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1. ¥ @
Clinical Question 1-1 O
B DMUZEMIE « ZRMEMAEE X ED L D Lk ED

OF/NREMEL I, Mz o Liig, Fiid2 WV IEKhzEE» T aREER
B|THY, EBRFDIED, N—F2V XL, #EREE, REHEEE, B
[1)] ERERLABIEREETHRBHTHD.
= O S RMEMIAEIZT ) — T/ HERIE, MRAREXME, Shy-Drager (v -
NL—7—) IEMRE D 3 RKBHAR—EBDRLEDHRETH B I EDHIBAL /=701,
INS5ZBREITEIHRBELTRIEINZEDTHS.

N E=s-8n
B/ NIREMAE -+ 2 R EEHIE OB B A O W THRT 5.

0@t TEFYR

FE/INMZ MEAE (spinocerebellar degeneration : SCD) & W9 HIEE 1L 7GR ERK O SCHKIZ Hi 2k 5
%55, BUER4% & L Tld degeneration, atrophy & - 723RRER IR L 2 K3 HEEIZMED 3712,
FRIARE o CRBLT B3 5. SCD M 248 & L TIIHFR/MREHIE (spinocerebellar
ataxia : SCA) & % W I/MkJRIE (cerebellar ataxia @ CA) 72 LAWK { flibi 5.

% Rt ZEHEE (multiple system atrophy @ MSA) (ZfERBIDFE & L TRl S 7z ) — 71§
/MIZEERE (olivopontocerebellar atrophy : OPCA), #EAREEZMEE (striatonigral degenera-
tion : SND), Shy-Drager (¥ ¥ A - F L —7 —) fiifieht (Shy-Drager syndrome : SDS) & \»9) 3
REDE—IREDOR L WU THL ZEAHWLT, ThH2WURT oA L LTRBINL
bOTHA. OPCAIFFTEIISCD ZDBDTH A7, SND I3/3—F 2V = X LN ERT, SDS
AR TR TH L Z &6, HIEE L, MSAIXSCD &3 oftEmn s L TilES
NTWa. F72, TSI OSERER AR E SN2 MRV B M R & I3 5. HAR
TIRERE TR & L2ATEIZB W T SCD o—if& L Tibh 5.

IV FUTIHH, TUA UHD SCD - MSA L 3HIOIREMH TH 2705, LIS ORA
AL, MERPHYOYEbH 5720, EEPLETHL. I ba Y FITH, TULY
DI DL D FRRED R B IR T/ TH L Z L2 5, KB4 SCD Ll L TWTH#R
TREORKRET ) A VIREHPI LIz 31d, THLLOMMBIEET LI LIh 5.

/NI K (cerebellar hypoplasia) &, i 5 2D EKH T/MEDTEHA LD D ) /INETIED 5 b
DO, FEATEIHE T L 2 EDBRWIHRETH Y, BRI SCD IZZED o Twawn. —7, K
EFA BB LFE (episodic ataxia @ EA) I3MIAFARIC LY, BAERIEMHIEE) LHE % 2
T HIFRET, SCD &I LBIZFDAERTELY, WMEZEMZRELZD, bIPLdo#ETL

wr



OES

720, FERMKMICHERZRT 22 0L H Y, BHEDEL IS SCD &L LTERDLDONE
Brlbhs.

N et
1)

2)
3)

4)
5)

6)

SRR NROZEMIRE. BARC GRRHE), A M SRR G, REENEREE, B2 9lA
I, 2004: p518-530

Greenfield JG. The Spino-cerebellar Degeneration, Blackwell Scientific Publication, Oxford, 1954

JEHHIE BB, S AETE Holmes BU/NWZERE. AN OfiES:, FHRIEYS, HACTIHRER, /MANEES, M=
HBS (i), PR e, 1986: p236

JREHEIE BB, IE Ak Marie-Foix-Alajouanine BUNMZEMHE. MMM, GHRIEY, MR, /)
FAGEES, B AR (), PR, 1986: p238

KARME. /NI ) — THEZE N & WIS TR B P NI ZERRE. MM OfiRES:, PRIRIEDS, HLSCTERRR, /b
FAWREE,  JRCHUE BB (), BE53EE, 1986: p256

KEEHEE. T —2 3 v 7 “CCA Li3fA" 1. Cortical cerebellar atrophy (CCA) & (3Af A A GBI
FRFTCEAN) A EA VE RAF S R T Ze B3 (HEVA M B S IRIIE R 2R ) [ B 2 ARAE O iR B AR & iR e B
FETBS WEE PR, P 25 AREERRES - o SE i, ARSI, 2014: pl4

N st - sEICLEDREN

PubMed (% 2015 4 12 J] 30 H)

(("Spinocerebellar Degenerations/classification"[Majr] OR "Spinocerebellar Degenerations/ physiopatholo-
gy"[Majr] )) OR ("Multiple System Atrophy/classification"[Mesh] OR "Multiple System Atrophy/physiopathol-
ogy"[Mesh] ) Filters: Review; English; Japanese 206 -

ErhEs (s 20154 12 H 30 H)

(R NIATESE / TH or FFRIVMNATERE / AL)) or (% RIEZEHIAE/ TH or %Rt ZEHiIE/ AL)))) and (PT=F#HL,#
Wt and SH=WG K ) 89 1

ZOEIHPEELLEE N K —FTHEIML 72



1. %

Clinical Question 1-2 @/ ¥a—a. BRI ANV

AR/ MU HED T D CEIn Y SIREDEIskklICE E
DEIBEHEOD HHD

[0 OHLBHEMHER H¥RBEDHER XEHEEE I M3V KUY 7EEHSNS
= nTW3.

N E=s-8n
HFHUNNEMEDOBEHERZ AT 5. KL L LICRKRNEBERT 5. FRKITEEH
AOME, RERFEOWEICHHETHY), BIEAT ) Y TORBEERE 5.

Wms- TEFYR

KRR X 2 B OME TR EHE & 12, FHR/NNEEEOREZR O FH00 &
LTEETHL. SOHIZIIRNRBONE, #Ezh T ) v FOEBEERE LT RIER.
HE, EREEEERETHIVIHLR, W, BEOLHAUIB L L ITHRHEI A L
TWa., WERaMEEREETHIUE, BOILIRET S, MABEOEEERETHE, &
FHOMLZ o I F ORI RBEORRBTOVL I LTIl EZ NG, XL E
ORI -2 BEORIFEREIHONDL Z LIZZFIZ VI ETIRRV. ZDORNT, K
BEBFPRBL TV EEE I RONEEELEEZRLTVWSIOTERETH L. WAL
B TIETEIE, MBIEIRBETH TORATL L5, BEOMN, MPEHET, 20
MAFIREEEFEDOVLLEICEHUMRZTH LR RV, 72720, 20 X9 il % RIRE
PROENLZERIIENTHY, —H, MBEETH- THHROASEREEREETH L Z L
H5H. XHEEMEETIEEE IS FrAREL, WEROFBIIREE & 2 5.

ISP RYTHIE, I PP TEADOCABEIKDNA ORFEIZLLb0L, It
YN T7THEEAEEZ I - FL TV ABBEFOREIZILLb0MHL. I +ary N T7#
fEFORFITRE T 2 RENIEB» O TN L #EET 5. ZHUFHREICEEFNR TSI b
YR T ORPIPTIERMNICEL L, BT TPV EICHRL TS, EFERER I b
YRV THRIELTVLREEZAT I T IAI—LHT L. ATHET TR —OREIIMHE
LD, BMACIVEZLDOT, I ba Y ) THROERIZHTH S, 7/ 2L HO
IV R THEEAES I - FENTWE, COMBRTOLERIZES“I bay MY 7"
OWEE, BREAESED LIZEEEELE 2 5. 2016 4F 12 H DR T, KE Broad
Institue DR — 2 _—=T*ZIF LI AD I M2 >~ FY Ti#EfET Y A bAY MitoCarta2.0 & LT
&N CTw5b. AL <, MRC Mitochondrial Research Unit @ 7 — ¥ ~X— A MitoMiner4.0 * |2
13 Integrated Mitochondrial Protein Index (IMPI) & L C 1,408 DA FAEHF I N T 5.

