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Adult-age disorders originating in the foetal period or in the early years of life
- Metabolic endocrinology

- Early origins of long-term risk of obesity and metabolic disease

- Neonatal physiopathology

Infectious diseases and systemic inflammatory response in paediatrics
- Vaccine-preventable diseases

- AIDS

- Tuberculosis

- Systemic inflammatory response in paediatric age

Mental Health

- Clinical, cognitive and psychosocial bases of severe mental disorders

- Mental health interventions

- Cognitive and neurobiological correlates of psychotic and affective symptoms
in severe mental disorder

- Child and youth mental health research

- Innovative interventions in Fibromyalgia

Foetal / Paediatric Diseases and environment, metabolic and genetic factors
- Paediatric Intensive Care Unit research projects group
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- Robotics and Vision

- Medical radiophysics
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- Healthcare technologies and results in primary care and mental
health (PRISMA)
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1.1. Introduction

The Sant Joan de Déu Research Institute (IRSJD) continues its path to become a first-time biomedical research center
in the field of pediatric medicine and development throughout the life cycle of the human being, since the fetal and
neonatal time to the adolescent and the young adult to improve the quality of life of the pediatric patient and of his/
her vital project during the entire personal life. In 2016 it was time to establish the organization of the Institute, the
participation of each and every one of the centers that constitute it and the structure of the scientific areas in which
the research groups work. The scientific project is oriented towards areas of great interest for biomedical research and
clinical praxis, such as the study of the structure and development of the brain and its pediatric and mental illnesses,
childhood and developmental cancer, early onset of medical, metabolic and endocrinological adult disorders, and
infectious, inflammatory and immunological diseases. The groups investigate the aspects of human biology and
psychology. as well as the genomic and genetic aspects of rare diseases, and pathophysiological, cellular and
molecular mechanisms of human illnesses. Two fundamental aspects have been the technological development
aimed at providing solutions to patient problems and the push of pediatric clinical trials with a progressive increase of
activity and internationalization of the Clinical Research Unit.

In September, researchers from all centers that integrate the IRSJD had the opportunity to present the bulk of

their research with the rest of their colleagues and groups on the first scientific day held in the Sant Joan de Déu
Auditorium. The immediate consequences have been the beginning of shared projects in common and the projection
of a research center where interdisciplinarity and collaboration are part of their identity.

In 2016, the activity and scientific production of the Institute have increased, as this indicates the increase in all the
fundamental parameters, 60 research projects and competitive funds awarded, 482 scientific articles (376 with impact
factor), 148 clinical trials, and €1.4 million more for global budget. This result has been possible thanks to the intense
work of more than 480 researchers, recruited and affiliated, who belong to the Institute. On this reality the IRSJD bases
the scientific and technological growth of the next years, with an interest in improving the quality of the scientific work
of the research groups and the capacity of translation in clinical medicine. Our aim is to promote cooperative and
interdisciplinary work to focus on new challenges and seek new scientific, technical and therapeutic solutions to the
questions and problems that arise from the patients and the diseases they suffer.



Foreword

ANNUAL SCIENTIFIC

REPO
201

SJD

Sant Joan de Déu
Institut de Recerca

INntroduccio

L'Institut de Recerca Sant Joan de Deu (IRSJD) continua fent el seu
cami per esdevenir un centre d'investigacio biomédica de primer
ordre a l'ambit de la medicina pediatrica i del desenvolupament al
llarg del cicle vital del ésser huma, des de l'época fetal i neonatal
fins a l'adolescent i l'adult jove per millorar la qualitat de vida del
pacient pediatric i del seu projecte vital durant tota la vida personal.
L'any 2016 ha estat el temps per assentar l'organitzacio de lInstitut,
la participacio de tots i cadascun dels centres que el constitueixen i
l'estructura de les arees cientifiques en les quals treballen els grups
de recerca. El projecte cientific s'orienta cap a arees de gran interes
per la investigacio biomédica i la praxi clinica com son l'estudi de
l'estructura i desenvolupament del cervelli les seves malalties
pediatriques i mentals, el cancer infantil i del desenvolupament, els
trastorns medics, metabolics i endocrinologics d'inici en edat precog
de la vida, i les malalties infeccioses, inflamatories i immunologiques.
Els grups investiguen els aspectes de la biologia i la psicologia
humana, aixi com la genética i genodmica de les malalties rares, i els
mecanismes fisiopatologics, cel-lulars i moleculars de les malalties
humanes. Dos aspectes fonamentals han estat el desenvolupament
tecnologic dirigit a oferir solucions a problemes dels pacients i
l'empenta dels assaigs clinics pediatrics amb un increment progressiu
de lactivitat i internacionalitzacié de la Unitat de Recerca Clinica.

