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Case Report

[Case] 12 y.0., Female
[Family History] Mother : Mental retardation

[Past History)
40 fetus weeks, birth-weight 32889, vaginal delivery, fetal

distress(-)

[Present Iliness)

Convulsion appeared at 7 months old and it deteriorated In
1 year-old. Mental retardation and hypotonia were pointed out
in 16 months old and the medication was started for her.
Convulsion disappeared in 6 year-old.

Impairment of consciousness for several seconds was
pointed out in 11 year-old at her school. Especially, this
symptom was frequently observed just before the meal.



Case Report

[Present Status]
- Severe mental retardation
- Spastic tetraplegia (Upper< <lower)
- Upper limbs ataxia

[CSF Study)
CSF-sugar level/Blood-sugar level

= 29/75 = 0.39 (<0.45)
CSF-lactate level = 7.2 mg/dl (8~15)
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Case Report

[BAEBMRI]

[BERIRE])
BTNE /I%E = 29/75 = 0.39 (<0.45)
BETESLEE 7.2 mg/dl (8~15)



Make a diagnosis, please!



SLC2A1 (GLUT1) E{RFIC169&H
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DINIA—ABRS 2 ARN—F—1RIGE

Glucose transporter 1 deficiency (GLUT1 deficiency)
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- BERAE(RIME <40 mg/di

- BliEHE / M¥E <0.45 (IE¥{E:0.6~0.8)
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[MRI]
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[FDG-PET]
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Arch Neurol. 2009;66(11):1410-1414.
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