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Fig. 1 A T: weighted MRI of the brain of a young
adult DRPLA patient showing multiple
lacune like lesions scattered at the cerebral

white matter hilaterally.
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Fig. 2 MRI (A) and X-CT (B) of another elder DRPLA patient showing diffuse white

matter lesions throughout the bilateral cerebral hemisphere.

Fig. 3 X-CT (A) and MRI (B) of the brain showing marked atrophy of the
cerebellum with dilatation of the IVth ventricle.

B, KEFEROHIDNEAN S 7 7 BOBREIRELTL
5. LOXIUKENZIDLI>EL{LTHONBTE
B—ROBEATRELALBONLEVWI LTSS, &
STl (4T OHEMTIR MRI T8 52 Vit X-CT
KTh, RNMESAHEETHRESED N D I EME
% (Fig. 2-A & B). ZOWEHT® u-fiber 2174
N, —R LT Binswanger #0428+ 2,
CoOPMREORERF LTIV E BRI
NTLHY, LEIAMERELNTE2605-16LT
LR ) R 2 7 7 2 5~ 12X B HDOTREC, &F

DHRICHFLET 2RI TR & 2hic k-5 < ko AT
RAGHERICHE L TRAEL: LD EELH~NETH L,
EVWHDLIORAE, FlRALEL S cEENTERO
HOEHID S BT oNs» 6 TH B,

2) BT AT CIMEERES Friedreich 2t i5E B

B (FHH) -

Friedreich &FE (F#) Hubh I HHBABERTH
L0, AP EH TR IORBEE M -THE % 5
BI-TVa VIO RBEMTFHEFALTL -
WEORHSET LT I v & koo &g

=4l —



i &P 5 B (Friedreich’s type of ataxia with
hypoalubuminemia and hyperlipidemia : FHH) A3%
H&h, BiTi, BRI T HEFc bmEg
HU BB THAIEVIT LAY D2HEH6T
H5. FHH OFROPEE SRIKOF#IIth T L (M
HLTHEYDTBRE SR,

ZOETAT I AMEEEMES Friedreich K JBAEHRE
A (FHH) oo Bic s 2558 s 5148, £
Huid, BOKo Pz~ TMEERam e (Fig. 3) &
WAL ETHE, JOLIUEMBOFHEEHRMICEF
WIEAESLLIFEOSHLEWE WS T L, ZLTHRT
W73 AR R S & OB s B B i
FHH #EE5. Vitamin ERZ£#D Friedreich 2
ERB & FHE o, MEmRcREzE ©
T FHH oAb H@cmvsEns &I Bich b,

2, BROREMEOS FREFHEHER

DN I, BSR4 L 6%
ASOTIE, SHSOREONTEEEMFEATY S i
Hhoodd RERE S RERETHo-FLT
LWHREAORE BRI THE, £0pT
CAG Y E— rEMSREICHING 2 - HOBENE D,
ENSiE CAG U E— MELIFRFASEHM, SCD T,
Machado-Joseph #§ (MJD), SCA-1, DRPLA f3 &5
FNTH 5.

Bz Ticllomics i SCD Kotz T
BATHEE Table 1 Caiff, Ihskk20TUF
s Ahs, MJD & SCA-3 oL TRAiER THA
DT TINS5,

1) Vb 5 l{ait OPCA -

CSA-1,7 % i, Yakura o745 HLA & i ¢ 3 8
NHE L LTROICHA L, #ET - DES8IED
MR e B Th S, ML L T,
Menzel #ii& OB a T3, KWl TR, CAG
O RE LEBENL, (EEAO U E— »E819~38T
BAEOEH L THETRN~BITH L, 2orBl
{12450 kh © genomic DNA 2 5Hh, TOHENAG
ataxin-l &z Ef, Do RRT L 2 04
SHTWS, it -l halifs FRA L2y 2
TRMED Purkinje ffnssgEtt4 27 2 L AH ol
ERTVE,

SCA2Y 4, F¥F2—-—"OARNFEETHINLTHY,
Boller-Segarra M MBI EEZ ot was, HLA 2@
ML 7E <, DI2SABXY phospholipaseA? & gl T 45,
150 KD DEHEABBEMEEL oh ThREsh T3,

— 462 —

Jun. 1996

SCA-4°7 {3, D16S422 &8sy L HE M & il = = -
ooNF — AR ST 5,

SCA-B 4, BEALPMMEHDS ESL, kLR
LB, ZOHEBILY v h— v KIS oA AR R
B oh, +oEBRE TR, RIRekice ., 7
ns.

