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Mitochondrial Ophthalmoplegia Is Not Only

due to mtDNA Deletions
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We have read the comments on our study by Dr. Finsterer. We
thank Dr. Finsterer for these important points and agree that
there is a shortcoming in our current study.

It is well-known that mitochondrial diseases are a heteroge-
neous group of disorders, and they often show important dif-
ferences in phenotype and severity. Generally, classification
of a syndrome or disease relies on accurate clinical, biochemi-
cal, and genetic information and may be based on either gen-
otype or phenotype. Drawing a clear line to classify mitochon-
drial diseases, however, can be difficult since there is significant
overlap among them:"* The diagnostic criteria for Kearns
Sayre syndrome have not yet been completely established, as
is the case with other mitochondrial diseases. Meanwhile,
Leigh disease, a representative mitochondrial disease, has
subclasses, such as Leigh syndrome and Leigh-like disease.’

Our study was retrospective in nature, and it has some limi-
tations. Because of the rarity of the study disease, the size of
our study population was small, which could have given the
impression of a study not sufficient enough to make general-
ized interpretations. However, I would like to stress to readers
that mitochondrial diseases are very rare, such that data on
these diseases are limited to a degree that makes the research
thereof extremely difficult.** Despite the lack of copious amounts
of data, however, the fact that mitochondrial disease is heter-
ogenous calls for the establishment of better classification and
further studies to generalize its homogeneous aspects.

Received: January 2, 2019

Corresponding author: Young-Mock Lee, MD, PhD, Department of Pediatrics,
Yonsei University College of Medicine, 211 Eonju-ro, Gangnam-gu, Seoul 06273,
Korea.

Tel: 82-2-2019-3350, Fax: 82-2-2019-4881, E-mail: ymleemd@yuhs.ac

«The author has no potential conflicts of interest to disclose.

© Copyright: Yonsei University College of Medicine 2019

This is an Open Access article distributed under the terms of the Creative Com-
mons Attribution Non-Commercial License (https://creativecommons.org/licenses/
by-nc/4.0) which permits unrestricted non-commercial use, distribution, and repro-
duction in any medium, provided the original work is properly cited.

232

Confirmative diagnosis of pediatric patients with mito-
chondrial diseases by genetic diagnostic testing is very impor-
tant. Over the past decade, technologies have continuously
evolved and have enabled the use of sequencing as a clinical
tool with better accessibility. However, in actual clinical set-
tings, it is not easy to consistently apply confirmatory genetic
diagnostic testing to all patients. Therefore, we tried to come
up with common diagnostic criteria that could be applied ob-
jectively to all pediatric patients, and we wanted to emphasize
the importance of gene study when evaluating phenotypes of
a certain syndrome, such as Kearns Sayre syndrome.® None-
theless, further studies on phenotypes and genotypes, includ-
ing mtDNA and nuclear DNA, of a variety of different syn-
dromes should be attempted in the future.

We do agree and understand Dr. Finsterer’s view on these
points, and there is no question that a properly controlled,
multicenter study or analysis with larger sample would be ide-
al. Again, we sincerely appreciate Dr. Finsterer’s inspiring and
insightful comments on this study.
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