El mes de setembre els investigadors de tots els centres que
integren U'IRSJD varen tenir l'oportunitat de presentar el gruix de la
seva recerca davant de la resta de companys i grups a la primera
Jornada Cientifica celebrada a l'Auditori de l'Edifici Docent Sant Joan
de Déu. Les consequencies immediates han estat linici de projectes
en comu compartits i la projeccio de l'Institut de recerca on la
interdisciplinarietat i la col-laboracio formem part de la seva identitat.

En 2016 s'ha incrementat l'activitat i produccions cientifiques

de l'Institut, com aixi ho indica l'augment en tots els parametres
fonamentals, 60 projectes de recerca i fons competitius obtinguts,
482 articles cientifics de les quals 376 tenen factor d'impacte, 148
assaigs clinics, i 1, 4M€ mes de pressupost global. Aquest resultat ha
estat possible gracies a lintens treball de més de 480 investigadors,
contractats i adscrits, que pertanyen a l'IRSJD. Sobre aquesta realitat
l'Institut basa el creixement cientific i tecnologic dels anys vinents,
amb interés a millorar la qualitat del treball cientific dels grups de
recerca i la capacitat de translacio en la medicina clinica. La nostra
proposta és fomentar el treball cooperatiu i interdisciplinari per
enfocar nous reptes i buscar noves solucions cientifiques i técniques a
les preguntes i problemes que naixen dels pacients i de les malalties
que pateixen.

INntroduccion

El Institut de Recerca Sant Joan de Déu (IRSJD) continua haciendo su
camino para convertirse en un centro de investigacion biomédica de
primer orden en el ambito de la medicina pediatrica y del desarrollo a
lo largo del ciclo vital del ser humano, desde la época fetal y neonatal
hasta el adolescente y el adulto joven para mejorar la calidad de vida
del paciente pediatrico y de su proyecto vital durante toda la vida
personal. El afo 2016 ha sido el tiempo para asentar la organizacion
del Institut, la participacion de todos y cada uno de los centros que lo
constituyen y la estructura de las areas cientificas en las que trabajan
los grupos de investigacion. EL proyecto cientifico se orienta hacia
areas de gran interés para la investigacion biomédica y la praxis
clinica como son el estudio de la estructura y desarrollo del cerebro

y sus enfermedades pediatricas y mentales, el cancer infantil y del
desarrollo, los trastornos médicos, metabdlicos y endocrinologicos de
inicio en edades precoces de la vida, y las enfermedades infecciosas,
inflamatorias e inmunologicas. Los grupos investigan los aspectos de
la biologia y la psicologia humana, asi como la genética y gendmica
de las enfermedades raras, y los mecanismos fisiopatologicos,
celulares y moleculares de las enfermedades humanes. Dos aspectos
fundamentales han sido el desarrollo tecnologico dirigido a ofrecer
soluciones a problemas de los pacientes y el impulso de los ensayos
clinicos pediatricos con un incremento progresivo de la actividad e
internacionalizacion de la Unidad de Investigacion Clinica.

