CLINICAL AND GENETIC EVALUATION IN MALE
INFERTILITY

Racovita Stela’, Mosin Veaceslav?, Svetlana Capcelea’,
Sprincean Marian'?

1Department of Molecular Biology and Human Genetics, Nicolae
Testemitanu University,

2Department of Obstetrics and Gynecology, Nicolae Testemitanu University,
JInstitute of Mother and Child.

Background. Worldwide, it has been estimated that about
10-15% of couples attempting to conceive are infertile,
with male factors contributing to 50% of such cases. Gene-
tic causes play an important role with incidence of 2-8% in
infertile men, increasing to 20% in men with azoospermia.
Objective of the study: Evaluation of chromosomal varia-
tions, Y chromosome microdeletions and mutations in the
CFTR (Cystic fibrosis transmembrane conductance regula-
tor) gene in infertile men. Material and Methods: 88 men
with azoospermia were evaluated endocrine markers FSH,
LH and testosterone. Cytogenetic G-banding technique was
performed for evaluation of karyotype. The genomic DNA
was isolated and used for the analysis of AZF microdele-
tons and mutations in the CFTR gene by the PCR technique.
The AZFa regions (sY84, sY86, DBY1, sY620), AZFb (sY117,
sY127, sY134, SY143), and AZFc (sY254, sY255, sY153,
SY158) were analyzed. AF508 and G542X were tested for
the CFTR gene. Results: The mean age of azoospermic men
facing couple infertility in the entire sample (n = 88) was
33,8 % 5,3 years. The total mean of FSH was 8,7 + 8,3 mIU
/ ml, LH 8,6 + 6,7 mIU/ml and testosterone 3,1 +1,3 ng/ml.
Genetic variations were confirmed in 27 patients (30,6%),
including: 16 (18,2%) cases chromosomal abnormalities,
in 9 (10,2%) the Y chromosome microdeletions of the AZF
region and 2 (2,3%) men were diagnosed as carriers of mu-
tations in the CFTR - AF508 gene. Conclusions: The high in-
cidence of genetic variation (30.6%) diagnosed in men with
azoospermia, demonstrates the importance of clinical-ge-
netic evaluation of couples with male infertility associated
with severely affected spermiogram.
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Introducere: La nivel mondial, s-a estimat ca aproximativ
10-15% dintre cuplurile care incearca sa conceapa sunt in-
fertile, factorii masculini contribuind la 50% din astfel de
cazuri. Cauzele genetice joacd un rol important, cu o inci-
denta de 2-8% la barbatii infertili, crescand aproximativ la
20% la barbatii cu azoospermie. Scopul: Evaluarea varia-
tiilor cromozomiale, microdeletiilor cromozomului Y si a
mutatiilor la nivelul genei CFTR (Cystic fibrosis transmem-
brane conductance regulator) la barbatii infertili. Material
si Metode: La 88 de barbati diagnosticati cu azoospermie
au fost evaluati markerii endocrini FSH, LH si testosteron;
analiza cariotipului prin tehnica citogenetica de bandare G.
ADN-ul genomic a fost izolat si utilizat pentru analiza micro-
deletiilor Y si a mutatiilor din gena CFTR prin tehnica PCR.
Au fost analizate regiunile AZFa (sY84, sY86, DBY1, sY620),
AZFb (sY117,sY127,sY134, SY143) si AZFc (sY254, sY255,
sY153, SY158). Mutatiile AF508 si G542X au fost testate
pentru gena CFTR. Rezultate: Varsta medie a barbatilor
azoospermici care se confruntd cu infertilitate de cuplu in
intregul esantion a fost de 33,8 + 5,3 ani. Media totala a FSH
a fost de 8,7 + 8,3 mUI/ml, LH 8,6 + 6,7 mUI/ml si testoste-
ronul 3,1 +1,3 ng/ml. Modificari genetice s-au confirmat la
27 de pacienti (30,6%), inclusiv: 16 (18,2%) cazuri cu varia-
tii cromozomiale, 9 (10,2%) microdeletii ale cromozomului
Y din regiunea AZF si 2 (2,3%) pacienti au fost diagnosticati
ca purtdtori de mutatii in gena CFTR - AF508. Concluzii:
Incidenta nalta a variatiilor genetice (30,6%) diagnosticate
la barbatii cu azoospermie, demonstreaza importanta eva-
ludrii clinico-genetice a cuplurilor cu infertilitate masculina
asociate spermogramei sever afectate.
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