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P-055 - REPORT OF TWO PATIENTS WITH CDG TYPE II WITH TRANSAMINITIS, HYPOTONIA AND
MYOPATHY

Mesa SC, Pareja I, Baquero C, Ruiz P, Suarez M, Agudelo K

Hospital Pablo Tobón Uribe. Medellín, Colombia

INTRODUCTION: Congenital disorders of glycosylation (CDG) are heterogeneous genetic defects in the
glycoprotein and glycolipid glycan synthesis and attachment. At least 130 CDG are known A CDG
subgroup are defects in the conserved oligomeric Golgi (COG) complex, an eight-protein vesicle involved
in Golgi structure and function. CASES REPORT: Case 1: Male patient with a history of hypotonia,
transaminitis and elevated protein kinase, consulted due to fatigue and muscle cramps. Muscle
resonance with spectroscopy was performed, which showed inflammatory-type changes in all muscle
groups, for which oral steroids were started with stabilization to date. This boy also developed an episode
of non-infectious hepatitis, thrombocytopenia and now has hypothyroidism and hypogonadism. Given a
polysymptomatic condition, the possibility of a DCG was considered; a diagnosis of congenital
glycosylation defect IIg, COG1 gene was documented. c.2665dupC in homozygosity. Case 2: Female with
a history of hypotonia, episodes of encephalopathy due to hyperammonemia associated with infectious
conditions and disproportionate responses to infectious diseases, transaminitis and elevated protein
kinase C, consulted the neurogenetics group. Electromyography was performed, with proximal and distal
myopathic involvement. Hypogammaglobulinemia was documented. Due to the multiple manifestations
and multisystem involvement, CDG was suspected. Molecular confirmation of congenital type IIG
glycosylation defect due to a mutation in the homozygous COG 1 gene was made. c.2665dup/p.
(Arg889Profs*12) frameshift. DISCUSSION: There are few data reported on CDG type II in the literature
so far. The phenotypic heterogeneity of O-glycosylation disorders reflects the great diversity of O-glycan
structures with high tissue specificity. For example, due to the substantial presence of O-glycans in mucin-
containing proteins including glycosaminoglycans (GAGs) and epithelial surfaces, there is skeletal
dysplasia or connective tissue disease. Affected patients may present with musculoskeletal, skin, and
joint abnormalities. Today we report the case of children whose evolution has been characterized by
hypotonia, transaminitis, developmental delay, skeletal dysplasia and progressive muscle inflammation
similar to muscular dystrophies, who required treatment with steroids. CONCLUSION: In the presence of
multiple systemic manifestations and having ruled out the most frequent known causes, the possibility of
CDG should always be considered.
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