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DISEASE:
Polyglucosan body myopathy type 1

NAME: Polyglucosan body myopathy type 1

Polyglucosan body myopathy type 1 is a rare, genetic, glycogen storage disorder characterized by
polyglucosan accumulation in various tissues, manifesting with progressive proximal muscle weakness in
DESCRIPTION: the lower limbs and rapidly progressive, usually dilated, cardiomyopathy. Hepatic involvement and growth
retardation may be associated. Early-onset immunodeficiency and autoinflammation, presenting with
recurrent bacterial infections, have also been reported.

ORPHACODE: 397937
SYNONYMS: PGBM1
Orphanet
XREF(S): OMIM

ICD-10

ANALYTE(S): RBCK1
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RELATED CONTENT

Related Genetic Tests

e Periodic Fever (88 genes)

Related Laboratories

e Centre de Génétique Humaine - Erasme ULB

Related Analytes

e RANBP2-type and C3HC4-type zinc finger containing 1

Related Gene Panels

e Periodic Fever (88 genes) - ULB
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