CHSx|oStelX] - M 2 # H 1 E 2003
Journal of Korean Dementia. Association. 2003; 1: 54-7

SRIioL IS S 29y V1S EXot0|HE ¢ 1]

oHd7| - 01T E A Case of Early-Onset Familial Alzheimer's Disease

Accompanied by Myoclonus and Seizure
S MBI o|iefS AH2OR IS
St

Seong-Gi An, M.D., Jae-Hong Lee, M.D.

Department of Neurology, Asan Medical Center, University of Ulsan College of Medicine, Seoul,
Korea

Early-onset familial Alzheimer’s disease (EOFAD) is rare and autosomal-dominantly inherited
disease by mutations in one of the following three known causative genes: amyloid precursor
protein (APP) gene, presenilin-1 (PS1) and presenilin-2 (PS2) genes. EOFAD tends to present
clinically at a younger age (40-60 years) and myoclonus is recognized as a prominent and
early clinical feature, particularly in chromosome 14-linked pedigrees with mutations in the PS1

Address for correspondence gene, when myoclonus may be accompanied by seizures. We present a 44-year old man who
Jae-Hong Lee, M.D. developed progressive dementia and a(.;companlied by myoclonus and reourrgnt seizurg. His
Department of Neurology, Asan Medical father and uncle had early-onset dementia at the fifth decade. He was pathologically confirmed
Center, 388-1 Pungnap-dong, Songpa-gu, as Alzheimer's disease. He had apolipoprotein E (ApoE) epsilon 3 allele and PS-1 mutation
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was not found.
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Fig. 1. Pedigree of the patient. Patient, his father and ulcle had
progressive dementia at their fifth decade.
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Fig. 2. T1-weighted MR images show diffuse cortical atrophy in both hemispheres (September, 2002).
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Fig. 3. Brain F*-FDG PET and SPM (statisti-
cal parametric map) images show mar-
kedly decreased metabolism in both pari-
etal, right temporal, occipital cortices, and
both cingulate gyri and mildly de-creased
metabolism in both frontal, left temporal
cortices, and right basal ganglia.

Fig. 4. Brain biopsy shows many neuritic plagues (arrow) and some neurofibrillary tangles (arrow head) on Bielschowsky stain (A and B).
Congo-red stain shows focal amyloid deposit (arrow) of pale red color (C). Amyloid is demonstrated by apple-green birefringence
(arrow head) on polarizing microscopy (D).
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