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MOVING FORWARDS TOWARDS PERSONALIZED MEDICINE IN LYSOSOMAL DISORDERS
Andrés D.Kleina
aTelethon Institute of Genetics and Medicine:Via Campi Flegrei 34, Pozzuoli, Italy  80078.
Understanding phenotypic variability in rare genetic diseases, such as Gaucher disease (GD), is challenging because it is hard to recruit large cohorts of patients with dierent symptoms to perform association studies. To overcome this problem GD was chemically induced in 15 inbred mouse strains because their SNPs profile are known, followed by GWAS. GD-induced strains mimicked the divergent phenotypes observed in patients, which range from neuropathic disease with short lifespans to others with no evident CNS involvement and longer survival times. GWA analysis identied a small collection of candidate loci underlying the variable strain phenotypes, which successfully allowed  to predict the severity of the disease in other strains upon GD induction and to identify a novel therapy for the neuropathic forms of GD.
Biography

Andrés Klein work focusses on mouse genetics and cell biology to identify novel genes involved in biological processes and pathologies. Recently he has developed novel mouse models of Gaucher disease by taking advantage of the different genetic backgrounds of inbred mouse strains. This strategy led to the discovery of a potential new therapy for neuropathic Gaucher patients. Andrés Klein received his PhD in Cellular and Molecular Biology at the Pontificia Universidad Católica de Chile. He did a postdoc at Stanford University and a second postdoc at the Weizmann Institute of Science. He was named Pew fellow (2009-2011) and awarded by MIT technology reviews as one of the young Chilean innovators of 2013. Last year Andrés Klein has joined the Telethon Institute of Genetics and Medicine in Italy.
Keywords: nuclear medicine, accelerator produced isotopes, safety, quality assurance, etc.
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