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CONTEXT & GOALS

Mitochondrial diseases affect 1 in 4,300 live births. Mitomatcher DB aims at
gathering phenotypic and genetic data to improve diagnostics and permit the
search for co-occuring variation, interpretation of Variants of Uknown
Significance and impact of mitochondrial haplogroup and heteroplasmy on
pathogenicity.
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*Clinical data
-Age, age of onset
~Cosanguinity
*HPO terms

*Sampling
“tissue
*Sequencing technique
~analysis metadata

*Reference center
“laboratory
*medical staff (user)

Urgent need for a national
database joining genetical and
phenotypical data in a
comprehensive manner.
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* Mitochondrial DNA

+16,5 kbp
37 genes, 15 proteins
“heteroplasmy *

*Nuclear DNA
#1500 proteins involved in
mitochondrial functions

* Annotations
~Pathogeneicity scores
*Frequencies
~Conservation scores



Setting a secure
environnement and enabling
complex querying through an

user friendly interface.
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PROSPECTS

Better understanding of the molecular mechaisms Mitomics — Mitomatcher
responsible for the clinical-genetic heterogeneity of project received national
mitochondrial diseases by building Work Packages PIA4 funding.

of increasing complexity. Pending data sharing
Societal and ethical implications — Social Science authorization (CNIL).
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- Pathologies liées a des mutations de I'’ADN (Bris et al. 2018)

- Prevalence of rare mitochondrial DNA mutations in mitochondrial disorders (Bannwarth et al. 2013)

- Peculiar combinations of individually non-pathogenic missense mitochondrial DNA variants cause low
penetrance Leber's hereditary optic neuropathy. (Caporali et al. 2018)
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