El mes de septiembre los investigadores de todos los centros que
integran el IRSJD tuvimos la oportunidad de presentar parte de su
investigacion delante de los companeros y grupos en la primera
Jornada Cientifica celebrada en el Auditorio del Edifici Docent Sant
Joan de Déu. Las consecuencias inmediatas han sido el inicio de
proyectos en comun compartidos y la proyeccion del Institut de
recerca donde la interdisciplinariedad y la colaboracion forman parte
de la su identidad.

Este 2016 se ha incrementado la actividad y produccion cientificas
del Institut, como lo indica el aumento en todos los parametros
fundamentales, 60 proyectos de investigacion y fondos competitivos
obtenidos, 482 articulos cientificos de los cuales 376 tienen factor de
impacto, 148 ensayos clinicos, y 1,4M€ mas de presupuesto global.
Este resultado ha sido posible gracias al intenso trabajo de mas

de 480 investigadores, contratados y adscritos, que pertenecen al
IRSJD. Sobre esta realidad el Institut basa el crecimiento cientifico y
tecnologico de los proximos anos, con interes en mejorar la calidad
del trabajo cientifico de los grupos de investigacion y la capacidad
de translacion en la medicina clinica. En nuestra propuesta es
fundamenta el trabajo cooperativo e interdisciplinario para enfocar
nuevos retos y buscar nuevas soluciones cientificas y técnicas a

las preguntas y problemas que nacen de los pacientes y de las
enfermedades que padecen.



Foreword 1.2. Governing and advisory bodies

Governing council

Dr. Manuel del Castillo Rey General Manager of Hospital Sant Joan de Déu in Esplugues de Llobregat

His Excellency Mr. Didac Ramirez i Sarrio Rector of Universitat de Barcelona (UB)

His Excellency Mr. Jordi Alberch Vie Vice-Rector for Research of Universitat de Barcelona

Ms. Esther Real Saladrigas Vice-Rector for Knowledge Transfer of Universitat Politecnica de Catalunya (UPC)
Dr. Jaume Peérez Payarols Director of Innovation of Hospital Sant Joan de Déeu

Mr. Emili Bargallé Angerri Director of Research Foundation Sant Joan de Déu

Dr. Francesc Palau Martinez Director of Institut de Recerca Sant Joan de Déu

Management commission Institut de Recerca Sant Joan de Déu

Dr. Francesc Palau Martinez Director of Institut de Recerca Sant Joan de Déeu

Dr. Rafael Artuch Iriberri Scientific Deputy Director of Institut de Recerca Sant Joan de Déu

Mr. Emili Bargalld Angerri Director of Research Foundation Sant Joan de Déu

Dr. Jaume Pérez Payarols Director of Innovation of Hospital Sant Joan de Déu

Dra. Daniela Tost Pardell Director of Centre de Recerca en Enginyeria Biomedica (CREB) - Universitat Politecnica de Catalunya
Dr. Marcal Pastor-Anglada Director of Institut de Biomedicina - Universitat de Barcelona (IBUB)

Dr. Carles Escera i Mico Director of Institut de Neurociéncies - Universitat de Barcelona (UBNeuro)

Ms. Julia Ribot Ballabriga Scientific manager of Institut de Recerca Sant Joan de Déu

Research commission

Dr. Rafael Artuch Iriberri Dr. Alfredo Garcia-Alix Dr. Angel Montero Carcaboso
Dra. Asteria Albert Cazalla Dra. Angels Garcia Cazorla Dra. Carmen Munoz Almagro
Dr. Pere Caminal Magrans Dr. Juan José Garcia Garcia Dr. Francesc Palau Martinez
Dra. Carmen de Torres Gomez-Pallete Dra. Maria Dolores Gomez Roig Dr. Marcal Pastor Anglada

Dr. Carles Escera i Micd Dra. Lourdes Ibanez Toda Dra. Montserrat Dolz i Abadia
Dra. Claudia Fortuny Guasch Dr. Josep Jiménez Chillaron

