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Identification of a novel heterozygous guanosine monophosphate reductase (<i>GMPR«<[i>) variant in
a patient with a lated€enset disorder of mitochondrial DNA maintenance. Clinical Genetics, 2020, 97,
276-286.
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Clinicopathologic and molecular spectrum of <i>RNASEH1<[i> -related mitochondrial disease.
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ATAD3 gene cluster deletions cause cerebellar dysfunction associated with altered mitochondrial
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Pathological ribonuclease H1 causes R-loop depletion and aberrant DNA segregation in mitochondria.
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Early-onset liver mtDNA depletion and late-onset proteinuric nephropathy in Mpv17 knockout mice.
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