H AR OB/ MNZEERE OSBRI LT, 1) EAEEBATRRERAMZEINC X 0 #is X

> 4@



@n%

NTwa Y 2L L, ZRMERIE D & O 72 HFRUNMEVERE RO 27 % A3 He t &
2, EROASTEEEER 1.8% EWME SN TW 5. $4bb HARDBIRER BN ZMEREIZ
BWTE, TOZLPEGOREIEREIETH S 2 EPHHTH 5.

N ek

1) Tsuji S, Onodera O, Goto J, et al; Study Group on Ataxic Diseases. Sporadic ataxias in Japan: a population-
based epidemiological study. Cerebellum 2008; 7: 189-197

N B - sBICLETRER

PubMed (#2015 4F 12 H 30 H)
"Spinocerebellar Degenerations/genetics"[Mesh] AND (classification[sh] OR chromosom* OR phenotyp*) Fil-
ters: Review; English; Japanese 250 f4:
EAREE (M3 20154 12 H 30 H)
((CEH#E/NNZEEE / TH or B HE/MINZMEAE / AL)) and (B 12/ AL or Jefifk/AL)) and (PT=/#3i,#83 and SH=/F 2
F{REE) 208 1
ZOEPEELR LA N R —F Tz
*1': Broad institute https:/ /www .broadinstitute.org/publications/metabolite?search_api_views_fulltext=
mitocarta (JR#%7 7 & A 2018 4F 2 1 15 H)
*2: MRC Mitochondrial Biology Unit http://mitominer.mrc-mbu.cam.ac.uk/release-4.0/begin.do (i # 7
7 Z20184E2 15 H)



1. %

Clinical Question 1-3 @/ ¥a—a. BRI ARV

BrekEhenE ST HMPMIZMEICIEED L S
BREBD H BN

O BHEMEGHETH/IMEME (AD-SCD) I HUGO (Human Genome
Organisation) ® & MEEFHE T3 EEE/MuKLFE (spinocerebellar atax-
ia: SCA) ICBES & DI TEBINTLS. EEPXREBEHDHSD, 2016 FE9AD
BRI T SCA43 £ TEREFEINTULS.

%E

N E=2.-8n
SCA (spinocerebellar ataxia) D5l HIGE S NZMIZOF LR THEH S NS, SCAL &1F, 1

L THRIA TN EERSINIZSCA TH 5. NGB ET LWEMEERORE R SCA 25—k S
nTwb

N@st- TEFYR

“SCA” ZF—TJ—FELTF—FR—ZOMIM*' 2K LR E2R 1R L BEET
12 40 RitA DB RE/IMMISHRIE (SCA) DE(ETHEAEFR SN TWAS, TORMNT, 44, Sz
4T & % infantile onset spinocerebellar ataxia (IOSCA) %% “SCA8” & L C, SCAR4 7% “SCA24”
ELT, BEEh, &&ICRELZE72. TOSCA & CIOORF D FE DL L L HANT O KL
WY 2HETHS (CQLI4BM). BIE, SCAS DFFIX CTG V) ¥— hDMRIREK T 58
2 SCAICH YIRS TWAB . SCAL6 & LTy S 73, SCA15 L U< ITPRI D
RFNZEDZENW SN ERo722 SCALY & SCA22 13 & H I KCND3 DZERIZ X 2B TH
5. “SCAY" \FEME & —F D SCA L DEFNBHOATH ), BETFHZODDNIIRETH S
ZEPOREFER N E R STWS Y SCALG, SCA24, SCA33, SCA39 IZKFE Lo TWVD,

SCAIS I ZHAWNCTSSE L, MR/ MM S L REE 29 5. Y%#(5 1 ITPRI T,
ROy Y bz RERRFICENT S, —J5, SCA29 1Z/NEWIEBZH TEATO 7
NBHEMIZIEEITETH L. DNRRIBOEMEZED . ITPRIDI ALy AERIZI B EEN
TWwWa, Thbb, H—BEZTFTREHED, WEEZRONEDERDRL22KETHS. &
DY A FDHRHNIT, HARIHEOEWEEIZ MJD/SCA3, SCA6, DRPLA, SCA3l T» 5% (CQ
1-11 BH). IS OEBIZIERT SCAL & SCA2 OHF ML H 575, ke LTiad
72\, SCA36 (ISR AN AT R DS ALIE B T dp 5 78, MATHNGES) = 2 — 1 E % fF
BT AHIERIFME L, HE, HRIVMESNINLEATHS. hPINEHD I A
Y AERRT ) AMEESTNTERT 5 SCA R Z A SMEINTWE. ¥y Fa) E—
FOMERISERN T 2HEEICHRT, ZNOOHEEATI ié;ﬁﬁhﬂ@@r}' vy FARy MEREHEY —
I IR L CENIEETE Dy — A2 BN, Sy -2y - A% E

s 6@



x1 FLBHRENEELRE 70T HH/NEME

@n%

Symbol Phenotype MIM No Locus Gene Mutation
SCA1 #164400 6p22.3 ATXN1 (CAG) n
SCA2 #183090 12024.12 ATXNZ (CAG) n
MJD/SCA3 #109150 14932.12 ATXN3 (CAG) n
DRPLA #125370 12p13.31 ATNT (CAG) n
SCA4 % 600223 16022.1 n.d. n.d.
SCA5 #600224 11913.2 SPTBN2 h.m.; del
SCA6 #183086 19p13.2 CACNATA (CAG) n
SCA7 #164500 3p14.1 ATXN7 (CAG) n
SCA8 #608768 13021.33 ATXNEOS (CTG) n
SCA10 #603516 22013.31 ATXN10 (ATTCT) n
SCA11 #604432 16915.2 TTBK2 h.m.; del
SCA12 #604326 5032 PPP2R2B (CAG) n
SCA13 #605259 19013.33 KCNC3 h.m.
SCA14 #605361 19013.42 PRKCG h.m.
SCA15/29 #606658 3p26.1 ITPR1 h.m.: del
SCA17 #607136 6027 BP (CAG) n
SCA18 % 607458 7022-032 IFRD1 h.m. ?
SCA19/22 #607346 1p13.2 KCND3 h.m.; del
SCA20 #608687 11g12 DAGLA etc duplication
SCA21 #607454 1p36.33 TMEM240 h.m
SCA23 #610245 20p13 PDYN h.m.
SCA25 % 608703 2p21-p13 n.d. n.d.
SCA26 #609306 19p13.3 EEF2 h.m.
SCA27 #609307 13033.1 FGF14 h.m.
SCA28 #610246 18p11.21 AFG3L2 h.m.
SCA29 #117360 3p26.1 ITPR1 h.m
SCA30 % 613371 4034.3-035.1 n.d. n.d.
SCA31 #117210 16021 BEAN (TGGAA) n
SCA32 % 613909 7032-033 n.d. n.d.
SCA34 #133190 6p12.3-016.2 ELOVL4 h.m.
SCA35 #613908 20p13 TGM6 h.m.
SCA36 #614153 20p13 NOP56 (GGCCTG) n
SCA37 #615945 1p32 n.d. n.d.
SCA38 #615957 6p22.2-914.1 ELOVLS h.m.
SCA40 #616053 14032.11-032.12 ccbesse h.m.
SCA41 #616410 4927 TRPC3 h.m.
SCA42 #616795 17021.33 CACNA1G h.m.
SCA43 #617018 3025.2 MME h.m

del : deletion, h.m. : heterozygous mutation, n.d.: not determined, # : EEREHEEGFERREETREDIC
RHESNTWDHD, % BIRFEOAEFINTNDED (OMIM 2016 & 9 BIRTE)
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1) Koob MD, Moseley ML, Schut L], et al. An untranslated CTG expansion causes a novel form of spinocere-
bellar ataxia (SCAS8). Nat Genet 1999; 21: 379-384

