
Infertility affects an estimated 10–15 % of cou-

ples, and male factor infertility represents > 50%

of cases (Carlsen et al. 1992). Among infertile

men about 40–50% have azoospermia and severe

oligospermia. However, in ~30% of cases the ori-

gin of infertility is unknown (Thonneau et al.

1991). The fact that chromosomal abnormalities

are increased in infertile men is well established.

In cases of non-obstructive azoospermia, there is

a 15% risk of chromosomal abnormality, includ-

ing both aneuploidies and structural rearrange-

ments, including rare complex chromosomal

rearrangements (CCRs) (Hook et al. 1992;

Batavian et al. 1998).

The azoospermic patient reported here was

28 years of age, with no family history problem.

Multiple semen analyses confirmed azoospermia

with 7 mL volume of semen, pH 8, which rule out

the ejaculatory duct obstruction. On physical ex-

amination both testes were of almost normal size.

Vas deferens was palpable with no congestion of

the epididymis. A testicular biopsy showed a com-

plete maturation arrest (CMA) at the level of pri-

mary spermatocytes without any spermatozoa

(Table 1). There was no indication for transrectal

ultrasound examination (TRUS). Hormonal eval-

uation including FSH, LH and testosterone were

at normal ranges (Table 2). These results are con-

sistent with a clinical picture of a non-obstructive

azoospermia.

Cytogenetic analysis was performed according

to standard methods on cultured cells from the pa-

tient’s peripheral blood. The culture was harvested

after 72 hours. At least 20 metaphases were exam-

ined by trypsin G (GTG) banding. ISCN guide-

lines for chromosome nomenclature were

followed (ISCN 1995). Karyotype of peripheral
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Table 1. Summary of semen analysis

Spermogram Result Reference values

Volume 7 cc 3–7 cc

Colour & appear-
ance

Milky Gray & milky

pH 8 7–9

Viscosity gelatinous high & gelatinous

Liquefaction 30 minutes 20–30 minutes

Count /mL 0 50 000 000–
160 000 000



blood revealed a pure de novo complex chromo-

somal translocation 46, XY, t (3; 16; 8) (p26; q13;

q21.2) (Figure 1). De novo translocation was con-

firmed by the normal karyotype of the patient’s

parents.

To study the involvement of the AZF gene we in-

vestigated 13 STS sequences of the three AZF loci in

Yq11 (Foresta et al. 2001). No Y-chromosome

microdeletions were identified at these particular

loci. According to other reports, CCRs are usually

associated with infertility or subfertility in male

carriers due to the interference with gameto-

genesis (Siffroi et al. 1997; Lespinasse et al. 2003;

Sills et al. 2005). This is the first case report of

CCR involving chromosomes 3, 8 and 16, which

interfere with the meiotic process, causing

spermatogenesis failure. In the process of genetic

counselling an appropriate assisted reproduction

technique should be decided upon.
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Table 2. Summary of hormonal analysis

Test Hormonal
analysis

Result Reference values

LH 5.8 1–9.5 mIu mL–1

FSH 3.8 2–10 mIu mL–1

Testosteron,
ELISA

5.2 >2.4 ng mL–1

Figure 1. Peripheral blood karyotype of a non-obstructive azoospermic male with a complex translocation between three

chromosomes 3, 8 and 16


