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DISEASE:
Acetazolamide-responsive myotonia

NAME: Acetazolamide-responsive myotonia

DESCRIPTION:
A form of potassium-aggravated myotonia (PAM) which shows dramatic improvement with the use of 
acetazolamide (ACZ).

ORPHACODE: 99736

SYNONYMS:

ACZ-responsive congenital myotonia
ACZ-responsive myotonia
Acetazolamide-responsive congenital myotonia
Myotonia-painful contractions syndrome
Painful congenital myotonia
Painful myotonia

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S): SCN4A
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RELATED CONTENT

Related Analytes 

sodium voltage-gated channel alpha subunit 4
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