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Fig. 1
Brain MRI, T, weighted image (T,WI) (Sagittal, 3T; TR 2475ms, TE 7.2ms) and T, weighted image (T,WI) (Axial, 3T; TR 3500ms,
TE 120ms), revealed diffuse brain atrophy in the frontal lobe, temporal lobe, pons, and cerebellum. There were no abnormal
findings of the basal ganglia in susceptibility weighted image (SWI) (Axial, 3T; TR 22.4ms, TE 33.9ms).

HWROALSERLEERONN=F Y VFORE L LT
PARK2 (parkin), PARK6 (PINK1) O#{xT#HAEE B % -7z,
Bi&fzT- D4 exon 12%f L T polymerase chain reaction (PCR)
B L U direct sequence % B 27 - 72743, exon ® homo deletion
%>, point mutation (& & 7% 0> 72, F 7= parkin #H{n T2
D\ Cld exon deletion DEAENT WEAROWREE L & 2,
exon2, 3, 4,5, 7,9 ® real-time PCR 4 BZ 72 o778, 2115
@ exon ? hetero deletion b & & 77> 7z IRWT, SCAL,
2,3, 6,8, 12,17, 31, DRPLA O#{ZFHiELE BTk otz b 2
%, SCAS8 i#&fr1? ATXNSOS 2BV TH A PCR EW DEL
KEIN Y KO A w72 (Fig. 2a). ATXN8OS (28] %
CTA/CTG V) ¥ — Fl2oW i, Gene Mapper software T
757 Ay MEFIZE ) EF L 72. GeneReviews® Tl 50
) E— FUTF%IEH (normal allele), 80 Y Y'— bDL 1% SE
fH% (higher penetrance allele) & AL T\ 5725, AKfITIE
28/141 V¥ — N L EELMEL AL D7 (Fig. 2b).

W PRAEE - AP TIZ/S—F >~ v = X AI2% L, L-DOPA
300 mg ¥ 5- % BIAA L, MRIBOEM & BATHEOLEE A L
&7z, UPDRS part III Tl 45 s55 5 35 M ELLEDTA S I
72728, L-DOPA 600 mg/H i LG %2576 25, &
2 7 H1%121% UPDRS part III T 35 fHA 5 17 fN & FH R
HrRHhLD, HEERTRRE Z o7z,

z =

SCA8 & 151X DNA MM o BT (7> F 1> A, +
YARH) ELICEBENDL I LD oTEY, ZOMED
BEEYATEICEG L Tnwb bl Tws, flikzeK) 7
WEIVE Ny ETI—=RTHCAGY ¥— MIEE SIS
ATXNS, % > /327 % 232— K L7Z&\Ww CTA/CTG V) ¥ — MIizE
$ % ATXNSOS T 5. ATXNS 2> 51k CAG V) ¥ — b HiixE
ENRY) TN I VICHIEREN L 720, BEOY E— Mgk
FRICHEEZ 2L, SEICHEG T EHESNTVAS,

Brain MRI.

—75 ATXN8OS #* 5 13 CTA/CTG V) ¥ — P A E S5 75,
COFEMIEREN L VERTH L VY. HIMEEY X b
17 4 — (MyD) T3 CTG ') ¥ — M RNA [ZiEE &,
RNA LNV TZEDREEY vy ERNE ALK EZIED, BN
T URTHIEBREE LTI ENTES NI o TER VO

L 72255 T MyD & [A % ICFEFIARGEIS T CTA/CTG Y ¥ —
M (FIZCTGUE— ) OREMELZA LD D SCASIZE
Wb, FEERTICB VT MyD UL 225 THERED D 5
LOLIEEEINTWE. SGREDbINUDONOBIETHRAEIZB VT
12 ATXN8OS T? CTA/CTG V) ¥ — Mz FHll L 7228, o
B JNTHH CAG ) E— k IRREIC S L T AT RENE
Db Ehb, Tkeda H1ET DY ¥ — k% SCA8 CTG - CAG
JE—hEEHLTVD Y.

