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SPINOCEREBELLAR DEGENERATION : SPECIAL
REFERENCE TO A NEWLY REVISED CLASSIFICATION

Tatsuhiko YUASA

Spinocerebellar degeneration (SCD) is one of heredodegenerative neurological disorders, characterized
by clinical features of progressive ataxia with or without other neurclogical symptoms of pyramidal,
extrapyramidal and peripheral nerve involvement. The recent advances in molecular biology in this
field brings us new era of genetically oriented clinical research, showing us new aspects and, or

concepts of SCD.

In this article [ will show you a newly revised classification of SCD based on the recent advances

in clinical researches, pathological and genetical findings of SCD.
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FH /A HIE (spinocerebellar degeneration :
SCD) oA L TR, DHETE, BEERERSE
FAEWE EBHARAERABERRIE ks bob—
MTHb. ZOXIUt, EFOHFRIZFOHEE L
SCDEHAEOMELRE{ERIELIELTWES.
T DR, SCD DR D NG EBIET L IV OH/:
RS A - OB O ORI K S SHEE P E U TS
TW3, %Ol OiEd & EROILLF DR =ET -
2 SCD O 7 S AFRENEE N BRI LB > T 5.,

Friedreich $:3#E, Holmes BIRZE/NNZEHMELE, M
FVERE/NNEREEE, & VU — TR/ MR ERERE S £ EEHE
SRS TWAREBLTH S, —HT, LEOFRHD
#Eic £ 0 Marie $5%° Menzel iR IZH > OERICY

A, WICHET I E & LT Machado-Joseph %5 (MJD),
R ETR OV A (RZEHEE (DRPLA) 72 & 3885

Lz, 20k, HF@IEFD SIREshmEA0NE
F1kid, genotype I2H-S< b O TEHEN & E L 5,
BRI S 5 RN LA 7S B FS MR R~ D
MELWEEZ 208 -LETHAD.

MJD, DRPLA 3, RXOFR EZhIEE K -
WER « DTBEEIIRITES, DAEOWREEE L) —
FEhTERBHFESNE~ETHS. F#, SCA-1
i3, Yakura i2& - T HLA & OSSR IICE] &1
&R, IHEILEICSCD DRBIc) FlEENEA X
healtElin, TEIKEETHS.
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Table 1 a newly revised classification of spinocerebellar degeneration (1999)

I. Friedreich #EISFIE (ataxia of Friedreich disease type)
a) Friedreich 4:F9iE (Friedreich ataxia : FRDA)
b) &7 VT 3 VIMIE « SAEIE % #% 5 &F95E (Friedreich type of ataxia with hypoalbuminemia &
hyperlipidemia : FHH)
c) £ 3 v ERZMELHAE (ataxia with Vitamin E deficiency)

. FEHFEMEXI R (familial spastic paraplegia : FSP)
a) MEytaikitdEdE (- SPG-1, SPG-2)
b)) Fif kg s (- SPG-5A, SPG-T)
o) Wt A EMEIE (« SPG-3FSP-1, - SPG-4,/FSP-2, «SPG-6, FSP-3, «SPG-8, FSP-4)

M. FZE/NNZEREAE (cortical cerebellar atrophy : CCA)
a) BIEMRE/NNERIE (Holmes B/l ) — 78))
= SCA-5
« SCA-6
« SCA-10
b) IMFEMERE/MNZEHRE (sporadic CCA)
« B P/ NIKERIE (late cortical cerebellar atrophy : LCCA )™

IV. £HHEREIE (multiple system atrophy : MSA)
« & 1) — TH/NKNEHHE (olibopontocerebellaratrophy : OPCA)
* Shy-Drager fE##Ef (Shy-Drager syndrome ;: SDS)
o BRREEBHAE (striatonigral degeneration : SND)

