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Highlights

e The integrated study of NCL aimed to overcome underdiagnose in Latin America.

Seven/13 known NCL forms were found in the region.

Genotypes showed mostly heterozygous combinations of mutations.
CLN2 disease is the most frequent genotype (65.3%), followed by CLN3 disease (12.2%).
The most frequent mutation in the region is TPP1-p.Asp276Val (30.5%).
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