Scientific Advisory Council

Dr. Joan Rodés President of Scientific Advisory Council
Dra. Mara Dierssen Soto Genomic Regulation Centre of Barcelona Centre de Regulacio Genomica de Barcelona
Dra. Susan Webb Institut de Recerca de ['Hospital de la Santa Creu i Sant Pau. Universitat Autonoma de Barcelona
Dr. Michael King London’s Global University. Division of Psychiatry.
ANNUAL SCIENTIFIC Dr. Roma Pallares Giner Deputy Director of the General Management of Institut d'Investigacio Biomedica Bellvitge (IDIBELL)
R E po Dra. Montserrat Vendrell Rius General Director of BIOCAT
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Foreword 1.3. Services and infrastructures

The Institut de Recerca Sant Joan de Déu makes available to its researchers a set of fundamental services and infrastructures for the
performance of their projects.

In order to facilitate high-level research, the IRJSD offers its professionals technical, scientific and support services as well as the most suitable
infrastructures required to carry out their work:

Management support services Scientific Core facilities Other scientific and technical services
+ Administration and human resources + Support of the Clinical Trials Unit + UBNeuro Services
- Clinical Research Ethics Committee - Sequencing Unit - IBUB Services
+ Research management and Promotion + Animal housing facility - CREB Services
- Management of knowledge and + Biobank
communication - Methodological and statistical support

+ Methodological support in neuroimaging
+ Scientific and technical evaluations service
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Vertical Areas

3.1. Peadiatric neuroscience
3.2. Molecular and cellular biology of developmental tumour

3.3. Adult-age disorders originating in the foetal
period or in the early years of life

3.4. Infectious diseases and systemic
inflammatory response in paediatrics

3.5. Mental Health

3.6. Foetal / Paediatric Diseases and environment,
metabolic and genetic factors
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PKU and other amino acid genetic diseases

Jaume Campistol, MD, PhD

Study in depth the pathophysiological mechanisms involved in this disease in our patients and to test new treatments aimed to improve their metabolic

control and neurologic prognosis.

Personal
researcher

Projects

Clinical trials &
observational
studies

)-
)
—
)
)

Points of
impact factor

First quartile
publications

Members

Selected publications

Researchers

Roser Colomé, Carme Fons, Camila Garcia,
Rosa Gassio, Maria Julieta Gonzalez,

Silvia Maria Meavilla

Selected projects

+ Epilepsy mood Regulation Disorders: a
Prospective and Longitudinal Study in Children
With Newly Diagnosed Epilepsy. EPILETRE.
Fundacioé La Caixa. PI: Jaume Campistol Plana.
Nov 2016 - Nov 2018

+ Study of biochemical markers of dopaminergic
and serotonergic neurotransmission in relation
to neurological and neuropsychological changes
in phenylketonuria. Instituto de Salud Carlos IlI
(ISCIIN. PI: Jaume Campistol Plana. Jan 2013 - Sep
2016

+ SGR 2014_Research group on neurosciences
and paediatric metabolism. Agaur - Agencia de
Gestio d'Ajuts Universitaris i de Recerca. Pl: Jaume
Campistol Plana. Jan 2014 - Apr 2017

+ Open single-cohort phase IV study on the long-
term neurocognitive results in children aged
4 to 5 years with phenylketonuria treated with
sapropterin dihydrochloride (Kuvan®) over 7 years.
Jaume Campistol Plana. Feb 2014 -

+ European maternal paediatric register of adults
of Kuvan® (KAMPER). PI: Jaume Campistol Plana.
Mar 2010 -

- Campistol J, Diez-Juan M, Callején L, Fernandez-
De Miguel A, Casado M, et al. Inborn error
metabolic screening in individuals with
nonsyndromic autism spectrum disorders. Dev.
Med. Child Neurol. 2016. 58: 842-847. IF: 3,615 (Q1)

- Montero R, Yubero D, Villarroya J, Henares D,
Jou C, Rodriguez MA, et al. GDF-15 Is Elevated
in Children with Mitochondrial Diseases and Is
Induced by Mitochondrial Dysfunction. PLoS One
2016. IF: 3,057 (Q1)

