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What is RIBERMOV?

www.ribermov.org



Argentina:

Brazil:

Chile:

Cuba:

Ecuador:

Spain:

Portugal:

Peru:



Clinical:

 Clinical Registry of patients.

 Unified Clinical Research Protocol.

 Biological Samples.

 Clinical-Genetic correlations.

Epidemiological:

 Estimate incidence and prevalence of studied diseases.

Genetics:

 Develop and implement new tools to facilitate diagnosis.

 Identify and characterise underlying genetic and molecular causes.

Translational:

 Identify and characterise new molecular pathways.

 Elucidate pathophysiological mechanisms.

 Translate the new knowledge to implement therapies.

GENERAL
OBJECTIVES



 To standardize methodologies to implement clinical and interventional studies.

 To generate a record of clinical information with natural histories and to collect 

DNA samples for each registered individual.

 To analyze the epidemiological impact and risk factors for these diseases in 

each participating country.

 To provide genetic diagnosis and counseling as preventive measures.

 To carry out familiar studies using genetic linkage, disequilibrium, and 

association analysis to identify new disease causal deficits.

 To complement clinical investigations with basic research studies aimed to 

elucidate the underlying physiopathological molecular mechanisms.

 To identify new risk factors including modifier genes aimed at understanding 

the clinical variability with direct towards the prognosis.

 To identify new molecular pathways and biomarkers using molecular tools of 

structural biology, proteomics and transcriptomics studies to assist the 

diagnosis, prevention, and the design and development of effective therapeutic 

strategies.

MAIN
OBJECTIVES



SPECIFIC
AIMS

1. To promote Clinical Research. To standardize methodologies in order to 

implement clinical, epidemiological and interventional studies. Information systems 

will be implemented to include the Hospital records of clinical information with 

natural histories and epidemiological data. DNA samples for each registered 

individual will be collected and a BioBank for Biological samples was created for 

the study of these pathologies.

2. To analyze the epidemiological impact, the prevalences, and risk factors for 

these diseases in each participating country.

3. To implement diagnosis and genetic counseling as preventive measures. Family 

studies were carried out using genetic linkage, disequilibrium and wide association 

studies to identify new disease genes and causal deficits. Modifier genes were 

also identified. Genotype-phenotype correlations were performed for causal 

molecular defects and potential neurophysiological biomarkers.

4. To complement clinical studies with basic research aimed to increase our 

knowledge of the underlying physiopathological molecular mechanisms. New risk 

factors including modifier genes were identified to explain the clinical variability 

with subsequent applications for the prognosis.



5. To identify new molecular pathways and biomarkers using molecular tools, 

structural biology, proteomics and transcriptomics studies to increase our 

knowledge of the underlying mechanisms to assist in diagnosis, prevention, and 

the design and establishment of therapeutic strategies.

6. To promote the design and establishment of pre-clinical and clinical assays.

7. To promote training and exchange of specialists, the transfer of knowledge 

and technology among the participating countries in the various disciplines of 

Clinical, Epidemiology, Genetics, and Basic Research. European standards were 

implemented in the Ibero-American participating groups for genetic and clinical 

protocols as well as in the regulations on consent and confidentiality in data 

processing, and for the usage and shipment of biological samples.

8. To generate a website and an interactive platform for the exchange and 

dissemination of knowledge, results, ideas, and for discussing projects or needs 

of each group and that of other groups in Latin-American countries.

SPECIFIC
AIMS



RIBERMOV Activities

Meetings 65

Training: 4 RIBERMOV TC 53 Fellowships

Workshops 58

Books 3

Book chapters 10

Guides 2

Publications 51

Scientific conferences 81

Projects 18

Extra-mural grant funding 22



4 fellowships to attend III RIBERMOV TC in Lima, Peru, 

September 2012:

1. Raphael Machado de Castilhos (Brasil)

2. Juan Cristobal Núñez Fuster (Chile) 

3. Denny Almaguer Gotay (Cuba)

4. Isabel Alonso (Portugal)



Scientific 
Meetings



XVIII Curso Internacional de Neurociencias,
Sociedad Peruana de Neurología, Agosto 2013



Salón de Conferencias

Hotel Rio Sol de Mares

DrC Luis Velázquez 

(Cuba)

DrC Jose A Obeso 

(España)

1ST Bilateral Workshop CUBA-SPAIN, 
March 2011





4th International Symposium on Inherited
Ataxias, Varadero, Cuba, June 2011



AWARD RAFAEL ESTRADA in 

memoriam
Varadero, Cuba 2011

Los 5 premiados con el presidente del 

Jurado

Jonas Saute (Brasil) recibiendo el 

premio



 

 

SEMINARI NEUROCIÈNCIES 
 

 

                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                                   

 

TÍTOL:  OXIDACIÓN DE DOPAMINA Y 
NEURODEGENERACIÓN DE NEURONAS 
EN LA ENFERMEDAD DE PARKINSON. 

