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Fig. 1 Brain MRI findings of this case.
A, B, C, D, E, F: FLAIR image (Axial, 3.0 T; TR 11,000 ms, TE 96 ms). A hyperintense area was found from around the lateral
ventricle to the deep cerebral white matter on brain MRI on FLAIR. Furthermore, we recognized a high signal intensity area along

the fourth ventricle bottom, tegmentum mesencephali and the brainstem surface.

L E 2 SNz TNEOFRRDN S LRMEIETAD ASEE
(psychogenic non-epileptic seizure; PNES) & i L CTHCTA
PAFIZHIE L7z 38D b EEIHEOHE IR 2D,
39 5% & I AR IE B O IT L 7. SR I3/, 9
WSS B I, EEEE D/ NG BT 2 RO 72AY, KRl I
RO o Tz AL I ZBAT A &R L ClnfEl,  BHEBITRE,
DIBESBUBATREE S L, 2 » HoMIZ 3 [RIEEHFT#
EAEOEBI AL U2 & 2 BRI BRI ARE L7z,

ABEREAT R B R 1405 cm, 1A 37.4kg, A 35.5°C,
BAAZ C Il 118/73 mmHg, Bk #1196/ 43, %%, A&7 Tl
77/63 mmHg, R 96/ %, %%, AL TOIMEILHIEAHE Tl
SEVHRIE AT R % 7R 72 BIZEERIE AR CEHMNIC 3 X 3ecm O
HEIZ RS, 8eMERA L7z, R, MIEZED.

REEAOPT R,  BRRIE I, ZEIRAARHL, KRS A T
PRHRR, FE7 - SEREAINE 2 RR 72, U IR, DB
PCAHEZERNC TOAE, TR S E, A7 - BATICIEA ) 2 2
L, /NAF - FEEBRAT R R 7z

FRASHT AL A S 7 <, A L Tk CKIEs, ¥
% 3 ¥ Bl, BI21EW, MiHH HTLV-IHRRECH -7 H
RIFERE, MHERERERE, MESURIIMRIZIER Ch oo, B
A TR s & 08 H, IgGindex, I =) Y HEHM
F N ZIRIEE, AT ra—F Ny FIEBEETH - 72
ETRAINA 2 MBERFl A 7 — )V (Hasegawa dementia rating

scale-revised; HDS-R) (330 5 CTH - 72,

S HL A MIRT L2 I 2 J B 7 & R0 BT 200 T
T,WI B £ O FLAIR W18 518, & 7245 4 I K0 v bl 25 7
ChkEE D FIAZI - 72 FLAIR g 7% o7z (Fig. 1), &
FORNRAIRRD 72 2o 72 ik B X OV MRT 0 Je KT 12 CIE
R LA HEO S EOZEM* R 7z (Fg. 2). BoOREIEMR
72T\ 7z (Fig. 2). Mgttt MRI I CHOBEZSR T30 2o 72,

T LA & AxD % 5 { 5 - 72724 GFAP #fr T#ifk % 5
M7k 22 exon 1 IZEEHID p. R79H (c.250 G>A) Z#E%
D 72728 AXD DZWIZE - 72,

Z =

AxD [ FSFEAFHRRIC & o THLIRE! 2 Mk o 580E), HER
@k, 12RMmOSEE), BAR (12 %P EOSE) 12
SHREND. F72EESEE OWSREET IR & W%
FICHED W RN ERT (1 /), TR - FREME 2 ®),
R (3H) OEFREIAZIRIE L T\Wa Y TR - R
AR ERFRE, EBOHE, MR, HERER R E 0%
o mimErs 29 5.

