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Baseline Characteristics Table

Adult (N=44) Paediatric (N=3)
Age (years) 52.2 7.67
Sex Male (N=13 (29.5%)), Female (N=31 (70.5%)) | Male (N=2 (66.6%)), Female (N=1 (33.3%))
Asymptomatic 3 (6.8%) 2 (66.6%)
Diabetes 24 (54.5%) 0 (0%)
Gl/renal impairments 25 (56.8) 1(33.3%)
Deafness/ hearing impairments 33 (75%) 0 (0%)
Muscular impairments/ exercise intolerance | 12 (27.3%) 0 (0%)
Fatigue 11 (25%) 0 (0%)
Ataxia 9 (20.5%) 0 (0%)
Visual impairments 9 (20.5%) 0 (0%)
Cardiac impairments 7 (15.9%) 0 (0%)




Outcome Measures Table

Objectives
Primary Validate the use of faecal specimens as a novel diagnostic concept for mtDNA-related mitochondrial disease against historic samples
of muscle, blood, urine or buccal derived DNA using pyrosequencing.
Secondary Validate the use of Whole Genome Sequencing of mtDNA extracted from faecal samples to detect mtDNA variants that may be

present.
Collect patient feedback to assess current conceptions and feelings towards current diagnostic approaches and the potential use of
faecal samples for diagnostic purposes.
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A010 67
AO11 n/a
A012 n/a
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Adverse Events Table

There were no adverse events associated with this study.
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