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The UK FSHD Patient Registry is a patlent self-enrolli ng on line 5. Department of Neurology, Kings College Hospital, London 9. Newcastle upon Tyne Hospitals NHS Foundation Trust, Newcastle upon-Tyne

database, collecting clinical and genetic information about FSHD type
L{FSHDL) and FHD ype  (FSHD2). I -
« Established in May 2013. * The registry is used to capture longitudinal, self-reported data through an online portal available to patients and specialist clinicians.

« Supported by Muscular Dystrophy UK (MDUK), affiliated to the TREAT- * Patient reported outcomes are entered into a secure portal, combined with clinician verified genetic details. Patients are reminded to
NMD Alliance (www.treat-nmd.org) and coordinated by the John
Walton Muscular Dystrophy Research Centre at Newcastle University. * The dataset collected within the registry includes all mandatory and highly encouraged items agreed at the 1715t ENMC International

Workshop?. This includes patient reported data items such as, clinical diagnosis, wheelchair use, weakness, current best motor function,

and doctor reported items such as genetic confirmation.

update their information annually.

* The registry’s primary aim is to facilitate and accelerate clinical

research in FSHD.
* The registry also captures the McGill Pain Questionnaire, an FSHD Pain Questionnaire, the Short Form 36 Health Survey Questionnaire

* The registry also aims to better characterise and understand FSHD, (SF-36), the Individualized Neuromuscular Quality of Life Questionnaire, and a Scapular Fixation Questionnaire.
share information on standards of care, and disseminate information

relating to upcoming academic and non-clinicallstudies in ESHD. he registry can support researchers and industry on various projects by facilitating study/survey recruitment or by providing de-identified

patient data.

As of May 2022, there are 917 active UK based participants enrolled on the UK FSHD Patient Registry. This includes 467
male and 450 female participants (a 51/49% split), both with an average age of 51 years (overall range of 5 — 87 years).
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From the available data of 10 studies supported
by the registry, registry recruitment has ranged These are also now documented on the
from 4%-100%, with a mean recruitment of 42%. registry website and are routinely updated.
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Figure 13. The type and number of registry enquiries supported since 2013 website.
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o VG The UK FSHD Patient Registry continues to be a versatile, cost-effective research tool that has helped facilitate a range of studies and advance FSHD research around the world.
workshop: standards Additional work continues to be done to improve engagement with more doctors in the UK and the reporting of genetic information on the registry. There are also future data
gigzizgjgﬂneral ; linkage plans between the registry and the Newcastle Research Biobank for Rare and Neuromuscular Diseases. As well as supporting research projects, the registry continues to
ruscular dysirophy. S develop new and engaging communication materials for the FSHD community and plans to further capture the patient voice in the development of new materials.
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