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Firstly, we thank Drs. Finsterer and Scorza for their interest
and detailed comments to our recent paper describing the first
patient diagnosed with PTCD3 mutations. We appreciate the
opportunity to clarify the comments and concerns from Drs.
Finsterer and Scorza in their “Letter to the Editor.”

We diagnosed our patient with PTCD3 deficiency as hav-
ing Leigh syndrome [1] but not Leigh-like syndrome based on
the Rahman’s stringent criteria [2], which was also used in our
previous publication [3]. Namely, our patient had (a) progres-
sive neurological disease with motor and intellectual develop-
mental delay; (b) signs and symptoms of brainstem and/or
basal ganglia disease; (c) raised lactate levels in blood and/or
cerebrospinal fluid (CSF); and (d) characteristic features of
Leigh syndrome on neuroradioimaging (symmetrical hyperin-
tense lesions on T2-weighted magnetic resonance imaging).

One of the main neurological symptoms in our patient was
myoclonus with abnormal EEG, which showed focal spikes in
her right temporal area during the initial stage of disease, and
generalized spikes in the later stage. Therefore, we diagnosed
her with myoclonic epilepsy of basal ganglia origin and pre-
scribed her clonazepam at 13 months of age, and clobazam
was added later on. She had nystagmus as another sign of
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basal ganglia involvement. At first, she had high CSF lactate
level (3.21 mM, L/P is 29.2) in spite of normal blood lactate
(1.30 mM, L/P is 19.7). Then, her blood lactate level gradually
increased to 5.50 mM. We also prescribed her a mitochondrial
drug cocktail which consists of vitamin B, vitamin C, biotin,
vitamin E, coenzyme Q10 and L-carnitine [4], and sodium
pyruvate [5]. Ketogenic diet was not used. She had micro-
cephaly, depressed nasal bridge, and blepharophimosis but
had no other major anomalous signs. Her endocrine functions
were all within normal range and she showed no signs of
pancreatitis. Although the shape of her head looks asymmetric
in Fig. 1 [1], we think this asymmetry was not caused by her
disease itself but was due to the distortion resulted from her
continuous recumbency since birth. Her elder sister does not
carry the mutant allele, as shown in Fig. 2 [1].

For these reasons above, we diagnosed our patient with
PTCD3 deficiency as having Leigh syndrome [1] according
to the Rahman’s stringent criteria [2], not Leigh-like syn-
drome. We hope that our clarifications addressed the com-
ments and concerns raised by Drs. Finsterer and Scorza and,
together with our original article, would benefit future diag-
nosis and improve the understanding of mitochondrial
diseases.

Publisher’s note Springer Nature remains neutral with regard to jurisdic-
tional claims in published maps and institutional affiliations.
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