
CLICK HERE TO

REGISTER

LEARNING OBJECTIVES
• To provide an updated overview of the field of neurometabolic diseases with a special focus on new available 

therapeutic approaches.
• To describe the biological processes underlying these genetic disorders affecting key metabolic pathways and the way 

they could be modified.
• To mediate the updated concepts in diagnosis and phenotypic characterization of treatable IMDs.
• To discuss new options of treatment vs. “classic therapeutic approaches” for IMDs.
• To know which disorders are amenable to treatment and consequently require immediate consideration.
• To appreciate and understand the long-term management of IMDs focusing also on bioethical aspects

TREATABLE NEUROMETABOLIC DISORDERS

IN-PERSON MEETING, BUENOS AIRES, ARGENTINA, 6-8 OCTOBER 2022 

REGISTRATION PROCESS AND DEADLINE
• The registration form should be completed on 

www.rrd-foundation.org and submitted with your curriculum vitae 
in English.

• No payment is required at this stage.
• Deadline for registration is the 26th of August 2022.

SELECTION CRITERIA AND REVIEW PROCESS

Candidates will be selected by the scientific 
organising committee based on background, 
experience and the geographical breakdown.

FEES
The fees of 200€ includes :
• 2 nights bed and breakfast,
• Lunches, dinners and coffee breaks during 

the course,
• Speakers’ presentations to take away after 

the course.
Fee of 140€, excluding accommodation, 
available for local participants. 

Delegates are responsible for their own travel 
arrangements to and from the course.

CME ACCREDITATION

An application will be made for CME 
accreditation.

COVID-19
Depending on the sanitary situation, local 
regulations will apply. Stay updated on local 
regulations here

CONTACT

ckellquist@rrd-foundation.org

OVERVIEW

Inherited neurometabolic disorders represent a rapidly 
growing group of genetic conditions and many of them are 
potentially treatable.  To date, more than 1,450 disorders 
have been included in the International Classification of 
Inherited Metabolic Disorders (ICIMD) and most of them 
exhibit some degree of neurological involvement. 
Advances in genetics have revolutionized the way we
understand, diagnose and manage these inherited
neurometabolic disorders. Early detection and early 
intervention in these diseases are invaluable in achieving the 
better clinical outcome but also timely assessments using the 
appropriate tools are critical to monitor and optimize 
treatment results.  
This course will review current management of a range of 
inherited neurometabolic diseases and discuss what can be 
expected of treatment and what limitations remain. 

TARGET AUDIENCE
Neuroscientists, metabolic physicians, paediatricians, 
paediatric and adult neurologists as well as laboratory 
neuroscientists, biochemical geneticists, biochemists and 
laboratory geneticists. 
Prior knowledge about the field, practical experience with 
diagnosis treatment, and/or basic research is recommended.

SCIENTIFIC ORGANISING COMMITTEE
• Dr. Hernan Amartino,  Buenos Aires
• Dr. Angeles Garcia-Cazorla, Barcelona
• Prof. Roberto Giugliani, Porto Alegre

TEACHING LANGUAGE: ENGLISH

https://www.rrd-foundation.org/en/civicrm-event/31
https://www.rrd-foundation.org/en/civicrm-event/31
http://www.rrd-foundation.org/
https://wwwnc.cdc.gov/travel/notices/covid-3/coronavirus-argentina
mailto:ckellquist@rrd-foundation.org


Thursday 6 October
Start of the course at 14:00

General concepts

What is a neurometabolic disease in 2022? Definition and 
classification/s of neurometabolic diseases
Angeles García-Cazorla, Barcelona, Spain

Treatable neurometabolic diseases: from classic to novel 
treatable disorders. An update of therapeutic options in 
every category of diseases
Mireia del Toro, Barcelona, Spain

New options of treatment in “classic therapeutic 
approaches” for neurometabolic diseases

New dietetic approaches
Verónica Cornejo, Santiago, Chile

New pharmacological options
Hernan Eiroa, Buenos Aires, Argentina

Latest results of clinical outcomes post-liver transplantation 
- who is doing that in LATAM?
Ivone Malla, Buenos Aires, Argentina

New technologies to improve neurological symptoms: 
robotics, artificial intelligence, neurostimulation
Alejandra Darling, Barcelona, Spain

Crossing the BBB
Simon Jones, Manchester, UK

Dinner at the hotel

What is new in neurometabolic diseases with difficult 
therapeutic approaches

Future of Genomics in LATAM
Leonardo Vedolin, Porto Alegre, Brazil

New treatments in mitochondrial disorders
Charles Lourenço, São José do Rio Preto, Brazil

Therapeutic options in neurodegenerative disorders beyond 
lysosomal defects (i.e. peroxisomal, cell trafficking disorders, 
autophagy defects…)
Alejandra Darling, Barcelona, Spain

Amino acid synthesis defects. What is the global clinical 
outcome of amino acid-based replacement therapies?
Angeles García-Cazorla, Barcelona, Spain

Deep phenotype characterization to monitor therapeutic 
responses

Lessons learned from Long-term registries
Thomas Opladen, Heidelberg, Germany

Advanced brain image techniques to monitor the effect of 
treatments
TBC

Challenges in the evaluation of neurological functions: 
standardized clinical scores, usefulness and limitations
Hernan Amartino, Buenos Aires, Argentina

Friday 7 October
Workshops 
1. Vitamin based therapies, Norma Specola, La Plata, 
Argentina

2. Treatment of Movement Disorders in neurometabolic 
diseases, Thomas Opladen, Heidelberg, Germany

3. Treatment of Behavior and Psychiatric symptoms in 
neurometabolic diseases, Maurizio Scarpa, Udine, Italy

Dinner in Buenos Aires

Saturday 8 October
Future directions in Neurometabolic diseases

Access to treatments and clinical trials in Latin America. 
Not so close, not so far.
Roberto Giugliani, Porto Alegre, Brazil

Enzymatic therapies
Mireia del Toro, Barcelona, Spain

Cell therapies and iPSCs 
Maurizio Scarpa, Udine, Italy

Gene therapy and Future directions
Simon Jones, Manchester, UK

General discussion

Patient/family session (participation of a patient, patient 
association)

13:00 End of the course

PROGRAMME

Friday 7 October continued


