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Indication Target/marker/pathway

Endocrine/metabolic disease

Hypoglycemia  Protein kinase Bf5 (PKBB;
AKT2)

Summary

Human genomic studies identified a mutation in
AKT?2 that could play a role in severe recurrent
hypoglycemia. In three patients with the
condition, genomic sequencing identified a gain-
of-function mutation in AKT2, which regulates
glucose transport in cell metabolism and growth.
In normal human cell lines, insulin or vehicle
resulted in cell membrane localization of the
mutant AKT2, whereas only insulin resulted in
cell membrane localization of wild-type AKT2.
Planned work includes studies in primary cells

from patients to elucidate the disease biology and

identify potential therapeutic targets.
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