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• 	 Family history of XLMTM
• 	 Facial weakness
• 	 Dolichocephaly (length and head circumference greater than 90th percentile)
• 	 Ophthalmoparesis, often associated with ptosis
• 	 Long fingers and toes
• 	 Bulbar weakness leading to insufficient sucking and swallowing
• 	 Areflexia (abnormal or absent reflexes)
• 	 Decreased fetal movement and polyhydramnios during gestation
• 	 Family history of XLMTM
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A “floppy baby”  
may indicate  
a serious  
neuromuscular disorder
X-LINKED MYOTUBULAR MYOPATHY (XLMTM) PATIENTS 
PRESENT WITH RESPIRATORY INSUFFICIENCY AND SEVERE 
HYPOTONIA AT BIRTH
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Recognizing additional common XLMTM features1  
can assist in making a diagnosis:


