
A 22 month-old girl born to consanguineous
 parents presented with generalized hypotonia,
 nystagmus and loss of developmental milestones.
laboratory values revealed elevated blood lactate at
rest (45 mg/dl; normal, 8-22 mg/dl).

cranial MRi showed T2 signal prolongation in-
volving bilateral subthalamic nuclei (Fig. 1, arrow).
Symmetric areas of T2 hyperintensities were also
found the the medulla above the pyramidal decussa-

tion and in dentate nuclei (Fig. 2, arrow). diagnosis
of leigh syndrome was confirmed by deficient
 cytochrome c oxidase (cOX) activity in biopsied
muscle.

involvement of the subthalamic nuclei with
 sparing of basal ganglia is considered as an distinc-
tive MRi hallmark of leigh syndrome with cOX
 deficiency (1, 2).
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Fig. 1

Fig. 2

21-ekici-_Opmaak 1  24/05/11  11:11  Pagina 168



                                                  SUBThAlAMic NUclEi iNvOlvEMENT iN lEigh diSEASE                                            169

REFERENcES

1. Farina l, chiapparini l, Uziel g, Bugiani M,
 Zeviani M, Savoiardo M. MR Findings in leigh
 Syndrome with cOX deficiency and SURF-1

 Mutations. Am J Neuroradiol. 2002;23:1095-1100.
2. Savoiardo M, ciceri E, d’incerti l. et al. Symmetric

lesions of the subthalamic nuclei in mitochondrial
 encephalopathies: an almost distinctive mark of leigh

disease with cOX deficiency [letter]. Am J Neuro -
radiol. 1995;16:1746-47.
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