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Introducere. Mutatiile la nivelul genelor BRCA1 si BRCA2
au o conexiune directa cu cresterea riscului de dezvoltare
a cancerului mamar. Testarea alterarii somatice a genelor
BRCA1 si BRCA2 este un indiciu pentru recunoasterea pre-
dispozitiei genetice de dezvoltare a cancerului mamar si cu-
noasterea tiparelor de pacienti cu risc crescut de a dezvolta
cancer de san. Scopul lucrarii. Determinarea categoriilor
de pacienti care necesitd efectuarea screening-ului genetic
in cadrul cancerului mamar. Material si metode. Studiul a
fost efectuat in urma selectarii si analizei datelor din lite-
ratura de specialitate, precum PubMed, Scientific Research,
Medscape, ScienceDirect, perioada 2013-2023. Rezultate.
Persoanele care au mostenit o varianta modificatd a gene-
lor BRCA1 si BRCA2 prezinta riscul de a dezvolta cancer
mamar la o varsta mai mica decat persoanele fara aceasta
mutatie. Femeile a caror rude de gradul I au fost diagnos-
ticate cu cancer mamar necesita initierea screening-ului cu
5-8 ani mai devreme decat varsta de diagnosticare a rudei
lor. Riscul estimat de cancer de san la femeile cu o mutatie
la nivelul genelor BRCA1 si BRCA2 este de 45 pana la 85%
pana la varsta de 70 ani. Concluzie. Identificarea mutati-
ilor la nivelul genelor BRCA1 si BRCA2 are o semnificatie
majora, contribuind la diagnosticare precoce a cazurilor de
cancer mamar, supravegherea sporita si managementul co-
rect al pacientilor cu risc marit de a dezvolta cancer mamar.
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Background. Mutations in the BRCA1 and BRCA2 genes
have a direct connection to the increased risk of develo-
ping breast cancer. Testing for the somatic alteration of
the BRCA1 and BRCA2 genes is an indication for the reco-
gnition of the genetic predisposition to the development of
breast cancer and the knowledge of the patterns of patients
with high risk of developing breast cancer. Objective. As-
sessment of the categories of patients that require genetic
screening in breast cancer. Materials and Methods. The
study was carried out following the selection and analysis
of data from specialized literature, such as PubMed, Scien-
tific Research, Medscape, ScienceDirect, period 2013-2023.
Results. People who have inherited a changed variant of the
BRCA1 and BRCA2 genes have the risk of developing breast
cancer at a younger age than people without this mutati-
on. Women whose first-degree relatives have been diagno-
sed with breast cancer require initiation of screening 5-8
years earlier than their relative’s age of diagnosis. The es-
timated risk of breast cancer in women with a mutation in
the BRCA1 and BRCA2 genes is 45 to 85% by age 70. Con-
clusion. The identification of mutations in the BRCA1 and
BRCAZ2 genes are of major significance, contributing to early
diagnosis of breast cancer cases, increasing the control and
the correct management of patients at increased risk of de-
veloping breast cancer. Keywords: BRCA1, BRCA2, breast
cancer, genetic predisposition.



