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All cases of familial thyrotoxicosis with absence of evi-
dence of autoimmunity and all children with persistent
isolated neonatal hyperthyroidism should be evaluated for
familial non-autoimmune autosomal dominant hyperthyr-
oidism (FNAH) or persistent sporadic non-autoimmune
hyperthyroidism (PSNAH). First, all index patients should
be analysed for the presence/absence of a thyroid-stimu-
lating hormone (TSH) receptor (TSHR) germline muta-
tion, and if they display a TSHR germline mutation,
all other family members including asymptomatic and
euthyroid family members should also be analysed.
A functional characterization of all new TSHR mutations
is necessary. Appropriate ablative therapy is recommended
to avoid relapses of hyperthyroidism and its consequences,
especially in children. Therefore, in children the diagnosis
of FNAH or PSNAH needs to be established as early as
possible in the presence of the clinical hallmarks of the
disease.
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