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Co-Enzyme Q10 Deficiency — an autosomal recessive condition with a clinical spectrum that encompass-
es at least five major phenotypes: (1) encephalomyopathy characterized by the triad of recurrent myoglo-
binuria, brain involvement, and ragged red fibers; (2) severe infantile multisystemic disease; (3) cerebel-
lar ataxia; (4) Leigh syndrome with growth retardation, ataxia and deafness; and (5) isolated myopathy.
The variability of phenotypes suggests genetic heterogeneity, which may be related to the multiple
steps in CoQ10 biosynthesis. Clinical presentation includes generalized weakness, exercise intolerance,
recurrent myoglobinuria, proximal muscle weakness, seizures, cognitive impairment, cerebellar symp-
toms, infantile encephalopathy with renal involvement, retinitis pigmentosa, optic nerve atrophy, bilateral
sensorineural deafness, nephrotic syndrome, progressive ataxia, cardiomyopathy, hypothermia, lactic
acidosis, cerebral and cerebellar atrophy, and developmental delay were associated with renal tubu-
lopathy and ventricular hypertrophy. The clinical presentation of the variant isolated myopathy, recently
described in four patients, is the subacute onset of exercise intolerance and proximal limb weakness at
variable ages. Treatment includes high-dose oral CoQ10 supplementation.

Clinical Trials
For specific details on other clinical trials, visit the MitoAction Clinical Trials page or www.clinicaltrials.gov.

Resources
« Human Coenzyme Q10 Deficiency — National Library of Medicine

Connecting with others who are impacted by a rare disease allows for important information to be shared
about day-to day life, prevents isolation, and gives hope. Please contact MitoAction for peer support op-
portunities at 888-MITO-411 or email mito411@mitoaction.org. Other resources we recommend are:

« New Patient Kit for Mitochondrial Conditions
« Planning and Preparation

« Monthly Expert Series

« Energy in Action Podcast

MitoAction does not provide medical advice, diagnosis, treatment, or legal advice. It is essential that
all those living with or caring for someone with a Mitochondrial or FAOD disease have an emergency
protocol letter. These letters, which are written and signed by a doctor, share details about prescribed
treatment during crises and in emergency room settings. Always check with your doctor if you or your
child has concerns as everyone may present with symptoms differently. Before beginning any treat-
ment or therapy, please consult with your physician.
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