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PO1 ALONSO-FERREIRA, VERONICA CONGENITAL ANOMALIES IN SPAIN: A POPULATION-BASED MORTALITY STUDY
PO3 ANSLEY, KIM HOPE FOR A RARE CONDITION
PO4 ARIAS MERINO, GRETA MORTALITY DUE TO HEREDITARY ATAXIA: TIME TRENDS AND SPATIAL DIFFERENCES IN EUROPE
PO5 BLOOM, LARA THE INTERNATIONAL FUTURE FOR EHLERS-DANLOS SYNDROME
P06 BULBUL, SELDA AWARENESS OF FABRY DISEASE AMONG CLINICIANS IN TURKEY
PO7 BULBUL, SELDA DEVELOPMENT OF A SCORING SYSTEM IN THE DIAGNOSIS OF MUCOPOLYSACCHARIDOSES
P09 ESTERHUIZEN, KARIEN A METABOLOMICS INVESTIGATION OF THE MITOCHONDRIAL A3243G MUTATION
P10 JULKOWSKA, DARIA 10 YEARS OF E-RARE: EUROPEAN PROGRAMME FOR RESEARCH ON RARE DISEASES
P11 LECLEZIO, LOREN CAN WE FIND NATURAL CLUSTERS OF TUBEROUS SCLEROSIS COMPLEX ASSOCIATED
! NEUROPSYCHIATRIC DISORDERS?2 A PILOT FEASIBILITY STUDY
P12 MANTOVANI, ALBERTO THE FOOD IN PREGNANCY DECALOGUE: TEN RECOMMENDATIONS TO MITIGATE FOOD-

RELATED TERATOGENIC RISKS PROPOSED BY THE ITALIAN NATIONAL HEALTH INSTITUTE

IDENTIFICATION OF A NOVEL MPV17 FOUNDER MUTATION IN BLACK SOUTH AFRICAN
P13 MELDAU, SURITA PATIENTS WITH MITOCHONDRIAL NEUROHEPATOPATHY, USING A NON-STANDARD
DIAGNOSTIC EXOME SEQUENCING APPROACH

IMPROVED GENETIC DIAGNOSIS OF MITOCHONDRIAL DISEASE AT THE INHERITED

P4 MELDAU, SURITA METABOLIC DISEASES MOLECULAR LABORATORY OVER THE PAST 18 MONTHS
P15 MOFOKENG, NARE BEAUTY CYSTINOSIS A TREATABLE GENETIC CONDITION
P16 PULCIANI, SIMONETTA THE P4 MEDICINE AND RARE DISEASES: FROM HIPPOCRATES TO OMICS TECHNOLOGIES
A CASE REPORT AND PHENOTYPIC REVIEW OF 1P36.33 MICRODUPLICATION SYNDROME
Pz ROSS, SINEAD AMBER AND THE INCIDENTAL FINDING OF TRIPLE X SYNDROME IN THE FAMILY
"WHERE DID IT COME FROMZ?": PARENTS' UNDERSTANDING OF THE CAUSE OF THEIR CHILD'S
P18 ROSS, SINEAD AMBER HEREDITARY HEARING LOSS
L ‘ X EPIDEMIOLOGY OF GRANULOMATOSIS WITH POLYANGIITIS MORTALITY IN SPAIN: SPATIAL
P19 SANCHEZ DIAZ, GERMAN AND TEMPORAL DYNAMICS
THE DETECTION AND IDENTIFICATION OF DISEASE-CAUSING VARIANTS IN RARE DISEASES
P20 SCHOONEN, MARYKE WITH A SEMI-AUTOMATED BIOINFORMATICS PIPELINE
P21 SPANGENBERG, CHRIS A CASE STUDY OF OSSEOS MANIFESTATION OF ROSAI-DORFMAN DISEASE
THE ITALIAN NATIONAL RARE DISEASE REGISTRY: AN IMPORTANT TOOL FOR DESCRIBING THE
P22 TARUSCIO, DOMENICA EPIDEMIOLOGY OF RARE DISEASES IN ITALY AND FOR EUROPEAN REFERENCE NETWORKS
A STUDY ON TWENTY-SEVEN RARE DISEASE NETWORKS IN EUROPE IDENTIFIED THROUGH EU
P23 TARUSCIO, DOMENICA REPORTS AND SCIENTIFIC ARTICLES
P4 TARUSCIO, DOMENICA EEC:ETV}_\{/ SYSTEMS RESILIENCE FOR RARE DISEASES: PRELIMINARY RESULTS OF A NARRATIVE
NATIONAL PLANS/STRATEGIES FOR RARE DISEASES: ADHERENCE TO THE "EC
P25 TARUSCIO, DOMENICA RECOMMENDATION ON AN ACTION IN THE FIELD OF RARE DISEASES"
UNDIAGNOSED DISEASES NETWORK INTERNATIONAL: AN INTERNATIONAL INITIATIVE TO
P26 TARUSCIO, DOMENICA FOSTER THE TRANSLATION OF RESEARCH INTO MEDICAL PRACTICE
P27 TARUSCIO, DOMENICA UNDIAGNOSED RARE DISEASES: A JOINT ITALY - USA PROJECT
P28 VILLAVERDE-HUESO, ANA BIOBANKS PLATFORM: COLLECTIONS OF SAMPLES OF RARE DISEASES FOR BIOMEDICAL

RESEARCH IN SPAIN