+ Yubero D, Brandi N, Ormazabal A, Garcia-Cazorla
A, Pérez-Duefias B, Campistol J, et al. Targeted
Next Generation Sequencing in Patients with
Inborn Errors of Metabolism. PLoS One 2016. IF:
3,057 (Q1)

Networks

+ CIBERER
+ TREAT-NMD
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Mithochondrial energy metabolism and
development of biomarkers for the investigation
of inborn errors of metabolism

Rafael Artuch, MD, PhD

iochemical and molecular aspects of childhood mitochondrial encephalomyopathies due to defects in oxidative phosphorylation, and the biochemical
effect of treatment with various therapies. Development of biomarkers for the investigation of inborn errors of metabolism is the main goal of this

research program.

Personal
researcher

Projects

Publications
with IF

Points of
impact factor

First quartile
publications

Members

Researcher

Aida Ormazabal

Postdoc-associate researcher

Raquel Montero, Delia Yubero, Mercedes Casado,
Cristina Sierra, Marta Molero

PhD student

Cristina Jou, Marta Batllori

Collaborator researchers

Andrés Nascimento, Mar O'Callaghan
Technicians

Juan Moreno, Aroa Fernandez, Tania Pardal,
Yahel Calzadilla

Selected projects

+ Mitochondrial encephalomyopathies and
secondary deficiencies of coenzyme Q10: studies
on paediatric patients, cellular models and murine
models. Instituto de Salud Carlos Ill (ISCIII). PI:
Rafael Artuch Iriberri. Jan 2015 - Dec 2017

- Study of trace elements (Cu, Zn, Se and Mn) in
cerebrospinal fluid of paediatric subjects and
analysis of related biomarkers. Instituto de Salud
Carlos Il (ISCIIN. PI: Aida Ormazabal Herrero. Jan
2015 - Dec 2017

- Identification of populations showing high linear
correlations between biochemical variables..
Ministerio de Economia Y Competitividad (MINECO).
Pl: Rafael Artuch Iriberri. Sep 2014 - Feb 2016

- Predoctoral grant - Phenotypic and molecular
characterisation of coenzyme Q deficiency
syndrome. Beneficiary: Delia Yubero Siles. Instituto
de Salud Carlos llI (ISCIID. PI: Rafael Artuch Iriberri.
Sep 2012 - Sep 2016

Selected publications

- Ortigoza-Escobar JD, Molero-Luis M, Arias A,
Oyarzabal A, Darin N, Serrano M, et al. Free-
thiamine is a potential biomarker of thiamine
transporter-2 deficiency: a treatable cause of Leigh
syndrome. Brain 2016. 139: 31-38. IF: 10,103 (Q1)

- Yubero D, Adin A, Montero R, Jou C, Jiménez-
Mallebrera C, Garcia-Cazorla A, et al. A statistical
algorithm showing coenzyme Q10 and citrate
synthase as biomarkers for mitochondrial
respiratory chain enzyme activities. Sci Rep 2016. 6:
15-0. IF: 5,228 (Q1)

- Yubero D, Brandi N, Ormazabal A, Garcia-Cazorla A,
Pérez-Duenas B, Campistol J, el al. Targeted Next
Generation Sequencing in Patients with Inborn
Errors of Metabolism. PLoS One 2016. IF: 3,057 (Q1)

- Yubero D, Montero R, Martin MA, Montoya J, Ribes
A, Grazina M, et al. Secondary coenzyme Q(10)
deficiencies in oxidative phosphorylation (OXPHOS)
and non-OXPHOS disorders. Mitochondrion 2016.
30: 51-58. IF. 3,647 (Q2)
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Applied research on neuromuscular disorders

Cecilia Jiménez, PhD

Research in: Muscular dystrophies, including Duchenne muscular dystrophy (DMD) and congenital muscular dystrophies (CMD), with a special focus on
the role of the extracellular matrix and collagen VI. Mitochondrial diseases incluing mithocondrial DNA depletion syndromes affecting muscle.

