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A Case with Pyruvate Dehydrogenase Complex Deficiency Associated with a Unilateral Subependymal Cyst and

Intraventricular Septation

Susumu ITO, Hirokazu OGUNI, Yui OHTANI, Shino SIMADA,
Keiko ISHIGAKI, Makoto FUNATSUKA and Makiko OSAWA
Department of Pediatrics, Tokyo Women’s Medical University School of Medicine

Pyruvate dehydrogenase complex (PDHC) deficiency is the most common cause of primary lactic acidosis

and neurological dysfunction in children. Here, we describe the case of a girl with PDHC deficiency resulting

from a PDHAI gene mutation. She presented with global developmental delay, epilepsy, and microcephaly. Al-

though her plasma lactate level was within normal range, her cerebrospinal fluid lactate level was high with a

normal lactate/pyruvate ratio. Magnetic resonance imaging of the brain demonstrated the presence of charac-

teristic unilateral subependymal and intraventricular cysts, and intraventricular septation with concurrent ipsi-

lateral ventricular dilation. A molecular study revealed a heterozygous mutation in the PDHAT gene (R119W).

She was administered thiamine and put on a modified Atkins diet; the latter successfully controlled epilepsy.

Therefore, PDHC deficiency should be considered as a differential diagnosis if neuroimaging studies demonstrate

unilateral periventricular leukomalacia.
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Axial T1 images

Axial FLAIR images

Figure Magnetic resonance image of the brain
Magnetic resonance image of the brain at 3 years and 7 months of age demonstrated uni-
lateral subependymal (A, D, large arrow) and intraventricular (B, E, small arrow) cysts, and
intraventricular septation with concurrent ipsilateral ventricular dilation (C, F, arrowhead).
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