2) Iwaki A, Kawano Y, Miura S, et al. Heterozygous deletion of ITPRI, but not SUMF1I, in spinocerebellar
ataxia type 16. ] Med Genet 2008; 45: 32-35

3) Higgins JJ, Pho LT, Ide SE, et al. Evidence for a new spinocerebellar ataxia locus. Mov Disord 1997; 12:
412417

N #3%==t - sECLEDRER

PubMed (#:3% 2015 4F 12 A 30 H)

"Spinocerebellar Degenerations/genetics"[Mesh] AND (Chromosome aberrations[mesh] OR autosomal) AND
dominant Sort by: Relevance Filters: Review; English; Japanese 97 F

ErhiE (B3 2015412 H 30 H)

((CEFHE/NFMZNEE / TH or FH/IMIMZEMESE /AL)) and (#15/AL or 3¢k /AL) and (1% /AL))) and (PT=2373E6%
Fx < and SH=#{z%%) 61 #

ZOEPEEL LA N P —F Tz

*1': OMIM  https://www.ncbinlm.nih.gov/omim (&#&7 7 £ & 2018 4:2 A 15 H)
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Clinical Question 1-4 @5 %a—a. EEMHERNMEHE

BreShErE - TH/MEEHEICIE ED L S
BREBD H BN

(o] O L BALMERMEEH/IHMEME (AR-SCD) IZIF, ZHROEREIHMSNTUS.
= BESIEL, BRADPSBVEERESATOEWVERLSL.

N E=2-8n
FRA ARSI % & 725 A H AR O BB NRATERE 50 2 HIE 3P s, S
D

BOHLHZ EHET L. YRLEE T OREBREALRIZL L FTE LOEHENT 0 AR TN

PN

5.

W@ TEFYR

F R ARG VEEEER R NN TEE IS DV T D 2016 4F 8 H ORFT T OMIM *H IZEFH SN Tw»
52H0EF1ICELOTRLE. TTIUHAPIASEE LTS DEZRVT, REDDDIF
SCAR (spinocerebellar ataxia, autosomal recessive) & L T&§k & 2N 735 S Tw
%. BIREUTSCAR23 £ THERSNTWAS. SCAR3, SCAR4, SCAR6 ® 3 FEIZDOWTIIE
RFEEDSIGE LTIV 58, BEEET LWEMERIIFAE SN Tw v, 205 IFL/hE
W~FERETH LD, —WIIIWADORETT TIMNEER2H ), FEdIEETETH S
L EDREA LB LIMIIEK, b LA RENE i E L-ERE L o RF2MEE 2
5.

WAL B ETEE /NN EMERE DKL, Friedreich (7 V) — FJ A &) @B 5T 4E
(Friedreich ataxia : FRDA) TH 5. 4E#EATIE7 75 F ¥~ (frataxin : FXN) TH D, A&
BOIFEALIZY ) ABEETOELA Y PO VICAET S GAA Y E— FBREMHET LI L
WCEKNT 2HEBTH L. BKkO FRDA Tld, GAA ) ¥— MREEMEOREHAASIZLEAL
ZHEDTBY, BB GAA ) E—MEEMEL 7 I X VEETHAROBEAG T S
fk (compound heterozygote) 12 & 2 b D TH5 . GAA ) E— M EREMEDOYEG, 7975 F
VBT OREREDSBEETENOR P Z &7, HEARELTEIALV R, FUrErvA,
TV—LV 7 VEROBREDRH L. I ALV RAEROYE, 755 %Y VEHEOREDORY,
Tutky ¥y rRE, ARENL, EERELZ 727, FRDA DSOSV RTRE L, M
BIAFICBWTRREERELLROFED LBEENT OHEHKIC X DI T 5. FRDA 13/
PEEEN RN, TRORI RS, BGHEK, REKEREEEL, MAR, BRE, OWE%L
H05 5. IR TR IS HAON TV RHEEOEWERETH LD, HAAIBOWTAREETER
R 2 IERIT W E ZHE SN TR,

HARTHE SN T 2 B EEEES ETEOREN 72 b O DE—IZIRERGES) AT K7 v

N



1. /V‘l‘:\ E‘ﬁ

K1 BRBEFASUEELTERINNMNELE

Phenotype

Symbol MIM No Locus Gene BRERR

FRDA @ #229300 (9013 FXN N ENRER, BREPHES, MAREE, BRIDER MAE, FEWHE
BEZEd 5. BRECOHEZSH.

VED ° #277460 |8013.1-g13.3 |TTPA FREDI% T%lé@ﬁéﬂ%nﬂ HATIHHEEBREEEHOFDPHSH. MHPERI
/ )

ARSACS ° [#270550 [13qg12.12 SACS IR P B EE & R AR, l‘il%‘% TRAERERL, ETHADHERR E.
BEERRH A O EH ) °

EAOH ¢ #208920 [9p21.1 APTX NBU BB RER, AREKIEENRAT % B7T h—1t, Hé’fk#ﬁ@@?f)%é)@@

(AOA1) RHREEL20, {R?)I/7 /er AL ATO—JLIEERED.
ERROEEERL 27,

AT1 ® #208900 [11022.3 ATM NIMEIEEN R A % E LT, BIEEOR EOEMMENRE, RFEARIC

K2 ZRGM, ZREBORBEREHL, BEUNEGREZGHLPT
L. I8A - IgE ([RE0~KfE.
ATCAY ' [#601238 [19p13.3 CAYTAXIN [¥E#EBFEEn, FEEIT I/ ES) K.

IOSCA ¢ #271245 |10024 C10orf2 /J\;LHHL/J\HME@EJ?E.:H’C%EE UHEATHE. BICEREE—21—0/8F—, 4R
KR, BIREE, TADPABREEZHRETS.

SCAR1 #606002 |9034 SETX FRDA BUDHETIEE BN KT ICIRBOEENKAT, ﬁﬁ’é‘?j— h—t, RiftRiERE
(AOA2Y) £ M CK: y-sO07U> - AFP Sfaaf> °

SCAR2 #213200 |9a34-qter PMPCA gg?gggﬁ\ﬂuﬁl_@ﬁ%uﬁ TIRETHE. BIREHD. /J\Hu"C (FFRRIHAEDER
SCAR3 % 271250 |6p23-p21 NRHAIC FRDA REIDEENLEH THm LTI, RAEEREIC L5 RIES,

BRI IC K BNEEZEHS.
SCAR4 % 607317 |1p36 20 AISEB R T LETIE. BB 1 —ANF—ICKETREE

BEEFDS. REOFHEHIEESEEEHD.
SCAR5S #606937 |15024-026 |WDR73 FRMNNMIEESIRIIE CIRETIE. RIMES, HHREEFZHD. K

(GAMOS ) EBIMEREMBBICHIMEHEDILE L CTAHAI T LIFEZET 5.

SCARG % 608029 [20011-g13 /J\D%,HgtC/J\HWEEEJ%EH—G%ﬁ L, IBETE BERZMHD. MAOREIIF

SCAR7 #609270 |11p15.4 TPP1 }ﬁf’;ﬁ}%g%ﬁ¢ Z/\BUMEEB KRR CHEITIE. SHEARBEZHD. MFEE

SCARS8 #610743 |6025 SYNE1 FREHICHET A/I\NIEBEBLTE CETE. ORMEEEEDR N .

SCAR9 #612016 |1g42.2 ADCK3 NRERICHAE T B /\BMEEENREA CIEIT IR, TADA, (EHENFIEE
L"mjﬁﬁ;%?&#é BEHD CoQ10BENKME. M &ERTOIBREDEE

SCAR10 [#613728 [3p22.1 ANO10 10 AU (/NN B BN S8 CHAE. CoQ1 0 BEN MR, B TR L
*ﬁ?a% EIC K BESE.

SCAR11  [#614229 [1g32.2 SYT14 SERICERERRDES /AR TRE B0 UEIRETE ©.

SCAR12 [#614322 [16021-023 |WWOX ﬁdJEHﬁ _éargT%rb EEETEEERL IR AE 2T 5.

