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)1 Kaplan-Meiercurve
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MEmAOE - BAL REETF. TTRE JMFEt

B EE 4 AREST (B - SEEEMTEL Y 2 —RFh/h R EER)

/NBEAFAE D /MRt E BN R RE D EFIRAE (2014~2017)

B mEm | o | s BEH | (o)
DRPLA 30 |18 || MERRF 3 2
Joubert fiE{RE¥(related) | 14 8 PDHC RigiE 3 y)
Ataxia-telangiectasia 18 8 CACIAE ’ .
1)\ ¢ 10 6

AOA1/EAOH = g || FHABC 3 2
LeighRM/E 5 3 SCA5 8 1
= O3 B 5 3 MELAS 2 i
Dandy Walker (variant) | 5 4 Peroxisomal 2 1
SCA29 (ITPRIZS) 4 5 biogenesis disorders

CASKZER 4 2 GLUT1 RiBAE 2 il
KIFIAZS 4 5 || SEPsEcsz® 2 1
Opsoclonus-myoclonus 4 2 PHTHE 2 i
GlycosylationBEHE 3 2 T oAl 38 22
SCD 3 2 Bt 171 100

Ono H, Shimizu-Motohashi Y, Maruo K, Takeshita E, Ishiyama A, Saito T, Komaki H, Nakagawa E, Sasaki M.
Childhood-onset cerebellar ataxia in Japan: A questionnaire-based survey. Brain Behav. 2019 Oct;9(10):e01392.

INBRAFRED/ S IEESN KRR O O—F v — b

AV EE SR

AMBEGREP : hEpseiE AVBEHERR © RSESRE T
TR BUER MR
ERERESE - BHART RO S - BR -
R - TOEHOREEER (*)

REIMRI
A
B M EDTEE: T e
‘ BEERAR - BHRPTRA SWED | 20
MEPORTERS (* +) . #L BEIRENE
IINBRHEERERY /6 Opsoclonus - MyoclonusfEREF

T Bzt A REAEI 7

&
RSB OREDER =0

| I |

[ men: | [ Fomeme miwmn A |

0
EESRE SLRSIBRME SR FOT

V¥ L

EHMENREEEE oL

SR KUPH
ERE  SRERAEILA (KEBIE; DRPLA
AN
v PSRRI
SAYY— L

ar jogren
Wilson# 72&
JoubertdEIREF
Dandy-WalkerfEiZR 72&

e AR

A RS bR
TAMANERITE
B /RE f2&

A4 v
I BRERHR - BARE L SHREET I

v

185

GLD

OINE oINS P T
BPBAETS.
QNS N BB B R I D
DUAA K512 EAERT 5.

[FR])
OB HAFEAE /) B 14 58 BN 2 SAE D
BFRAEEZITV, XKL,
@\ B HBFEAE /) B M B B 22 FAAE O
ZW7o—Fv— b EERL .

2019.12.9



BEANESTUVRBEDNREHE

RS IEE: SEEE(BEEMAZERERT2—)

X1 SrEHFORIR X2
(Eﬁ'ﬁ;) BRI 2 —
 Brg = '.- Fribg Jaurnal of the Neamdogical Scienos
s G

TIIRDUFITBEN

[ E E{]] e
O BHEATEDFUABEOEICHITAEEERE, EF)75E
HEAIE DT

Q@ FHEREBOEYITESEORAS LU FRAD B

[R]

1. HEWBRFoREFFAEETHREL, SEMNCREATL 7T — &
HEZITL. BIE E5L. FFRCH I3 REOLEDPRERRE.
BENTERER NIV IZo0h TS MIL .

2. SN BREODZEENASEZH D (CL. BIESPHABIER
EEOIEBREBEY N —FEIT>TL AR RENTE(HT),

R %Zﬁﬁjrdzigiﬁiu_ﬁij%ﬁ%lﬁ u__:‘-'% %DDDHHKIL_C%EE;&jH__?.ﬁ_(.E)o
2019.12.3

186



HF R/ EEE OERK B FRIRE
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1 X2

s ER s Y =54 3 e

(= 7 B D & b {71 USRS TIE B

COA7 BER(CLDBHREOTED T ) b AR

¥ S50A1,2,3,6,7.8, 12,31, DRPLAM LIE — F a5k & a8t
Bl B4 F 7 ARG T 5 RS 1 1L B 4

EHE%EEE BHEEORBER
;@T@lﬁgﬁié 10/97
fp;;ltinmninmfd;s:nia] {13%]
e p—
18/97
(19%)
)T EERL | ®EE
68/97
(71%)
AR |

