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http://www.clinicaltrials.gov/ct2/results?term=+DMD114044


Motoneurona

ENFERMEDADES DE 
MOTONEURONA 

hereditarias

adquiridas

▪atrofias musculares espinales (AME)

▪virales: poliomielitis
▪degenerativas : ELA

Nervio periférico

NEUROPATÍAS

hereditarias 

adquiridas

▪Charcot Marie Tooth
▪Asociadas a trastornos neurodegenerativos hereditarios (Ej: 
leucodistrofias)

▪inflamatorias (SGuillain Barré, PCDI)
▪infecciosas
▪tóxicas 
▪metabólicas (Diabetes)

Unión neuromuscular
ENFERMEDADES DE LA 
UNIÓN NEUROMUSCULAR

hereditarias

adquiridas

Sindromes Miasténicos congénitos

Miastenia Gravis

Músculo 

MIOPATÍAS

hereditarias

adquiridas

▪distrofias musculares
▪miopatías congénitas
▪miopatías metabólicas 
▪glicogenosis, 
▪mitocondriales, 
▪Canalopatías etc.  

inflamatorias
▪tóxicas
▪endocrinas

…
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www.medicinanet.com.br

http://www.medicinanet.com.br/m/conteudos/acp-medicine/5485/doencas_do_musculo_e_da_juncao_neuromuscular_%E2%80%93_marinos_c_dalakas.htm
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Debilidad Atrofia ROT Compromiso
sensitivo Contracturas

proximal ++ disminuidos 
proximales no precoces

…

enfermedades genéticamente determinadas, 
caracterizadas por debilidad muscular progresiva
histopatología distrófica: pérdida de miocélulas y 
reemplazo por fibrosis. 

Grupo heterogéneo de trastornos causados por alteraciones 
en diferentes genes y sus productos. 
Edad de inicio, distribución de la debilidad, velocidad de progresión, 
patrón de herencia y compromiso de otros sistemas, permiten una 
aproximación  diagnóstica.

Biopsia  DMD 5 años, H&E: 
tejido conectivo endomisial. 
Variabilidad tamaño de las 

fibras. Fibras pequeñas 
redondeadas
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Tardanza en el diagnóstico de la distrofia muscular de Duchenne 
en Chile / Delayed diagnosis of Duchenne muscular dystrophy in 

Chile.  Rev Med Chile1999;127(1):65-70. 

Duchenne muscular dystrophy is the most frequent neuromuscular disease in children. Aim: 
To determine the causes of delayed diagnosis of the disease. Patients and methods: The 
clinical records of 61 children diagnosed as Duchenne progressive muscular dystrophy were 
analyzed. Results: the first symptoms of the disease were noticed at a mean age of 1.5 
years. Parents consulted at the mean age of 3 years, but the accurate diagnosis was 
made at a mean age of 5.7 years. In only 15 percent of children, the disease was diagnosed 
in the first four years of age. Less than 20 percent of children were referred for an adequate 
study and the rest were managed mainly as flat feet. 
Conclusions: Duchenne dystrophy is the most common neuromuscular disorder in children, 
with an incidence of 1 in 3679 male newborns. The lack of recognition of non specific 
symptoms such as retardation in independent walking and frequent falls as forms of 
presentation, is probably the most important cause of diagnostic delay. Strong 
recommendation is made to measure creatinphosphokinase and to study every male child 
that is not walking independently by the age of 18 months.



Bushby KM, Hill A, Steele JG. Failure of early diagnosis in symptomatic Duchenne 
muscular dystrophy. Lancet 1999; 353: 55–78.

In this context, we have reviewed our experience with the 
diagnosis of DMD in the 5 years to September, 1998, in the 
former Northern Region of England.
25 new cases of DMD with no family history were
diagnosed at the Newcastle Muscle Centre in this period.
The diagnosis of DMD was confirmed by molecular
analysis with absent or nearly absent dystrophin in muscle.
Dystrophin gene deletions were found in 15 of 25 boys
(60%). 
The mean age at diagnosis in this group was 4 years
10 months (SE 3·9 months, range 16–99 months). Only
eight children were diagnosed before the age of 4 years
(32%), so most boys were at school or at least nursery
before the diagnosis was made. Apart from parental anxiety,
the most commonly voiced concerns about physical
performance were from teachers, not health professionals.













Avaria M, Kleinsteuber K, Herrera L, Carvallo P. Tardanza 
en el diagnóstico de la distrofia muscular de Duchenne en 
chile. Rev Med Chile 1999; 127: 65-70.

Frecuencia con que el síntoma o signo motivó a los 
padres a   consultar (en 61 pacientes).

Motivos de consulta Nº de consultas

Alteración de la marcha 49

Caídas frecuentes 41

Dificultad para incorporarse del suelo 11

Retardo del desarrollo 8

Debilidad 6

Hipertrofia de las pantorrillas 5

Antecedentes familiares 2

Retraso de lenguaje 1



Avaria M, Kleinsteuber K, Herrera L, Carvallo P. Tardanza 
en el diagnóstico de la distrofia muscular de Duchenne en 
chile. Rev Med Chile 1999; 127: 65-70.

Conducta seguida por el médico no 
especialista tras la primera consulta.

  Conducta Porcentaje de 
casos

Esperar evolución 34,4
Intervención ortopédica 45,9
Referencia a especialista 19,7



Avaria M, Kleinsteuber K, Herrera L, Carvallo P. Tardanza 
en el diagnóstico de la distrofia muscular de Duchenne en 
chile. Rev Med Chile 1999; 127: 65-70.

Signos clínicos Porcentaje de casos

Debilidad muscular 100

Hipertrofia de pantorrillas 100

Contractura tendón de Aquiles 97

Arreflexia rotuliana 95

Signo de Gowers 83

Deficit cognitivo 49

Signos clínicos presentes al momento del 
diagnóstico.
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https://www.flickr.com/photos/campascca/
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