SPOTLIGHT ON LEIGH SYNDROME

UT Mitochondrial

Center of Excellence

About Us

We appreciate your interest in the electronic
Leigh Syndrome Patient Registry.

Phase 1 of the registry launched in the sum-
mer of 2015 and has received overwhelming
support from the mitochondrial community.
In uniting the medical and patient communi-
ties of Leigh syndrome, we gain vital infor-
mation needed to develop a cure. Each par-
ticipant who registers allows us to gather
meaningful data which connects patients to
clinical trials, distributes information to phy-
sicians, and brings awareness to Leigh syn-
drome.

As more individuals are diagnosed with
Leigh syndrome, it is vital for clinicians and
patients to promote global research.

Our current goals include increasing enroll-
ment in the registry and raising awareness
on Leigh syndrome.

This is an exciting time to pursue effective

treatments and get involved!

UMDF Symposium

Each June, the UT Mitochondrial Center of
Excellence enjoys a week with the United Mi-
tochondrial Disease Foundation at the nation-
al symposium. This year, the group will trav-
el to Seattle, WA to share our research and to
learn from other top mitochondrial disease
physicians and researchers.

During the symposium, patients and families
meet others who, like themselves, are seeking
knowledge. They may be parents or an indi-
vidual with similar experiences or someone
that lives close to them.

The UT Mitochondrial Center of Excellence
also will hold a table at the symposium to

distribute information on research projects
that are ongoing in our center.

For more information on the
UMDF Symposium, please

visit: www.umdf.org

PALS website: http://peopleagainstleighs.org/
Leigh Registry: http://peopleagainstleighs.org/registry
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Encourage patients, friends and loved ones with Leigh Syndrome to register. Please distribute this letter to your patient
communities and ask them to participate! For more information, please visit:

Support PALS: http://www.memorialhermann.org/give-volunteer/foundation/pals/
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http://peopleagainstleighs.org/registry
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http://www.umdf.org/site/c.8qKOJ0MvF7LUG/b.7929671/k.BDF0/Home.htm
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Global Support

There are over 20 mitochondrial disease specialists and support organizations assisting
with information dissemination and international recruitment. Parenting organizations
include: People Against Leigh Syndrome (PALS), the United Mitochondrial Disease Foun-
dation (UMDF), and the Mitochondrial Medicine Society (MMS). We have patients en-
rolled throughout the US, Japan, Canada, and Australia and our registry continuous to
expand! 0
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Member Highlights
Physician Participant
Dr. Sumit Parikh is the Direc- Kaden is 4 years old and

tor of the Neurogenetics and
Mitochondrial Disease Center
at the Cleveland Clinic. He
also serves as the Chair of the
Scientific and Medical Adviso-
ry Board for the United Mito-
chondprial Disease Foundation.
He frequently sees patients
with Leigh syndrome.

Since Dr. Parikh began his practice, he has wit-
nessed the growth of clinical research in North
America. He watched as it began to organize itself
better and become more active than ever before.
Today, there are drug trials in process for mito-
chondrial disease with the hope of improved mito-
chondrial therapies on the horizon.

Focusing on Leigh Syndrome is important because
it is one of the most common presentations of mito-
chondrial disease. Dr. Parikh believes that it makes
sense to assess this disease in more detail and try to
track in longitudinally. Because of the nature of
research, the validity of conclusions are based on
the research done on a large number of patients.
Therefore, the more families that participate, the
better.

Concerns about privacy are common, but the re-
search community has gone to great length to en-
sure that patients and families receive protection,
including keeping identities confidential. Because
of oversight from the International Review Board
and dedication from ethical researchers, patient
and family protection have become an expected
common place.

The Leigh Syndrome patient registry is a worthy
endeavor and the data obtained through it has the
potential for helping improve care for these pa-
tients in a very meaningful way. Dr. Parikh be-
lieves it will be interesting to see what will come of
this project as it matures.

has a primary diagnosis
of PIGN (multiple con-
genital anomalies-
hypotonia-seizures) syn-
drome and secondary
diagnosis of Leigh’s syn-
drome.

Throughout the first few months of Kaden’s life,
his doctors and parents kept a close watch on
him, as he was having some developmental is-
sues. By the time he was 7 months old, Kaden
was diagnosed with Leigh Syndrome after a par-

ticularly aggressive seizure.

Life after the diagnosis was never the same. The
plans that his parents had for him, the life they
had dreamed about was severely altered. There
was a certain fear that was a reality for his parents
more than ever: that they might have to bury their
child.

Currently, Kaden is stable and his household
keeps a positive attitude. They take it one day at a
time as they prepare for whatever might happen

next.

Kaden'’s parents want to acknowledge the reality
of how full Kaden’s life is. Too many times people
see him as a big infant. They wish that people

knew how diverse his life experience truly is.

They encourage people to join the registry to help
doctors and researchers learn more about the dis-

ease, in hopes to find a cure one day.
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Clinical Trials Recent Publications

If you are interested in participating in clinical
1 The pleiotropic effects of decanoic acid treat-

studies, please visit ClinicalTrials.gov.
. ment on mitochondrial functlorun fibroblasts
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syndrome.

Kanabus M, Fassone E, Hughes SD, Bilooei SF,

https://clinicaltrials.gov/ct2/show/
R Rutherford T, Donnell MO, Heales SJ, Rahman S.

NCT01803906term=NCT01803906&rank=1

T Leigh Syndrome in Childhood: Neurologic Pro-
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Sponsor: Raptor Pharmaceuticals Inc. ries and review of the literature.
hitps://clinicaltrials.gov/ct2/show/ Bonfante E, Koenig MK, Adejumo RB, Peri
NCT02023866?term=NCT02023866&rank=1 njelil V, Riascos RF.
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Sponsor: Columbia University extensive research being conducted. For more publi-
https://clinicaltrials.gov/ct2/show/ cations, please visit: pubmed.gov

NCT01694940?term=NCT01694940&rank=1

Other Resources
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www.mitochondrialdiseasenews.com

This is a source of educational information for patients, family members, or other non-
physicians about mitochondrial disease. Through the website, you can choose to be included in

the “clinical trial notification” program.

If you would like to submit something to be featured in future Leigh Registry newsletters, please email us at leigh@uth.tmc.edu
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