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Genotype and craniofacial phenotype correlation in GLUT-1 DS patients
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We investigated craniofacial features with glucose transporter 1 deficiency
syndrome (GLUT1-DS), which is an autosomal dominant genetic disease. Cross sectional study was
performed using 9 GLUT1-DS patients, aged from 8 to 49 years old. All of the participants underwent
intraoral and radiographic examinations. Lateral cephalogram measurement was performed for
investigating possible craniofacial features in GLUT1-DS patients. Most of them showed skeletal
discrepancy with large overjet.
However, we could not find a clear correlation between the type of mutation and the craniofacial

features, such as malocclusion severity in this study. This failure could be due to the small sample
size and it may be possible to find a genotype and craniofacial phenotype correlation in the future
by increasing the number of samples and performing detailed craniofacial analysis.
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