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Background. Klinefelter’s syndrome (KS) is the most common genetic cause of human male infertility
asosieted with azoospemia in 10-15%. KS is due to the presence of one or more supernumerary X
chromosomes. Most genes from the extra X undergo inactivation, but some escape and play a role in
klinefelter pathogen. Objective of the study. to study the neurological and cytogenetic peculiarities of
KS in infertile men in order to initiate measures to improve their quality of life. Material and
Method. the study was performed on 110 men with infertility, selected during medical genetic
counseling, having as selection criteria, lack of sperm in the ejaculate, elevated values of FSH and LH,
the following phenotypic aspects: hypospadias, small testes, cryptorchidism, waist high and
disproportionate, hypogonadism, gynecomastia, mental retardation, psychosocial problems. Results.
The most common chromosomal abnormality diagnosed in the 33 patients with KS was homogeneous
free trisomy 47,XXY (30 cases - 90.9%), followed by the forms: mosaic (47,XXY /46,XY: 1 case),
polysomy X-Y (variant 48 XXYY: 1 case - and 49,XXXXY: 1 case). In most patients with variant
47, XXY the classical and mosaic form showed a mild to moderate mental retardation, language
disorders with cognitive-verbal retardation, slow motor development, coordination disorders, immature
behavior. In patients with variants 48, XXYY and 49,XXXXY, were ascertained moderate to severe
mental retardation, severe cognitive-verbal retardation, behavioral problems. Conclusion. The
diagnosis of the cytogenetic variant in patients with KS is of neurological importance, as the severity of
the neurodevelopmental phenotype in subjects with KS is directly proportional to the number of the
supernumerary X chromosome. Keywords: behavioral aspects, 47, XXY, infertility, karyotype
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Introducere. Sindromul Klinefelter (SK) este cea mai frecventa cauza genetica a infertilitatii masculine,
asociatd cu azoospermie in 10-15%. SK este cauzat de prezenta a unuia sau a mai multor cromozomi X-
supranumerari. Majoritatea genelor din cromozomul X-sulpimentar sunt inactivate, dar unele scapa
procesului si joacd un rol in agentul patogen klinefelter. Scopul lucrarii. Studerea particularitatilor
neurologice si citogenetice ale SK la barbatii infertili pentru initierea unor masuri de ameliorare a calitatii
vietii acestora. Material si Metode. Studiul a fost efectuat pe 110 barbati cu infertilitate, selectati in cadrul
consultului medico-genetic, avand drept criterii de selectie, lipsa spermatozoizilor in ejaculat, valori
crescute de FSH si LH, urmatoarele aspecte fenotipice: hipospadias, testiculi mici, criptorhidism, talie
inaltd si disproportionald, hipogonadism, ginecomastie, retard mental, tulburdri de comportament.
Rezultate. Cea mai frecventa anomalie cromozomiald diagnosticata la cei 33 de pacienti cu SK a fost
trisomia libera omogena 47,XXY (30 cazuri - 90,9%), urmata de formele: mozaica (47,XXY/46,XY: 1
caz), polisomiile X-Y (varianta 48, XXYY: 1 caz — si 49,XXXXY:: 1 caz). La majoritatea pacientilor cu
varianta 47,XXY forma clasicd si mozaica, s-a atestat un retard mental usor spre moderat, tulburari de
limbaj cu retard cognitiv verbal, dezvoltarea motorie lenta, dereglari de coordonare, comportament imatur.
La pacientii cu varianta 48, XXYY si 49, XXXXY s-a constatat retardul mental moderat spre sever,
retardul cognitiv verbal sever, problemele de comportament, cu punerea in pericol a vietii proprii.
Concluzii. Diagnosticarea variantei citogenetice la pacientii cu SK prezinta o importanta din punct de
vedere neurologic, Tntrucét severitatea fenotipului de neurodezvoltare la subiectii cu SK este direct
proportionald cu numarul cromozomului X-supranumerar. Cuvinte-cheie: aspecte comportamentale, 47,
XXY, infertilitate, cariotip.
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