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Haploinsufficient deletion refers to a genetic condition where one copy of a particular gene is missing
or deleted, leading to a reduced or insufficient amount of the gene's product. Haploinsufficiency
occurs when a single functional copy of a gene is not sufficient to maintain normal cellular function or
produce the required amount of protein for proper physiological processes.

Deletions can occur spontaneously or be inherited from one or both parents. In the case of
haploinsufficient deletion, an individual inherits one copy of the gene with a deletion or experiences a
de novo deletion event during early development, resulting in the loss of one functional copy of the
gene.

The consequences of haploinsufficient deletions can vary depending on the specific gene involved and
its functions. Some genes may have dosage-sensitive effects, meaning that a certain threshold level
of gene expression or protein production is necessary for normal cellular or organismal function. In
haploinsufficiency, the reduced gene dosage can disrupt normal cellular processes, leading to various
phenotypic effects or disease manifestations.

Haploinsufficient deletions can be associated with genetic disorders or syndromes, where the loss of
one functional copy of a critical gene contributes to the development of specific clinical features or
disease phenotypes. Examples of conditions associated with haploinsufficient deletions include
Williams syndrome, Angelman syndrome, and Prader-Willi syndrome, among others.

It's important to note that the impact of haploinsufficient deletions can vary depending on the specific
gene involved and the context of the genetic background. Genetic counseling and further evaluation
by healthcare professionals are essential for individuals or families affected by haploinsufficient
deletions to understand the potential implications and available management options.
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