RIEGI DI D — D134k Y K3 Bkl Td 5. Spritzer
5 P13 AxD |2 CEHEE 12700 5 5 EASEEIEIR & L CERL,
FROEE  FEAIRRIEREE & v o I E B EE 2 5TV B



1) GRS R 2R & w2 2RI S S A AR ATIRE % R0 72 Alexander O 1 1 60 : 139

Fig. 2 MRI findings of this case.
A) Cervical MRI findings. T, weighted image (Sagittal, 3.0 T; TR 5,000 ms, TE 87 ms). B) Brain MRI findings. T,
weighted image (Axial, 3.0 T; TR 500 ms, TE 18 ms). Severe atrophy of the medulla oblongata and upper cervical cord

was observed with a well-preserved pontine base (peculiar disproportionate atrophy like a “tadpole”). We did not recognize

the thoracic cord atrophy on thoracic spine MRI.
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Table 1 Case reports of patiests of Alexander disease (AxD) with fall.
Author/year Case Gene Main complaint Other symptom MRI findin;
¥ Sex/Age  mutation P ymp <
1. Namekawa 2002"” M/51 R276L  fall (age 33) — head trauma, spastic tetraplegia severe atrophy of the medulla and upper
spastic tetraplegia dysarthria cervical cord
falls again (age 51) — dysphagia atrophy of the cerebral hemispheres,
bedridden. died (age 53) aspiration pneumonia cerebellum, midbrain
2. Zang 2012" M/2 R88S fall = paraplegia lower limb tendon frontal dominated cerebral white matter
hyperreflexia lesions
bilateral Babinski sign
F/5 N77K  fall — paraplegia lower limb tendon not done
hyperreflexia
3. Nakachi 2014'” M/50 N.D. fall — right hemiplegia dysarthria, spasticity atrophy of the medulla and cervical cord
bilateral Babinski sign
paralysis
F/74 N.D. fall — abasia mild dysphagia, gait disturbance  atrophy of the medulla and cervical cord
4. Lee 2017" M/68 D128N  fall — gait disturbance dysphagia, dysarthria, dysphonia, atrophy of the medulla, upper cervical cord
truncal ataxia, nystagmus high signal intensity of the cerebellar dentate
limb tendon hyperreflexia nuclei
bilateral Babinski sign
5. Tamura 2018" M/73 E374D  fall — right hemiplegia, gaze nystagmus abnormal signal of the medulla and cervical cord
assisted walking bulbar palsy
right spastic paralysis
limb tendon hyperreflexia
6. This case F/41 R79H loss of consciousness (age 21)  convulsion atrophy of the medulla and upper cervical

fall (age 41) — head trauma,
spastic gait

orthostatic hypotension

short stature, thoracic scoliosis
gaze nystagmus

limb tendon hyperreflexia
bilateral Babinski sign

cord
deep cerebral white matter
high signal of the surface on brain stem
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Abstract

A case of Alexander disease with repeated loss of consciousness and
with rapid aggravation of dysbasia by falling

Yumi Matsuyama, M.D.", Marie Satake, M.D.", Ryotaro Kamei, M.D.” and Tomokatsu Yoshida, M.D., Ph.D.”

YDepartment of Neurology, Hamanomachi Hospital
“Department of Radiology, Hamanomachi Hospital
¥Department of Neurology, Kyoto Prefectural University of Medicine

A 41-year-old woman presented with short-stepped gait from 20 years old and with repeated loss of consciousness
from 21 years old. She had a deep cerebral white matter lesion on brain MRI at 34 years of age, but she did not reach a
definitive diagnosis. At the age of 41, the gait disorder rapidly worsened after fall and fall-related head trauma. She had
fixation nystagmus, dysphonia, speech disorder and exaggerated tendon reflexes. Her bilateral plantar reflex was
positive, and she was not able to walk by herself. The brain and cervical MRI showed atrophy of the medulla and upper
spinal cord and a deep cerebral white matter lesion. As these imaging features were suggestive of Alexander disease
(AxD), we sequenced the GFAP gene. As a result, we identified a heterozygous p.R79H (c.250 G>A) missense mutation
of the GFAP gene in the patient. This case suggests that loss of consciousness may be caused by autonomic disorder due
to orthostatic hypotension and reflex syncope (vasovagal syncope), psychogenic non-epileptic seizures (PNES) by mental
and physical stress. It is important to consider the pathophysiology and management of Alexander disease, in which the
progression of gait disorder caused by pyramidal tract disorder is rapidly exacerbated by fall and head injury.

(Rinsho Shinkeigaku (Clin Neurol) 2020;60:137-141)
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