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Patient 1 Patient 2 Patient 3

Representative brain MRI findings (T1 weighted). Axial (upper) and sagittal (lower) slices
in three patients with ARSACS. In these patients, cerebellar atrophy, especially in the upper

vermis, can be seen. In addition, a megacisterna magna (patient 2) and cervical atrophy (patients
2 and 3) can be noted.

Fig. 1

Patient 1

Patient 2 Patient 3

Fig. 2 Representative brain MRI findings (T2 weighted). Axial slices in three patients with
ARSACS. In these patients, linear hypointensities in the pons (arrowheads) and a hypointensity

area in the bilateral middle cerebellar peduncles (arrows) can be seen. These findings could be
specific for ARSACS?).

FEOERU LI, AEEIHFBHTHLI EEATVD.

12, ToiR#Fifg - FLAIR &R & s/ oIS 5 (Fig.
2) BAREDDHLILBAWELEAY, O RIZ/MEHE R



HAEN BT B BARPERL T R D BUK

4. FRERETFORENEGT

FHH1E, HAREEM & R MREE L & b4 9 ARHSP
FKR (B & 2, FRL 2 BAAE) VISV, HirBlE K
BETOREZRMAZY. 9, SNP % b B W7z EaT (R
AR~ v E YY) 2BIho A, #2,6,12,130
4O DGR 2 od OB WA H ), EHERTH S
LEZ BNz TOEBIIEEERO HSP #n Tk SAL Eh
THBHY, 7L A CGHIC X 2METIE, MWEET I
BHEREDLNoT.

WIZ, BE 1A &, KRR —r v =itk v—
LN AR B ol TOME, 12 Ttk Bhlid =T
PIZ3oDFHMT I VBB EZ L4 ) BREZREHEANART
FMELY. 2OIBE120BETTEF vy AEREAL
OTEY, BEERLIEETH ZOERIEIDONZ 85
12, BIELTVARBIZH R UEREZERL TS, A,
ot bAENLRBEMERETFELT, ZORERTEZEI %o
TWBEIATHA.

5 BHWIC

L, R WIEZEE DS JASPAC D) VY — A% FIHT 52 &
W& ), HSP 5 FRlEAR S, BN 2 B3 A 5
ENLHZENEENS.

W JASPAC IZ TSR0 BH S A LA I
&N L E 9. JEEAFZERE O BIRERF R AR AR WS R
Se2k, WA, MILACHA, EIAEEE, hE4iEkA:
REMT S A, KHEKTFS A, WERFMBENFE iz i
MR T-Sak, watlsh oo, sl ed, & Ak, I
KEFAFENEL  PEEIE S0, bl REMERNEL 2 KFBE
SR EH 2 LE T

D

2)

3)

4)

5)

6)

7)

8)

9)

10)

51 : 1127

X

McDermott CJ, Shaw PJ. Hereditary spastic paraplegia.
In: Eisen A A, Shaw PJ, editors. Handbook of Clinical Neu-
rology, Vol. 82, Motor neuron disorders and related dis-
eases. Amsterdam: Elsevier Science; 2007. p. 327-352.
WEILBE . SEAR PR RS R R4S Ok, R 32 A, &
% O, M. Annual Reviewfilife. HUH: v AL BE 54t 2008.
p. 198-211.

Hirayama K, Takayanagi T, Nakamura R, etal. Spi-
nocerebellar degenerations in Japan: a nationwide epide-
miological and clinical study. Acta Neurol Scand 1994;153:
1-22.

Tsuji S, Onodera O, Goto ], et al. Sporadic ataxias in Ja-
pan: a population-based epidemiological study. Cerebel-
lum 2008;7:189-197.

WEILISE N, A 2, WSIREIRE HE © . AT OFEE R R B 3
5 & HEE IR ZEARE (JASPAC). BRI 2010,50:
931-933.

T L 5 A, AT o, MR T UGG 5 . 5 £ P e SRR O D 22
% 1 JASPAC. fihEFF 2011;74:141-145.

Takiyama Y. Sacsinopathies: sacsin-related ataxia. Cere-
bellum 2007;6:353-359.

Shimazaki H, Takiyama Y, Honda ], et al. Middle cerebel-
lar peduncles and pontine T2 hypointensities in AR-
SACS. ] Neuroimaging (in press).

T #, BEE R, WR IE. Spastic paraplegia, optic at-
rophy, peripheral neuropathy % % L 7z 2 [ JJig {51 [ J& i
¥ 1982;22:901-908.

EILFEA, WBIG I HE, AL 0T S BUAREZEME, AR A RERE
B2 BRI JRRERE B O IR 15 & IR S8 AR AR
FEAGEE RIS IRIT e, EE AT I
5B IRE R ORRERET (SBT3 S WFZERE, Pk 22 4 EERFZE
e 2011 p. 101-103.



51 : 1128 FRERMRAES  51%11% (2011 : 11)

Abstract
Hereditary spastic paraplegia in Japan

Yoshihisa Takiyama, M.D.
Department of Neurology, Interdisciplinary Graduate School of Medicine and Engineering, University of Yamanashi

The Japan Spastic Paraplegia Research Consortium (JASPAC) is conducting a nationwide clinical and genetic
survey of patients with HSP in Japan. To date (July 20, 2011), 375 index patients with HSP from 42 prefectures in
Japan have been registered. In 148 Japanese ADHSP families, SPG4 was the most common form, accounting for
47%, followed by SPG31 (4%), SPG3A (3%), SPG8 (1%), and SPG10 (1%). Meanwhile, preliminary data showed that
SPG11 and ARSACS were common in Japanese ARHSP families. Since the genes in approximately 40% of
ADHSP and 80% of ARHSP cases remain unknown, we aim to identify the new genes responsible for HSP. We
are now searching for a novel gene responsible for ARHSP with optic atrophy and neuropathy.

To date, non-Quebec patients with ARSACS have been found in the Mediterranean area, Europe and Japan.
Although Quebec patients show a homogeneous phenotype, Japanese patients exhibit some atypical clinical fea-
tures, as follows: slightly later onset than that in Quebec patients, absence of retinal hypermyelination, intellectual
impairment, and lack of spasticity. Recently, we found characteristic MRI findings in eight Japanese ARSACS pa-
tients, who all exhibited linear hypointensity in the pons and a hypointense area in the middle cerebellar pedun-
cles in T, weighted and FLAIR images.
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