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New Perspectives on the Diagnosis and Management of Duchenne Muscular
Dystrophy

European Neurological Review, a peer-reviewed, open access, bi-annual neurology journal
publish cutting-edge article by Francesco Muntoni, Annemieke Aartsma-Rus, Eugenio Mercuri
and Hanns Lochmüller.

(PRWEB UK) 1 June 2015 -- Abstract: Duchenne muscular dystrophy (DMD) is a rare X-linked recessive
disorder that occurs in around one in 5,000 male births. The prevalence of DMD is expected to rise due to
improved standards of care and implementation of guidelines, leading to longer survival. Specialist genetic
confirmation of a DMD diagnosis is typically followed by access to specialist care and treatment: the exact
DMD-causing mutation should be identified because it can influence prognosis and identify patients eligible for
treatment. Since the majority of patients has a deletion or duplication of one or more exons (~70 %), generally
multiplex ligation-dependent probe amplification suffices to identify the mutation. Exon sequencing is
performed to pick up small mutations (~30 %). Greater awareness of DMD is needed among healthcare
professionals to enable earlier diagnosis, which would facilitate family planning, as well as patient care and
treatment. In DMD patients who are still able to walk, the 6-minute walk test (6MWT) has been shown to be a
valid measure of physical functioning and a predictor of disease progression, with high inter-test reliability. In a
study of the natural history of DMD, change in 6MWT of around 30 metres has been indicated to be clinically
relevant and clinically meaningful. DMD patients responded to treatment as shown by the improvement in the
6MWT score in the large multinational trial of the nonsense mutation readthrough agent, ataluren
(Translarna™) 40 mg/kg/day, where treatment was associated with a 31.3 metres improvement on the 6MWT
distance, after 48 weeks, compared with placebo. The Translational Research in Europe–Assessment &
Treatment of Neuromuscular Diseases (TREAT-NMD) network was launched to provide an infrastructure to
accelerate research and therapy development, increasing collaboration, improving patient care and helping to
support ‘clinical trial readiness’. As such, the TREAT-NMD registry network is well placed to support further
understanding of DMD and the impact of therapies that may be used over the long term, permitting a host of
research questions to be explored.

Duchenne muscular dystrophy (DMD) is a rare X-linked recessive disorder mutation in the DMD gene, Xp21.
It is a progressive disease that is characterised by lack of dystrophin, which leads to severe myofibre
degeneration. This, in turn, results in a relentless decline in physical functioning with subsequent respiratory
and cardiac failure, leading to early death. One estimate of cost of DMD from a recent study carried out by
Translational Research in Europe– Assessment & Treatment of Neuromuscular Diseases (TREAT-NMD) and
GSK using TREAT-NMD registries in four countries found the yearly society cost to be in the region of
$80,120–120,910 (€70,765–106,792) per patient and the corresponding household burden between
$58,440–71,900 (€51,616– 63,505).1 However, due to difficulties in capturing end-of-life costs for DMD
patients, these may be conservative estimates.

To continue reading this peer-reviewed article in full for free please go to :
http://www.touchneurology.com/articles/new-perspectives-diagnosis-and-management-duchenne-muscular-
dystrophy

Note to Editors:
touchNEUROLOGY (a division of Touch Medical Media) provides independent, cutting-edge, peer-reviewed
content from world renowned physicians, designed to lead the debate on health and to engage, inform, and

http://www.prweb.com
http://www.touchneurology.com/articles/new-perspectives-diagnosis-and-management-duchenne-muscular-dystrophy
http://www.touchneurology.com/articles/new-perspectives-diagnosis-and-management-duchenne-muscular-dystrophy


Page 2/3

If you have any questions regarding information in these press releases please contact the company listed in the press release. Our complete disclaimer
appears here - PRWeb ebooks - Another online visibility tool from PRWeb

support physicians in improving patient outcomes globally.

touchNEUROLOGY.com provides an international platform for peer-reviewed content from industry-leading
journals alongside other carefully selected sources and aims to support physicians, clinicians and leading
industry professionals in continuously developing their knowledge, effectiveness and productivity within the
field of neurology.

Our portfolio of peer-reviewed journals, European Neurological Review and US Neurology comprise of
concise review articles which are designed to keep busy physicians up-to-date with the latest developments in
their field and serve as a key reference resource for the international neurology community.
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Contact Information
Barney Kent
Touch Medical Media
http://www.touchoncology.com
+44 2071933009

Online Web 2.0 Version
You can read the online version of this press release here.
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