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Introducere. Sindromul Brugada este o canalopatie cu
transmitere autosomal dominanta, ce afecteaza, predom-
inant, reprezentantii sexului masculin. Este responsabila
pentru aproximativ 4-12% dintre cazurile de moarte su-
bitd si pand la 20% dintre decesele survenite la pacientii
fara anomalii cardiace structurale evidente. Scop. Analiza
literaturii de specialitate si evaluarea contributiei facto-
rilor genetici in patogenia sindromului Brugada si analiza
corelatiei dintre genotip si fenotip in cadrul acestei afecti-
uni. Material si metode. Studiul se bazeaza pe analiza liter-
aturii de specialitate din 10 surse digitale precum PubMed,
Google Scholar, MedScape, GeneCards. Articolele selectate
vizeaza legatura dintre genele implicate in patogenia afecti-
unii descrise si fenotipul electrocardiografic, severitatea
simptomelor si riscul evenimentelor aritmice majore. Re-
zultate. Actualmente, se cunosc cel putin 19 gene implicate
in patogenia sindromului Brugada. Mutatiile genei SCN5A,
codificatoare a subunitatii alfa a canalului sodic cardiac vol-
taj-dependent, sunt identificate la circa 20-25% dintre pa-
cienti. Pacientii SCN5A(+) prezintd un prognostic mai sever
si un debut mai precoce, decat cei cu SCN5A(-), dar si o in-
cidenta crescuta a aritmiilor in randul pacientilor pediatrici
SCN5A(+), unde 90% din cazuri sunt asociate cu mutatii in
aceastd gena. Duratele mai mari ale undei P, intervalului PQ,
complexului QRS 1n grupul SCN5A(+) versus SCN5A(-), re-
flecta afectarea conducerii electrice atriale si ventriculare.
Concluzii. Sindromul Brugada este o patologie cu un sub-
strat genetic variat, insuficient elucidat. O intelegere mai
detaliata a mecanismelor genetice implicate in patogenie va
contribui la imbunatatirea strategiilor de diagnostic, strati-
ficare a riscului si abordarea personalizata a pacientilor. Cu-
vinte-cheie: sindrom Brugada, canalopatie, gend, moarte
subitd, SCN5A.
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Introduction. Brugada syndrome is an inherited channel-
opathy with autosomal dominant transmission that pre-
dominantly affects adult males. This disease is known to
be responsible for approximately 4-12% of sudden cardi-
ac death cases and up to 20% of deaths in patients without
evident structural heart abnormalities. Objective. To ana-
lyze and evaluate the contribution of genetic factors in the
pathogenesis of Brugada syndrome, as well as the analysis
of the correlation between genotype and phenotype in this
condition. Material and methods. The study is based on
the analysis of specialized literature from 10 digital sourc-
es, including PubMed, Google Scholar, Medscape and Gen-
eCards. The selected articles explore the genetic contribu-
tion to the pathogenesis of the described condition and its
electrocardiographic phenotype, symptom severity, and the
risk of major arrhythmic events. Results. Currently, at least
19 genes are known to be involved in the pathogenesis of
Brugada syndrome. Mutations in the SCN5A gene, which
encodes the alpha subunit of the voltage-gated cardiac sodi-
um channel, are identified in approximately 20-25% of pa-
tients. SCN5A(+) patients exhibit a more severe prognosis
and earlier disease onset compared to SCN5A(-) individu-
als, along with a higher incidence of arrhythmias in pediat-
ric SCN5A(+) patients, where 90% of cases are associated
with mutations in this gene. Prolonged P wave duration, PQ
interval, and QRS complex in the SCN5A(+) group versus
SCN5A(-) reflect impaired atrial and ventricular conduc-
tion. Conclusion. Brugada syndrome is a condition with a
diverse and insufficiently understood genetic Introduction..
A more detailed understanding of the genetic mechanisms
involved in its pathogenesis will contribute to improved
diagnostic strategies, risk stratification, and personalized
patient management. Keywords: Brugada syndrome, chan-
nelopathy, gene, sudden death, SCN5A.



