2012 2013

Analysis to reveal a disease causing gene in a family with hereditary myopathy with
inclusion body
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Myofibrillar myopathy MFM

TTN €.90263G>T, p.W30088L TTN  A-band
MFM

Myofibrillar myopathy (MFM) is a group of chronic muscular disorders that show the
focal dissolution of myofibrils and accumulation of degradation products. In this study, we performed lin
kage analysis and exome sequencing on the family of MFM patients and identified a novel c.90263G4T mutatio
n in the TTN gene (NM_001256850). Mutations in TTN in patients with hereditary myopathy with early respira
tory failure (HMERF, MIM #603689) was reported very recently. The mutation identified in this study is loc
ated on the A-band domain of titin, suggesting a strong relationship between mutations in the A-band domai
n of titin and HMERF. It is possible that focused analysis of TTN may detect more mutations in patients wi
th MFMs, especially in those with early respiratory failure.
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