SCAR13 #614831 |6024.3 GRM 1 WIRHAICHAE. BREBRIZES, HICSBEOREAR, NNIEES LR
Hﬁ%fi%ﬁnﬁ?&&é

SCAR14 [#615386 [11q13.2 SPTBN2 |/NEEAICHE L. BEsFEREs/\NbEsLHE 27 5.

SCAR15 #615705 |3029 RUBCN NREBISEBFIZE S CRR L, EERES/NMIEESRAETZ/LT.

SCAR16 [#615768 [16p13.3 STUB1 1074 \ﬁ;ﬁ %/inu'liﬁﬁb%ﬂ’(’%%rb T, TREREBEOREM = 1—
0/ =

SCAR17  |#616127 |10024.31 CWF19L20 %g%i‘)@?ﬁ%ﬁ%‘), JEETE. BHERFEEESTHD. NHOER

SCAR18  [#606204 [4022.1-922.2 |GRIDZ2 WMORFICHR UETIERB. NMITETIEICEHE. MK Z R OICHEE

FFREETDH Y.

?CAR%QK) #616291 |1p36.11 SLCY9A1 NRERLIRR (S35 U Rk (BB BBk 2 D . EATIE

LIKN

SCAR20 |#616354 |6014.3 SNX14 %Egt:%{f. BB RIEE S C ERBEN R UETHED/NNEE. B8
DEREZHED.

SCAR21 #616719 |11913.1 SCYL1 ggiﬁg%\ﬂlﬁf’igﬁfﬁﬁb NEREMHD. L, FHEE, RAHRE
= = .

SCAR22 #616948 |[2g11.2 VIWA3B RERRICHIE. /J\Hu%:ﬁ —Fﬁif‘wﬁﬁ BLDREDORIKEESZHD. /N
IMES e S Fer

SCAR23 #616949 [6p22.3 TDP2 WHDBFICT /u?‘)‘/u'(?f—ifﬁ_, ﬁﬂ&% EfEE, N\WMKAEETD. BROEER
EDFWEHRD.

GDHS #212840 |[7p22.1 RNF216 ?:}EA%{E@/J\HW&E@J%EH. BEERE, [BEE, FHOES)ICHREREN2Z
w5

BNHS #215470 [19p13.2 PNPLAG  |/NBiiEBEhsss, MBRiaET 2, %ﬁ%%ﬁﬁi%t:&é*ﬁﬁﬁ%?&ﬁfﬁ 9

AXPC1" [#609033 [1032.3 FLVCR1 NRHERICHEE b%ﬁﬂ%’éi”’ﬁ&é?ﬁ%ﬁ%zﬂ' THRDEE & TRIRER
HEE, BRIEREEY Y.

%% OBEEE a: Friedreich ataxia, b : familial isolated deficiency of vitamin E, ¢ : autosomal recessive spastic ataxia of Charlevoix-Saguenay type,
d : early-onset ataxia with oculomotor apraxia and hypoalbuminemia, e : ataxia-telangiectasia, f: cerebellar ataxia Cayman type, g : Infantile-onset
spinocerebellar ataxia, h : Posterior column ataxia with retinitis pigmentosa, | : ataxia-oculomotor apraxia 2, j: Galloway-Mowat syndrome, k:
Lichtenstein-Knorr syndrome

s 10 o



@n%

7 3 VE % £ 9 A RLEB) JSHE (early-onset ataxia with oculomotor apraxia and hypoalbu-
minemia : EAOH) TH 4. ARIMHMEOHIEZ M) = 2 — a3 F— FHEE)FEERR, #HE7
Th=¥hEEEL KTNVTIVIVERE I VAT U= VIIER &2 M) RED D 5. Hifl
EENFEERRIE 2 ED 2 WBID 5 5. ABEUIIRERGES) 2RAT 2 # ) ZLidE 1 B (ataxia with oculo-
motor apraxia type 1 : AOAL) 7 L4 DAFTHIFIINTE 22 BHYBRTIET I F ¥
v (aprataxin : APTX) T&» % V. H1d¥ 7 ¥ ~ (sacsin @ SACS) #In FOERIZL S
Charlevoix-Saguenay (¥ ¥ VIV 7 + 7 - 4 7 %) BUE Geta ARV @ ARV 2R3 E (autosomal
recessive spastic ataxia of Charlevoix-Saguenay : ARSACS) T 5. B & Fefi 2 % &
L, WEARHRAEEZED &SNP, BB TIEEV. B FFDr Xy 7 HILHRE O Saguenay-
Lac-St-Jean #1 )5 & Charlevoix HI 7D 7 5 ¥ AR A F ¥ N2\, TS OH) Tl 1,932
M1 ANOEEGTREHEDVAAEL, FHEZED 22 NI 1T APRRETH L. ARBITHATHER
DOLNDLITETH L >0 ARBISBEEGTE SRR L LTHHEIND I eDD 5.

CO2EBIINZ, WL OhDINLREPHE SN TwD. KEEE ¥ I ¥ E HMRZHE
(familial isolated deficiency of vitamin E : VED) T, HAANTIZ & {#EBRE@ELEEZEY, o b
37 = ua— Vs (ortocopherol transfer protein : TTPA) DERIZ L 2B TH S ™ L+
¥ % (senataxin @ SETX) Z25IZ X0, IRBREB)FAT 2 01 9 JKFE 2 B (ataxia with oculomo-
tor apraxia type 2 1 AOA2) &b \Wb %%, W4 ARS VB AR H B/ 2L 9E 1 & (spin-
ocerebellar ataxia, autosomal recessive 1 : SCARL) 234U 4. MiEH D -7 = b 7054 ¥ (o
fetoprotein : AFP) Eifi & Hifk & L, BB CIZMRERES) IAT 2 /K X, HBYICHRH & RN e
HFORZESTDHIEDVH LN, BHME LR ES) LHIE (ataxia telangiectasia : AT, B4
Louis-Bar AEEHE) 13 ATM AT ORI X BHET, DFENIEPEEEI TR L, B
MM ILIR 2 PR, JeRMERIEASIT K 2 5 gett & B O SR e 60 2 e 3 5.

HA T3 “Menzel 8 OPCA” & &f It U CTHEARMEEH M/ M ZEiiE (CCA) % “Holmes 1" & L
THFL 74D H 5. D Holmes T CCA DFd & 7 o 7o/ NP E B e 1, MR
) HUEEEHER/NNENRE TS D, ring finger protein 216 (RNF216) DI X 535
THhb. ZOFHEIE Gordon Holmes JEEME L LT OMIM IZEER SN TS 2 THEFBIL7:
BT, MEIRMIBESEH 1 & 2 80 E 2 01 9 % HEUL Boucher-Neuhduser fEfihE & L THE S
TWw5 ¥ Z i patatin-like phospholipase dominant-containing protein 6 (PNPLA6) 1z 1
DERIZEIZHEETHY, HAPLDWME SN TS, T0 2 D0 EIT/MMTEES)JH & v
PEEREA AT Il L T 575, MIRIEIRE, i, —2—aF -2 frdHs. L
L, BHBETRR Lo TWDH I EITER LW

CHPSHC, ZEOSMEEEB RIEA S ST 5. RFEVEES) IR 2 MB35
AR BRERE, —HICIHA»SHESNHERLH S 7 R 1 IIHIF72 SCAR 9% <
BV ELHEBDLLVOT, BREBEICOWTRTFICDh > Tl

N ek

1) Cossée M, Diirr A, Schmitt M, et al. Friedreich’s ataxia: point mutations and clinical presentation of com-
pound heterozygotes. Ann Neurol 1999; 45: 200-206

2) Shimazaki H, Takiyama Y, Sakoe K, et al. Early-onset ataxia with ocular motor apraxia and hypoalbu-
minemia: the aprataxin gene mutations. Neurology 2002; 59: 590-595

