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BACKGROUND: Classical galactosemia (CG), deficiency of the enzyme galactose-1-phosphate
uridyltransferase (GALT), is a rare autosomal recessive disorder of galactose metabolism. This disorder is
caused by mutations in the GALT gene. If untreated, it can lead to growth retardation, liver failure,
susceptibility to sepsis and death in the newborn period. Unfortunately, the Peruvian Health System's
NBS does not include CG in its diseases panel. OBJECTIVE: Emphasize the importance of early
identification of CG. METHODS: Genetic assessment and counseling was performed by the Genetics
Service of Instituto Nacional de Salud del Niño San Borja, Peru. Molecular diagnosis was performed by
clinical whole genome sequencing (cWGS) through the philanthropic iHope program. RESULTS: One
month old female infant was admitted to our institution with a diagnosis of “biliary tract atresia”. The first
presentation of symptoms began at 23 days of life with vomiting, progressive abdominal distention,
hyporexia, hypoactivity. Neither basic (hypothyroidism, phenylketonuria, cystic fibrosis and congenital
adrenal hyperplasia) nor expanded NBS panels include CG testing. Intraoperative cholangiography ruled
out biliary tract atresia. Analysis of galactose metabolites in blood nor reducing substances in urine were
not available in our institution. Organic acids in urine and other biochemical analyses were inconclusive.
She was admitted to the intensive care unit with hepatic failure, hematological disorders, ascites,
hypoglycemia, respiratory infections and sepsis. The cWGS test identified a homozygous pathogenic
variant in the GALT gene, c.443G>A (p.Arg148Gln); both parents were found to be heterozygous. There
was no family history of CG, no history of consanguinity, although both come from a small town in the
south of Peru. Upon treatment, she showed gradual clinical improvement and was discharged from the
intensive care unit. CONCLUSIONS: We report a delayed diagnosis of CG by cWGS in a Peruvian infant.
Unfortunately, the lack of basic tests in our institution caused a delay in diagnosis and although the
cWGS is not the first choice method, it was useful and allowed diagnosis. Therefore, universal access to
basic tests for CG in the Peruvian health system is necessary, even though the CG is a rare disease, early
detection and treatment have a favorable impact on patient morbidity and mortality.

Powered by TCPDF (www.tcpdf.org)

Page 1/1

http://www.tcpdf.org

