Clinical History

Patient : 9 month-old girl
Chief Complain : Regression and Myoclonus

History of Present IllIness:
— No perinatal abnormality

— Regression and myoclonus appeared after 7 months of
age.

— She was hospitalized and MRI test was performed at 9
months of age.

Familial History: nothing in particular
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Mitochondrial Disorder
(complex [ deficiency)
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% of normal 28.3

CS ratio(%) 15.6

Co II ratio(%) 21.5
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Magnetic Resonance of Myelination and Myelin Disorders
Third Edition, Chapter 23(p.195-203)
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A common pattern of brain MRI imaging in mitochondrial diseases with complex I
"Journal of Medical Genetics 48, 1 (2010) 16“ As Lebre, PhD et al.

I EF R ZE(100%) : Z£ A Xt Fh
EIER%  #E5%(77%). REEK(53%). BIR#%(37%)

25, hikKkERBEKBE. FLEERKIR. EiE
*EJ"'E% REIET. RARERICRZEINZ 0D

ININFRZE (45%):5m LL T CTlIE R oty

XK TRRIIRBITRONI=ED
MRS: ELERDE—O M £Hl(10/10) TR LN T=,
CT: EEZIZAIRIEITR o7V 0/3)




.....

iy L AN

MEY: 8.5

i 151
ND3 mtDNA mutation
H1%&4HA

"Journal of Medical Genetics 48, 1 (2010) 16“ As Lebre, PhD et al.



MtDNA mutation vs nDNA mutation

- mtDNA mutation(2051) nDNA mutation(1051)
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A common pattern of brain MRI imaging in mitochondrial diseases with complex I
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A common pattern of brain MRI imaging in mitochondrial diseases with complex I
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