3)  HHJIANRL, BRBerE, JNH—IE A, &7 V7 3 VI & SR IME % & b 7% - 72 Friedreich 5% 0%
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4)
5)
6)
7)
8)
9)
10)
11)
12)
13)
14)
15)

16)

17)

PEEBY I, HEARAE 1992; 32: 1067-1074

Date H, Onodera O, Tanaka H, et al. Early-onset ataxia with ocular motor apraxia and hypoalbuminemia
is caused by mutations in a new HIT superfamily gene. Nat Genet 2001; 29: 184-188

Ogawa T, Takiyama Y, Sakoe K, et al. Identification of a SACS gene missense mutation in ARSACS. Neu-
rology 2004; 62: 107-109

Shimazaki H, Takiyama Y, Sakoe K, et al. A phenotype without spasticity in sacsin-related ataxia. Neurol-
ogy 2005; 64: 2129-2131

WA—%, BR»Z, BEHREREI>. DRERGRE R LR E Y I Y ERZIEO WL AR
1990; 30: 966-971

Shiojiri T, Yokota T, Fujimori N, et al. Familial ataxia with isolated vitamin E deficiency not due to muta-
tion of alpha-TTP. ] Neurol 1999; 246: 982

Yokota T, Wada Y, Furukawa T, et al. Adult-onset spinocerebellar syndrome with idiopathic vitamin E
deficiency. Ann Neurol 1987; 22: 84-87

Ichikawa Y, Ishiura H, Mitsui ], et al. Exome analysis reveals a Japanese family with spinocerebellar ataxia,
autosomal recessive 1. ] Neurol Sci 2013; 331: 158-160

Anheim M, Monga B, Fleury M, et al. Ataxia with oculomotor apraxia type 2: clinical, biological and geno-
type/phenotype correlation study of a cohort of 90 patients. Brain 2009; 132: 2688-2698

Margolin DH, Kousi M, Chan Y-M, et al. Ataxia, dementia, and hypogonadotropism caused by disordered
ubiquitination. N Engl ] Med 2013; 368: 1992-2003

Koh K, Kobayashi F, Miwa M, et al. Novel mutations in the PNPLA6 gene in Bourcher-Neurhduser syn-
drome. ] Hum Genet 2015; 60: 217-220

Ishiura H, Fukuda Y, Mitsui J, et al. Posterior column ataxia with retinitis pigmentosa in a Japanese family
with a novel mutation in FLVCRI. Neurogenetics 2011; 12: 117-121

Izumi Y, Miyamoto R, Morino H, et al. Cerebellar ataxia with SYNE] mutation accompanying motor neu-
ron disease. Neurology 2013; 80: 600-601

Doi H, Yoshida K, Yasuda T, et al. Exome sequencing reveals a homozygous SYT14 mutation in adult-
onset, autosomal-recessive spinocerebellar ataxia with psychomotor retardation. Am ] Hum Genet 2011;
89: 320-327

Kawarai T, Tajima A, Kuroda Y, et al. A homozygous mutation of VWA3B causes cerebellar ataxia with
intellectual disability. ] Neurol Neurosurg Psychiat 2016; 87: 656662

N gmst - 82 (CUETRER

PubMed (#2015 4 12 A 30 H)
"Spinocerebellar Degenerations/genetics"[Mesh] AND (Chromosome aberrations[mesh] OR autosomal) AND
(inferior* OR recessive) Filters: Review; English; Japanese 74 ff:

ZOEHIEELRLHENY P —FTEIML

*1' OMIM  https:/ /www.ncbinlm.nih.gov/omim (&#7 7 £ X 2018 4= 2 H 15 H)



@n%

Clinical Question 1-© @/ ¥a—a. B AR E

X ESHM AR/ MUEMHEIC I ED & S BEED HSHD

(@] @55 X IR/ K FIEIREE (FXTAS) BPREMTH DD, ZOMICENEEBRELHMON
8 TW3.

o

N E=2-8n
X HEE PR B T I D W TR 5.

W TEFY2R

X HESAVEHR BN MEE & L Cid, Mgy X BY 3R ik /2% B i % #F (fragile X-associated
tremor/ataxia syndrome : FXTAS), X 8 1% % /NI < i JiE 1 2 (spinocerebellar ataxia X-
linked 1 : SCAX1), X FESAPEFR/MNAHE 5 B! (SCAX5) B3 5 (R 1). SCAX2~4 12DV T
EHRE A CIIEEMEICZ L WO TRITIFFEK L T2V, FXTAS & SCAXL I3 TERE# % &
% 7%, SCAX5 IFIEATETH . FXTAS IFMAFMILIREIZ TN $ 2 O T, AR AR O B 2%
FEICBWTIEENZHE LTEET2LES DL . BHEIEICHNETH 205, KB OHE
bd%. FXTAS Tit FMRI #{xT O CGG YV ¥ — F OffiFIE 55~200 MAREIZ L L F ), Zh
Db 2 LG X Betbirs a2 pidt (FMRL) & 72 2 % &, MROREIC X ) KRG
DEL D, EXTAS ITHARDS SN T3 57 REBIIFCKD L OMEF D% W75, HE
LHARANTIE FMRI #{EZTD CGG ) ¥ — MPREEIZHME L7 )V VHEO A RN Z L b,
WHIZENTH 5.

=1 XEBEREHEHEETH/NEMEE
Phenotype
MIM No

FXTAS |#300623 |Xa27.3 FMR1 | (CGG) n{i& |50 mgLlfE D 5 F THREL & /NBKFH T RIE.
ETHICRAMERERE, N—F>2 VXL,

Symbol Locus Gene Mutation FEIR

EREMREEREEZEDS

SCAX1 [#302500 |[Xg28 ATP2B |Missense ¥ SERME/NRMEIE BT CHEITHE. AAYFEL
Ri=hs 22,

SCAX5 [ % 300703 | Xa25-027.1 SERME/NR B BN T CIEETT . FBYFIE
IFREND. BEHREEFTDHDPRERICD
NTREICHE®.

s 13 @
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3)

4)

5)
6)

7)

Hagerman R], Leehey M, Heinrichs W, et al. Intention tremor, parkinsonism, and generalized brain atro-
phy in male carriers of fragile X. Neurology 2001; 57: 127-130

Bertini E, des Portes V, Zanni G, et al. X-linked congenital ataxia: a clinical and genetic study. Am ] Med
Genet 2000; 92: 53-56

Illarioshkin SN, Tanaka H, Markova ED, et al. X-linked nonprogressive congenital cerebellar hypoplasia:
clinical description and mapping to chromosome Xq. Ann Neurol 1996; 40: 75-83

Zanni G, Cali T, Kalscheuer VM, et al. Mutation of plasma membrane Ca (2+) ATPase isoform 3 in a fami-
ly with X-linked congenital cerebellar ataxia impairs Ca (2+) homeostasis. Proc Nat Acad Sci 2012; 109:
14514-14519

Zanni G, Bertini E, Bellcross C, et al. X-linked congenital ataxia: a new locus maps to Xq25-q27.1. Am J
Med Genet 2008; 146A: 593-600

Ishii K, Hosaka A, Adachi K, et al. A Japanese case of fragile-X-associated tremor/ataxia syndrome
(FXTAS). Intern Med 2010; 49: 1205-1208

Kasuga K, Ikeuchi T, Arakawa K, et al. A patient with fragile x-associated tremor/ataxia syndrome pre-
senting with executive cognitive deficits and cerebral white matter lesions. Case Rep Neurol 2011; 3: 118-

123

N #3%==t - sECLEDRER

PubMed (#:%% 2015 4 12 H 30 H)
("Spinocerebellar Degenerations'[Mesh]) AND "Chromosomes, Human, X"[Mesh] Filters: English; Japanese 2

#

EAEE (B3R 2015 4F 12 H 30 H)

(CE R/ VESE / TH or HB/IMNZMEE /AL)) and (X Hefafk/TH or X $efufk/AL)) 514
FOEPHEEL LR NY R —FTHEML72
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@neE\
Clinical Question 1-6  @/%a—b. JRMERNML I
MAEME/NMIZHEEICIEED LS EEN H DD

OZRMEMEL REMN/NREWELSELZEDT, EHICHFHLRICHEKRT .

