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MUHC Consortium for Rare Disease Research (CRDR) Rare Disease Research Day:



Research and Reach-Out Thursday, February 28, 2019



Drs. Sylvia & Richard Cruess Amphitheatre & Elspeth McConnell Atrium 1001 boul. Décarie, Montreal, QC Block E, Room ES1.1129 RSVP and Event Info: goo.gl/NjTF63 Research Day Overview To celebrate Rare Disease Day, the MUHC CRDR is planning a ½ day multidisciplinary event to showcase some of the rare disease clinical and research programs at the RI-MUHC. The event will be organized into short talks and posters, with a special focus on cross-sectional network opportunities for applied research. Invited participants from the McGill University Health Centre network include PhD researchers, clinician-scientists (from pediatric and adult specialties), trainees, research staff, industry, foundations, and patient advocacy groups. TIME



ACTIVITY



8:30 - 9:00



Arrival & Registration for all members - Light breakfast & coffee served



9:00 - 9:15



Introductions & Opening remarks



9:15 – 10:30



Part 1: Pediatric and Adult Rare Disease Research: From transition care to research collaborations Dr. Eric Shoubridge: Translational science in rare diseases Dr. Nancy Braverman: Retinal gene therapy for peroxisome disorders: preclinical studies Dr. John Mitchell: Burden of disease in adult glycogen storage disease and new therapeutic options Dr. Arnold Kristof: Pediatric to adult transition in rare lung disease patients Patient Perspectives Panel Discussion



10:30 - 10:45



Health Break – RI-MUHC Atrium



10:45 – 13:00



Part 2: Rare Disease Research Poster Session Format: Poster session from groups spanning all rare disease disciplines at the RI-MUHC & MUHC.



10:45 – 13:00



Part 3: Exhibitor Booths Format: Exhibitor booths and information tables from industry partners and rare disease patient advocacy groups and foundations.



Consortium de recherche sur les maladies rares (CRDR) Journée de la recherche sur les maladies rares :



S’unir pour la recherche Jeudi le 28 février 2019



L'amphithéâtre Drs Sylvia & Richard Cruess et l'atrium Elspeth McConnell 1001 boul. Décarie, Montreal, QC Bloc E, Salle ES1.1129 RSVP et info : goo.gl/NjTF63 Aperçu de la journée



Pour souligner la Journée des maladies rares, l'IR-CUSM et le Consortium de recherche sur les maladies rares organisent une demi-journée pour exposer les programmes cliniques et les recherches cliniques et fondamentales concernant les maladies rares disponibles à l'IR-CUSM. Afin de faciliter les échanges entre les différents intervenants et encourager la multidisciplinarité des projets, l'événement se tiendra sous forme de brèves discussions et présentations par affiches. Joignez les participants et représentants du Centre Universitaire de santé McGill pour cet événement: chercheurs académiques et cliniciens (spécialités pédiatriques et adultes), étudiants et personnel chercheurs, de l'industrie, associations de patients et fondations.



HEURE



ACTIVITE (séances en anglais, questions en français et en anglais)



8:30 - 9:00



Arrival & Registration for all members - Light breakfast & coffee served



9:00 - 9:15



Introductions & Opening remarks



9:15 – 10:30



Part 1: Pediatric and Adult Rare Disease Research: From transition care to research collaborations Dr. Eric Shoubridge: Translational science in rare diseases Dr. Nancy Braverman: Retinal gene therapy for peroxisome disorders: preclinical studies Dr. John Mitchell: Burden of disease in adult glycogen storage disease and new therapeutic options Dr. Arnold Kristof: Pediatric to adult transition in rare lung disease patients Patient Perspectives Panel Discussion Moderators: Dr. Don Vinh & TBC



10:30 - 10:45



Health Break – RI-MUHC Atrium



10:45 – 13:00



Part 2: Rare Disease Research Poster Session Format: Poster session from groups spanning all rare disease disciplines at the RI-MUHC & MUHC.



10:45 – 13:00



Part 3: Exhibitor Booths Format: Exhibitor booths and information tables from industry partners and rare disease patient advocacy groups and foundations.