CACNATA, KCND3, GRIDZ,
et DNIT | PEXT0, NOTCHS, KIF5A,
PMP22de] SHITCZ?

PRKCG, TMEM240, ELOVE 4,
CACNATA, CODCBAC, KCNAT,
et 5P 7 SPG2E, SPAST, KIFIA,
APSZ 1, GRMI, ERCCE ANOIG,
SYNET, PTRH?

BE— L - iF—

o
L U SR B AT
Spinocerebellar ataxia, autosomal recessive, with axonal neuropathy 3;
SOARNT (OMIM, #618387)

[B 8]
FRY 30 E 3R IZEE LT [R[EL &G T coa7 (Cytochrome ¢ oxidase assembly factor 7) 25
EFFROBEFREIHES LU ERER RS (ZT 2, T FREREOEE e
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JASPAC (Japan Spastic paraplegia Research Consortium)
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RPN ARE (DCA) O 2EERE — $F218 -

MR EE: SHIEL &R E SR &y 758, ERF

?Eﬂg] ﬁ%ﬁ'ﬁﬂ\ﬂﬁf’ﬁﬁﬁ(idmpathic cerebellar ataxia, IDCA) DESH SZETEEICE T/, £EHBY
JEEREERE

(5]

o 201M18FE (8 15, (DJ-CATESIREMER, LU @personal communication(SHERL) &
BLT, ZEEIDCAIRHEES (CR T LERFEHRE SEL.

o (FERIEH (CIIPTECERARE Y —H= AL e,

[FER] 2019F12BEET, £ES 11200 (J CATRIES2:E) M)A Fodht-. ZM55possible
IDCA S¥IBrE - 3605, BimEiBsE I35, possibler HRFEN-OhH8HITH 7.

(1) J-CATEIF (Z) personal communication
5245 (20195E9H 6HBF ) 604 (2019FE11H 30H8F L)
BETHRE BEEAXS
BiE: 165 w3
BEAEEE
% 65 ke EE L
5%

Probable-

Possible=
=

e AN S =T
Probable IDCATES: 504

ssrsiog)| 00 | mEps

8 29:21 Rt e 49(98) FRIETILEL 35 (70)
FEAE Fian U5 530+ 128 HEEEE 39(78) IMERIRE 30 (60)
SFmBFESS () 664+ 135  REGEEES 28 (56)  FNTREERRELE 3(6)
TEmRHAR] () 134+ 69 R4 22(44)  FGADINIF" 18 (36)
FHLABEHETSEE  14(28)  HITUFVUARE 1(2)
AEMEREEE 9 (18) e a2z 19 (38)
TS EE 7 (14) —HREhEiE 16 (32)
It & (10) BEEFLAS- I AR 6 (12)
WS 2t *GAD: glutamic acid decarboxylase
BabinskiffiiErS 1% 3 (6)
Schellongst 4=k 13 (26)
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EI0THT, BERI0FIHE,SE LAY —FoLELT (E2). SR ETF AL 2 8T, BHE
[CE YT RE D T E BRI LTSS,
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#olE A EFE DM '
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R sHAEAR
EEF AH () AR (A)
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(S/) R

SCA31 24 T1x 40 15 5.4~ 585
MSA-C 18 1.5 £ 1.1 16 6.0~ 276

IDCA 19 74+ 68 7 6.1~ 526
%ﬂ_—)ﬂﬂ 15 5 T T T ™ T T T ™ T T T 1E
0 20 40 600 20 40 600 20 40 60
FIEEAENSDERR AR
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0 F—x| O F—u
1.47 = ::‘j; 1.47 :ﬁ;
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