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Introduction

» Myotubular and other centronuclear myopathies are congenital
neuromuscular conditions characterized by central nuclei on
muscle biopsy

» Among these, X-linked myotubular myopathy (XLMTM) is the
most common, affecting ~1 in 40-50,000 newborn males!

» XLMTM is characterized by profound muscle weakness leading to
impairment of respiratory and neuromuscular function?3

» Half of XLMTM patients do not survive past 18 months of age?*

» There are limited real-world data on the disease burden of XLMTM

» A cross-sectional analysis of the Myotubular Myopathy (MTM) and
Centronuclear Myopathy (CNM) Patient Registry was performed
to characterize individuals with XLMTM in a real-world setting
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About the MTM and CNM Patient Registry https://mtmcnmregistry.org/

International, disease-specific, longitudinal, open-ended database, founded in 2013
Operated by the John Walton Muscular Dystrophy Research Centre at Newcastle
University (UK), and affiliated to the TREAT-NMD network

Patient- or caregiver-initiated registration through an online portal

Information reported by the patient or caregiver and their nominated clinician
Demographic, genetic, and clinical data from individuals with a diagnosis of MTM or
CNM, carrier females of XLMTM, and deceased individuals with a confirmed diagnosis

\- The registry is governed by an independent expert steering committee )

» To describe demographic and clinical characteristics of living male
patients with XLMTM in the MTM and CNM Patient Registry, with
a focus on healthcare utilization, motor and respiratory function,
and family history

Study Design

» Cross-sectional analysis of a living male patient cohort with
genetically confirmed XLMTM from the MTM and CNM Patient
Registry; data lock was on July 22, 2022

Data analysis

» Results were de-identified and reported at the aggregate level
from patients’ most recent data entry

» As data in the registry were patient-entered, there were varying
response rates for certain questions; denominators reported in
the results represent the number of reliable responses for each
outcome; analyses were not performed for response rates of <2
patients

» For analyses of average values, the mean was provided where
n>10 and the median where n<10, unless stated otherwise
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Demographic characteristics
» Participants: 88 male patients with genetically confirmed XLMTM
from 25 countries (Fig. 1)
» Mean age (t SD) at genetic diagnosis: 4.1 * 8.9 years (range 0-46)
» Mean age (+ SD) at data cutoff date: 11.7 + 11.7 years (range 0-59)

Figure 1. Number of patients by country
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Figure 2. Measures of healthcare utilization and disease burden
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» 54/85 patients (63.5%) had received a muscle biopsy (Fig. 2A)

» 45/81 patients (55.6%) had permanent reliance on wheelchair use
(Fig. 2B); based on responses from 13 of these patients, the mean
age at which wheelchair dependence started was 67 months

» Spinal surgery for scoliosis was performed in 6/81 (7.4%) patients
(Fig. 2C), at a median age of 118 months (i.e., 9.8 years)

» 48/82 (58.5%) could feed only through a gastric or nasal tube (Fig. 2D)

Attainment of Motor Milestones
» Among patients with reliable data for best motor milestone
achievement, 33/79 (42%) were unable to sit or walk without
support at any time (Fig. 3)

» Reported current milestones achieved indicate overall worsening in

motor function compared to best milestones achieved (Fig. 3)

Respiratory Function
» Of 88 patients, most (73.9%) reported requiring ventilation at birth
» 44/88 (50.0%) currently use invasive ventilation, 31.8% use non-
invasive ventilation, 11.4% use no ventilation, and 6.8% did not specify
» 40/88 (45.5%) currently use ventilation for 216 hours/day (Fig. 4)
» 51/82(62.2%) required antibiotics for chest infections on between
1 and >6 occasions in the past 12 months (Fig. 2E)

Figure 3. Best and current motor milestones achieved

Other Clinical Parameters
» 41/81(50.6%) and 3/81 (3.7%) patients reported limited or no
ability to move their eyes (Fig. 2F)
» Cardiac manifestations affected fewer patients: 10/82 (12.2%) and
7/82 (8.5%) reported abnormal echocardiogram (ECHO) or electro-
cardiogram (ECG) results, respectively

Figure 4. Ventilator dependence
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