RE

o ER-Bn

BBV THKIRED 2 WHEM/MNEMEOENBWIIEE TH 5. RE/DMNERE, K
TR D S N7 W PO AME T E BN YE, B de RS B T NI M 3
BHNORGEE R D,

W@ TEFYR

H AR O TR/ EIE D 67.2% MG TH D, IS B/NNZ A D 35.3% 152 B/
I ZEHEAE (cortical cerebellar atrophy : CCA) & ERIRFZWT S T 5 Y L RFZEMAE X ERIRZ W
I L MR IE DOV T EN TS, —F, /WMRERICHEIGT 2R 8T, BRI EE)S%
FREDSR ) S N7z —REIT0 LT, BB/ MIEZEHRE (CCA) OB HwHhTwb. CCA &
VDAL TSk B PR NI S AE (LCCA) & LTI NTW 2 O TH 5. @B KFEMZE
PEIC X 2 U 0ME T, WINZHIC CCA &L SNTHERIOH A EIAEICL Y, RHEMIZ CCA
ELTHR-72DDIX36%E HED TV, CORRIIEEOMENIEICL 2 L, 5% EELHEE
ENTW3 (CQI-8 &), fillx MSA-C, KIEHEDH 52> Th\» SCA6 R SCA31 7 &/NNIER
AR & 7 B TR NI, BARAEO/NMER, &L RESB I w2 $4b
5, SRS/ NREEE SRR O FE L CEELENZIPEETH S5, KM/ MR IHRE
WZIE, BIRTRZLOPEINTHE I EHh D, ENSHHICEETHS.

N ot

1) Tsuji S, Onodera O, Goto J, Nishizawa M; Study Group on Ataxic Diseases. Sporadic ataxias in Japan: a
population-based epidemiological study. Cerebellum 2008; 7: 189-197

2) RE M PUFELZT, @I L UM CCA ORRRI S AL, A @R R A & HATR
SBEF ORI EFSE B SR ARIE O IEIR] & IR S8 S T A ATERE K 25 SEARES - S EBF TR
., 2014: p21

N & - sZCLEDRER

WoBE CHRIE N Y R —F Tl 72
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1. %

Clinical Question 1-7  @5%—b. MRMEE\RZIHE
ZRMEFIEE I ED L S EED

@ O THRFMURICRET 5. EXNERII/N—F2V XL, BEWHEES, N
N RtEEEBRFTHS. NMHEMFHEREL, BREFHICITHTERICIITAELE
= aYRILAVDERZEIET IEPHHETDHS.

N E=2.8n
25 AR ZEMIIE DR B & & W e 2 PR 5 5.

Wms- TEFYR

BUE, ZRMEME LRSI N TS DIE, PLEiCIE+ ) — 7H/MRZEHE (olivopontocere-
bellar atrophy : OPCA), ##4RE B ZEIE (striatonigral degeneration : SND) ', Shy-Drager
(¥ v A« FL#—) il (Shy-Drager syndrome : SDS)? & 8% 5 72944 THREINTW2d O
RURTIMETH L. ERPCHICERLOL N LhD, Thb 3RBEUIETHMaL LT
“multiple system atrophy (MSA)” &\ ) BFAHRIB SN2 bbb, FRHICHREE S
LSRR RR TH L DD NS—F v = X4, MR TH B b O3/ ET I3,
FREFEAMIE:TH % b O IR 2 &0 BHARRREARI R E 2 5. EITITONTE
DR S IHEDPIELRT 120k, FEFEDERL T 2 0HFES N TS, Shy & Drager (2
L) HE SNIEBO—RIZIE, TOROFEAMEICE YD, 4 H Lewy /MERE LTHIS
N5 ¥ (pure autonomic failure : PAF) 2% Tz, L&, WORIZIHB W Tl Shy-Drager i
BEROREM S L L COMVHEERED STwiv, BUE, PEIE & e R vk A8
FEDEER L L TERMBEMIEDBWIAIEICH) AT TWAE. —7, HATIE, HAHMRE
BT T 2L RMEMIEO—MOH L L2 THL T, ZOXKI BRZHA™ & LT
MENDLIEND .

Z D1k, oligodendrocyte DM E IZESRIEE AKDIER SN, 2 NDLRTEMIIE DRI
IREIT R E L CROLN TS Y OB ARINFL LI a v X7 LA YhEEL7:
bOLEZLNTVD, MEHIRICBNTS a ¥ X7 LA YHERLTVWALI LR, 0K
FUE DR DL R ERIE D IERT IR Do T2 b D EHEEIN TV S,

N ot

1) Adams RD, van Bogaert L. van der Eecken H. Striato-nigral degeneration. ] Neuropathol Exp Neurol 1964;
23: 584-608
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2) Shy GM, Drager GA. A neurological syndrome associated with orthostatic hypotension: a clinical-patho-
logic study. Arch Neurol 1960; 2: 511-527

3) Graham JG, Oppenheimer DR. Orthostatic hypotension and nicotine sensitivity in a case of multiple sys-
tem atrophy. ] Neurol Neurosurg Psychiat 1969; 32: 28-34

4) Papp MI, Kahn JE, Lantos PL. Glial cytoplasmic inclusions in the CNS of patients with multiple system

atrophy (striatonigral degeneration, olivopontocerebellar atrophy and Shy-Drager syndrome). ] Neurol Sci
1989; 94: 79-100

N gzmst - sEICLEDREN

WSk N B —F Tl L7z

v 17



1. %

Clinical Question 1-8  @/H%—b. MRENLE/IVMZ A

REE M/ MiZ=HaE & (3 ED & S ERBD

[O)
=

O/NiiR HOBIRME M 2 /29 IMEN - IBEEMEO/NUIEESRBIETHS.

0 Es- B

PSR RPN ENIE (IZ B W T, BPE M NN ZEHE OB S 2 1E L < 3§ 5.

Wms-TEFYR

Bz B/ ZEAEIE (cortical cerebellar atrophy @ CCA) 1%, Marie 512 & 0 3208 S I 7-Bp3stk Rz
BN ZERE (LCCA) 2 E 2B & & ST b, BFETEAIE S U THUZ CCA L FR
ENDH T A%\t Ui, Dejerine-Thomas %! OPCA (2%} L T Holmes # CCA & dFrs iz
ZENH5H. LaL, Holmes DEEEHNIFIIE (CQ 1-4) THRAR7z & 5 ITHIREERN &2 k- 7245
PR VEEE RIETH 2 DT, TOXMIIESTRIHVONLR R o72% SCA6 % SCA3L & &
NINRE B 12 HAR S B ARTER RN EIAE 50 T CCA LT 2360 H 5205 RELT LD T
CCA % 2 % MIIMEEICHE L THW SN S 2 L A% v, M CCA IR EAEMIIE/ME 7
VE P IMBHEL, T4 —TEIENET 6L H 5 "

HHEOBHIZB T, WATIE CRAZEIT VRO /NRVEEB) S IR L, RIREA %<, =
KRUENRRFREZ & 729 & 9 ZER S 47257, WRZHC/AMMZENE O A 2 5 L ThER R
BRICZbZ RO R OEBRTEDS D 5. ZO—HPIFEME CCA L LT, BUE, ERZH
STV, EERFRENRIEOMETTIE, HARDOIMFEMF R NNZENESE D 35% 7% CCA & i
IRZH SN Tn5 2 FeRICBWTIE, 2 O—# i idiopathic late onset cerebellar ataxia & #& 5
SNTE T RAFEIEOMIELEH RFIEIC I NTE - LHEE SN D Y EE, Abele 575,
HEATVREB) R, 20 D RED S8, BB RIEDORIEEN W2 &, EHRFE & 727D
FRDZRNZ E, D4 502D 212 112 Bl MG L7z, 58% 2 AN & LTo727. Z
O—FEIHARTHRIZIBI L LTCCA L ENTVL—HITEVDDEHFATHLEEZ bR,
R DB R TE A ZEHE O & B &, IFETEEEYJTAE L 178D % JFEME CCA DBHEEIC
DWTHHSIX17%, FEHIZ12%ERELT0E 57 TS DMEE S LI CCA @
BRI (R 1) IZOWTHEIDED 5 Tn b " £72, CCA DHFRIRFCKTHW SN
WZlkhb, CCAZWUT HH &L L CThRIEME/INJHE (idiopathic cerebellar ataxia :
IDCA) DBMAHIE SN TS,

» 18 @
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F£1 HRM/NMESLE (idiopathic cerebellar ataxia : IDCA) (CCA #& 1) Z#rE
R (ELFR)

[%ZEIEE]

1. M

2. AR (B0 mblb) ICBIRRIE, D OBRETHED/ NI IZES) 550

3. FEER CT - MRI (23 2 il i/ N
a1 E (@R 7Hmmk 7R, 2 ELRE ERE, MR - B8, % - & 1) AICBELIEEDS R0
b : R ICMEEEZ DR
c: mERD 60 MLl EATF KRR EICKY ¢ /e S RWNSEICIFRESRSE L, MEEICESHD.

