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Clinical and molecular evaluation of central hypothyroidism in Japan
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Central hypothyroidism (CCH) can be detected and treated earl

by FT4

screening (FT4NBS), but the actual clinical presentation is unclear. The purpose of this study was

to clarify the clinical presentation and molecular basis of CCH. The clinical presentation and

genetics of TSH alone deficiency (iTSHD) were examined in 78 CCH cases collected in a national

survey. 28 children were born from FT4NBS areas, suggesting that CCH is missed in other areas.

Of the 15 iTSHD patients, 9 were identified with IGSF1 mutation and 1 with TBL1X mutation. IGSF1

mutations were identified in all 5 cases diagnosed with FT4NBS. More than half of the I1TSHD patients
in Japan were found to have IGSF1 mutations, and FT4NBS is useful for the diagnosis of i1TSHD.
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