V. BEEHEEE/MESIAE (hereditary spinocerebellar ataxia : SCA)
a) EH#{EH OPCA (dominant OPCA)
» SCA-1 (Yakura)
*« SCA-2
» SCA-7
b) Machado-Joseph #5%! SCA (MJD type of SCA)
» SCA-3,”Machado-Joseph 3% (MJD)
o) BRI TR B ER AV A (A ZEHEAE (DRPLA)
« #{=tE DRPLA (Naito-Oyanagi #3)
d) B )NMKE
» SCA4 (Biemond)

VI, E{ctE A EMATHE (hereditary episodic ataxia : HEA)
o AEAMEAARE [ B (HEA type 1)
« FMAGAE TR (HEA type 1)
« REMERRRE « 77 b — ¥ « f8Hi L AJAE (episodic ataxia with paroxismal choreoatetosis and
spasticity)

=

H) TRTOERBEEEBICENSH O 5 5,
(%) HEEHEE/NNEREIE (acquired CCA) A4ERIT 5.

FEEEHFIMIC L 2D TH S, Ll Lick HiAFED

SCD DR DRI & 1U1E KNS 15 82T S AT 100 IR BiNREHEOFNETS S (=) (Table 1, 2)
i2dbb, LihL, CCTREI~NELE, RESHEI <35 I B> Friedreich FAU4IRAE

BRI BN S DAEBZ TRIE LT VWE WS T & (DFriedreich 2:38fE (Friedreich ataxia : FRDA) :
ThHAH. 2 DFUTOA TV LERKATCITBAEE  EHFICRIEL, MEOEEELT, WEkEE, BiR K
HERE DBEHLE VLI EADEBONETHD, H D{ET, Babinski #{%, BB, #HEMAE,
LA & Bt S RE S A a1, Friedreich &, #LERLLENAE, ¥ERMBH A2 54, &

— 607 —
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Table 2 Spinocerebellar degeneration in childhood (Group VII)

a) BRGNS STE (5 1 —VIEE) o/NEHEASEAEH (group I-VI diseases in Table 1 with onset in childhood)

b) a) DIAD/NEOEFRIMNEEIERE (others)
1) EHBEMHTE (recessive form of ataxias)
» ataxia telangectasia
« Marinesco-3isgren syndrome
» Charlevoix-Saguenay syndrome
» Cayman ataxia

« infantile onset spinocerebellar ataxia (SCA-8)
9) T/ NN RIS (congenital dysgenesis of cerebellum)
o MM EER/RIE (cerebellar vermis aplasia)
« COACH (cerebellar vermal aplasia. oigophrenia, congenital ataxia, Colooma, hepatic

fibrosis)
» Dandy-Walker syndrome
» Joubert syndrome
* Behr syndrome

3) yfh ki IiE (X-linked ataxias)

o Pz o ikt OPCA (X-linked OPCA)

¢ sideroblastic anemia and ataxia

BRI IIEIREEIIH - T, frataxin HEBIzFIC
GAA ) E— FOREHEEL BTN

RAREZUE, 43R0 FRDA Sk DZ h &4 FRIEF
HicE—p &2 pLERIEHIhTVWIEWI Lich 5.
@7 V7 3 vIMEE & EREMAE% & 78 9 Friedreich
FU D (Friedreich type of ataxia with hypoalbuminemia
& hyperlipidemia : FHH) : T OEBEEIHHETH
Hahfv, CThidXy FRDA LM hTW/RAE
O SRR, EERIIC IR PLE D &6
D, ERT VT 3 VIGEREISIMAE S £ %22, kD
B R TI/NMEEI R A 5N 5 Y
@FMEE Y & 3 v EKIBAE : FRDA (c—RENY 545
INRHEER S E A 2 — X F R BT 5. a-
tocopherol transfer protein D REPREDOFETH 5.

