(®)
2016 2018

MCT8

Development of early diagnosis of MCT8 deficiency and the efficacy of gene
therapy using animal model of neurological defect

Hideyuki Iwayama, lwayama
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MCT8 deficiency, one of the inherited thyroid disease, is developed due to
loss of function of MCT8, which encode the membrane transporter of thyroid hormone. In this study,
we investigated the early diagnosis of MCT8 deficiency and developed its neurological deficit model.

We confirmed that reverse T3 extracted from dried blood spot (DBS) at newborn age, could be
measured by LC-MS/MS. Reverse T3 is one of the metabolite of thyroid hormone, which does not have
thyroid hormone activity. We have collected 100 DBS from normal newborn and 5 DBS from the patients
with MCT8 deficiency. We will measure the concentration of reverse T3 in these DBS and determine
whether early diagnosis of MCT8 deficiency can be done using DBS at neonatal period. In addition, we

obtained knockout mice produced by Crisper Cas9, which had the mution of insertion and/or deletion,

resulting in frameshift. Now, we are investigating the phenotype of these mice.
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https://ww._aichi-med-u.ac.jp/su06/su0607/su060703/10.html
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