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[ Abstract]  Alstrom syndrome, a recessive monogenic ciliopathy caused by mutations in ALMSI
gene, is typically characterized by cone-rod dystrophy, hearing loss, childhood truncal obesity, insulin re-
sistance, hyperinsulinemia, type 2 diabetes, hypertriglyceridemia, short stature in adulthood, cardiomyopa-
thy, progressive pulmonary, hepatic and renal dysfunction. ALMSI gene defects include insertions, dele-
tions and nonsense mutations leading to protein truncations. ALMS] protein is found in centrosomes, basal
bodies and cytosol of all tissues affected by the disease. In addition to its role in ciliary function and structure
maintenance, this protein has been implicated in intracellular trafficking, regulation of cilia signaling path-
ways, cellular differentiation and among others. The precise function of ALMSI protein remains elusive. The
preliminary diagnosis is made on the basis of different clinical characteristics of different age stages. Genetic
testing would confirm the diagnosis. So far, there is no specific therapy for Alstrom syndrome, the main
treatment is limited to improve clinical symptoms and quality of life for patients. Researching molecular path-
ogenic mechanism and gene therapy targets of the disease, could open the way to personalized therapies for
individuals with Alstrom syndrome in the future.
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