<ENH > FRMEHFAE (familial spastic para-
plegia : FSP)*

AE 12 TR O HER IR B & IR AR L T 5.
BEMIIEBIEEER & HihlEs (FREdt & ki)
BIDERET 5. BEREER R aEF14E (SPG-3/
FSP-1), otk 2 & (SPG4./FSP-2), HEF15%F
(SPG-6,/FSP-3), H:fafk 8% (SPG-8/FSP4) %
NFERBETEESET 5 boichhrhd, HHEEER
iitaik 8% (SPG-5A), §EfF16%F (SPG-T), £ L
T, g dlE & LT SPG-1 LSPG-2 H{FET 5.

<HEWTE> FPE/VMNEERE (cortical cerebellar atrophy :

CCA)®
INIMERECEREEE L, EHOT4Y —TH
OEMAERICE R HIEBHTH S, FEIERI/MK
HoEghRH T, BOEER L 5.
OB EHREE/NNEGEE © & QI3 FE & U T/NRR
HICRET AHER LT Holems BIE/NUEELET
A ) = TROEREET A ) — T/NEEME &EBFET
5. ThoR—BciREREFEEEREZES. O
FThoBE BRI TV T OPCA RN S,
Holems BLZ/Mut-EEIEHTHOLE2Z L, SHDTER
WEEE E S, Th O HMENCT L T T REFN R
I OBETFED S VEBEETREEEETREEOSEE
Ehfz&D& LTSCA-BY (Befhfk15) £ SCA-6" (4
faik19), SCA-10% (Yufafk22) et hic.
QMAMEE/MNEREHE (sporadic CCA) : EHERE
L Tl Fett el \ix#at (late cortical cerebellar
atrophy : LCCA) M TicafEsh s, LL, ¢
IEH 3 waste basket EH->TLEY»BNhMBH B, %
T, 4V — TR/NNERESHACTIRER: R8O TK
Thd, Fit, TAI—AENEEMEE Y72=—0
b5 b A ek B/MREEHIE, KRR N EAE 72
Ll & HEBH R E MIEEESA D CURREMS S 5.

<BEIVE > £RHEMIE (multiple system atrophy :
MSA)

LR EEIE (MSA) 14, Oppenheimer” ik - T
RIBxhicfiichd b, BETE, £ — TH/INER
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fiE, Shy-Drager IEWREf, MEGTHEETHENLETIS.
CNGRBAETREFREORHUOELEZ ShTL
TMSA BENGERIFT HRETH 5.

O 1 — 7K/ NiwZ=HEiE (olivopontocerebellar atrophy :
OPCA) : Hi/MuEHEDOLE AT » L bHEOF W
EETHAH. CHRBEEELEEST, /NMNuthESkHE
FAEfRE LTI RIE L, &@hic Parkinson fERR
PHEBRMEERE S F ST OBEREHT 5.
@Shy-Drager fEf&EE (Shy-Drager syndrome : SDS) :
HREEICRE L, MM T, BRMEEREEEEREL,
At/ Mt ER AT AN BRER 2 S T T OEE
a5,

OB REZMAE (striatonigral degeneration : SN
D) : Parkinson FEMREF, LENHEE L L OHEEA
IR EFEFEIR & UTRIEL, S \itbEsad,
EEDtHBERS /L K2 &M 5, hEICHIEL, B
<, MRETH S,

o OPCA, SDS, SND#Sa—KEBETH 2 ET 5
BHLE, MIRERCERE 3 b00, At uic
BEETAHEHREREET AL, L RNOBERRS
BIETES DS, X5 3FEB @t s8R
AFEEFT 24 Y IFY Fod S PBEETEY I LT
£ 5,

<EVH> BEMHEM/INARIE (hereditary
spinocerebellar ataxia : SCA)

SFREFO#SFCLD, BETIR#REFORIELE
Kol LIcEBICHMEEhTw3, # Y — 7H/MK
TRZE R T ERENE OPCA Blo—# (SCA-1, SCA-
2, SCA-7) &, Machado-Joseph #8! SCA # L TR
BRI ARV A R ERIE i 5.
a) BBt ) — 78/ NNZEHEE (dominant OPCA) :