Personal
researcher

Projects

Clinical trials &
observational
studies

)-
)-
—
)
)

Points of
impact factor

First quartile
publications

Members

Selected publications

Researchers

Andrés Nascimento, Carlos Ignacio Ortez
Postdoc-associate researcher

Monica Llano, Angelica Maritza Betancourt
PhD Student

Cristina Jou, M Angeles Rodriguez
Assistant researcher

Lidia Alvarez

Technicians

M del Carmen Badosa, Sergi Garcia
Collaborator researcher

Susana Kalko (IDIBAPS)

Selected projects

- Miguel Servet tipo Il - Beneficiary: Dra. Cecilia
Jimenez. Instituto de Salud Carlos Il (ISCIID. PI:
Cecilia Jiménez Mallebrera. Apr 2016 - Apr 2019

- Role of collagen VI and biglycan in muscle
homeostasis: regulation of muscle fibre size and

metabolism. Implications for muscular dystrophies.

Instituto de Salud Carlos Il (ISCIII. PI: Cecilia
Jiménez Mallebrera. Jan 2014 - Jun 2017

- Miguel Servet - Application of Global Gene
Expression Analysis and Functional Genomics to
the Study of the Physiopathology, Treatment and
Diagnosis of Pediatric Myopathies. Beneficiary:

Cecilia Jimenez. Instituto de Salud Carlos Il (ISCII).

PI: Cecilia Jiménez Mallebrera. Apr 2010 - Apr2016

+ Open extension study for patients with spinal

muscular atrophy who have previously participated

in experimental studies of ISIS 396443. Pl: Andrés
Nascimento Osorio. May 2016 -

- Llano Diez M, Ortez C, Armas J, Alvarez-Cabado
L, Jou C, Medina J, et al. Digital PCR quantification
of miR-30c and miR-181a as serum biomarkers
in Duchenne muscular dystrophy. Neuromuscul
Disord 2016. 29: 159-0. IF: 3,107 (Q2)

* Yubero D, Adin A, Montero R, Jou C, Jimenez-
Mallebrera C, Garcia-Cazorla A, et al. A statistical
algorithm showing coenzyme Q10 and citrate
synthase as biomarkers for mitochondrial
respiratory chain enzyme activities.. Sci Rep 2016. 6:
15-0. IF: 5,228 (Q1)

+ Yubero D, Montero R, Martin MA, Montoya J, Ribes
A, Grazina M, et al. Secondary coenzyme Q(10)
deficiencies in oxidative phosphorylation (OXPHOS)
and non-OXPHOS disorders. Mitochondrion 2016.
30: 51-58. IF: 3,647 (Q2)

+ Montero R, Yubero D, Villarroya J, Henares D, Jou C,
Rodriguez MA, et al. GDF-15 Is Elevated in Children
with Mitochondrial Diseases and Is Induced by
Mitochondrial Dysfunction. PLoS One 2016. IF: 3,057
(Q1)

Networks

- CIBERER
+ TREAT-NMD
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Neurometabolic disorders and synaptic studies
N rare neurogenetic conditions

Angels Garcia-Cazorla, MD, PhD

Neurometabolic disorders, neurotransmitters, cerebrospinal fluid biomarkers, brain connectivity and synaptic function through different approaches.

Personal
researcher

Projects

Clinical trials &
observational
studies

)-
)
-
)
)

Points of
impact factor

First quartile
publications

Members

Selected publications

Senior researcher

Judith Armstrong, Aida Ormazabal
Researchers

Elisenda Cortes-Saladelafont,

Alfonso Luis de Oyarzabal
Postdoc-associate researcher

Anna Lopez, Roser Colome, Itziar Alonso,
M del Mar O'Callaghan

PhD student

Gabriel Diaz, Ines Medina, Federico Ramos,
Alba Tristan

Selected projects

+ Neurotransmission systems in paediatric
encephalopathies of genetic origin: identification
of new molecular and pathophysiologic aspects.
Instituto de Salud Carlos Il (ISCIID. Pl: M®2Angels
Garcia Cazorla. Jan 2016 - Dec 2018

