

 CASE PRESENTATION: A 22-year-old man presents with a history of proximal weakness in the waist-scapular and pelvic region at 12 years of age, of progressive evolution with interference in activities of daily living, myalgia and fatigue, in addition to marked respiratory involvement and rapid evolution. Son of consanguineous parents and family history of three siblings who died of sudden death and with similar condition. On neurological examination, he presented with proximal and distal grade III muscle weakness in the upper and lower limbs, pseudohypertrophy of the biceps, winged scapula, movements limited by joint shortening and right scoliosis with rigid and atrophied paravertebral muscles. A panel was collected for dystrophy with negative results, and genome research was submitted with mutation identification of the FHL1 hemizygosis gene, an x-linked postural muscular atrophy myopathy. 

DISCUSSION: X-linked myopathy with postural muscular atrophy is a progressive and rare muscular dystrophy beginning in adulthood. Individuals with this mutation develop a proximal myopathy characterized by specific atrophy of postural muscles, shortening of the Achilles tendon, and respiratory problems and cardiomyopathy at risk of sudden death. 

OUTCOMES: the pathogenic variants in the FHL1 gene are associated with different neuromuscular phenotypes, present age of onset and variable severity, in addition to marked respiratory and cardiac impairment. Therefore, it is necessary to early identify this mutation for a multidisciplinary support institution, since it is a disease that so far has no modifier treatment and thus ensures a better quality of survival for these patients. 
 
