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Summary

The current study was conducted at the University of Mosul, College of
Science, Department of Life Sciences, Central Laboratory, from September 1,

2024 to March 1, 2025.

The study included (45) children, ranging in age from (6) months to (12)
years, and weighing between (5) and (35) kg. They were divided into three

groups, each containing (15) children.

The first group, the control group, included children who did not suffer
from any deformities and had no family history of such injuries. The second
group included children suffering from cryptorchidism, and the third group
included children suffering from hypospadias. The study revealed that among
the group of children with cryptorchidism, molecular analysis revealed genetic
variation in all affected samples. These variations in the INSL3 gene result in
either a defect in the production of the INSL3 hormone or the production of a
distorted or ineffective version of the hormone. These changes lead to a
weakening or loss of INSL3 function, directly affecting the normal development
of the gubernaculum and the failure to pull the testicle toward the scrotum. The
study included a molecular analysis of the group of children with hypospadias.
Molecular results showed that approximately 46.7% of cases were carriers of the
V89L mutation in the SRD5A2 gene, while the mutation was found in a
homozygous form in another 46.7% of cases, while the percentage of mutation-
free cases was only 6.6%. The G34R mutation was detected in 6.6% of the

sample.

On the hormonal level, the results showed that children with cryptorchidism
had low levels of testosterone and dihydrotestosterone (DHT), accompanied by

elevated levels of dehydroepiandrosterone (DHEA) and estrogen, indicating a
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disturbance in the hormonal balance necessary for the normal development of

the male reproductive organs.

Together, these results indicate the role of genetic mutations, particularly in
the INSL3 and SRD5A2 genes, in affecting male sexual development, especially
when associated with hormonal imbalances. The study emphasizes the
importance of early molecular and hormonal screening in cases of reproductive
anomalies, as it plays a role in improving diagnosis and developing appropriate

treatment plans.
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