NHS

The Newcastle upon Tyne Hospitals
NHS Foundation Trust

2= Newcastle

Clinical Features of the
UK FSHD Patient Registry

John
walton

MUSCULAR DYSTROPHY - 1 2 3 4 5 e
RESEARCH CENTRE UIllVQI‘Slty Helen Walker, Richard Orrell, Andrew Graham, Fiona Norwood, Mark Roberts, Tracey Willis,
SIOBANK Emma Matthews, Mark Mencias, Robert Muni-Lofra, Chiara Marini-Bettolo
— = 1. The John Walton Muscular Dystrophy 4. Department of Neurology, Kings College Hospital, London
D Y - Research Centre, Translational and Clinical 5. Department of Neurology, Salford Royal NHS Foundation
ity ¥~ ~i Research Institute, Newcastle University and  Trust, Salford
Thanks to our 2 ¥ 4, | Newcastle Hospitals NHS Foundation Trust, 6. Neuromuscular Service, The Robert Jones and Agnes
fegleitny funelers: I, = Newcastle upon Tyne, UK Hunt Orthopaedic Hospital NHS Foundation Trust,
P - R - Emai.ltthe 2. UCL Queen Square Institute of Neurology, Shropshire. | |
at I E nt Eg ISt ry ;eugrftg University College London, London, UK /. The Atkinson Morley Regional Neurosciences Centre, St
EEES e . ) George’s University Hospital NHS Foundation Trust, London

3. Patient Representative, UK

Background Aims Method
The UK Facioscapulohumeral Muscular The registry aims to The registry captures longitudinal, self-reported data
Dystrophy (FSHD) Patient Registry is a patient facilitate academic and through an online portal available to patients and clinicians.
self-enrolling online database collecting clinical research, better Where specialised clinical or genetic information is required,
clinical and genetic information about FSHD (JlelgEi=zled=lgisszlgleMbiglelclgsizlale il the neuromuscular specialist involved in the patient’s care
type 1 (FSHD1) and type 2 (FSHD2). The FSHD, and disseminate can be invited to provide some additional information and
registry was established in May 2013 with iInformation relating to the patient can select them from a pre-populated list at the
support from Muscular Dystrophy UK and is upcoming studies and registration stage. The registry is a Core Member of the
coordinated by Newcastle University. research advancements. TREAT-NMD Global Registries Network for FSHD.

Results: As of March 2023, there were 906 active, UK based patient registrations. Data is also available for an additional 252 patients who are
Inactive or not based in the UK (their data is not included here). For those reporting a clinical diagnosis, 95.4% have FSHD or FSHD1, and 3.3%
have FSHDZ2. Overall, 58.1% of patients have had genetic confirmation of their condition. In addition to collecting specific genetic data inputted
by clinicians, the registry is now able to receive digital copies of patient’s genetic reports directly via a secure upload portal. The registry has
supported 33 registry enquiries to date, recent examples including a large Health Economics project, a survey on UK service provision, and
various surveys capturing information on patient preferences, dysphagia, pregnancy, sleep, and the patient/caregiver experience.
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Conclusion
The UK registry is currently one of the largest national FSHD patient registries globally and is an example of a versatile, cost-effective
research tool, helping facilitate and advance a wide range of FSHD research. The new genetic report upload feature is shown to be
Improving the genetic information available on the registry, alongside the increase in neuromuscular specialist signing up as professional

users. There are plans to review and update the patient questionnaires in the near future, and data linkage plans between the registry and

the Newcastle Research Biobank for Rare and Neuromuscular Diseases which will enable more data to be available to facility research into

FSHD. Additional work around patient engagement and promotion of the registry to neuromuscular specialists Is required to increase the
number of patients signing up to the registry, and efforts are required to increase the diversity of the registry population.




