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Thin corpus callosum and “lynx ear sign”: A report of a family of hereditary spastic paraplegia type 11. YU
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[Abstract] To report a case with hereditary spastic paraplegia type 11 (SPG11) in association with typical thin

corpus callosum (TCC) and “Ears—of—the-lynx sign” on MRI imaging. The patient was a 13—year—old boy. The main

symptoms are walking instability and falling easily. Over the period of one year, the symptoms gradually progressed when

accompanied by poor handwriting and a decrease in learning ability. The parents are not related. Brain MRI shows a thin

corpus callosum,and high symmetric signals in the anterior horn of the lateral ventricles on T2 and Flair sequence. WES

detected two heterozygous mutations in the SPG11 gene, NM_025137:¢.2073delT and ¢.257+5G>A, respectively from the

parents. The proband was finally diagnosed with SPG11. Brain MRI found that TCC and “lynx ear sign” are highly sensitive

and specific for the diagnosis of SPG11. The patients with spastic paraplegia should be considered the possibility of SPG11.

[Keywords] Hereditary spastic paraplegia type 11(SPG11) Thin corpus callosum (TCC) Ears—of—the—lynx sign

SPG11 Complex heterozygous mutation

o AT P R 2 g A ( hereditary spastic paraplegia, HSP ¥
PR SPG ) A — 2 ELAT 55 2 e R R gt % 5 o 1A i) . 05 PR gt A
PEAP R AT PR , LAl R HSP £ 0 F Y o Rk i M A%, 3=

doi:10.3969/j.issn.1002-0152.2024.10.012

OHN A ARRHE IS (455 : 22JRSRA994) ; 24 JH K258 I e
AR H (45 : CY2022-MS-A07)

B 2PN IR I PRI 2 B (22 M1 730030)

A EMREEEE T ER A N AL

N AR EBEIR  fa R R

© SE{E1EH (E-mail :2227453714@qq.com )

BRI B U R TGy R 25 PR , T A% Y ik
Wtk g% HSP(AR-HSP) W U3 # i A7 4255 1R 0 A
FRAEE MRIZE 330 SPG11 /& AR-HSP fig i W28, iy
SPGI1 H: R 5878 T 5, MRI A 22 80K 38 AR AA (thin corpus-
callosum, TCC.) i 2 45 Fi1 i (5 J5T 995 2 , 4% S0 F-AE (ears of
the lynx sign) " & SPG 11 il [ B9 A5 1) — Fh e 8 . A S0k 1
i) EL A7 LA TCC AN 4 A BAE 528 2R B SPG 11 Hit i
mr.

1 IR 3 #4

SEUEE (M -1): 5,13 %, 24ERTQCBF & I HGE B AR



P ER PR 2R 2024 4F 504 BB 100

P 5 A8 R B VAR R A RS AR 2%
SJRETT R B ST LA R R R A, 230, Jeim
18, JCE T FORS AT S8 o R AR LR T G
AR AL AR B AR B A IR . R LSRR, 6 2
A T3 A WL e v 8 5 I B3 2 S JO e 3, A 7 I SR 50, TG
B4, IE R RS AR

PRAE G AR w N, 55000 R, A O IAT 1 A o B
A T8 INE T BEARRE AL, SURSRBT TH A [ (4 496, 3L
BRG TR EARIE  SUR NBEN B LBk bW 2 K plE
W AN LT B IR 5 IR 2K A 5 DU LR AL LT
FULEK T I ST A AN 22020 45 IR R BRI
B 5 U TR 5 S T UM e e S5 S G L UM AL e 2 B
P BN ERAE B 5 [ A D BB IE 5 IRBHS A A UL K-
F3,

SBIRG A MR R L Vie B12 A S
FLI | [A] L JoE S0 1E 5 13 AQP-4 . MOG .GFAP HiL 14 ]
P R A AR R A O RV R B T I I 2 T 7 R i
GOMIA ) o Il LA 5 SR VEP: SUIR P100 v
PRI BA b A4 B 0RE R o /NSESCIR AR MMSE B 45 28
(Z%1{H 30) , MoCA W43 28 (% {H 30) . /AN MRI 4 5 7%
IR AR | B RSB ET 40, T, | Flair 5 75 XU % 25 117 £71 48
U O BRI AR o MAOE MR P-4 N 5 58 7 i B
AR, DL 1

FERRI - AEAS AL X B R &, SR 42 EDTA sk 4
MHEAT T 2240 B 7 4 F (whole—exome sequencing, WES)
K, % Bl L SPGIT % P NM_025137: ¢. 2073delT #il
c.257T+5G>A IS B A8 T o e — 2D A 2= b, 0
BILR BRI T T SPG11 3% [H Sanger Ml 7 503IE , 42 SEAT- 16
¢.2073delT Z+ 578 57t , BESEAFAE €. 257+5G>A Fe 578 5, 1)L
PIALAE ok B ACBE, BB A A 9878 SR AR st e, L
K2, ¢.2073delT WA 5, 23 A2 1 B+ P2 ai th e, &

633

/
/
= | 4
¥ 3

Fig.1 MRI performance
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Fig.2 Genetic pedigree diagram and genetic test results
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