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Coenzyme Q,, (CoQ,,) deficiency syndrome comprises a heterogeneous group of mitochondrial disorders characterized by a decrease in CoQ,,
content in cells and tissues. Primary CoQ,, deficiencies are rare genetic conditions caused by mutations in COQ genes, whose encoded proteins are
directly linked to the final biochemical pathway of CoQ biosynthesis. COQ proteins are disposed forming a mitochondrial complex in which COQ7 is
included, catalysing the hydroxylation of DMQ,, into DMeQ,,, one of the latest steps of the CoQ biosynthetic pathway. Here we present four clinical
cases of primary CoQ,, deficiency, which is presumably caused by Coq7 mutations. The motivation for this work is to validate it in a cellular model
based on primary cultures from patients' skin fibroblasts, in order to complete the previously started molecular diagnosis by whole-exome seguencing.
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