Thank you to our partners / Merci à nos partenaires



Thank you to our sponsors / Merci à nos commanditaires



Background and Briefing Document - Prepared By Executive Committee Rare diseases are often complex, and patients require multidisciplinary care teams that address their physical, psychological, and social needs. Patients with rare diseases also deserve access to timely diagnosis and treatment. To aid these individuals and their families, we desperately need a health delivery and evaluation system that will address all facets of their disorders, while uncovering novel diagnostic and therapeutic approaches. The MUHC has a diverse clinical and research expertise in pediatric and adult rare diseases, as well as expertise in pediatric to adult transition care. For this reason, we have developed a MUHC Consortium for Rare Disease Research. Vision The MUHC Consortium for Rare Disease Research will be a world-class clinical and translational research consortium aimed at improving the lives of people with rare diseases. Mission To facilitate patient-oriented, collaborative, trans-disciplinary health care and research in rare diseases across the lifespan. Objectives • • • • • • • • •



Provide excellence in the clinical care and in the transition of care for patients with Rare Diseases Identify and consolidate clinicians and researchers with expertise in rare diseases Identify and integrate existing research infrastructure and resources, including the RI-MUHC platforms, the Centre for Innovative medicine (CIM), and genomics technology Facilitate recruitment of patients with Rare Diseases to the MUHC/RI-MUHC Conduct longitudinal studies of individuals with rare diseases and develop a database that captures detailed data and bio-specimens from all rare disease patients seen at the MUHC. Foster pre-clinical and pilot clinical studies that connect clinicians with scientists to accelerate research (including gene discovery, biomarker development, novel therapeutics and drug repurposing) Conduct clinical trials: Phase I, II, III, IV Develop innovative diagnostic and prognostic tests Partner with Rare Disease patient advocacy groups and other stakeholders to ensure that all pertinent needs are addressed
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movement, posture and equilibrium: interaction and ... - Research 

Jan 27, 1991 - The central organization of a motor skill takes into account all the external and ... be integrated into the same act (Arbib, 1981). ... the central control of posture is indicated by a striped line. .... three types of sensors: the ve










 








Research and Development Report - BBC 

The acoustic performances of a range of proprietary acoustic door seals were measured in the. Transmission Suite. The seals were fitted to a standard BBC ...
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Except as provided below, no part of this document may be ... relevant page on BBC's website at http://www.bbc.co.uk/rd/pubs/ for a copy of this document.










 








Understanding and misunderstanding extraocular ... - Research 

Aug 30, 2007 - As evidence has mounted for the critical role of extraocular muscle (EOM) pulleys ..... grooved-wheel pulleys, which we tend to think of when we .... The large black arrow (in the original figure), intended to point to ... and insertin
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Sep 30, 2009 - Research and Development Office. DOCUMENT. Technical Information : X-POD Firmware Upgrade. AUTHOR. Manuzzato Gianluca. DATE.
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Oct 1, 2000 - The Basics Revisited. Defining Hedge ... absolute return strategies which, from a marketing perspective, avoids the negative ...... the short seller faces the uncomfortable prospect of further increasing the position. Starting with ...
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Oct 1, 2000 - of the pound sterling led by George Soros and the collapse of Long-Term Capital ...... maximum latitude and flexibility in constructing a portfolio.
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Role of Extracellular Matrix in Adaptation of Tendon and Skeletal Muscle to. [PDF] · [Full Text] ... from animals of different body mass, nor do they differ ..... Dog jumping .... Thanks go to Professor A. P. Russell for helpful discussion, support,.










 








research methodology methods and techniques 3rd 

You are entirely free to find, use and download, so there is no cost at all. research methodology methods and techniques 3rd edition PDF may not make exciting ...
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Drosophila melanogaster. Summer 1992. University du Maine, Laboratory of Animal Biology, Le Mans, France. Undergraduate Research, research group of ...
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into the equations developed by Grieve et al. (18) and ... from the equation (1). LTS. LMTC ..... was modeled with the use of a quadratic function (26). Ftendon ...
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change and develop a vision for the future of the countryside (Harrison et al. .... that are important as a framework for informed debate about future options for.
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sand to one million range. When good crystals of these particles can be prepared .... morphology as well as optical and crystallographic properties. On one hand ...
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can be acquired in any imaging plane;. â€¢ Unlike CT, does not involve ionising radiation. â€¢ Imaging modality of choice in brain and spinal cord ...










 








Relationship between EMG patterns and kinematic ... - Research 

Key words: EMG patterns - Motor programming - ... movement can be produced by alterations in the ... in normal humans, how EMG patterns change when .... increasing external loads, the output of the torque motor was set to ... well defined antagonist 










 








Coordination between posture and movement: interaction ... - Research 

Abstract We examined the interaction between the control of posture and an aiming movement. Balance control was varied by having subjects aim at a target.










 








Some Effects of Chlordiazepoxide and ... - Research 

Nov 1, 1973 - 2(2) 155-160, ... However, contrary to the theory, CDP did not attenuate the extinction-related ... More specifically, if CDP does have antifrustra-.
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substantial progress in understanding the ... of this progress can be attributed to the in- fluential .... used to support the idea that dystonia is associated with.










 








Reinforcement Learning in Continuous Time and ... - Research 

and Î·M = 10.0, in the following simulations unless otherwise specified. Ïƒ = Ïƒ0 min[1 ..... where s is a component-wise sigmoid function and n(t) is the noise.
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