(DSCA-1 (Yakura) : JtA® Yakura &% 5 HLA &
HEET S EHFMEABEIEET 2 EERVICHRE L. C
N SCD DI FRIZFEEATEE- T &I
fo. FEBTCREBER6BERICBETEXSD,
ataxian 1 DBETREVRNTH 2™ RKEFEHITE
40T, EEIRF OB I RIRIREGES), TROEHE
FEEEESREO OGNS, LAIORX TREFRER G
Menzel & LTHEE LT,

@SCA-2 : BRI & HDETIZ Menzel Hid 54T EE
anie, REFELECREBBETESSHD, CAGY E—
PO (35~59 : IEF1315~29) MH 5. SCA-2
OEERAEIRIE SCA-1 EMBE DA —3—35 » 7L, Pk
YEERH, EBRIEEGES, BREOET, BiRoX

in, PUBCPEER ORISR, MYRESEET 5. &K
BB T 3R EE1R2E I EET 57,

@SCA-7 : S RFHREE & R & 72 5 B8R
ETH2Y, KEBETREIRBMGEHEICH-T
CAGVE-rHonEL b5, F0RERRETIR
/NINERE, MBS, T4 — TRoEM, MM
OFEHENTEH LN 5,

b) Machado-Joseph #%! SCA (MJD type of SCA) :

Z Zizid Machado-Joseph # (MJD)®® & SCA-3
BEEh B,

OMJID : MJID i2bHETIE Mario s SBExh
fo. BOEOFETREMNBEO SCD DML TlRE - &
SHEOEWERTHE, BYEL N TLVEBAAELBRE
ANBEREDANEORRELGEBLEL ShTVH B
ETiF2—ouw /YD SCA3 LR UEKERTH AT LM
BHzh, MID 3ettRNicamd s EESEKR L -
7C

MJD DESREVRHE I EB AT, HEEARRIER, #&
EIER, To VIR EBEELHEDEE & - THE
THILETHY, WEFREEMICIE, FRE /N,
G, BREER (R, LAk, BHELEL#EEHRES
MERT. TS L TNMNEESR T4 ) — 7B 33
f, 3D OPCA BOKRE%EHT 5 SCA-1 % SCA-2
LB IT RIS A, MJID OFSEE T 13 S 14k
WWHEEL, CAG) - HoREME (68~79 : B
ATI313~36) 227

@SCA-3 : ZFHHEIFI MJID &[5 UBETFEE I K B#E
THHD, CAG Y E— b HHFER L200LL iz bigd 5.
SCABTHYRF=TRREALELEF, FHENI
{3 spinopontine atrophy %54 5.
¢) MR FRIGHRE KV 1 AFEMIE (dentato-rubral
pallido-luysian atrophy : DRPLA) :

DRPLA &\WHEHIZ Smith DIFETH M, 0D
HEFIC RBEEIRT{, RBEAICE R~ 910K
A E g, ot —HEHMEDO DRPLA (ZPIFE »
MINC & - THEM E h o Bz DRPLA Th 5. i
I A 7 0= R TADLADRE D SAEET U 1-E
BHATH S, BEMCEBEREEE L, RIEERHD
BT K - TERKHRRI MR 5, NEIICHRIET 2613
HEITH I F 70— X 2 TADLA SIGHHBERE R E X
fog. &1, BEERARERTRTADA, IutkEE)
G, MEEEEEERT. RERER TR TA» AP
fEE R, MR ERHAHOAEHT L OLH 5.
DRPLA OEBBIFIEI2REMEICEEL, CAG Y
E— FOBMAEE LS,



d) B3/ EE - SCA4 B hicfc 5. AHTOHE
W, NN RS & R EE A S A
IR & BRI EAB L, Biemond KKET B LW
A%

<EVIE > Bt A AFIE hereditary episodic
ataxia (HEA)

BHEHE RS I0E episodic ataxia (HEA) iT 133
S>hORE (KR Bh5. B, BRTFEORTL S
3ODERPHRMOSATVS, Ihs@nInbl 4
VFr RVORBICHES EERT, A4V F v xMRL
wHrah 5,

