MLIP-Associated Myopathy: A case report and review of the literature
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Background

o Etiologies for rhabdomyolysis are variable and
include acquired (e.g. toxins or drug-induced,
trauma, severe electrolytes imbalance, and
inflammatory myopathies) or genetic causes.

o Biallelic pathogenic variants in the MLIP-gene
have been recently described as a novel genetic
cause of rhabdomyolysis.

Objectives

o To report a patient with a biallelic pathogenic
variant in the MLIP gene causing characteristics
clinical features.

Clinical Report

o Thirteen-year-old male with uneventful perinatal
history and normal early development presented
initially at 5-year old, with history of muscle
cramps in the legs started at the age of 2-year.

o Cramp localized into the calf muscles and
alternated between the two legs.

o Lasts for 5-minutes, triggered by intense or
prolonged exercises or lifting heavy objects.

o Interictal exam was normal.

Investigations

o Createnine phosphokinase (CPK): 4000 — 8000 U/L

o Muscle biopsy (left quadriceps): mild myopathic
changes in H & E.

o Electron microscope (EM): aggregation of glycogen
granules (Figure 1).
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o Patient was found to have homozygous variant in
the MLIP gene (NM_001281747.2: ¢.1696C>T
(p[GIn566Ter]).

o Both parents were heterozygous for the same

variant.
Discussion

o Clinical presentation of our patient is similar to what
has been recently reported in patients with biallelic
variants in the MLIP-gene.

o Index patient had no documented episodes of
rhambdomyolysis or muscle weakness and he had

no cardiac involvement.

o Sixty six percent (8/12) were reported to have
muscle phenotype (myalgia, rhabdomyolysis and
hyperCKemia).

o Forty percent (7/12) were reported to have cardiac

involvement.
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Figure 1: Electronmicrographs of transversely cut skeletal muscle showing weakness, and cardiac involvement that might

manifest as  cardiomyopathy or  rhythm
abnormalities.
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