NHS s The UK Myotonic Dystrophy Patient Registry:

The Newcastle upon Tyne Hospitals 1]}
Data Collection and Collaboration

NHS Foundation Trust \
WEI |.t0n + University Helen Walker !, Chris Turner 2, Darren Monckton 3, Margaret Bowler?, Mark Rogers >, Richard Orrell 6, Jacqueline Donachie

Newcastle
MUSCULAR DYSTROPHY 7, Emma-Jayne Ashley 8, Mark Hamilton °, Channa Hewamadduma 1°, Jassi Sodhi 1, Chiara Marini-Bettolo %1
RESEARCH CENTRE

1. TheJohn Walton Muscular Dystrophy Research Centre, Translational and Clinical Research 6. UCL Queen Square Institute of Neurology, University College London, London
Back rou nd Institute, Newcastle University, Newcastle upon-Tyne 7. School of the Arts, English and Drama, Loughborough University, Loughborough
4— 2. University College London Hospital, National Hospital for Neurology and Neurosurgery, 8. Cure Myotonic Dystrophy UK Charity (Cure DM)
. . . . . . London 9. West of Scotland Clinical Genetics Service, Queen Elizabeth University Hospital,
° The UK MVOto nic Dystro phy Patient REgIStry IS a patle nt self-e nro l I Ing 3. Institute of Molecular, Cell and Systems Biology, University of Glasgow, Glasgow Glasgow
online data base’ established in May 2012 to collect clinical and 4. Myo.tonic Dystrophy SUPF’?“ GfOflp, l\{ottingthm . 10. Sheffield Teaching Hospitals NHS Foundation Trust, Sheffield
5. Institute of Medical Genetics, University Hospital of Wales, Cardiff 11. Newcastle upon Tyne Hospitals NHS Foundation Trust, Newcastle upon-Tyne

genetic information about myotonic dystrophy type 1 (DM1) and

* Supported by Muscular Dystrophy UK (MDUK), Cure Myotonic

Dystrophy UK Charity (Cure DM) and the Myotonic Dystrophy Support
Group (MDSG), and coordinated by the John Walton Muscular * Patient reported outcomes are entered into a secure portal, combined with clinician verified genetic details. Patients are reminded to

update their information annually, and all registrations are confirmed by the registry curator.

* The registry is used to capture longitudinal, self-reported data through an online portal available to patients and specialist clinicians.

Dystrophy Research Centre at Newcastle University.

* Data collected within the registry includes all mandatory and highly encouraged items in the TREAT-NMD Core Dataset for Myotonic

* The registry’s primary aim is to facilitate and accelerate clinical
Dystrophy (2009), including both patient reported, and doctor reported items such as genetic confirmation.

research in DM1 and DM2.

. . . * The registry is also now able to receive genetic reports directly from patients via a secure file upload link.
* The registry also aims to better characterise and understand DM, and =l 2 - v > .

disseminate information relating to upcoming academic, clinical and * The registry can support researchers and industry with a wide range of projects, including creation of de-identified patient data reports for
and non-clinical studies in DM. use in feasibility studies, dissemination of research surveys, and trial recruitment support.

Demographics

Patient Numbers Clinical / Genetic Diagnosis Family History Longitudinal data and completeness
As of Nov 2022, there are 840 700 643 81% percent 325 registered patients (39%) have updated
) o 600 543 of patients 61 yes i i
active UK based participants : o their registry record over the last 24 months,
enrolled on the UK Myotonic >0 rep(.)r.ted a 1%?/ e AT and a further 221 (26%) have updated in at
Dystrophy Patient Registry. 100 288 p.05|t|ve family - least the last 5 years.
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This includes 410 male and 430 200 87 75 with 1?A’ least 455 (54%) of patients to date.
female participants (a 49/51%) 100 28 > o rep(?rtm'g no
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The average age is 46.3 years (Male Patient reported clinical diagnosis unknown. history reported 35% 39%
’ Doctor reported genetic confirmation
= 46.4 years, Female = 46.2 years). ‘
Figure 2. Self-reported clinical diagnosis and doctor Pregna ncies F’glfre 5. Most LTS
reported genetic confirmation of diagnosis patient update provided 221
51 26%
The most common self-reported clinical diagnosis is DM1 1o 57% percent of female
51% 49% (4.2%)_. Clinical diagnosi.s has not yet been reported for 8.9% - least one pregnancy, 3805 Jes
of patients, who are ‘belng followed :Jp. Genetic Fonflrmatlon 210 o 31% reported no 46% e
has so far been provided for 322 (39%) of all patients; yes 579% pregnancies, and 12% 455
Male extensive communication with patients and clinicians is o didinotiancwer 54%
underway to increase this, and the recent launch of our K Figure 6. Longitudinal
Female . . ) unknown '
, , o secure file upload site should lead to more reports being data available
Figure 1. Self-reported patient sex at registration shared directly with the registry. Figure 4. Self-reported pregnancies
Registry Use and Engagement with TREAT-NMD
To date the UK DM Patient Registry has supported at least 31 enquiries from industry, academics, clinicians Core Dataset Global Registry Enquiries
and patient organisations. Most registry enquiries have involved online survey distribution (48%) or ) )
supporting recruitment to a research study (32%) (Figure 13). Since 2020, the registry has supported 14 The UK DM Patler.1t Registry collects al! the The UK registry has participated in
surveys. For transparency and to highlight the versatility of the registry, enquiries that the registry has 'mandz?utory and highly encouraged patient-entered TREAT-NMD Global Registry Enquiries
supported are now documented on the registry website. items in the TREAT-NMD Core Dataset for DM, based for DM, including providing
Future Engagement and Collaborations on the agreements made at the 2009 TREAT- aggregate data to an industry partner used to
Survey NMD/MarIgOId International Workshop in Naarden. successfu”y support their application for a Rare
Study recruitment Ensuring that registry datasets are fit for purpose The registry is also a Core Member of Paediatric Disease Designation from the FDA .
PR T——— is vitally important to ensure appropriate and TGDOG; this allows the registry to &
: 15 relevant data is available for research. The UK DM participate in Global Registry Enquiries
Oz Patient Registry is planning a dataset revision coordinated by TREAT-NMD. TREHT_ N M D
m Data analysis process in 2023 in order to align with other
TREAT-NMD registries, implement FAIR data Other TREAT-NMD collaborations , Neuromuscular Network
10 principles, and other international standards and
agreed data elements. The registry is also keen to The UK registry was also pleased to be included in the recent TREAT-NMD poster describing the DM Global
T 7 T e A 7 8 i £ o o et e S sup‘port efforts by TREAT-NMD to further update Reg|strY Network, presented at the IFMD 2022. (le the 6,472 DM patients reported in the global network,
their Core Dataset for DM. approximately 13% are located within the UK registry.

