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P-054 - CONGENITAL DISORDER GLYCOSYLATION IB: REPORT OF A MEXICAN PEDIATRIC CASE
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Male of 9 years old, non-consanguineous parents, the mother had Hodgkin's Lymphoma at age 15,
treated with chemotherapy. Originating from Rio Verde San Luis Potosí Mexico. He was born at term by
cesarean section with adequate weight and height but with congenital cleft lip and palate defect treated
surgically at 3 and 18 months of age. Normal psychomotor development. At 18 months presented events
of loss of balance, associated with drowsiness and disorientation, in his first clinical check-up only left
hepatic lobe liver enlargement was detected, without any other alteration. Hypoglycemia < 50 mg/dL
was identified during these events and the symptomatology clearly disappears when food was offered.
He also has intermittent diarrhea lasting 2 or 3 days, every 7-10 days. His first test found, mild anemia,
lymphocytosis, hypoglycemia 41mg/dL High aminotransferases almost 20 times above the normal value,
no cholestasis, normal albumin, globulins, prothrombin time, urea, creatinine, uric acid, electrolytes, lipid
profile, ammonium and lactate. Cortisol, adrenocorticotrophic hormone, insulin and somatomedin C, were
normal too, as well as expanded metabolic screening. Hepatitis A, B, C serologies were negative. All the
studies for gastrointestinal infections were negative. EVOLUTION: 2y 6m starts nocturnal cornstarch,
then this was increased to every 4 hours, to ensure a glucose supply of 5g/hour, but hypoglycemia
persisted, although less frequently and asymptomatic. At 3y 6m liver biopsy showed abnormal ductal
plate malformation consistent with congenital hepatic fibrosis, At 4y 8m splenomegaly as the first
manifestation of portal hypertension was detected, and At 7y 7m old presented first variceal bleeding
treated with sclerosis and then ligation. Aminotransferases gradually improved with normalization since
3y 7mo. At 5y 6m old the molecular sequencing study found 2 nonsense mutations for the MPI gene, one
variant was c.305C>T, giving rise to p.Ser102Leu with a predicted change in the protein sequence, the
second variant was c..1178G>C that translates to p.Gly393Ala establishing a definitive diagnosis of a
glycosylation defect IB, so at 6y 3m old starts mannose treatment 1g/k / day fractioned into 5 doses with
remission of hypoglycemia and diarrhea.
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