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A Case of Chiari Type 1 Malformation and Syringomyelia in

Neurofibromatosis Type 1 Patient
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A 26-year-old woman presented with skin pigmentation and numbness on the upper arm. More than six café au lait spots

over 15 mm diameter could be seen throughout her skin. Neurofibromatosis (NF) type 1 was diagnosed based on genetic

study. The brain magnetic resonance imaging (MRI) showed Chiari type 1 malformation and syringomyelia was noted in the

C2 to T7 level in the spinal MRI. We suggest Chiari malformation and syringomyelia could be a rare manifestation in a

patient with NF type 1.
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Figure. Brain and spine MRI in Neurofibromatosis type 1 patient. (A) T1-weighted sagittal brain MRI shows Chiari type 1 malformation and syrinx.

(B, C) The spine MRI shows syringomyelia with non-enhancing heterogeneous signal lesion at cervicothoracic spinal cord. MRI; magnetic

resonance imaging.

A 710 AT Hehs WEEA itk

4

n| =

2
o,
N
O
5 OfN
o\

192 Ao v= <y adelA A
22 Agsinl, 771 A A F 2714 o[k wEs
o] 7Rsaie)] B SRE 71EEe ol 278 o|Ate] E)4:
671 oAkl BzbAko] ShelElo] Alnk|zo] Hakstela
ARARE S8l 2l Ein AR 192 A
of] ZoRS sl A0 AlATF Ao 7 Theks) ¢

Boox o doomx oo
£ oog & 2 B
mé ox AL -
|
5 to

b

o,

i)

>

=h

=

olf

o

2]

oM.

jad

O

o

oN

ol

=

By

ol

(]

o,

ACh

N

ot

O

o] S 9-E As 7SSl B 2 139
olf7]E ol¢] Aeissol St AHRET 130l =
B ARARES Bl FF glo] Hago] W
E slole]7]g Sk g Eeld Favt Sl Aags5ol
Sk gjoA] AFSntgolt A RIS Hols A4
55 BAE BE|9Iek’ Tubbs 5°2] 53 Aol 19 3o}
2713 0g Sk Aof S| 54%004 AAERES 139 4
e T 3 AR 180 Jek 2] 8.6%C14
H

O %2
rofibromin T 3447} o] 9L, FAA} oo & Qg v
/341 M2 FAlo] fHkEICE. Neurofibromin =417 W 17¢]

olAtolg| 1= Al(cyclic adenosine monophosphate) 4o T}
AAARIE Ao Fa3 IS st AR5 1

2 e

F5 0 BRAPAR) FFE UL, BF BY QA 8
Qle ISRl 4 $4A Salutolel Zelgiek. 3t A4

Al

ARG ES 199 Agel TAHel A8z oby e
ol QAR A A QM 4 ddo] Musw gk B
AT} ARG olo] B0, MASIS, TIKOLE,
ez 5o wn o] whEch s Wl oje] ¥ MRI
oflA] oA} AlolES AXISHE TABAE o] THET, 1)
a3t 03%, ELRIAOIA, Hobuopy §9] Azhg B 4 9l
oh R AR A4, FeAeE A0, okl 1197 g
59 AAlole Mol bz (Noonan syndrome)o] A4

SEoIA sk sloke] 7Pt

=3
Toeoo AERES 139 B2 M ez E
th 53] Badrlo] slofel @i Aeirssol Ak 2]

s 19 sHF ool Higk 2<lo] dasht

REFERENCES

. Ly KI, Blakeley JO. The diagnosis and management of Neuro-

fibromatosis type 1. Med Clin North Am 2019;103:1035-1054.

. Afifi AK, Dolan KD, Van Gilder JC, Fincham RW. Ventriculomegaly

in neurofibromatosis-1. Association of Chiari type 1 malformation.
Neurofibromatosis 1988;1:299-305.

J Korean Neurol Assoc Volume 40 No. 1, 2022 71



1z
Rl
4
N
O
I3
o
el
TH0

72

Dooley ], Vaughan D, Riding M, Camfield P. The association of Chiari
type 1 malformation and Neurofibromatosis type 1. Clin Paediatr
1993;32:189-190.

Battistella PA, Perilongo G, Catollo C. Neurofibromatosis type 1 and
Chiari type 1 malformation: an unusual association. Child’s Nerv Syst
1996;12:336-338

Fernandez JA, Calleja PB, Paseual CI. Syringomyelia, Chiari 1 malfor-
mation and scoliosis in a patient with type 1 neurofibromatosis. An
Esp Paediatric 1998;48:522-524.

Incecik F, Ozlem HM, Altunbasak S. Optic pathway glioma, scoliosis,
Chiari type 1 malformation, and syringomyelia in a patient with
Neurofibromatosis type 1. ] Neurosci Rural Pract 2013;4(Suppl 1):
S141-S143.

CHPHM ot MI4071 M12, 2022

10.

. Karaconji T, Whist E, Jamieson RV, Flaherty MP, Grigg JRB.

Neurofibromatosis type 1: review and update on emerging therapies.
Asia Pac ] Ophthalmol 2019;8:62-72.

. Tubbs RS, Rutledge SL, Kosentka A, Bartolucci AA, Oakes WJ. Chiari

1 malformation and Neurofibromatosis type 1. Paediatr Neurol 2004;
30:278-280.

. Brems H, Beert E, de Ravel T, Legius E. Mechanisms in the patho-

genesis of malignant tumours in Neurofibromatosis type 1. Lancet
Oncol 2009;10:508-515.

De Luca A, Bottillo I, Sarkozy A, Carta C, Neri C, Bellacchio E, et al. NF1
gene mutations represent the major molecular event underlying neuro-
fibromatosis-noonan syndrome. Am | Hum Genet 2005;77:1092-1101.