OFEBEEFE IR (EA type 1)7: SRR
PP ORER Sick - TH ¥ BT SN BRIFES
SHEETEMLET S, COREORRIHEIIR 1 -2 L%
WA SR ELTAEL S, MBI I 4+ 37 %%
LT s,

@EHHETHEDR (EA type )™ : Bk A <A
FefEd & b70 5 AIMERTETH 5. AAEIZERRIERD
BEHOAREL 2oOFRBIZSY 5N 5. BIEEREE
# & 4 % paroxysmalvestibulocerebellar ataxia & ) Bed
# ataxia & FEEFER E T B paroxysmalpancerebellar
ataxia 1 5.

GrEhic & > THEFRShLRIFOBET 7 F—EL
FEi5 (episodic ataxia with paroxysmalchoreoathetosis
and spasticity)™

VIR /NE OB/ MKZEMERE (SCD in childhood)
TN DR B8/ IS HERE D SR 3B L L THRAER
DT EHE\, Table 1 O [ #H SHEVIFHCE D BT
L ERO/NBIARERNE T oh s, EE#E
@ SCA I2dh » TId anticipation T & » THIEF#HD
EAELG @RS B D, FOL I OO IZ/NE
RIEFI RS 5.

NEEIEAS @ SCD T3, AW REE, BEER
Bhikh, BRFISMEEE HEEEECHESONS
(Table 2).

z =
T TITiBiF - SCD AMERE R, 19T R GERMSRIE
Ly s 2 A LTEGEI L bDTHS. O
SHIZF DB TS Lz &k 51T Greenfield 575,
EAEE S 2HENBEERCHANTLGDTH S,
S[a|OBETHENE M FREFPRILICE S Wit b
DTHBELTH, HFEOKKE%EH B E Greenfield 57
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MOERENEREE SN AR &L .

Z O SCD O I s o & L TR, W
ek b0, RICLELDPNHZDTEREN
fzlo,

5 H U I

Menzel %5, Marie 5% % L T Friedreich #, Ch 5
3ODZEMEFICB LA BRSO THIERAE L
SETHL. INSHRERVEERFELELTREY 71
st LTHVWSNTER DRI PDTHS., Ll
F, WFhOKRBICEWTH SCD cfb 3 nF#iinZ
OB L - T, FROEIDE CREMBREARL
fo. EEBETHRESQEC ST D EWHEENED
BTEL - EREWIEL, bhbhidzodld
1o U CHEE M S N iER s - W TERER & R o
SHRETT BRI o TWVWADTH 5.

BEREEIT WAL, 10T LAY Menzel &V -
TWh & DIEFHETIE, SCA-1®SCA-2 &N T
W3, Th Menzel D ) ¥ F LTV D i SCA-2
TH 5. |EEEIC LT Marie IHIZOWTIE, SCA-1+%
DRPLA ©—ifl, #LTMJIDcshhtz, #icS5Hb
NbhHAMIDE LT LTVWAEE L DERIEMLDT
Marie 5% Menzel FHEWVWDRTWHDTH B,

—F, AFHD Friedreich $RITEFMERDE  DfslHE
PEINTWS, BERICEEKDO D & R—HLITVA
DR Eh TV, ST BRIZTFEMNC SARBRORE
AL TVWS, FLTHEHT FRDA 3TV dD
othi SE - SER, K747 3 YIUE & SISIME®
5% (FHH) Magishnf. Fh, FHo
FRDA I FHEHAROMESIILALENLL, DOTA
RHM FRDA & LTHELHHOREFRREZE I
FHH D #hiEDTH 3.

Dl e MK HRE DAy A L & It LT 50
22U TH D, Greenfield D4 ¥E, [FAEE EHEHIE
BRI ONHE, £ L TESRIOBGETAE ~ED LT
DTS BMBHERICELLLTVAS.
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