+ "My Princess Rett" - Cellular model for the study
and treatment of excitatory/inhibitory synaptic
imbalance in Rett syndrome. OSSJD - Obra Social
Sant Joan de Deu. Pl: M2Angels Garcia Cazorla. Sep
2014 - Dec 2020

+ InNerMeD_Inherited NeuRoMetabolic Diseases
Information Network European Commission. Pl:
M@Angels Garcia Cazorla. Apr 2013 - Mar 2016

- Biomarkers of change in cerebral
neurotransmission in paediatric encephalopathies
of genetic origin: studies on patients and on a
cellular model. Instituto de Salud Carlos IIl (ISCIII).
Pl: M®@Angels Garcia Cazorla. Jan 2013 - Dec 2016

- Cassis L, Cortes-Saladelafont E, Molero-Luis M,
Yubero D, Gonzalez MJ, Ormazabal A, et al.. Review
and evaluation of the methodological quality of
the existing guidelines and recommendations for
inherited neurometabolic disorders. Orphanet J
Rare Dis 2016. 11: 147-0. IF: 3,290 (Q2)

- Cortes-Saladelafont E, Tristan-Noguero A,
Artuch R, Altafaj X, Bayes A, Garcia-Cazorla A.
Diseases of the Synaptic Vesicle: A Potential New
Group of Neurometabolic Disorders Affecting
Neurotransmission. Semin Pediatr Neurol. 2016
Nov; 23(4):306-320. Epub 2016 Nov 15. IF: 1,303 (Q3)

- Opladen T, Cortes-Saladelafont E, Mastrangelo
M, Horvath G, Pons R, Lopez-Laso E, et al. The
International Working Group on Neurotransmitter
related Disorders (iNTD): A worldwide research
project focused on primary and secondary
neurotransmitter disorders. Mol Genet Metab Rep.
2016 Oct 20,9:61-66. eCollection

+ Tristan-Noguero A, Diez H, Jou C, Pineda M,
Ormazabal A, Sanchez A, et al. Study of a fetal brain
affected by a severe form of tyrosine hydroxylase
deficiency, a rare cause of early parkinsonism.
Metab. Brain Dis. 2016. 31: 705-709. IF: 2,603 (Q3)

Networks

- CIBERER

- TREAT-NMD

- EUROPEAN REFERENCE NETWORK FOR
HEREDITARY METABOLIC DISEASES (METABERN)

- Connecting the growing brain

+ INTD - International Working Group on
Neurotransmitter Related Disorders
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Movement disorders of genetic
and neurometabolic origin

Belén Pérez, MD, PhD

Study of defects in the transport and metabolism of thiamine associated with recurrent encephalopathies in childhood. Cerebral folate deficiency.
Relation to neurotransmitters and follow-up of treatment with folinic acid.

Personal

(0,0 researcher

Projects

Publications
with IF

Points of
impact factor

First quartile
publications

Members

Selected publications

Researchers

Jordi Muchart, M Pilar Poo, Mercedes Serrano
Postdoc-associate researcher

Juan Dario Ortigoza

PhD student

Maria Vanegas, Laura Marti, Alejandra Darling
Collaborator researcher

Carmen Espinos (Centro de Investigacion Principe
Felipe)

Selected projects

- Collaborative project between Sant Joan de
Déu Barcelona and the Aludme association
on the clinical and genetic characterisation of
patients with myoclonous dystonia in the Spanish
population, and biomarkers study.. Asociacion de
lucha contra la distonia mioclonica valenciana. Pl
Beléen Perez Duenas. Jun 2016 - May 2019

- Biomarkers and genes in infantile bilateral striatal
necrosis.. Instituto de Salud Carlos Ill (ISCIII). PI:
Belén Pérez Duenas. Jan 2016 - Dec 2018

+ Neurodegeneration with Brain Iron Accumulation:
Clinical Assessment and Genetic Characterization
by means of a Spanish Multi-Centre Research
Network. Fundacio La Marato de TV3. Pl: Belén
Pérez Duefas. Mar 2015 - Mar 2018

