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Fig.1 The brain MRI of patient 1, patient 2 and control

Axial TIWI an T2WI images of patient / and patient 2, respectively, show a diffuse, bilateral and symmetric abnormal signal in the cerebral white

matter. FLAIR images show low signal liquefaction on both of them.

22 EREHKNER

Xif L M A BT 4 A0 1 e Sanger 56
UE, &I EIF2B & W5 1) 4 it 5 K] EIF2B4 f7-4E
FENAESE C. 1544 T—A (p.Leu515GIn) FilC. 1445
G—T (p.Arg482Leu), Y M ARHME M LHRAE
BOILA E AT C. 1544 ToA, B LBESE W
C. 1445 G—T (p.Arg 482Leu) . H#E ACGM %%
e m, C. 1544 T>A (p.Leu515GIn) #1 C. 1445
G—T (p.Arg482Leu) R AEURMEA R, I

Yy B O RN R A s AR
ExXAC. gnomAD. T AJ& K4 A B 5 rh
() A HE AR BRI R s 228 S 0 A4
TNZAESETREA F ;s SR SR Y AR
PEIBALIR, SR B AR RIS S A R IR P A5 A 35 A 2%
G, TFEEANME, AT LSRR R HIGIRE
P BORUEE 1 ASEIE 2 29002 1 T b 1
g (F2) .



2022; 49 (1D

YEtE, % — N EREMEERNFERZHEERERIGRREHR

2201

e t"’_'/ﬂ\ [V A MW / WAV VWA }/\ / \ W\
P“”mz‘“fWJ\ f\,ﬂ;/\gfJ\N f/X\,Qf /\ﬁ!/h\_ /\ ‘p\‘/i/\ﬂ
et WA /\‘/VV\\/VN\ny\/kw/\/yﬂy\\/\“/\ M/

Fig.2 The sequence of EIF2B4 in the family
Father and mother carry one mutation of EIF2B4 C.1544 T—A(p.Leu515GIn) and C. 1445 G—T(p. Arg 482Leu) respectively. Their daughters

(patient / and patient 2) inherited both the mutations.
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Abstract Objective To analyze the clinical features and early diagnosis of leukoencephalopathy with
vanishing white matter (VWM). Methods The clinical material and gene sequencing report of one faimily with
VWM were retrospectively analyzed, and relevant literatures were reviewed. Results Patient 1, female, 4 years
and 10 months old, developed the disease due to abnormal gait. Magnetic resonance imaging (MRI) of the brain
showed white matter abnormality with diffuse symmetry. Gene detection revealed two missense mutations in
EIF2B4 gene, both located in exon 13, respectively C. 1544 T—A and C. 1445 G—T heterozygous variation,
which has not been reported. The other child was her identical sister, whose onset time, manifestations, brain MRI
and gene test results were roughly the same. However, after 1-year follow-up, we found that patient 1 degraded
faster. Conclusion We found two novel missense mutations C. 1544 T—A and C. 1445 G—T. Early genetic

analysis is suggested to make a definite diagnosis for leukoencephalopathy with VWM.
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