<114 - J Apoplexy and Nervous Diseases, February 2026, Vol 43, No. 2

E 42 :1003-2754(2026)02-0114-05 doi: 10. 19845/j. cnki. zfysjjbzz. 2026. 0020

WA SR AZ AS PE P R ATP7 B 5 R 58 25 7l )
I RARRAE 5 Sk 35K MRI X ELAF 5T

LARR,  FMeAR, AR, AR, RO, B

OE: B AT SR AR (UFR Wilson 5 , WD) ATP7B JE K 2 48 5 () 1 PRAFAE 5 3535 MR
FEAr T, TR W AR 2R A I PRAEIR 5 RAR F R Z MG . 73k 23 20144 5 H —20254F 5 H e @ #0h
[ 24 R M 205 2 R T T B I8 S B AE 52 1) p. Arg778Leu B p. Pro992Leu 4l 2875 JE R i A WD H -, [l i e 42
IR AT BB N TG T2 008 I PRI | MLV 24 46 Am Bk 35 MRIECHE | b w5 58 A8 S0 1) I 780 WD 119 22 5%
LR OORBFIT I AL 103 H ik 8 WD B, Hod p. Arg778Leu 2278 1 WD 65 4], p. Pro992Leu %€ 48 4 WD 38 f4i] ,
p. Arg778Leu Fl p. Pro992Leu WAl 5 A8 237 WD () A H 2 i PR R I I ML 2% R A e Jo 22 5, i Sk e A5 2= 3=
BA BB 225, JLH IR p. Arg778Leu 2848 WD $13% Felili (x’=17. 834, P<0. 001) . ik (x’=12. 579, P<0. 001 ) FI#7; Hiki
(x’=10. 605, P=0. 001) %% p. Pro992Leu AT WD 22 R A Geit 5 Lo ZW RS s Bk 2 2G5t
X (P<0.05), Z5iE WD BN B I REFE K i 2 5 2R SR A TEOE , S MRIR I 5 H AR 52 8
K, Hrp ATP7B 3 p. Arg778Leu 4l 58728 RITT b B4 K Fe i . HP i A7 A o

KR PR ATP7BZSAS;  JEPIEL;  SLESMRI

hESES R742.4 SCHRARIAAG : A
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Abstract: Objective To compare the clinical and cranial magnetic resonance imaging (MRI) features of neuro-
logical hepatolenticular degeneration (also known as Wilson disease, WD) with two different ATP7B gene mutations, and
to investigate the association between the clinical and cranial MRI features in patients with the two mutation types of neuro-
logical WD. Methods The neurological WD patients with p. Arg778Leu or p. Pro992Leu homozygous mutation who were
hospitalized in Affiliated Hospital of Neurology Institute, Anhui University of Chinese Medicine, from May 2014 to May
2025 were enrolled, and a retrospective analysis was performed for their demographic data, clinical manifestations, sero-
logical markers, and cranial MRI data to compare the differences between the two mutation types of neurological WD.
Results A total of 103 neurological WD patients were enrolled, among whom there were 65 patients with p. Arg778Leu-
mutant WD and 38 patients with p. Pro992Leu-mutant WD. There were no significant differences in demographics, clini-
cal manifestations, and most serological markers between the two mutation types of WD, while there was a significant dif-
ference in cranial MRI findings between two groups, with significant differences in the damage of the thalamus (y*=
17. 834, P<0.001) , the midbrain (}*=12.579, P<0.001), and the pons (x*=10. 605, P=0.001) between the patients
with p. Arg778Leu-mutant WD and those with p. Pro992Leu-mutant WD , and the multivariate analysis also showed
significant differences in the above indicators ( P<0.05). Conclusion Demographic data, clinical manifestations,
and serological markers are not associated with gene mutation types in neurological WD, while cranial MRI manifestations
are associated with gene mutation types, among which p. Arg778Leu mutation of the ATP7B gene is more likely to involve
the thalamus, the midbrain, and the pons.
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