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Globozoospermia

Description

Globozoospermia is a condition that affects only males. It is characterized by abnormal
sperm and leads to an inability to father biological children (infertility).

Normal sperm cells have an oval-shaped head with a cap-like covering called the
acrosome. The acrosome contains enzymes that break down the outer membrane of an
egg cell, allowing the sperm to fertilize the egg. The sperm cells of males with
globozoospermia, however, have a round head and no acrosome. The abnormal sperm
are unable to fertilize an egg cell, leading to infertility.

Frequency

Globozoospermia is a rare condition that is estimated to affect 1 in 65,000 men. It is
most common in North Africa, where it accounts for approximately 1 in 100 cases of
male infertility.

Causes

Globozoospermia is most commonly caused by mutations in the DPY19L2 gene, which
are found in about 70 percent of men with this condition. Mutations in other genes likely
also cause globozoospermia.

The DPY19L2 gene provides instructions for making a protein that is found in
developing sperm cells. The DPY19L2 protein is involved in the development of the
acrosome and elongation of the sperm head, which are integral steps in sperm cell
maturation. Mutations in the DPY19L2 gene result in a loss of functional DPY19L2
protein. As a result, sperm cells have no acrosome and do not elongate properly.
Without an acrosome, the abnormal sperm are unable to get through the outer
membrane of an egg cell to fertilize it, leading to infertility in affected men. Researchers
have described other characteristics of the abnormal sperm cells that make fertilization
of an egg cell difficult, although it is not clear how changes in the DPY19L2 gene are
involved in development of these characteristics.

Learn more about the gene associated with Globozoospermia

« DPY19L2
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Inheritance

This condition is inherited in an autosomal recessive pattern, which means both copies
of the gene in each cell have mutations. The parents of an individual with an autosomal
recessive condition each carry one copy of the mutated gene, but they typically do not
show signs and symptoms of the condition.

Other Names for This Condition

« Acrosome malformation of spermatozoa
* Round-headed spermatozoa
* Spermatogenic failure 9

Additional Information & Resources

Genetic Testing Information

» Genetic Testing Registry: Globozoospermia (https://www.ncbi.nlm.nih.gov/gtr/condit
ions/C0403825/)

Genetic and Rare Diseases Information Center

* Male infertility due to globozoospermia (https://rarediseases.info.nih.gov/diseases/1
2502/index)

Patient Support and Advocacy Resources

» National Organization for Rare Disorders (NORD) (https://rarediseases.org/)

Catalog of Genes and Diseases from OMIM

* SPERMATOGENIC FAILURE 9; SPGF9 (https://omim.org/entry/613958)

Scientific Articles on PubMed

e PubMed (https://pubmed.ncbi.nim.nih.gov/?term=%28Infertility,+Male%5BMAJR %5
D%29+AND+%28globozoospermia%5BTIAB%5D%29+AND+english%5Bla%5D+A
ND+human%5Bmh%5D+AND+%22last+1800+days%22%5Bdp%5D)
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