The TREAT-NMD Core Dataset for Myotonic Dystrophy Contact the UK Registry

The TREAT-NMD Core Dataset for DM includes data elements on age of onset, current best motor function, wheelchair use, myotonia, ventilation support, cardiac disease, dysphagia, and
fatigue. The charts below indicate a current snapshot of this data in the UK registry:
_ Ms Helen Walker
Age of onset is included in the registry’s clinician-reported questionnaire; this data is currently only available for 35% of 800 .
patients, however the registry team are investigating strategies to increase clinician data entry levels. Of the reported data, 625 599 Yes mNo mUnknown Registry Curator &
the majority of patients developed symptoms (24%), a minority were reported as congenital (10%) and a small number are 600 Project Manager
asymptomatic (1%). Of the patients who developed DM symptoms, the maximum age of onset reported was 68 years, with 368 405
the highest frequency of symptom onset reported between the ages of 15 to 29 years. LY J R
)8 172 198
Congenital 30 24 26 26 200 . . o
o 25 = 67 43 67 Dr Chiara Marini Bettolo
% 18 0 . . . Q
Developed 2t 16
syer:]f)tc;pnis 197 15 Fatigue/day-time sleepiness ~ Myotonia Dysphagia Rengtry PrmCIpIe Investlgator
9 9
Asymptomatic 24% 10 6 6 . 6 g Figure 10. Patient-reported symptoms
547 5 Most patients self-report experiencing fatigue/day-time
Age of onset 65% 0 sleepiness and myotonia (74% and 71% respectively) . .
9 " '
unknown 1% @Q’b‘ @%9 \91\9 \io/\/o’ q/gf‘?,@i@ %Q?’v%%?’q @/Vb‘ %/VO’ Qf”z'vé,ﬁo’ QcoQ Dysphagia was also reported as a symptom in 44% of RegIStry Website
Lol o F € E W E g g W patients, however 48% reported no dysphagia symptoms. https://bit.ly/UKDMreg

Figure 8. Clinician-reported age of onset

Figure 9. Clinician-reported age of onset — breakdown of ages

44 28 Clinician-reported data (available for ~35% of registry patients)

= Non ambulatory 46
% 3% i i . .
QmEu:atory W':E aStS'Sta,n:e 5% The vast majority Non-invasive ventilation was reportedly used by 4.2% of patients on a part-
Ur:knuoi/:ry S of patients (75%) time basis. No patients currently report full-time non-invasive ventilation use.
242 140 do not require Only one patient (0.1%) currently reports using invasive ventilation, on a part-
- Most patients reported their ¢ L0 wheelchair use, time basis.
i . however 17%
curre_nt best motor functionas 3y - Pulmonary function testing was reported to have been performed on 22% of
either ambulatory (63%) or report part-time :
526 . . 629 d3% t patients and had not been performed on 9.4%.
63% ambulatory with assistance (29%). 75% use and 3% repor Use the registr data
A small number of patients full-time use. - ; 9 ; g Y
p Gastric tube use was reported for only 3 patients (0.4%), whereas no gastric .
Flgure 11. Self-reported — reported being non-ambulatory No Full time tube use was reported for 32% of patients IN your resea rch
current best motor function (3%) or did not answer (5%) Part time Unknown htt //bt | /d )
Cataract surgery has reportedly been performed on 8.1% of patients; 25% ps: It.ly/amenquiry

Figure 12. Self-reported wheelchair use

reported no cataract surgery

he UK DM Patient Registry continues to be a versatile, cost-effective research tool that has helped facilitate a range of studies and advance DM
research around the world. Additional work is planned to update the registry questionnaires, improve engagement with more doctors in the UK
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continued support and to all the patients and clinicians and increase the reporting of genetic information on the registry. As well as supporting research projects, the registry continues to develop new
who continue to participate in the registry. and engaging communication materials for the DM community and plans to further capture the patient voice in the development of new materials.
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