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Introducere. Bolile mitocondriale (BM) reprezinta un grup
mare de patologii genetice rare, cu o variabilitate fenotipica
inaltd, variind de la afectarea izolatd a unui organ la adulti
pana la implicare multisistemica la copii. Scopul studiului.
Studierea aspectelor neurogenetice si recunoasterea simp-
tomelor timpurii ale BM pentru facilitarea diagnosticului,
prin prisma unui caz clinic. Metode: A fost evaluata o fetita
de 2 ani si 7 luni prin evaluari clinice si genetice, la Institu-
tul Mamei si Copilului. Rezultate. Acuze: nu vorbeste, are
fatigabilitate, nu apuca sigur lucrurile cu ambele maini, nu
merge de sine statator, In pozitie verticalad isi mentine greu
echilibrul. Istoricul bolii: la varsta de 1 an 8 luni dezvolta
prima criza convulsiva generalizata pe fondal de pneu-
monie, cu febra 39.59C timp de cateva zile; In continuare
apare hemipareza pe stanga. Prezentare clinica: hemipareza
pe stanga si disfazie motorie, regres cognitiv evolutiv. Exam-
en imagistic prin RMN cerebrala si Angio-CT: focar ischemic
culocalizare fronto-parieto-temporal sugestiv pentru un ac-
cident vascular cerebral ischemic (AVCI) si encefalomalacie
postischemica cortico-subcorticald, malformatii arterio-ve-
noase cerebral pe dreapta. Rezultate molecular-genetice
(prin secventiere de generatie urmatoare (NGS) cu pan-
eluri tintd)): anomalii In gena MT-TL1, variante patogene
m.3221G>A, m.3242T>C si gena MT-ND5, m.13521G>A).
Diagnostic: Encefalopatie mitocondriala, sindromul MELAS,
confirmat genetic. Concluzii. Sindromul MELAS la copii se
prezinta cu semne clinice variabile, iar afectarea cerebrala
prin AVCI este caracteristicd. Examenul molecular-genetic
contribuie la confirmarea diagnosticului, fiind recomandata
in toate cazurile de AVCI cu etiologie necunoscuta. Cuvin-
te-cheie: aspecte neurogenetice, boli mitocondriale, copii,
sindromul MELAS.
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Introduction. Mitochondrial diseases (MD) represent a
large group of rare genetic pathologies with high pheno-
typic variability, ranging from isolated single organ involve-
ment in adults to multisystemic involvement in children.
The aim of the study. To study the neurogenetic aspects
and to recognize the early symptoms of MD to facilitate the
diagnosis, through the procedures of clinical case. Meth-
ods: A 2-year-old 7-month-old girl was evaluated through
clinical and genetic evaluations at MHPI Institute of Mother
and Child. Results. Complaints: does not speak, has fatigue,
does not grasp things securely with both hands, does not
walk unsteadily, has difficulty maintaining balance in an up-
right position. History of the disease: at the age of 1 year and
8 months, he developed the first generalized convulsive cri-
sis on the background of pneumonia, with a fever of 39.52C
for several days; next hemiparesis appears on the left. Clin-
ical presentation: left hemiparesis and motor dysphasia,
evolutionary cognitive regression. Imaging examination by
brain MRI and Angio-CT: ischemic focus with fronto-pari-
eto-temporal localization suggestive of an ischemic stroke
(IS) and postischemic cortico-subcortical encephaloma-
lacia, cerebral arterio-venous malformations on the right.
Molecular genetic results (by next-generation sequencing
(NGS) with target panels): abnormalities in the MT-TL1
gene, pathogenic variants m.3221G>A, m.3242T>C and MT-
ND5 gene, m.13521G>A). Diagnosis: Mitochondrial enceph-
alopathy, MELAS syndrome, genetically confirmed. Conclu-
sions. MELAS syndrome in children presents with variable
clinical signs, and cerebral damage by IS is characteristic.
The molecular-genetic examination contributes to the con-
firmation of the diagnosis, being recommended in all cases
of IS of unknown etiology. Keywords: neurogenetic aspects,
mitochondrial diseases, children, MELAS syndrome.



