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INTRODUCTION: Glycogen storage diseases (GDS) are a group of low-frequency pathologies, derived
from the alteration of glycogen metabolism, which leads to its being stored in different organs, producing
different clinical manifestations. Liver-compromised GSDs are classified into types I, III, IV, VI, and IX,
depending on the different enzymes affected. They are clinically characterized by hypoglycemia and
hepatomegaly as cardinal symptoms. The diagnostic suspicion is based on the present clinical
manifestations and the results of the laboratory tests, but the definitive diagnosis requires a genetic
study. OBJECTIVE: To characterize phenotypically and genotypically the patients affected by GSD with
hepatic compromise in clinical follow-up at the Institute of Nutrition and Food Technology (INTA).
METHODOLOGY: In a retrospective cross-sectional study, clinical records of 15 patients (13 boys, 2
girls) from INTA were reviewed to obtain data on the genetic study and biochemical
tests. RESULTS: Average age before the suspicion of a GSD was 13 months and the average age of
diagnostic confirmation was 39 months. 12/15 had a liver biopsy compatible with GSD prior to taking a
sample for the genetic test. 13 performed a molecular study, 8/13 the suspicion of the type of GSD prior
to the examination does not coincide with the final diagnosis. Of the 13 patients, 8 were GSD type III, 2
GSD type Ib, 2 GSD type IXa and 1 GSD VI. Of the 14 mutations identified in the patients, 6 were
homozygous, 2 hemizygous, 3 heterozygous and 2 could not be determined. Of the 8 patients with GSD
type III: 3 had the c.3216_3217delGA mutation and 2 patients had the
c.3216_3217del(p.Glu1072Aspfs*36) mutation. 100% of the patients presented hypoglycemia,
hepatomegaly and hypertriglyceridemia, and 13/15 presented elevation of transaminases.
CONCLUSION: It is the first pediatric report in Chile to include mutations associated with GSDs, together
with the clinical and biochemical characterization of patients. This allowed access to the genetic study of
mutations to the patients studied. This diagnostic accuracy makes it possible to optimize treatment,
helping to improve their metabolic stability and probably their long-term prognosis, together with their
quality of life.
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