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Introduction
Mitochondrial diseases are the most common group According to the patient's clinical picture, an inborn [
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Leigh syndrome Is a progressive neurological disorder. and a high level of Alanine and deviant Ala/Lys ratio | # e o
\affecting 1:40,000 live births. / was determined. The electroencephalography revealed | ARR IRRRERS e
dysfunction in cortical structures and low convulsive | = = °
threshold. Magnetic resonance imaging revealed TR
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mitochondrial disorder in a child with seizures, thalamus, mesencephalon, brainstem, medullary | g b)"
._Nypotonia, ataxia and psychomotor delay. y tegmentum and  cerebellar hemisphe_res (per_i- | q
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Material and methods Q\/ealed the m.3243A>G mutation In the TL1 genep Tt (0 v
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€ Ireport on a case O _a montns O oy, orn_a m.3243A>G mutation.
term from non-consanguineous, healthy parents, with = T b) Melting curve of the patient's DNA for m.3243A>G
an uneventful perl_natal hlstory._ He _had no family C mutation y
\_history of any genetic or neurological disorder. ;
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R Reduced COXstaining — oo RN N whose MRI shows bilateral symmetric hyperintense
Muscle weakness Migraine Heart Elevated CSF lactatet  Reduced SDH staining oy T &uy 1, _ _ h
Rhabomyolys Kichey clevate CSF protein  SDH postve blood vesselst o NS | T2w images of the brainstem and basal ganglia. Further
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* Score 1. mitochorjd_rial d_isorder ur_llike_ly; score 2 to 4: possible mitochondrial disorder; score 5 to 7: probable mitochondrial disorder; "
b This specific symptom sores 2 pounts. " MRI findings of Leigh syndrome — symmetrical Leigh syndrome; mitochondrial DNA mutation;
I This symptom in a higher percentage scores 4 points. : : : : . : . . .
G! = gastrointestinal, L/P = Iactate/pYruvate;_ COX = _cytochrome c oxidase; SDH = succinate dehydrogenase; EM = electron hyperlntenSIty 1N TZ-Welghted Images In thalamus1 \mItOChOndrléﬂ dlsease /
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. which suggests the presence of a mitochondrial disease y