AENIHEES S —F VXL E R, SCA8)E— D
BHMEE AL DTz, SCAS I3 Yt RV E E1E T
ANIHZEVESE T, RPR AL VX T B AR 0 S o 35 155 % ) 38
FEIRE L, &0 CTREISETTT 20K MK LRI T d %
% L DFEBINT30 ~ 50 M THAE L, FIEHR20EH T I
720 THATABh AT L e\, BRI/ ISERER 120 2 C 8k
FeB g H R R B, IREGEBIEE 2 2 BT 50105 5.
BHER MRI ClEZEHEAVNMIZIZIZIRFE LT 5 2 & e &
%, —77TSCA8 DI & LT, 7V F ¥ RO
TR, TA) =78, BEOMESHIREY, $ixkE
FBRIKEE 7 ) A — 3 A Z A LD TWzE W) Highidh ) 2
KEID L A= F 0V Z XAPTREIR & 7 BT HEME D 598
T&hwelbns.

—7Ji T, SCA8 ) ¥ — M OEEMREIIEEE B LT
O (RIEEAREMIREE, S—F > V9%, BRI AR
EIIOFFLRE) THAREDLNL I ED5, SCA8 DjEfs
FREERORMEFRICEEMAZE S TS Y7, Sobrido
5OWETIE, TIINAT—IHEE 122 AD ) 5 26T
E—MNEEZA LD, ZNENIIYE—F, 9 E— T
Horz. —F WubliE, 659 AD control &, 593 A® PD



53 1 280 BaRIRE 53445 (2013:4)

(a) SCAS8

P 1 2 N W

(b)

Sample Fie [Sample Name [ Panet Jos [sa
SCA8 KGBOOS fsa [scas kGB0OS [None I [ | I ]
300 350 400 450 500 550 600 650 700 750 800
20 this case

SCAB OSKO1Bfsa [SCA8 OSKoi8 TNone T [ ] T [ ]
300 350 400 450 500 §50 600 650 700 750 800
20 normal control
180
120
60-
" A "
SCA8 PC.fsa [scas pC [None I [] I ]
300 350 400 450 500 550 600 650 700 750 800
20 SCAS8 patient
180

120

Fig. 2 Gene analysis of ATXN8OS.
(a) PCR analysis of ATXN8OS showed the expansion of CTA/CTG repeats in our patient as 28/141 repeats. P, SCA8
patient; 1, another disease control; 2, this case; N, normal control; and W, negative control.
(b) Fragment analysis by GeneMapper software. Upper column, this case (28/141 repeats); mid column, normal control
(18/23 repeats); and lower column, SCAS patient (18/107 repeats).
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Abstract

A case of juvenile parkinsonism with expanded SCA8 CTA/CTG repeats

Toko Miyawaki, M.D.”, Kenji Sekiguchi, M.D., Ph.D.", Naoko Yasui, M.D.",
Takehiro Ueda, M.D.”, Fumio Kanda, M.D., Ph.D."” and Tatsushi Toda, M.D., Ph.D."”

"Division of Neurology/Molecular Brain Science, Kobe University Graduate School of Medicine

A 31-year-old man was referred to our hospital because of progressive tremor and clumsiness in his limbs and trunk.
His symptoms were started in the right leg then gradually spread to all extremities as well as his trunk for 2 years.
Neurological examinations revealed muscle rigidity with resting tremor predominantly right limbs. Akinesia and
retropulsion were positive. Neither pyramidal tract sign nor cerebellar ataxia was detected. Genetic testing showed the
expansion of SCA8 CTA/CTG repeats as 28/141 repeats. Though moderate expansion (less than 92) of SCAS8 repeats has
been reported in healthy subjects and patients with various diseases, the extraordinary long expansion of CTA/CTG
repeats in SCA8 gene in our patient could be significantly pathological. 600 mg/day of L-DOPA clearly improved his
symptoms. Dedicate follow up of the clinical course of our patient and the accumulation of the further cases is essential.

(Clin Neurol 2013;53:278-282)
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