SCA-6" OMIn TR AETH 5. Bkl oS
1 BT LR R

SCA-T? 13, SLRRIE BRI & JURE A VAT 2 28 5 28 23
LT, MX-CTTWMREEOERHRSALZ £
WEEREL T, /MER, BIES, bA Y - 7RO,
NS oZEMSEYy S h 3, AR O L
DAS1285 & Mg T 24,

2) SRR ER L 1 (AERF (DRPLA) -

Rt B T2 B I fE AT B, O]
fi3, CAG U E— rHOBAEMNS. EEEHULF
ThLITHLT, BETRO~TEEEINGT 5. ABLT
Mo-FFLEALTORBCMLTY, tof{aT
OCEG T 2D FR & £, 190kD &£ 205 kD
DDRPLA HiHldE s n, FHRE L BECREOAE]
figkdh T 5,

3) FEOEvEEER A

episodic ataxia-1 (EA-D"™ (3, /R4 553
MRIEM ORI R T A EEAETH O, 2 HEN
ARSI S ks T &R SN A, B
PUlE T myokymia Z5& o L. AN OBHEHL 145
12§ o RIS AATE L, DU 2 4 F ¢+ 2L TORE
AT E AL,

4) B o B -

AAE L, TREEENT ORI &b A4 8 & T
A—#HOBEET, BHRAICS, /1, HEIceRG A
W ODhOEBENE S, BRI, SR -
FYB AT D, B RO AT
(SPG3Y™, Befufd 2 F (SPG4A), B DKISE (SPGE)™
CERFABETREN Ty b N B, FHEH
CEEME. ROk B8 F (SPGHA)., M@k 28
(SPG1#, #gefafh 21 (SPGY*™ (Tl {y T~ %
e ALOME L. SPG1 ©#{L T 1d, LI cell

adhesion molecule #23— ¥ L, 8PG-2 {3 protenlipid

" protien OB T-ORMAEINE 2 2

5) Friedreich 4500 & Pigc s

Friedreich iz, LhEHIMMNSHETH 2
Z QURIRY IS HAER OFRRL 2, AR L, PO
S, MR, WRR. BB O P, Babinski
W, REEERCY. FELE, Friedreich J. AEZRHLL



IRYO Vol. 50(6)

Table 1 Genetical informations of spinocerebellar degenration
{May, 1996)

diseases chromosome (DNA marker) gene protein/function

1) autosomal dominant :
a) MJD type

» MJD chromosome 14(14g32.1) CAG RPT expansion
/6682 RPTs
* SCA-3 chromosome 14(14q32.1) CAG RPT expansion
b) hereditary OPCA :
+ SCA-1 chromosome 6(6p23) CAG RPT,“ataxin-1 :
+ SCA-2 chromosome 12(12q23)
« SCAA chromosomel6{16¢24)
+ SCA-D chromosome 11(11pl12-q12)
» SCA-T chromosome 3(3pl12-p21.7)
¢) DRPLA :
* DRPLA chromosome 12(12pter-pl2) CAG RPT.749-75 RPTs
d) paroxvsmal ataxia :
+ EA-] chromosome 12(12pl3) KCNA
«EA-2 chromosome 19(19p13)
e) Familial spastic paraplegia :
« SPG-3 chromosome 14(14q)
« SPGA4 chromosome 2(2p24-p21)
+ SPG-6 chromosome 15(15q)

2) Recessive :

&) Familial spastic paraplegia :

« RFSP chromosome 8(8q)
» SPG-1 X-chromosome(Xqg28) L1CAM
« SPG-2 X-chromosome(Xq21) PLP
b) Friedreich type :
« FRDA chromosome 9(9q13-q21.1) FTX
*« AVED chromosome 8(8q13.1-13.3) aTTP
¢) others :

+ [OSCA(SCA-8) chromosome 10(g23.3-q24.1)
* XASA X-chromosome(Xp)

(MJD : Machado-Joseph disease ; SCA : spinocerebellar atrophy ; CAG : tandem repeat of cvtosine, adenine,
and guanine ; RPTs : repeats ; OPCA : olivopontocerebellar atrophy : GAPDH : glyceraldehyde-3-phosphate
dehydrogenase ; DRPLA : dentatorubural pallidoluysian atophy ; EA : episodic ataxia ; EA-1 : episodic ataxia
and myockimia syndrome ; EA-2 : ataxia provoked by physical or emotional stress ; SPG : spastic paraplegla ;
KCNA : potassium channel gene ; RFSP : recessive familial spastic paraplegia : L, CAM : L. cell adhesion
molecule ; PLP : proteclipid protein ; FRDA @ Friedreich's ataxia : FTX : frataxin ; AVED : ataxia with
isolated vitamin B deficiency ; @ TTP : a-tocopherol transfer protein ; IOSCA : infantile-onset spinocerebellar
ataxia ; XASA : X-linked ataxia with sideroblastic anemia)
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