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Figure 2
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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

T f asial farri ink i | L. .
ablel Parcent of asialotransferrin to total transferrin in studied samples Sensitivity and specificity of decreased CSF
Sample type asialotransferrin for elF2B-related disorder.
Vanderver, A; Hathout, Y; Maletkovic, J; Gordon, E;
EIF28 mutated :fmf,‘,, feukodystrophy mm.c S:,':':LW Mintz, M; Timmons, M; Hoffman, E; Horzinski, L; Niel, F;
Range 093-7.77 7.98-2892 557-4897 8.63-26.98 10.72-2032 Fogli, A; Boespflug-Tanguy, O; Schiffmann, R
Me 4.51 1646 1582 18.87 18.98
=i . Neurology. 70(23):2226-2232, June 3, 2008.
” Caiay s iy it i DOI: 10.1212/01.wnl.0000313857.54398.0e
Table 1 Percent of asialotransferrin to total transferrin in
studied samples
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Figure 3 Patients with EIF2B4 (R466W homozygous)
mutation and with elF2B-like clinical and radiologic
presentation, but without elF2B 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 elF2B-like clinical and
radiologic presentation, but without elF2B mutations.
MRI reveals T2 signal intensity similar to CSF, FLAIR
images consistent with rarefaction of involved white
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matter, and striae on T1 sagittal images. Asialotransferrin
to transferrin ratio is more than 8%.
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Table 2

Table 2 (.:ll:\zl::;:;mticn and mutation analysis relative to per ge of | sferrin in CSF in elF28 mutated patients and Sensitivity and specificity of decreased CSF
asialotransferrin for elF2B-related disorder.
o s ek :;::. s Va'nderver, A; Hathout, Y; Maletkovic, J; C-.}ord.on, E;.
Patlent Aslalotransferrin  changes change Gene onset death Symptoms GEF activity Mintz, M; Timmons, M; Hoffman, E; Horzinski, L; Niel, F;
DMNO301 146 1089C>-T/1069C-T RISTWIRISTW EIF284 2y  NA  Motordecline with febrila iliness, apllepsy  NA Fogli, A; Boespflug-Tanguy, O; Schiffmann, R
DMN91.48 211 338G>AJ1884G-A  R113HWE28X EIFZBS 18mo 8y Progressiva ataxia after fabrile ilness NA
OMN96115 371 512C-1/607 S171FM203fs E1F282 10y  NA  Scoliosis, gt disorder NA Neurology. 70(23):2226-2232, June 3, 2008.
-812delinsTG DOI: 10.1212/01.wnl.0000313857.54398.0e
Gé48-2* 411 638A-G/638A-G E213G/E213G &F2B2 Ty NA Progressive ataxia, behavior disturbance 64-4
DMN 99.31 436 1028A-G/1153A-G  Y343CN388Y  EF285 13mo Sy Neurologic detarioration NA
after febrile finesses
DMN01.48° 452 338G>Msplicing R113W/splicing ENF2BS 2y NA Progressive ataxia after fall 70=1
site exon 10 site exon 10
DMN91.55 465 33B0-AJBOSCST R113H/R269X ENF2B5 18mo Sy Progressive ataxia, acute NA
Come resulting in desth Table 2 Clinical characteristics and mutation analysis
DMN 05.06 469 1309C=T/1399C>-T RAGEWIRAGEW EIF284 15mo  NA Neurologic deteriorstion after febrile ilhess NA relative to percentage of asialotransferrin in CSF in elF2B
DMNO111° 550 3380-A/338G>A  R113HR113H EF2B5 4y  NA  Hemiporesis after fad 775+25 mutated patients and elF2B-like patients
DMN 02.02 777 338G ~A/B06G-T R113H/R28BOL EIF2B5 2y NA Progressive ataxia wio provaking event NA
DMNLSS001 48 47C-N33BG>A A160/R1134 EF2BS 3y NA Progressive ataxia after mild head trauma  NA
NA 1381 Nene None Nora Sy NA Progressive ataxia w/o provoking event NA
NA 2078 Nons None Nere 3y NA Progressive ataxia wio provoking event NA
NA 1469 Norw Naone Nere 12y NA Progressive ataxla wio provoking event NA
NA 864 Noew None Notw 4y NA Progreasive staxia w/o provoking event 1038 - 28
NA 860 None None Nome 37y NA Progressive staxis w/o provoking event 99-3
NA 2242 None None Norwe 3y NA Progressive staxis wio provoking event 111337
['Patients previously included in Fogli et al, 200477
IGEF = guanine nuckatide exchange activity, measured in lymphoblasts from affected patients; NA = not available or still alive; fs = frameshift.
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