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Figure 1  Flow diagram of CSF 
asialotransferrin/transferrin ratio diagnostic accuracy 
study. 
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Figure 2  Scanned image of 2DG electrophoresis of 
control CSF (left) and EIF2B-mutated CSF (right)Box 
corresponds to transferrin isoforms in each sample type. 
Note the decreased asialotransferrin isoforms relative to 
the total transferrin isoforms in EIF2B-mutated sample 
relative to the control sample. This patient (DMN 99.31) 
has mutations in EIF2B5 (Y343C/I385V). 
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Table 1  Percent of asialotransferrin to total transferrin in 
studied samples 
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Figure 3 

Sensitivity and specificity of decreased CSF 
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Figure 3  Patients with EIF2B4 (R466W homozygous) 
mutation and with eIF2B-like clinical and radiologic 
presentation, but without eIF2B mutationsTop: Patient 
with EIF2B4 (R466W homozygous) mutation. MRI reveals 
T2 signal intensity similar to CSF, fluid-attenuated 
inversion recovery (FLAIR) images consistent with 
rarefaction of involved white matter, and striae on T1 
sagittal images. Asialotransferrin to transferrin ratio is 
less than 8%. Bottom: Patient with eIF2B-like clinical and 
radiologic presentation, but without eIF2B mutations. 
MRI reveals T2 signal intensity similar to CSF, FLAIR 
images consistent with rarefaction of involved white 
matter, and striae on T1 sagittal images. Asialotransferrin 
to transferrin ratio is more than 8%. 
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Table 2 

Sensitivity and specificity of decreased CSF 
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Table 2  Clinical characteristics and mutation analysis 
relative to percentage of asialotransferrin in CSF in eIF2B 
mutated patients and eIF2B-like patients 