RFEHPORE O (RES) ICK YD)

[BR4\ER] LITOEBHBRINEND

1. ZRGERE - BESRAER - BE" 2 £RDRV, HDIEL MRl ICH LT hot cross bun sign, &
NI > G - BRRE), BRARREBEREZRDR0

2. ExMXAE: Bz FHEEICKY SCA1, SCA2, SCA3/MJUD, SCAB, SCA8, SCA17,
SCA31, DRPLA PEBESINB*®

3. FDMD/NBIEEENLFE (FBAMIE, EESEMRE., 77 2 KBE Tt GAD JiiABG /NN K
EARE), R MEREE EH (T h2RE), ZILO—IIEE, SRMEFE FIRRIHERS,
EAIRZE WMRANTDTUVIKEE RE

< probable >#RIEH 1 ~3 §NTERINER 1 ~3 Zii/cd
< possible >#H%ABRHE 1 ~3 INTERINRE 1, 3 Zim/icd

KIHED S 5 FLIADH A ICIIERMEMENADRIEMEDEE CE4RL) 8 < possible >EF %

#1MAEEEILUTOIEREZHETEDETSD (FiCa, bamid IEEMARHETD)

# 2 HHREE (MERBTHIFTZRVEREER, REVE HIREH), SUHEDERS, e EnTE Bk
3 D LIROYEEAME 30mmHg LLE, ® L < [FHRREAMmE 15mmHg LI EDET)

#3320, ABHLSBESN TS, FEUTHERREORELE LT, BHEEERMETIE SCA7, SCA14,
SCA15, SCA23, SCA36, SCAA2 &N HD. LHEEMRMETIEIREN/NRE CORLUT) BETHDD,
EAOH/AOA1, AOA2/SCAR1, AVED, ARSACS, SCAR10, SCAR11, CTX, MSSREDREDHD. &
NEOHP BRI E ZDBETFRITICONTIE, BEAFBHEOEHRAERAETARII CEIE - BEINDEEHK
SEDEEZSFS AT L (Japan Consortium of Ataxias : J-CAT) ([ZIKEEL TITO 2 ENTEB.

Tk 6 K BE)

1) JK#EIEH. Cortical cerebellar atrophy (CCA) & (3 A—CCA OFEBEEIZ B 2 CRKIVEZRE. JE4E5718)
FHAWRFERB & BEATE EAE rO MR FE 5 ) S AE ONRTE R & WG S S S A IR TP 25 4R
FERRRG - o THAFZERGS S, 2014: p14-15

2) caik O PRI, IRE—RE, 13 BRI & 2 o 2o e R VR R/ NN B B AR
DUtk Bl—H A3 D Holmes B =1k M Bz PIZEMRAE O AL e 1994; 46: 563-571

3) Tsuji S, Onodera O, Goto J, Nishizawa M; Study Group on Ataxic Diseases. Sporadic ataxias in Japan: a
population-based epidemiological study. Cerebellum 2008; 7: 189-197

4) Harding AE. Idiopathic’ late onset cerebellar ataxia: a clinical and genetic study of 36 cases. ] Neurol Sci
1981; 51: 259-271

5) Abele M, Biirk K, Schéls L, et al. The aetiology of sporadic adult-onset ataxia. Brain 2002; 125: 961-968

6) WHFOL, AR RIS M SR MR B RV MKZERE SN AR R & 72 B O BRI ¢ 5
RSB, AT IR R semilh & BEn TR BAFBORITJEdSE B JE O BRI 5 2 A
WFTE PR 27 AR BEARES - 0 dHiF7EHus 5, 2016: p19-22

7)) FEOM, BIEESET, FIFAN, EHFRL: BEEE/NEEAE RS A 2 2 il 72 hE B D R i T
BRG], VAT WA JERi I & MR B SEBORIZE T, B O EFR AR I B 5 & i 2
e PR 27 EERHS - R JEHS T, 2016: p23-26

N & - sZCULEDRER

WoBE kI N R —F Tl L 72
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Clinical Question 1-9 @n%—c. GEM) Ei RS
EHsmE s ED L S HEED

(o) OE FTRRDEVVERZEHET 5 —HOBEETEORREEREBTHSD. FHOGHME
% RE, BEE, 7IO-IhEREICEIGREREHFEIZZIOHE0.

N E=s-8n
ST R D IR RE & 20 FE % PR3 5.

W TEFYR

FEPEH B (spastic paraplegia @ SPG) IRV E DL N T Lo 6, FIEPEEE R (famil-
ial spastic paraplegia : FSP) & % W (B A PERCE X R (hereditary spastic paraplegia @ HSP,
CQ2-30 ZM) L &N D, OMIM * 1BV TIEYRLEIE T3 SPG D ¥ ¥ KW & DU
TEHEIN TS, ZOFFIESCA L UL BFHRINTIATH S, 2017 4 6 19 HRERIZH
WTSPGT9 T THEFH SN TS (CQ2-32 ). THDIHI SPG DY Y RVH % DI\ TE
BENTV230bH5. Thbb, KIEBTHREZ 2T 5 WERT IO TEZE THSH. #in
B D WR OB EEYE, FROASTEEENE, X EHRATH L. T mEMER
& L T de novo Z 5% compound heterozygotes TIIFHHTE 2 WHlOks 2 L6, 5N
SPG” DAFAE D B L TH L idid 5. WK I & BRI H S W72 IS B D D 2.
Z 2T, BUENHREOAZET 5 D% WK, WHEfz ) boz “BEH" & LT2H
\ZKHBI L7z Harding OV HMTW 5 Y

N ot

1) Harding AE. Classification of the hereditary ataxia and paraplegias. Lancet 1983; 321: 1151-1155

N g%t - sZCUETRER

PubMed (#%& 2015 4 12 J 30 H)

"Spastic Paraplegia, Hereditary/classification"[Mesh] OR "Spastic Paraplegia, Hereditary/physiopathology"
[Mesh] Filters: Review; English; Japanese 34 {4

Erhss (M3 201548 12 H 30 H)

((REMEXFFRIE/ AL)) and (PT=%i#$#F% < and SH=ill{rF) 63 fF

ZOEDPEELRRE N K —FTEIML

*1': OMIM  https://www.ncbi.nlm.nih.gov/omim (#&#%7 7t & 2018 4£ 2 H 15 H)
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Clinical Question 1-10 O X))

AinE, MEE/KEROEISEEDS S5LD

(o) OEHRICHE T HERNREREDEREIAO IO TADRY 18.6 AEHEEINT
= W3, ZDS58 2/3 BMFENE, 1/3 PRIEEFR/PMREEETHS.

N Es-en
HBUNEPHED 2 1KE & LT O % T 2.