 
 

  PONENT: PROF. JUAN SEGURA AGUILAR 
PROGRAMA DE FARMACOLOGÍA CLÍNICA Y 
MOLECULAR, UNIVERSIDAD DE CHILE, 

RED IBEROAMERICANA MULTIDISCIPLINAR 
PARA EL ESTUDIO DE LOS TRASTORNOS DEL 
MOVIMIENTO (RIBERMOV)-CYTED 

  
  DATA: DIVENDRES 11 MARÇ 2011 

  HORA: 12.00  

  LLOC: AULA POLIVALENT,  
INSTITUT D’INVESTIGACIÓ EN CIÈNCIES DE LA 
SALUT GERMANS TRIAS I PUJOL (IGTP) 

 
 

HOSTE: DR. ANTONI MATILLA, NEUROCIÈNCIES, 
COORDINADOR RIBERMOV 

 
 

 
   

 



Congreso Europeo de Neurociencias, 
Barcelona,
Julio 2012

Congreso Internacional de 
Huntington, Septiembre 2013



Visit to the National Institutes 
of Health, USA, May 2013

Annual Meeting of the 
American Neurology Society, 

San Diego, USA, 2013



Scientific Achievements
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Targeted Exome Sequencing

NEUROLOGICAL DISEASES:  400 genes

(Neurogene Profile®)

MYASTHENIAS

NEUROPATHIES

•Demyelinating

•Axonal

•Intermedium

•AD, AR, LX

•88 GENES

ATAXIAS

LEUCODISTROPHIES

•Spinocerebellar

•Episodic

•Spastic

•Telangiectasia

•Friedreich

•Syndromic

•99 GENES

DEMENTIAS

ALS

PARKINSON
TREMOR

•Late Onset

•Early Onset

•Dementia with
Parkinsonism

•AD

•AR

•99 GENES

PARAPLEGIAS

•AD

•AR

•LX

•Syndromic

•89 genes

DIOSTROPHIES

MIOPATHIES

•Emery Dreyfuss

•Waist

•Distroglycans

•D Merosin

•M. Disproportion fiber

•Miotubular

•Nemalinic

•Minicore

•74 genes



ALGORITHM FOR THE GENETIC DIAGNOSIS

OF INHERITED ATAXIAS

AUTOSOMAL 

DOMINANT

AUTOSOMAL 

RECESSIVE

X-LINKED 

INHERITANCE

EXPANSION DETECTION: SCAs 1, 2, 3, 6, 7, 10, 12, 

17, 36, DRPLA
GAA EXPANSION: Friedreich Ataxia

Negative

RESEARCH

EXOME SEQUENCING

MULTIGENE PANEL 

ATAXIAS: 99 GENES

Negative Negative



Negative

RESEARCH

EXOME 

SEQUENCING

MULTIGENE 

PANEL CMT: 

88 genes

Negative

MLPA: 5 genes

ALGORITHM FOR THE DIAGNOSIS OF 

INHERITED NEUROPATHIES



27%

73%

OTHER 

OTHERS DIAGNOSED NEGATIVE / UNCERTAIN

N=11

53%47%

SPASTIC PARAPLEGIA

SPG DIAGNOSED NEGATIVE / UNCERTAIN

N=32

165 loci

89 genes (54%)

43%

57%

ATAXIA 

ATAXIA DIAGNOSED NEGATIVE / UNCERTAIN

N=14

129 loci

99 genes (76%)

90%

10%

HEREDITARY NEUROPATHY 

HN DIAGNOSED NEGATIVE / UNCERTAIN

N=20

87 loci

80 genes (92%)

50%

50%

PARKINSON 

PARKINSON DIAGNOSED NEGATIVE / UNCERTAIN

N=8

23 loci

16 genes (70%)
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LIMITATIONS

1. Heterogeneity in resources in participating groups

• Funding resources

• Human resources

• Methodologies, etc

2. Different country regulations:

• Biobank

• Biological samples

• Consentment forms for Genetics studies

• Patient Data Protection

• Intellectual Property

• Etc.



CONCLUSIONS

1. Latin-American Collaborative Networks and Projects are needed and 

welcome

2. More Funding and Resources to Latin-American Groups to make them 

possible

3. Identify problems and limitations to overcome them

4. Successful interactions

5. Training is highly benefited: human resources

6. Translation and Exploitation of Results 

7. Collaboration with Industry

8. Latin-American groups are very well trained, very eager to collaborate, 

but have limitations and resources and funding.



Barcelona, Spain, 2013



Thank you for your attention!!!


