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MOLECULAR ETIOLOGY
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MtDNA point mutations (n=1646pts)

% of mtDNA point mutations (N=517)

M |HON 165

B m.3243A>G |66
B m.8344A>G 68
Mm.8933T>G 23
B Others 95




nuclear point mutations

others 7.6%
TK2 2.1%
PDHA1 4.6%

o 10.3%&
TYMP 5,1 %
ANT1 2.6%

Twinkle 11.8%

OPA1 35.4%

POLG1 20.5%
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Patients (1330 tot with | Percentage

full phenotype described)
Ptosis/ophthalmoparesis 636 478
Muscle weakness 488 36,7
Hearing loss 330 248
Exercise intolerance 279 21
Optic neuropathy 241 18.1
Muscle wasting 233 17,5
Cerebellar ataxia 198 14.8
Cognitive involvement 189 142
Hypotonia 180 13,5
Neuropathy 163 122
Swallowing impairment 162 12.1
Epileptic seizures 152 114
Muscle pain 152 114
Diabetes 121 Y
Pyramidal involvement 115 8.6
Respiratory impairment 115 8.6
Cardiomyopathy 106 79
Migraine 102 1.6
Retinopathy 02 6.9
Gastroint. dysmofility 69 5.1
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