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Description
The Myotubular and Centronuclear Myopathy (CNM) Registry 

stands as a beacon of hope and progress for individuals affected 
by these rare neuromuscular conditions. This international 
research database, spanning over a decade, houses crucial 
longitudinal data on a diverse and expanding cohort of 
individuals grappling with CNM. Its significance transcends basic 
data collection, serving as a cornerstone for translational 
research across various domains. At its core, the CNM Registry 
serves as a catalyst for advancing epidemiological studies, 
unraveling the natural history of CNM, and facilitating the 
planning and execution of clinical trials. Its comprehensive 
dataset enables researchers to gain insights into disease 
progression, treatment outcomes, and genotype-phenotype 
correlations, essential for shaping future therapeutic approaches. 
Moreover, the registry plays a pivotal role in bridging the gap 
between the scientific and patient communities. By providing a 
platform for communication and collaboration, it fosters a 
symbiotic relationship between researchers, healthcare 
providers, and individuals affected by CNM.

Healthcare professionals
This synergy enhances the quality and relevance of research 

endeavors, ensuring that they remain grounded in the lived 
experiences and needs of patients. The value of the CNM 
Registry extends beyond research and clinical trials. It also 
serves as a vital resource for the development of standards of 
care, enabling healthcare professionals to deliver optimal 
treatment and support to patients. Furthermore, as the 
prospect of disease-modifying therapies looms on the horizon, 
the registry assumes even greater significance. It stands poised 
to generate post-authorization data for regulatory decision-
making, provide real-world evidence, and capture patient-
reported outcome measures, thereby facilitating the evaluation

and optimization of emerging therapies. In presenting key data 
from the registry's current cohort of 444 registered individuals, a 
clear genotype split emerges, reaffirming the strong genotype-
phenotype correlations observed in CNM. Notably, the data 
corroborate the prevailing understanding that X-Linked Myotubular 
Myopathy (XLMTM) represents the most severe form of CNM. 
Such insights not only validate existing knowledge but also lay 
the groundwork for further investigations into disease 
mechanisms and therapeutic targets. However, the impact of the 
CNM Registry extends beyond the realm of research and clinical 
care.

Medical research
It serves as a beacon of hope and solidarity for individuals and 

families affected by CNM, offering a sense of community and 
support in their journey. As we look to the future, it is imperative 
to recognize the importance of continuous investment and 
development in maintaining the relevance and effectiveness of 
registries like the CNM Registry. By embracing innovation, 
expanding collaborative networks, and prioritizing patient-
centered research, we can ensure that the registry remains a 
steadfast ally in the quest to conquer CNM and improve the lives 
of those affected by these debilitating conditions. In an era 
marked by rapid advancements in medical research and 
therapeutics, the CNM Registry stands as a beacon of progress 
and collaboration. Its role in facilitating research, supporting 
patient care, and fostering community engagement underscores 
its pivotal significance in the fight against CNM. As we forge 
ahead, it is imperative to sustain the momentum by investing in 
the continuous enhancement of the registry, fostering 
interdisciplinary collaboration, and prioritizing the needs and 
perspectives of individuals affected by CNM. Together, we can 
harness the power of collective action to drive meaningful 
change and pave the way for brighter futures for CNM patients 
worldwide.
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