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Introducere. Cardiomiopatia hipertrofica latenta reprezinta una din cele mai frecvente cauze de moarte
subitd cardiacd la copii. Diagnosticul genetic in stadiul precoce, asimptomatic al bolii si consultul
genetic familial optimizeaza managmentul copilului cu cardiomiopatie hipertrofica (CMH).

Scopul lucririi. Evaluarea heterogenitatii genetice, corelatiei mutatie-polimorfism clinic in cardio-
mutatii.

Material si metode. Analiza bibliografica din 30 surse de literaturd identificate in baza de date
“PubMed” utilizind urmatorii termeni “cardiomiopatia hipertroficd”,“aspecte genetice”,“copii”.
Rezultate. CMH este produsa de mutatii in genele care codifica componentele proteice ale sarcomerului
(MYH7, MYBPC3, TNNT2). Proteinele sarcomerice defecte produc modificari la nivel molecular —
celular chiar in stadiile incipiente ale bolii; produc defecte de ordin mecanic (alterari a interactiunii
activitatii ATP-azei). Diagnosticarea geneticd precoce la copii este importantd pentru excluderea sau
confirmarea formelor sindromice de CMH, evaluarea prognosticului patologiei in dependenta de muta-
tiile genice si optimizarea managementului copilului cu CMH.

Concluzii. Modificari ale biochimiei, morfologiei si functiei cardiomiocitului sunt prezente inainte de
manifestarea clinica sau ecografica a bolii. Expresivitatea fenotipica incompleta, variabild si tardiva a
CMH la copii ne vorbeste despre importanta testarii si consultului genetic pentru identificarea copiilor
cu risc crescut de dezvoltare a CMH si aplicarea masurilor preventive.
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Introduction. Latent hypertrophic cardiomyopathy is one of the most common causes of sudden cardiac
death in children. Early genetic diagnosis, asymptomatic stage of the disease and family genetic
counseling optimizes the management of the child with hypertrophic cardiomyopathy.

Objective of the study. Evaluation of genetic heterogenity, correlation of mutation-clinical
polymorphism in hypertrophic cardiomyopathy and highlighting the possibilities in anticipating the
pathologic evolution in children with different mutations.

Material and methods. Bibliographic study on 30 papers, identified in “PubMed” database. We
researched database with keywords: “hypertrophic cardiomyopathy”, “genetic aspects”, “children”
Results. Hypertrophic cardiomyopathy (HCM) is produced by mutations in genes encoding sarcomere
protein components (MYH7, MYBPC3, TNNT2). Mutant sarcomeric proteins cause molecular —
cellular changes even in the early stages of the disease; produce mechanical defects (reduced acto-
myosin interaction) biochemical defects (contractile protein sensibility alterations in Ca’ *), energetic
defects (reduced ATPase-activity). Early genetic diagnosis in children is important for excluding or
confirming syndromic forms of HCM, assessing the prognosis of the pathology in relation to gene
mutations and optimizing the management of the child with HCM.

Conclusions. Changes in the biochemistry, morphology and function of cardiomyocyte are present
before the clinical or ultrasound manifestation of the disease. The incomplete, variable and late
phenotypic expression of HCM in children relates the importance of genetic testing and counseling for
the identification of children presenting high risks of developing HCM and applying preventive
measures.
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