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Video “Patient 2 after”: the video represents Patient 2 after 30 days of treatment.

This clinical observation leads to suppose that the dystonic
symptoms could derive from a focal thiamine deficiency that determines
a selective neuronal dysfunction. In other words, thiamine deficiency
could have an important role in the pathogenesis of the disease
symptoms. The administration of large amounts of i.m. thiamine
increases the intracellular passive transport of the thiamine; we may
suppose that symptoms decrease when the energetic metabolism and
other thiamine-dependent processes return to physiologic levels.
Our aim was not to correct a systemic deficit of thiamine, but rather
to increase the activity of enzymes involved in cell production energy
in selective brain regions; moreover, there is emerging evidence that
thiamine has relevant non-coenzymatic roles [5].

Our patients reported a general improvement of the voluntary
motility. They continue the same therapy and maintain the same
motor conditions, without any side effect. We suggest that thiamine
therapy may play an important role in limiting the progression of the
disease and a lifelong use of high-dose thiamine may be necessary in
affected subjects. In fact, it has been described that etiologically-diverse
dystonias could be responsive to high doses of thiamine [16].

In literature, there is no mention of thiamine-related adverse effects
even at high doses and for very long periods of administration [8,17].
In conclusion, we believe that this report represents an important
contribution to the issue of dystonia treatment; nonetheless, further
experience is necessary to exclude a placebo effect and to confirm our
present observation.
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