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Characterization of model mice for nuclear envel-
opathies
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[Background]
(EDMD) is characterized as muscular dystrophy,

Emery-Dreifuss muscular dystrophy

cardiomyopathy with conduction defects, and early joint
contractures, caused by mutations in EMD, LMNA, and
others. We produced double mutant mice of Emd KO
(ED) and Lmna K1 (H222P), EH.

[Objective] To characterize EH mice.

[Methods] Clinical features of EH were observed.

B3k Ham

Pathological analyses were performed using skeletal and
cardiac muscles. Gene expression analyses were done
using atrium from pre-symptomatic mutant mice.

[Results]
H222P, and around 7 weeks.

skeletal muscle involvement.

The life span of EH is a bit longer than
EH shows prominent
In contrast, surprisingly,
cardiomyopathy is not prominent. Gene expression
analyses revealed elevation of the genes associated with
arrhythmogenic right ventricular cardiomyopathy
(ARVC) and ATP sensitive potassium channels in both
ED and H222P, but not in EH, whereas strong mechanical
overload was suggested in EH.
[Conclusion] Different response to the mechanical
stress may cause different gene expression and clinical
phenotypes. Further analyses are required to know the
roles of each nuclear envelope proteins and their

interaction in each tissue.
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