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Luft disease is a very rare mitochondrial condition with only two reported cases. Mitochondria are the
parts of a cell that help turn the energy we get from food into energy that the body can use. They are
also important in the communication between body parts and creating other materials the body needs.

Mitochondrial conditions can cause a variety of signs and symptoms in many parts of the body, particu-
larly those that use a lot of energy like muscles and the brain. People with Luft disease had changes in
the way mitochondria were structured in their skeletal muscles.

Alternative Names

o Luft’s disease;

« Hypermetabolism due to uncoupled mitochondrial oxidative phosphorylation 1,
- HUMOP1

Cause and Genetics

The cause of Luft disease is not known. Luft disease appears to be a type of mitochondrial condition,
which can be inherited (passed down in families) in several ways. Neither person with Luft disease had a
family history of the condition, or had parents who were closely related by blood (consanguinity). Genetic
testing was not available when the two known patients with Luft disease were diagnosed.

Luft disease caused uncoupling of mitochondrial respiration in skeletal muscles. This also caused the
structure of mitochondria in the skeletal muscle to change into a zig-zag pattern.

Frequency
Only two cases of Luft disease have been described in the scientific literature.

Signs and Symptoms
The two reported patients with Luft disease had the following signs and symptoms:

« Hypermetabolism (an increase in the amount of energy needed to perform bodily functions)
+ Fever

+ Heatintolerance

« Extreme sweating

« Extreme hunger (polyphagia) with poor weight gain
« Extreme thirst (polydipsia)

« Abnormal findings on muscle biopsy

« Anincreased heart rate (tachycardia)

- Rapid breathing (tachypnea)

+ Mild muscle weakness

+ Increased heart output

« Irregular menstrual cycle

+ Loss of hair

« Skin lesions

www.mitoaction.org - 1-888-MITO-411



)
mitoX
ACTION

Diagnosis
Luft disease was diagnosed in the two confirmed cases by careful physical examination, testing on mus-
cle tissue and testing on blood. Genetic testing was not available when the patients were living.

Luft disease is not included on newborn screening panels.

Treatment and Management
Before beginning any treatment or therapy, please consult with your physician.

There is currently no FDA-approved therapy for Luft disease.

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

Resources
« Science Direct

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

Sources

« Molecular pathology of Luft disease and structure and function of mitochondria

. Luft’s disease. Further biochemical and ultrastructural studies of skeletal muscle in the second case
« ScienceDirect Topics — Luft Disease — an overview

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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