or information will be
kept confidential only if
specifically requested in writing
This newsletter does not provide
medical advice. You should notify
your health care provider before
making treatment changes.

IS ON FACEBOOK - donations can be sent through our “Cause”

Page, connection with other parents can be found through
our private “OAA Group” and private “Fan” Page.

OAA’s main mission is to empower families with knowledge about organic acidemias. If you would
like to connect with other families who share the same or similar diagnoses, please join our private
OAA Group. Visit the OAANews.org web site to sign up.

