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ABSTRACT Chromosomal aneuploidiessuch asKlinefelter syndrome (47,XXY) arethe most frequent
chromosomal aberrationsininfertilemen. Normally the chromosomal status of patientsis detected by
karyotyping of up to 20 metaphase spreads, where |ow-grade mosaicism may be missed. This study
was carried out to test whether Klinefelter patients with 47, XXY karyotype with few characteristic
featuresof KFSmay harbour normal 46,XY cell line. We analysed 150 well-spread G-banded metaphases
ineach Klinefelter patient(n-20). RESULTS: Of 20 patients, 4 patientshad (5-12%) normal 46,XY cell
line. Thishad not been identified on analyzing 20 metaphase spreads. CONCLUSIONS: Theseresult
suggeststhat 47,XXY patientswith presenceof XY cell line may haveahigher probability of finding
germ cellsand isolated foci of spermatogenesisin the semeniferoustubules. Thisisagood diagnostic
and prognostic marker for ART. ThereforeinfertileKlinefelter patientswith low-grade mosaicismwith
46, XY normal cell line, aregood candidatesfor for ART/ICSI but in such casesif fertilization occurs
it should befollowed by preimplantation genetic diagnosis (PGD).
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