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Pons, Ana Maŕıa Oller-Ramı́rez, Gisela Rautenberg, Adriana Becerra, Katherine Sims,
Winnie Xin, Inés Adriana Cismondi, Inés Noher de Halac, The Neuronal Ceroid Lipo-
fuscinoses Program: A Translational Research Experience in Argentina, BBA - Molecular
Basis of Disease (2015), doi: 10.1016/j.bbadis.2015.05.003

This is a PDF file of an unedited manuscript that has been accepted for publication.
As a service to our customers we are providing this early version of the manuscript.
The manuscript will undergo copyediting, typesetting, and review of the resulting proof
before it is published in its final form. Please note that during the production process
errors may be discovered which could affect the content, and all legal disclaimers that
apply to the journal pertain.

http://dx.doi.org/10.1016/j.bbadis.2015.05.003
http://dx.doi.org/10.1016/j.bbadis.2015.05.003


AC
C

EP
TE

D
 M

AN
U

SC
R

IP
T

ACCEPTED MANUSCRIPT

 

  

 

The Neuronal Ceroid Lipofuscinoses Program: A Translational Research Experience in Argentina  

Romina Kohana,b, Favio Pesaolaa,c, Norberto Guelberta, Patricia Ponsd, Ana María Oller-Ramíreza, 

Gisela Rautenberga, Adriana Becerraa, Katherine Simse, Winnie Xine, Inés Adriana Cismondia,b, Inés 

Noher de Halaca,b,c*. 

 
a Centro de Estudio de las Metabolopatías Congénitas (CEMECO), Facultad de Ciencias Médicas, 

Universidad Nacional de Córdoba. Ferroviarios 1250, (5014) Córdoba, Argentina 

b Facultad de Odontología, Universidad Nacional de Córdoba. Haya de la Torre s/n, (5000) Córdoba, 

Argentina 

c Consejo Nacional de Investigaciones Científicas y Técnicas (CONICET). Av. Rivadavia 1917, C1033AAJ 

CABA, Argentina 
d Centro de Microscopía Electrónica, Facultad de Ciencias Médicas, Universidad Nacional de Córdoba. 

Haya de la Torre esq. Enrique Barros, 1º piso, (5000) Córdoba, Argentina 
e Massachussets General Hospital, Neurology Department, Center for Genetic Research [CHGR], 

Boston, MA 02114, USA 

*Corresponding author at: CEMECO, Facultad de Ciencias Médicas, Universidad Nacional de Córdoba. 

Ferroviarios 1250, (5014) Córdoba, Argentina. Tel.: +54 351 4575974; fax: +54 351 4603628. E-mail 

address: nclcemeco1789@gmail.com. 

 

Romina Kohan, kohanromina@gmail.com 

Favio Pesaola, favio.pesaola@gmail.com 

Norberto Guelbert, nguelbert@arnet.com.ar 

Patricia Pons, ppons@cmefcm.uncor.edu 

Ana María Oler-Ramírez, ramirezoller@gmail.com  

Gisela Rautenberg, giselarautenberg@gmail.com 

Adriana Becerra, dra.adrianabecerra@hotmail.com 

Katherine Sims, sims@helix.mgh.harvard.edu 

Winnie Xin, xin@helix.mgh.harvard.edu 

Inés Adriana Cismondi, icismon@odo.unc.edu.ar 

Inés Noher de Halac, nclcemeco1789@gmail.com 

 

Highlights 

 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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