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Dear Editor,
Initially, we would like to thank Josef Finsterer and Fulvio

Scorza for their comments and for the opportunity to discuss
this case report.1 There is a typing error, and the correct
name of the gene in question is SLC19A3, whose inheritance
is indeed autosomal recessive.

Genetic exome analysis showed 2 different mutations
in the SLC19A3 gene. A pathogenic variant c.597dup p.
(His200Serfs�25) and a variant of uncertain significance
(VUS) c.488C> T p.(Ser163Phe). These mutations are on
different alleles (compound heterozygosity), which would
function as homozygosity. This would explain the disease
and the variant of uncertain significance should be reclas-
sified as probably pathogenic. So far, therefore, we do not
doubt the diagnosis, after a multidisciplinary discussion
with a pediatric neurologist and geneticist.

The patient in question did not die, and showed a slight
clinical improvement with treatment, despite having se-
quelae and a very poor prognosis due to the parenchymal

changes in the brain, even with high-dose treatment. He is
currently taking 500mg of thiamine and 80mg of biotin in
the morning and 300mg of thiamine and 40mg of biotin in
the evening.

The parents’ genetic tests have been requested but are not
yet available at the time of this letter.

We would like to thank you again for the comments and
the possibility of corrections and clarifications.
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