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Functional analysis of fetal acetylcholine receptor in patients with Escobar
syndrome
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The nonlethal Escobar syndrome is caused by mutation in the CHRNG gene,
which encodes the fetal gamma subunit of the acetylcholine receptor. We performed sequencing of
CHRNG for patients with multiple joint contractures and found heterozygous mutations including one
missense mutation in three patients from two families. We described clinical features and studied
functional analysis using culture cells for the missense mutation. Although the clinical features of

Escobar syndrome are variable but the condition is characterized by pterygia, all three patients
had very mild pterygia. We conducted expression experiments and channel functional analyses using
culture cells. We revealed that the mutation cause the fetal fast channel syndrome with abnormally
brief opening and activity of the channel.
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