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MCT8

MCT8 deficiency is an abnormality of MCT8, a cell membrane transport protein
for thyroid hormones, and presents with the most severe brain disorder, in which the patient is
unable to speak or walk. Currently, neither early diagnosis nor treatment has been established, and
those based on molecular pathogenesis are needed. The results of the study showed that the rT3 was
lower and the rT3/T3 ratio was higher in MCT8 deficient neonates than in normal neonates, without
any overlap. In addition, we found that myelination defects occurred in the frontal lobes on brain
MRI in MCT8 deficiency. We disseminated our research results by presenting these findings in various
papers and at academic conferences. In conducting these studies, we had international
collaborations with the University of Chicago, the University of Miami (USA), and the University of
Amsterdam (Netherlands).
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