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Jaggedl mutation analysis in Alagille syndrome patients
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Purpose : Alagille syndrome is an autosomal dominant disorder with developmental abnormalities af-
fecting the liver, heart, eyes, vertebrae, and craniofacial region. The JaggedI(JAGl) gene, which en-
codes a ligand of Notch, has been found mutated in Alagille syndrome. The aim of the study was to
investigate the mutation analysis of JAG1 gene in Korean patients with Alagille syndrome.

Methods : Genomic DNA was extracted from peripheral leukocytes of 6 patients. The 26 exons of
JAGI1 gene were amplified and PCR products were directly sequenced.

Results : Two novel frameshift mutations were found. 118delC in exon 2 was found in a patient
who developed hepatocellular carcinoma at 4 years of age. 999-1000delTG was identified in exon 7.
Conclusion : Mutations identified in this study are expected to give rise to truncated proteins.
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Fig. 1. Identification of two novel JAG] mutations. (A) Direct sequencing analysis revealed a heterozy-
gous 118delC in exon 2. Because the sequencing was performed with anti-sense primer, G was deleted
in this figure. (B) A heterozygous 999-1000delTG was found in exon 7. Two mutations resulted in pre-

mature termination codon.
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