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1. Cerebral Alexander disease (type 1)
I Neurologieal findings
&) Core features
psychomotor developmental delay! mental retardation, convulsions, macrocephaly
h) Supportive features
dysarthria, dysphages, dysphonia, hyperreflexia, cerebellar ataxzia, sphincter abnormalities,
seoliosis
II. MEI findings
) Core feature
cerebral white matter abnormalities with frontal lobe predominance
b) Supportive featurss
signal sbnormalities with swelling or atrophy ofbasal ganglia and thalami,
periventricular rim, brainstem lesions, contrast enhancement.

2. Bulbo-spinal Alexander disease (type 2)
I MNeurnological findings
&) Core features
muscle weakness, hyperreflexia (sometimes hypo or areflexia), positive Babinski sign,
dvsarthria, dysphages, dysphonia
b} not frequent but specific faatures
palatal myoclonus
o) Supportive features
cerchellar ataxia, nystagmus, scoliosis, sleep disorder (i.e. sleep apnea syndrome, REM
behavior disorder), parkinsonism, dementia, psychosis, sphincter abnormalities
II. MRI findings:
a) Core feature
signal abnormalities or atrophy of medulla ochlongata andf/or cervical cord
b) Supportive features
signal abnormalities andfor atrophy of cerebellum, white matter lesion,
signal abnormalities of basal ganglia and thalami, contrast enhancement

3. Intermediate form (kype 3
I. Meurnological findings
at least one nf the core features in type 1 and at least one of the core features in type 2

II. MEI findings
core feature of type 1 and core feature of type 2

A case satisfied with any shove mentioned typesis recommended the following definite diagnosis

Definite diagnosis
I Pathological findings
existence of numerous Rosenthal fibers in addition to gliosis and loss of myelin
II. Gene analysis
GFAP mutation

Approzimately 10% of Alexander dizease seem to show negative GFAF mutation in spite of showing
tvpical clinical features of Alexander disease and pathological findings. Therefore, cases satisfised
with above clinical features and negative GFAPmutation may be Alexander disease (“possible”
Alezander disease).



