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ABSTRACT 
Introduction: Desminopathy is a rare hereditary disease associated with 
a mutation in the DES gene, which is a type of myofibrillar myopathy. 
Damage to skeletal, cardiac, smooth muscles, as well as the diaphragm 
is possible with this disease. In clinical practice, desminopathy is a 
difficult diagnostic task. 

Purpose of the study. Study of the dynamics of the clinical picture of 
myofibrillar myopathy with a mutation in the DES c.1021A> C 
(Thr341Pro) gene in a heterozygous state and analysis of the family tree. 

Clinical description. A detailed analysis of the medical documentation 

of the patient’s family along the father’s side in the 6th generation with a 
case of desminopathy was performed. A family study in a total of more 
than 100 years is presented with a description of the dynamics of clinical 
manifestations, morphological, cardiological and electromyographic 
parameters. 

Results. Weak skeletal muscle weakness in the proband and his father 
with desminopathy manifested itself at the age of 30, the last of which 
died of pulmonary heart disease 20 years after the manifestation of the 
disease. 

In the two older generations, 75% of relatives had heart problems at the 
seventh decade of life (n = 5: myocardial infarction, coronary heart 
disease, bradycardia - pacemaker installed) and / or oncological diseases 
(n = 6: malignant tumors of the prostate gland, skin, bladder (2 cases), 
uterus, rectum), who later died from these pathologies. The described 
case shows different clinical manifestations and is of interest in 
understanding the pathogenesis of a hereditary disease. 

Conclusion. The obtained data can be used in the future for advanced 

research by neurologists, cardiologists, immunologists, oncologists, and 
geneticists in order to reveal the mechanism of the disease. 
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