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Introducere. Sindromul ovarului polichistic (SOP) este o
patologie endocrind complexa manifestata prin hiperan-
drogenie biochimica si clinicd, se asociaza cu disfunctie
ovulatorie si aparitia multiplelor formatiuni chistice la
nivel de ovar. SOP reprezinta una dintre cauzele de baza a
infertilitatii anovulatorii, asociata cu sindromul metabol-
ic, risc de a dezvolta DZ tip II, hirsutism, amenoree /oligo-
menoree si patologie cardiovasculara. Prevalenta SOP este
de 80%-90% la pacientele cu hiperandrogenie, iar in ran-
dul femeilor de varsta reproductiva a fost estimata la 4%-
12%. Scopul. Studierea factorilor genetici responsabili de
etiologia, patogenia si manifestarile clinice in SOP. Material
si metode. Cercetarea se bazeaza pe analiza bibliografica
a surselor identificate in PubMed, NCBI, Research Gate si
Medline, publicate in perioada 2013-2023. Rezultate. in
patogeneza SOP au fost studiate mai multe cdi biochimice
in care participa produsi diferitor gene, ce codifica factori
implicati In biosinteza si metabolismul hormonilor ste-
roizi (CYP17, CYP11, CYP19, HSD3B1-2, HSD17B1-3, StAR),
secretia si actiunea insulinei (IGF1, IGF1R, IGBPI1-3, INS,
VNTR, IR, INSL, IRS1-2, PPARG), obezitatea si reglarea me-
tabolismului energetic (MC4R, OB, OBR, POMC, UCP2-3),
actiunea gonadotropinei si a hormonilor gonadici (ACTR1,
ACTR2A-B, FS, INHA, INHBA-B, INHC, SHBG, LHCGR, FSHR,
MADH4, AR). Diferite variatii in genele enumerate ar putea
determina predispozitia la SOP anovulator si riscul concom-
itent de dezvoltare a DZ de tip II. S-a raportat ca in patogenia
SOP frecvent sunt implicate mutatii ale mai multor gene ce
codifica pentru aromataza, inclusiv, CYP11A1, CYP11B2, CY-
P17A1, CYP19A1, CYP1A1, CYP21A2, CYP3A7. Concluzie.
SOP este o patologie multifactoriald, determinata de inter-
actiunea variata a unor modificari genetice predispozante
si factori de mediu ce influenteaza aspectele biochimice si,
implicit, clinice. Cuvinte-cheie. SOP, mutatii genice, infertil-
itate anovulatorie, hiperandrogenie.
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Background. Polycystic ovary syndrome (PCOS) is a com-
plex endocrine pathology manifested by biochemical and
clinical hyperandrogenism, is associated with ovulatory
dysfunction and the appearance of multiple cystic forma-
tions on the ovaries. PCOS is one of the underlying causes
of anovulatory infertility, associated with metabolic syn-
drome, risk of developing type 2 diabetes, hirsutism, amen-
orrhea/ oligomenorrhea and cardiovascular pathology.
PCOS prevalence is 80% -90% in patients with hyperan-
drogenic, and among women of reproductive age was es-
timated at 4% -12%. Objective of the study. To study the
genetic factors responsible for the etiology, pathogenesis,
and clinical manifestations in PCOS. Materials and meth-
ods. The research is based on the bibliographic analysis of
the identified sources in PubMed, NCBI, Research Gate, and
Medline, published in the period 2013-2023. Results. In the
pathogenesis of PCOS, several biochemical pathways have
been studied in which products from various genes encod-
ing factors involved in the biosynthesis and metabolism of
steroid hormones (CYP17,CYP11, CYP19, HSD3B1-2 partic-
ipate, HSD17B1-3, StAR), insulin secretion and action (IGF1,
IGF1R, IGFBPI1-3, INS VNTR, IR, INSL, IRS1-2, PPARG), obe-
sity and energy regulation (MC4R, OB, OBR, POMC, UCP2-
3), gonadotropin and gonadal hormones action (ACTR1,
ACTR2A-B, FS, INHA, INHBA-B, INHC, SHBG, LHCGR, FSHR,
MADH4, AR). Different variations in these genes could lead
to predisposition to anovulatory PCOS and the concom-
itant risk of developing DM type 2. Mutations in several
aromatase-coding genes, including CYP11A1, CYP11B2,
CYP17A1, CYP19A1, CYP1A1, CYP21A2, CYP3A7, have been
reported to be involved in PCOS pathogenesis. Conclusion.
PCOS is a multifactorial pathology, determined by the varied
interaction of predisposing genetic changes and environ-
mental factors that influence the biochemical aspects and
implicitly clinical. Keywords. PCOS, gene mutations, anovu-
latory infertility, hyperandrogenism.



