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[ Abstract] Allan-Herndon-Dudley syndrome ( AHDS) is a rare endocrine disorder caused by muta-
tions in the thyroid hormone (TH) transporter gene SLCI6A2, resulting in the inactivation of its encoded
monocarboxylate transporter protein 8 (MCT8) , which fails to mediate the entry of TH into target cells. The
main clinical manifestations are severe neuromotor developmental abnormalities due to cerebral hypothyroid-
ism (hypothyroidism) , serological changes (high T, low T,, normal or mildly elevated thyroid stimulating
hormone ) due to abnormal secretory and metabolism of TH, as well as signs of thyrotoxicity in peripheral tis-
sues. Confirmation of the SLCI6A2 gene variant by genetic testing confirms the diagnosis. Effective treat-
ment should aim to improve cerebral hypothyroidism and peripheral thyrotoxic and restore protein function.
Compared with hormone replacement therapy, T, analog Triac, which enters cells independent of MCT8 and
activates TH receptors to exert thyromimetic actions, has been shown to be effective in improving patients’
peripheral hyperthyroidism symptoms and may also be effective for the neural phenotype. Currently, it is a
better treatment for AHDS. In addition, gene replacement and chaperone molecules aimed at restoring the
transport function of MCTS are still in the research phase.
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