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Introduction:

Primary subfertility affects approximately 15% of couples worldwide, with male factor infertility contributing to nearly half

of these cases. Azoospermia, the complete absence of sperm in the ejaculate, accounts for 10-15% of male infertility
cases and often signifies a severe underlying pathology. Accurate diagnosis and management of azoospermia require a
multidisciplinary approach, incorporating endocrinological, genetic, and imaging investigations.

This report presents a complex case of primary subfertility in a couple, where the male partner was diagnosed with
complete azoospermia due to Y chromosome microdeletion. This genetic anomaly, specifically the deletion of AZFa and
AZFb regions, is a rare but critical cause of non-obstructive azoospermia, characterized by Sertoli cell-only syndrome
and arrested spermatogenesis. The case highlights the clinical, genetic, and emotional challenges faced by the couple,
as well as the importance of individualized counseling and management strategies to navigate their fertility journey.

Management and Outcomes:

The couple was counseled extensively on the poor prognosis for retrieving testicular spermatozoa via TESE.
Donor sperm was discussed as the optimal option for conception. Additional recommendations included
annual testicular ultrasounds and endocrine monitoring, with referral to andrology for risk assessment of
gonadoblastoma and consideration of prophylactic surgery. The psychological impact of the diagnosis was

addressed with counseling support.

Conclusion:

Conclusion: This case underscores the complexity of managing primary subfertility due to rare genetic causes such as'Y
chromosome microdeletions. Multidisciplinary care, including genetic counseling, fertility treatment, and psychological
support, is essential to address the physical and emotional challenges faced by such couples.

Case Presentation:

A 39-year-old woman and her partner, also 39, presented with a one-year history of primary subfertility. The female
partner’s clinical evaluation, including imaging and laboratory investigations, was largely unremarkable, except for a
hemorrhagic ovarian cyst and reduced ovarian reserve (AFC of 6). The male partner’s semen analysis revealed complete
azoospermia on two occasions, prompting further endocrinological, genetic, and imaging assessments.

The male partner exhibited elevated gonadotropins (FSH 26 IU/L, LH 9.9 [U/L), normal testosterone (14.6 nmol/L), and
testicular ultrasound findings of reduced testicular volume, bilateral varicoceles, and a left epididymal simple cyst.
Genetic analysis confirmed Y chromosome microdeletion (complete AZFa and AZFb deletion) and ruled out cystic
fibrosis mutations. The diagnosis of Sertoli cell-only syndrome with arrested spermatogenesis was established.
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