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RESEARCH LINES

¢ Development of multiomic approaches aimed at improving the diagnosis of hereditary

metabolic diseases.

¢ Study of mitochondrial dysfunction and oxidative stress as a modifier of the clinical
phenotype and as a potential therapeutic target in organic acidurias.

* Development of animal and cellular models.

* Development of novel therapeutic strategies: antisense therapy, pharmacological cha-

perone, repurposing.

* Pathophysiology studies targeted to identify new druggable targets.
* Registry of patients with hereditary metabolic diseases.

* Improved diagnosis of congenital defects of glycosylation and mitochondrial defects
through the application of genomic techniques

¢ |dentification of deep intronic mutations in metabolic disorders gene by transcriptional
analysis. Functional validation in cellular splicing systems.

* Development of antisense therapy and pharmacological chaperones as therapeutic ap-
proaches

* Study of oxidative stress and evaluation of common signatures of neuropathogenicity
and cardiotoxicity in congenital defects of glycosylation, organic acidemias and mito-
chondrial diseases.

e Evaluation of drugs aimed at the recovery of mitochondrial function and biogénesis.

e Search for biomarkers as predictors of severity and as systems for the evaluation of
pharmacological therapies.

e Characterization of pathophysiology in a murine model of propionic acidemia.
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¢ |dentification of dysregulated miRNA in propionic acidemia and characterization of its
association with pathology and its usefulness as biomarkers.
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