rfl
r
h
|

https://doi.org/10.17340/jkna.2020.4.27

SPG11 Mutation in Hereditary Spastic Paraplegia with Thin Corpus

Callosum Diagnosed by Targeted Gene Panel Sequencing

Haelim Kim, MD, Young Gi Min, MD, Sang Bin Hong, MD, Man-Jin Kim, MD? Moon-Woo Seong, MD?,

Je-Young Shin, MD

Departments of Neurology and Laboratory Medicine”, Seoul National University Hospital, Seoul, Korea

] Korean Neurol Assoc 38(4):359-361, 2020

Key Words: High-throughput nucleotide sequencing, Hereditary spastic paraplegia, Arnold-Chiari malformation

4173 2|51TAloHH| (hereditary spastic paraplegiays= X} 218§
St apAe] 2 % ol S0 e s AEgARel. <)
& ol wet BASHAHNES Hol= =4=%(pure form)} <1

A7V s7ol, AAARIE, ey, A2l Azt &
YT TRAAHZS 8kt H5l3 (complicated form) O & L}

Stk GRS WS BUG AREAuRIL BEFOR ek,
2 Qo] KR wh 9L Aol Al 200400 HzE
HuE

7129] Ao] G7|A G4 (Sanger sequencing)S W= AR}
HARE 317] ol -, wlgo] ML Algto] Lol Arivhs T
o] itk oo, M Fd7 A sk 50%= 7514 Hol 7}
FEA A otk A 47149
ing)e- Shte] FAAIE o] W zto® Efisto] FAlo] ¢
oY= Hilo|t}, o]= vjw A w211 AAF Q] HFHo g ofg] A

A S golshA Stk

7 A SRkl o] AR} ol = thefsih. AAEE oks
C.-7]o}]&55H(Amold-Chiari malformation) 02 9 Z|&]o] S5

EL4(next generation sequenc-

Received April 5, 2020 Revised September 29, 2020

Accepted September 29, 2020

Address for correspondence: Je-Young Shin, MD

Department of Neurology, Seoul National University Hospital, 101
Dachak-ro, Jongno-gu, Seoul 03080, Korea

Tel: +82-2-2072-4201  Fax: +82-2-3672-7553

E-mail: neurojy@gmail.com

@} 7Fd<(posterior fossa decompression)7}A] WIQFO L} o5 2}
Ale] F71A A Sol SR WS FWIRE SPGL{-4A} o)

A B = ek

Sl ek,

& Al glol, ols E F FeE ua

S 2l
1. 241

36A] oA&F7} oF 1087 ZI3ish= oF sHA| flofow off Wigdst
et 28A17 5] Haggoll Bl OAFg thel= A=l o)%- &+
S 9 mlAARo] FHbERI Adols o SRk 1 9
= ol dA7IsAsE dhagels IS ﬂﬂﬁ'ﬂ 9 715
F 5ol 27 (UGl BN oRst-lolelsetor Kt
| a0l XPE7} UL ©]
AR Sl gt F7HAQ1 O =71 Slell 2 sk
Ao A FolA] 22 Medical Research Council

]} O = v A7|AZ oFAS HQich

& A A7 Aol AAEFAAL kAL Bl
B12, gatdA 2, P75 RS A olek 93 AstAlolA
TF ZRA=HAPAA vl Q] AP s WAEA] eske

B, 92 SAlolAl AAARE 27S WA AARE A

O

J Korean Neurol Assoc Volume 38 No. 4, 2020 359



Figure. (A-E) Radiologic features of case 1 (A-D) and case 2 (E, F). (A) Axial fluid attenuation inversion recovery (FLAIR) shows the ears of the
lynx sign (arrows). (B) Sagittal T1-weighted image shows prominent thinning of corpus callosum (arrow) and mild herniation of cerebellum

(arrowhead). (C) Sagittal T1-weighted image shows syringomyelia (arrows) along the thoracic spinal cord and (D) shows in T1-weighted axial
image. (E) FLAIR shows the ears of the lynx sign (arrows). (F) Sagittal T1-weighted image shows thinning of corpus callosum (arrows).
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