+ Pantothenate Kinase Associated
Neurodegeneration: Clinical Assessment and
Genetic Characterization by means of a Multi-
Centre Research Network. Retrophin, Inc. Pl: Belén
Pérez Duenas. Mar 2015 - Jun 2019

- Ortigoza-Escobar JD, Molero-Luis M, Arias A, Marti-

Sanchez L, Rodriguez-Pombo P, Artuch R, et al.
Treatment of genetic defects of thiamine transport
and metabolism.. Expert Rev. Neurother. 2016. 16:
755-763. IF: 2,758 (Q2)

- Ortigoza-Escobar JD, Molero-Luis M, Arias A,

Oyarzabal A, Darin N, Serrano M, et al. Free-
thiamine is a potential biomarker of thiamine
transporter-2 deficiency: a treatable cause of Leigh
syndrome. Brain 2016. 139: 31-38. IF: 10,103 (Q1)

- Ortigoza-Escobar JD, Oyarzabal A, Montero R,
Artuch R, Jou C, Jiménez-Mallebrera C, et al.
Ndufs4 related Leigh syndrome: A case report and
review of the literature. Mitochondrion 2016. 28: 73-
78. IF: 3,647 (Q2)

- Papandreou A, Schneider RB, Augustine EF, Ng J,
Mankad K, Meyer E, McTague A, et al. Delineation
of the movement disorders associated with FOXG1
mutations. Neurology 2016. 86: 1794-1800. IF: 8,166
(Qu)

Networks

- CIBERER
+ TREAT-NMD

- Unitat integrada de referencia del sistema nacional
de salud en “enfermedades raras que cursan con
trastornos del movimiento (csur_53)

- "Healt care provider” European Reference Network
on Rare Neurologic Diseases
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Neurogenetics and molecular medicine

Janet Hoenicka, MD, PhD

Neurogenetics and pathophysiology of neuromuscular, neurodevelopmental and CNS disorders - Charcot-Marie-Tooth neuropathy - Friedreich's ataxia *
Parkinson's disease - Addictive disorders - Rett syndrome - Congenital disorders of glycosylation - Menkes disease - Intellectual disability

Personal
researcher

Projects

Publications
with IF

Points of
impact factor

First quartile
publications

Members

Selected publications

Senior researchers

Francesc Palau, Judith Armstrong
Researchers

Mercedes Serrano

Research associates and clinical researchers
Xochitl Castro, Lara Cantarero, Laura Dominguez,
Antonio Martinez Monseny, Loreto Martorell,
Maria del Mar Pérez Iribarne, Isabel Plensa
PhD students

Azahara Civera, Elena Juarez, Silvia Vidal
Research assistant: Laura Blasco, Nuria Brandi
Technicians

Daniel Castillo, Jordi Genoves, Dolores Lopez,
Ana Lopez Montserrat Naudo, Paola Pacheco,
Teresa Ramirez, Lluisa Zabala

Selected projects

- Role of ANKK1 in the genetics and pathophysiology
of Parkinson's disease. Instituto de Salud Carlos |lI
(ISCIID. PI: Janet Hoenicka. Jan 2016 - Dec 2018

-+ The landscape of axonal biology and
mitochondrial-associated membranes in
neurogenetic disorders. Ministerio de Economia
Y Competitividad (MINECO). PI: Francesc Palau
Martinez. Jan 2016 - Dec 2019

+ Clinical and molecular characterisation of Rett
syndrome: elucidating unsolved cases. Instituto de
Salud Carlos Ill (ISCII. PI: Judith Silvia Armstrong
Moroén. Jan 2016 -Dec 2018

- GenomicScientia - Centre for Genomic Sciences in
Medicine. Departament de Salut - Generalitat de
Catalunya. PI: Francesc Palau Martinez. Jan 2016 -
Dec 2018

+ Lucariello M, Vidal E, Vidal S, Saez M, Roa L,
Huertas 