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TMEM70-related mitochondrial
encephalo-cardio-myopathy
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Mitochondrial encephalo-cardio-myopathy due to TMEM70 mutation is characterized by
early neonatal onset of hypotonia, hypetrophic cardiomyopathy and apneic spells within
hours after birth accompanied by lactic acidosis, hyperammonemia and 3-

methylglutaconic aciduria.

Qeios ID: X129J2 - https://doi.org/10.32388/X129J2 11


https://www.qeios.com/read/definition/100298#reviews
http://www.orpha.net/ORDO/Orphanet_1194

	TMEM70-related mitochondrial encephalo-cardio-myopathy
	Source


