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Galactosemia is a rare autosomal recessive disorder caused by the deficiency of galactose-
1-phosphate uridyltransferase (GALT) enzyme activity. Classic galactosemia (G/G) is due to severe
GALT deficiency in the presence of a GALT gene mutation, whereas Duarte variant (D/D) has
50% of normal GALT activity and benign clinical course. The D2 allele of Duarte variant is linked
to a promoter deletion 5’ to the translation start site (-119 to -116 delGTCA) in addition to
N314D. So, Duarte variant/classical galactosemia (D/G) compound heterozygotes have relatively
mild clinical manifestation than classical galactosemia and can be differentiated from classical
galactosemia or Duarte variant by mutational analysis. We report a case of D/G galactosemia
compound heterozygote proven by the reduction of GALT enzyme activity in erythrocytes and
mutation analysis of GALT gene, which revealed N314D polymorphism and -119 to -116
delGTCA. (Korean J Pediatr Gastroenterol Nutr 2003; 6: 84~ 89)
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Fig. 1.

variant showed additional 114 bp and 102 bp fragments using previously reported method.
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PCR/RFLP analysis of the Duarte variant of galactose-1-phosphate uridyltransferase. (A) N314D: The Duarte

(B) -119~-116delGTCA:

Genomic DNAs were amplified with the primers of GGTGGCAGCCGACGGGAGTCACTCA and GCTGAGGATCG
GTTCCACT, and digested with Ddel. The Duarte variant was cut and revealed an additional 145 bp band.
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