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Improvement of diagnostic rate of mitochondrial cardiomyopathy by novel
statistical approaches
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I developed novel statistical genetics methods to identify variants located
in segments of identity-by-decent and chromosomal deletions by using Hamming Distance Ratio (HDR).
By applying those methods, | succeeded in identifying genetic variants in 46 mitochondrial
cardiomyopathy patients. Among 223 consecutive pediatric mitochondrial disease patients aged <18
years with a confirmed genetic diagnosis including 46 cardiomyopathy patients, The overall survival
rate was significantly lower in patients with cardiomyopathy than in those without (p<0.001,
log-rank test). By multivariable analysis, left ventricular (LV) hypertrophy (HR=4.6; 95% Cl: 2.8-7.
3), neonatal onset (HR=2.9; 95% Cl: 1.8-4.5) and chromosomal aberrations (HR=2.9; 95% Cl: 1.3-6.5)

endent predictors of all-cause mortality. Patients with LV hypertrophy with neonatal onset

were inde
and/or cﬁromosomal aberrations had higher mortality (100% in 21 patients) than those with LV

hypertrophy alone (71% in 14 patients).
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