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INTRODUCTION: Neuronal Ceroid Lipofuscinosis (NCL) comprises 13 hereditary neurodegenerative
pathologies of very low frequency. They affect individuals of all ages in various regions of the world.
Advances are taking place after the encouraging expectations of enzyme replacement therapy (ERT) for
CLN2 disease since 2017. Other therapeutic approaches are under development for the different types. A
specific research program was established at the National University Cordoba, with the participation of
the National Council for Scientific and Technical Research of the Argentine Republic (CONICET) and
current headquarters in the Metabolic Diseases Section of the Children's Hospital of the Cordoba
Province. Multidisciplinary studies in the Latin America (LA) region have not yet been evaluated. The
objective of this work is to survey and qualitatively evaluate the casuistry in the region.
METHODOLOGY: a meta-analysis of multidisciplinary evidence from 1995 onwards with qualitative
weighting. Biostatistical evaluation of the casuistry. RESULTS: 29 publications originating in the region
were evaluated. The prevalence of each type of NCL is analyzed by period. The number of families and
individuals of each type per country is summarised up. Study methods, clinical evolution, morphological
data, biochemical data, CNS images, genomic aspects, and references to other clinical details are
surveyed. The NCL types, the genetic variants for each type, and the number and type of alleles are
analyzed. Epidemiology calculations are finally made. DISCUSSION AND CONCLUSIONS: The prevalent
type in the region is CLN2, followed by CLN3. The presence of compound heterozygotes in all NCL types
is highlighted, probably due to the ethnic heterogeneity of the LA population. The founder effect of some
DNA variants is verified and the prevalence in different locations is compared. The less prevalent types
may still be underdiagnosed. The evolution of the diagnostic odyssey by period is verified. There would
be a statistical deviation of the data due to the approval of the ERT for CLN2, which has led to an
increased interest of the medical community for the early description of this pathology. The data from
Argentina also appear oversized due to the existence of a reference center since the 1990s.
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