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Resumo 

Introdução A distrofia muscular de Emery-Dreifuss é uma doença genética rara e corresponde a quarta principal causa 

de distrofia muscular no mundo. Ela pode ser causada por mutações em diversos genes, dentre eles o EMD, levando a 

um defeito na produção da proteína emerina e se caracteriza clinicamente pela tríade clássica de fraqueza muscular, 

contraturas articulares e cardiopatia. Objetivo Descrever dois casos com diagnóstico de distrofia muscular de Emery-

Dreifuss decorrentes de uma nova mutação no gene EMD. Metodologia Descreveu-se dois relatos de caso com a nova 

mutação comparando-os com 148 casos da literatura após uma revisão narrativa. 
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Abstract  

Introduction Emery-Dreifuss muscular dystrophy is a rare genetic disease and corresponds to the fourth leading cause 

of muscular dystrophy in the world. It can be caused by mutations in several genes, including EMD, leading to a defect 

in the production of the emerin protein and is clinically characterized by the classic triad of muscle weakness, joint 

contractures and heart disease. Objective To describe two cases diagnosed with Emery-Dreifuss muscular dystrophy 

resulting from a new mutation in the EMD gene. Methodology Two case reports with the new mutation were described, 

comparing them with 148 cases in the literature after a narrative review. Results Despite the natural history of the 

disease being similar to the classic picture of Emery-Dreifuss muscular dystrophy, there was a greater presence of 

atypical symptoms than those already commonly described in the literature, especially facial involvement. Conclusion 

The identification of a new variant in the mutation of the EMD gene allows for a more accurate diagnosis of Emery-

Dreifuss muscular dystrophy, in addition to allowing, during follow-up, the identification of different spectrums of 

systemic impairment related to the disease. 

Keywords: Neurology; Dystrophy; Emery-dreifuss. 

 

Resumen  

Introducción La distrofia muscular de Emery-Dreifuss es una enfermedad genética rara y corresponde a la cuarta causa 

de distrofia muscular en el mundo. Puede ser causada por mutaciones en varios genes, incluido el EMD, lo que conduce 

a un defecto en la producción de la proteína emerina y se caracteriza clínicamente por la tríada clásica de debilidad 

muscular, contracturas articulares y enfermedad cardíaca. Objetivo Describir dos casos diagnosticados de distrofia 

muscular de Emery-Dreifuss por una nueva mutación en el gen EMD. Metodología Se describen dos reportes de casos 

con la nueva mutación, comparándolos con 148 casos en la literatura luego de una revisión narrativa. Resultados A 

pesar de que la historia natural de la enfermedad fue similar al cuadro clásico de la distrofia muscular de Emery-

Dreifuss, hubo una mayor presencia de síntomas atípicos que los ya comúnmente descritos en la literatura, 
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especialmente la afectación facial. Conclusión La identificación de una nueva variante en la mutación del gen EMD 

permite un diagnóstico más certero de la distrofia muscular de Emery-Dreifuss, además de permitir, durante el 

seguimiento, identificar diferentes espectros de afectación sistémica relacionada con la enfermedad. 

Palabras clave: Neurología; Distrofia; Emery-dreifuss. 

 

1. Introdução 

. 

 

2. Metodologia 
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3. Resultados 
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O resultado da 
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Fonte: Autores. 

 

4. Discussão 

(Achmad et al, 2017; Binder et al, 2020; 

Blagova et al, 2016; Borch et al, 2022; Brisset et al, 2019; Calame et al, 2021; Carboni et al, 2008; Carboni et al, 2012; Chen et 

al, 2017; Chiba et al, 2020; Cotta et al, 2019; Coutance et al, 2012; Dai et al, 2020; Dell’Amore et al, 2007; Deymeer et al, 1993; 

Di Blasi et al, 2000; Douglas et al, 2022; Dumitru et al, 2021; Duras et al, 2022; Ellis et al, 1999; Ellis et al, 2000; Felice et al, 

2000; Fidzianska et al, 2010; Finsterer et al, 2015; Fujimoto et al, 1999; Fujita et al, 2005; Ghosh & Milone, 2014; Giuca et al, 

2020; Golzio & Chiribiri, 2007; Gossios et al, 2013; Hausmanowa-Petrusewic et al, 2015; Higuchi et al, 2005; Hoeltzenbein et 

al, 1999; Homma et al, 2018; Hong et al, 2005; Huang et al, 2020; Ichkawa et al, 1997; Ishikawa et al, 2011; Iskandar et al, 

2022; Jimenez-Escrig et al, 2012; Kalin et al, 2019; Karst et al, 2009; Kichuk et al, 2002; Köbel et al, 2018; Ki et al, 2022; Kim 

et al, 2008; Kovalchuk et al, 2021; Lassuthová et al, 2009; Lee et al, 2020; Liang et al, 2007; Mercuri et al, 2000; Mercuri et al, 

2004; Mercuri et al, 2005; Mittelbronn et al, 2006; Mukai et al, 2018; Muntoni et al, 1998; Muntoni et al, 2006; Nevo et al, 1999; 

Nigro et al, 2010; Pancheri et al, 2019; Paradas et al, 2005; Park et al, 2009; Parmar & Parmar, 2012; Redondo-Vergé et al, 2011; 

Roy & Raynor, 2018; Sabatelli et al, 2001; Sandra et al, 2019; Santos et al, 2021; Saraiva & Providência, 2021; Sato et al, 2016; 

Sivitskaya et al, 2017; Spanu & Saba, 2018; Stoyanov et al, 2014; Talkop et al, 2002; Tang et al, 2022; Tao et al, 2021; Ura et 

al, 2007; Vohanka et al, 2001; Vytopil et al, 2002; Wessely et al, 2005; Wiltshire et al, 2013; Yates et al, 1993; Yuan et al, 2014; 

Zaim et al, 2008; Zhang et al, 2015; Zhou et al, 2019): 
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5. Considerações Finais 

. 

Além disso, nosso estudo pode servir como base para futuras pesquisas sobre as implicações clínicas a longo prazo dos 

pacientes com DMED portadores dessa nova mutação. 
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