
9/12/19, 11'42 AMThe importance of early diagnosis in LMNA-related muscular dystrophy…c surveillance - Choi - - Muscle &amp; Nerve - Wiley Online Library

Page 1 of 2https://onlinelibrary-wiley-com.proxy.lib.ohio-state.edu/doi/abs/10.1002/mus.26700

Muscle &amp; Nerve / Accepted Articles

CLINICAL RESEARCH ARTICLE � Full Access

The importance of early diagnosis in LMNA‐related muscular dystrophy for

cardiac surveillance

Sun Ah Choi MD ,  Anna Cho MD� ,  Soo Yeon Kim MD ,  Woo Joong Kim MD ,  Young Kyu Shim MD ,
Jin Sook Lee MD, PhD ,  Se Song Jang MS, PhD ,  Byung Chan Lim MD, PhD … See all authors ��

First published: 09 September 2019
https://doi-org.proxy.lib.ohio-state.edu/10.1002/mus.26700

This article has been accepted for publication and undergone full peer review but has not been through
the copyediting, typesetting, pagination and proofreading process, which may lead to differences
between this version and the Version of Record. Please cite this article as doi: 10.1002/mus.26700.

Abstract

Introduction
The identification of LMNA‐related muscular dystrophy is important because it poses life‐
threatening cardiac complications. However, diagnosis of LMNA‐related muscular
dystrophy based on the clinical features is challenging.

Methods
We reviewed the clinical phenotypes of 14 children with LMNA variants, focusing on the
cardiac function and genotypes.

Results
Most patients presented with motor developmental delay or gait abnormalities. Eight
patients (57%) had prominent neck extensor weakness or contractures. All patients
showed ankle contractures in an early stage. Regular cardiac surveillance allowed for the
detection of dysrhythmias in 57% of patients at a mean age of 14 years (range, 5 – 26 
years). All patients had missense variants, however, there were no clear phenotype‐
genotype correlations.

Discussion
Early diagnosis of LMNA‐related muscular dystrophy provides an opportunity for cardiac
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Early diagnosis of LMNA‐related muscular dystrophy provides an opportunity for cardiac
surveillance, potentially leading to the prevention of cardiac mortality in children.
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