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Transient infantile respiratory chain deficiency:

reversible infantile respiratory chain deficiency

Key words : RH:FLIRE cytochrome ¢ oxidase KIHIE,

Biak, mt-tRNA(Glu).
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< Abstract>

MELAS supposed of relationship between high
heteroplasmy level of the mitochondrial
A3243G mutation and the clinical course.

A case report.
by
Osamu OSADA, M.D., Akira IWASAKI, M.D., *Ichizo
NISHINO, M.D., *Ikuya NONAKA, M.D. & **Yuichi
GOTO, M.D.
from
Department of Neurology, Fukaya Red Cross
Hospital, Fukaya, Saitama 366-0052, Japan and
 Departments of *Neuromuscular Research and
**Mental Retardation and Birth Defect Research,
National Center of Neurology and Psychiatry,
Kodaira, Tokyo, Japan.

We report a 38-year-old female patient with mitochon-
drial myopathy, encephalopathy, lactic acidosis and
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stroke-like episodes (MELAS). Around the age of 12,
she developed hearing loss and around the age of 19,
diabetes mellitus. She suffered from disturbance of con-
sciousness and hemiplegia in December 2007, at the
age of 35, and psychiatric symptoms in January 2008.
Brain MRI revealed lesion suggesting acute infarction
and edaravone infusion was successful for her symp-
toms. In February 2008, she noticed edema in the lower
limbs. Cardiac dysfunction was pointed out and oral
administration of furosemide was started. The symp-
tom was improved. In March 2011 she was aware of
dyspnea and was admitted to our hospital. Cardiac dys-
function was pointed out again. The echocardiogram
showed hypertrophic cardiomyopathy. Laboratory tests
revealed increased level of lactate and pyruvate acid
both in blood plasma and the cerebrospinal fluid. We
diagnosed her with mitochondrial disease (definite).
Moreover, by biopsy of the left biceps brachii muscle,
she was diagnosed as having MELAS associated with
mitochondrial DNA A3243G mutation, of which
heteroplasmy level (cellular content of the mitochon-
drial mutation) was 92.7% in the muscle. Since she was
treated with coenzyme Q10, her condition has been
stable for more than 4 years. We suppose that some
symptoms, including stroke-like episodes and cardiac
dysfunction, were manifested, as heteroplasmy level
increased with age and duration of diabetes mellitus,
and that no more symptoms were added after the high-
est heteroplasmy level.



