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The aim of our research group was constructing clinical platforms to facilitate clinical trials for
myotonic dystrophy (DM). To achieve this goal, we did outreach activities to facilitate patient registry
and proper medical consultations, and made several multicentric and single-center researches to
establish evidences for best practicable care. In addition, we prepared fact sheets of muscular
dystrophy for designation of specified intractable diseases.

The national patient registry for myotonic dystrophy was launched in October 2014. It was
developed on the system of registry of muscular dystrophy (REMUDY) in National Center of
Neurology and Psychiatry, which had already managed patient registries of dystrophinopathies and
GNE myopathy. However the secretariat office was placed in Osaka University. To facilitate registry
and proper medical consultations, we made various outreach activities including homepage
(http://dmctg.jp/), news letter from registry office, public seminars (12 points all over Japan), academic
meeting and papers. Consequently, over 600 patients have registered till the end of March 2017. We
also analyzed the registered data and the results were reported in several domestic and international
conferences.

We made five project researches. (DThe research on optimal respiratory therapy for DM: We
analyzed the database of the special wards for muscular dystrophy in 27 hospitals all over Japan.
Consequently, patients receiving mechanical ventilation survived two years longer than patients
without it. It was also elucidated that non-invasive ventilation could not reduce the deaths from
respiratory failure and respiratory infection. To detect factors reducing the effect of mechanical
ventilation, we made an additional investigation. The data of 237 cases in six hospitals of our research
group were gathered and analyzed. @Clinical markers for sudden death in DM: Cardiac conduction
block and arrhythmia are well known complications in DM. Moreover, a part of DM patients died
suddenly. Compared to European countries, the ratio of patients implanting pacemaker or
cardioverter defibrillator is low in Japan. To review the indications of these devices and to detect
predictors of lethal arrhythmia, we analyzed 5296 longitudinal echocardiogram data of 528 DM
patients in nine hospitals of our research group. @Observational study for detailed blood sugar

fluctuation in DM by continuous glucose monitoring: Insulin resistance is associated with DM and
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glucose intolerance is often seen. We gathered detailed glucose data using continuous glucose
monitoring in 33 DM patients. Among them, four patients complicating diabetes mellitus received
DPP4 inhibitor and the data before and after initiating DPP4 were also investigated. In addition,
patient registry data revealed that DPP4 is the most common drugs for diabetes mellitus of DM. Then,
we picked up 125 registered DM patients with glucose intolerance and made a questionnaire survey.
@Assessment of neuropsychological traits in patients with DM: We assessed psychosocial cognitive
function of 80 DM patients in 5 hospitals of our research group using various neuropsychological test
batteries(Mini Mental State Examination, Trail Making Test, verbal fluency. Wechsler Adult
Intelligence Scale, Frontal Assessment Battery, Wisconsin Card Sorting Test, Alzheimer's Disease
Assessment Scale-cognitive subscale, Clinical assessment of attention, Visual Perception Test for
Agnosia, Apathy, Patient Health Questionnaire-9, Epworth Sleepiness Scale, Multidimensional
fatigue inventory-20. Muscular Dystrophy QoL60. Social Responsiveness Scale-2, etc.). Moreover, we
held annual meetings for CNS impairments of patients with muscular dystrophy to share information
among various professions and boost researches about it. & Japanese nationwide survey on
congenital DM: To reveal medical tasks in perinatal managements of congenital DM, we made a
nationwide survey. First, the questionnaires were sent to 2480 registered farrowing facilities, 1126
child neurologists and 274 hospitals registered Japanese Neonatal Association to search
doctors/hospitals experiencing congenital DM cases. Next, we made online survey to 283
doctors/hospitals answered seeing congenital DM.

Other main researches included; (DTranslation and validation of two standard patient reported
outcomes: We made Japanese version of Individual Neuromuscular Disease Quality of Life (INQoL)
ver 2.0 and Myotonic Dystrophy Health Index (MDHI) in cooperation with MR Rose & King’s College
Hospital NHO Foundation and Rochester University. Validation of these Japanese versions were also
done. @ Survey of availability of internet: To build up basic information for introducing web
registration, online information service, dynamic consents in clinical researches, we made surveys
about internet availability of DM patients and their caregivers. (3®Analysis of questions relating DM
in web Q & A sites: To search information needs in website, we analyzed questions in Q & A sites.
Based on the results, we prepared home page contents such as alerts for general anesthesia and
surgery, gestational and perinatal managements, messages for patients just receiving diagnosis. @
Renal dysfunction in neuromuscular disorders: We retrospectively analyzed renal functions in various
neuromuscular patients. Renal function was low in DM and related to CTG repeats. These facts

suggested DM has disease specific pathomechanism relating renal dysfunction.
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