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Thanks for letting us have the comments and concerns 
raised by Finsterer on our article entitled “Identification of a 
novel large deletion of the mitochondrial DNA in an infant 
with Pearson syndrome: a case report” which was published 
on Transl Pediatr [2021;10(1):204-208]. The comments and 
concerns are really valuable for our in-depth understanding 
and subsequent investigation of mitochondrial diseases.

Firstly, heteroplasmy is defined as the presence of a 
mixture of more than one type of an organellar genome 
within a cell or tissue (1). High-throughput sequencing 
results of mitochondrial DNA (mtDNA) by using blood 
sample of our patient suggested that the heteroplasmy rate 
of the mtDNA deletion was about 73%. However, the 
heteroplasmy rate in other tissues or organs remains unclear 
due to lacking relevant samples.

Secondly, biochemical investigations of the respiratory 
chain were not carried out due to technical limitations. 
Given the fact that the infant suffered from chronic 
hepatomegaly, liver dysfunction, anemia and lactic acidosis 
over 1 year and so many genes encoding for subunits of 
complex-I and tRNAs were deleted, the function of the 
respiratory chain complex was believed to be impaired, at 
least in the liver and bone marrow.

Thirdly, the comment on muscle biopsy was believed 
to be reasonable, but the patient was just an outpatient in 
our hospital, and muscle biopsy was not performed due to 
lacking of the relevant informed consent from the parents.

Fourthly, we absolutely agree that early recognition of 
multisystem involvement was crucial for initiating early 

symptomatic treatment and thus improving quality of life 
and outcome of an individual patient, and that is why close 
follow-up in our clinic was suggested. We will update this 
case report if involvement of the brain, eyes, ears, endocrine 
organs, heart, kidneys, muscle or peripheral nerves is 
observed in the future.

Finally, we do need to add and clarify the following 
information. When aged 16 days, the patient underwent 
urinary organic acid analysis in another hospital, which 
revealed elevated 4-hydroxyphenyllactic acid and 
4-hydroxyphenylpyruvate. His liver was normal in size 
and texture at the age of 18 hours, but hepatomegaly was 
noticed since his age 1 month as described in his medical 
records, and was confirmed at his referral to our clinic when 
aged 13 months.

Once again, the authors cordially appreciate Finsterer 
for sharing his expertise in mitochondrial diseases, and 
any further comments and concerns on our article will be 
welcome.
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