W TEFY2R

HANZ B TIRIEAES 8148 OB 5k & U CREREHRMEF D E SN TEB Y, FRh
AZEPEAE (4R E M & STV B, ATBCEIS SRR M R 25 B/ NI ZE P (2 WG S v T
W5, 2002 4FEEICER I S 72 BRI A SE & 7o /NN A TR O A I E S R S Tw
5 (TEFTVALNILND) Y 23483 A OFR/NNATHERESEFH SN TBY, FH/NMEE
IEEROFHRFIIALDL T AHD 186 NLHfiE s

Z 09 HLIFHR A RS 5 DI 55 5D 57z 10,487 A OIAR % b LIS KIRBOMEE
A STz IGEMERB/IMNINETERED 67.2% (10 T ADH 720 125 N), FBEVEF BN ME
7330.3% (10 T AH 729 5.6 N), FKEVERMEXFRIEAT4.7% (10 T AH72D 09 N) Th o 7-.
S 51T, IFEMEFRNRZETERE D % 20T A ) — 7/ ZEAE (OPCA : olivo-ponto-cerebellar
atrophy, MSA-C (% R ZEHiiE-/ ML) ) A% 64.7%, BB ME/MNZEHEE (CCA) A335.3% Tdh -
7z, 72721 CCA ZIFEMER B NNETEIE D 2 HTE RMEMIE TH VD DDORKTH Y, BZ
5 H—DRBTIZZ W (CQ1-8 &),

HARD &9 7K i BB M A L e v/, BREANIZIEME— @ population-
based DHIFHT — % T 5. EHH 5 DOt L hospital-based 7°— % T 575, B, KE,
TVT D 16 fEE D 5O 22 G & R L A RRIEREEF NN EYIE T 10 B ASH ) 27
N, FEERERE T 1.8 AL s Tns 2

N ot

1) Tsuji S, Onodera O, Goto J, Nishizawa M; Study Group on Ataxic Diseases. Sporadic ataxias in Japan: a
population-based epidemiological study. Cerebellum 2008; 7: 189-197

2) Durr A. Autosomal dominant cerebellar ataxias: polyglutamine expansions and beyond. Lancet Neurol
2010; 9: 885-894
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1. ¥ =

N gEms - sEICLEDRER

PubMed (Hs 2015 4 12 J 30 H)

"Spinocerebellar Degenerations/epidemiology"[majr] OR "Multiple System Atrophy/epidemiology"[majr])
AND (prevalence OR incidence OR phenotype* OR genotype* OR spordic* OR family OR familial) Filters: Eng-
lish; Japanese 227
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Clinical Question 1-11 O X)) %
HARICHOL CHEEOSVEEII N H

O TR/ NHMEMEEDK 2/3 FZSRREMECTCHS. RIEUHFR/DHEELES

(o] 0% LW EREBHRBEEERMETH Y, EEJE L TIE Machado-Joseph #&
/23 (MJD/%# BE/Mbi SR FE {SCA} 3), SCA6, Wk FREIRI A FERE

(DRPLA), SCA31 M 4 FREDEEDELY.

N E=2-88
B O B R NH A ERE R RN O W TR T 5.

0@t TEFYR
IFEPEB BN D 2/3 DL R3S RmEHIETH 5. IMFEMTE REEMIELYL O b D
ERE L TR M MINZEAE (CCA) & LTHEHEINTWA Y CCA DL DI Wil 0% R A
EVRZENTVRIREND D, LRMEMEDOHEIZZ HITHVEHEEINS.

HAIZ B 5 RV B/ VESRE O 90% UL E2SH Gt AR EEVEEENE, 8% AYH detath gt
HEETH Y, XESHESTFIURO OND Y WA EEE TR MRENEE D 7 2Tl
MJD/SCA3, SCA6, DRPLA, SCA31 OHHEAE{, ZD4HEBTT70~80%% 552 F 112
HARIZ B % % Yot B S EET RN EHEOBEREOM 2 R~ T. Roko#mE & i L

®1 BREMEMNEERN SCD ICHITBHEBEE

MJD/SCA3 29.5%
SCAB6 18.3%
DRPLA 17.0%
SCA31 12.8%
SCAT 5.8%
SCA2 3.2%
SCA17 2.2%
SCA8 1.6%
SCA12 0.3%
SCA15 0.3%
REE 9.0%

BAAN 312 RRICH T B EMLF2H RRAE)
ER D DHEERH 5 DR & AT DRPLA DIEE DR PEN.
(Xt 2 KY5IR)
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VAN Fr
1. 1 Vo off

TMJD/SCA3 b L\ L3Il L CTw b Ay, HARICBWTIE SCA6, DRPLA, SCA31 @
BESREWI LM TH L. EHHICE DHEICETEI/ROON, HERD LT i
PEVIET B, 7 T ¥ ADFGAMREEE (R T R NNZ EE O 826 KR % MGt L7z To
HHEEIX, MJD/SCA3 %%20%, SCA27%510%, SCAL258% & ShTw5 2,

N ot

1) Tsuji S, Onodera O, Goto ], Nishizawa M; Study Group on Ataxic Diseases. Sporadic ataxias in Japan: a
population-based epidemiological study. Cerebellum 2008; 7: 189-197

2) it AR FHNREMHEOBMOT VT XL T2 F a7 VIR - R EORIR @ AN & B I,
PR (R4, F A (), bk, 2013: p75-83

3) Durr A. Autosomal dominant cerebellar ataxias: polyglutamine expansions and beyond. Lancet Neurol
2010; 9: 885-894

N g%t - sECLEDRER

PubMed (#:%% 2015 4= 12 H 30 H)
("Spinocerebellar Degenerations/epidemiology”[majr] OR "Multiple System Atrophy/epidemiology"[majr])
AND (japan OR japanese)) Filters: English; Japanese 50 -
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2. B W

Clinical Question 2-1 DAD-SCD—a. Bapkis
AD-SCD OEFRIEIRICIEED LS ITEDH HHD

OHRIEIRDETH/MRHRFADOMIC, SHRERZEGHL D5, HMARHER, RIGE

(o) BEEL EORMIZEE, THREESHPY/N—F2V ViERESTHAEANBEEZ, R
% HMBEREE, TADA, REHEEHE RUXKE, BRHHERE KEWERES, T

ADAREGR EDVEEDZVEHERTHS.

N E=2.-8n
R A RE RV BE A TEE (AD-SCD) 128 W CTHE O WIER 2 B3 5.

Wms- TEFYR

CNETREZHOMELN SN TEY, HEORVIERERHE D & IO 5N 2 iEREAD
BEoTETWD M2 —F, &FEIELT 2 2 &R EIHEBEIIR T LRnC L b b
b7, WREEED S ZEHES 2 2 EAWHLLE 2. HEPFZ VRAICOWT, §F
B bor Loz (FR1, R2).

N ot

1) Rossi M, Perez-Lloret S, Doldan L, et al. Autosomal dominant cerebellar ataxias: a systematic review of
clinical features. Eur | Neurol 2014; 21: 607-615
2) Manto M, Marmolino D. Cerebellar ataxias, Curr Opin Neurol 2009; 22: 419-429

N B3zt - sBICLRTRER

PubMed (Hi%k 2016 49 H 15 H)

("cerebellar ataxia""clinical "autosomal dominant"[majr]) Filters: English 583 f:
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(MAD-SCD

£ 1 FLREAEHEEETE/BMELE (AD-SCD)
,  |BAT| RE&GETF o PR,
FE | ol (CQ 1.6 £5E@) FERERREME (ML

ZREEEL GRM/EE)

channel (Cav2.1)

SCA1 25 ataxin-1 SECRRREUE, SEA\RREUE, REKESESE, REREE, HRES, HiEma L.
SCA2 2 ataxin-2 RARECES), BREMET, REWHIEES, HAIBREIZE GFIC/S—F>
VSR, EERBREIE HERARE. LR NNARIGED/S—F > ViEE
EETHENEDHD.
MJD/SCA3 |&% |MJD1 SEARREE, SEAIBREE OANZT, N—F 2V EFEZESD), SR
PRNE, EEI A FI7, U2 K YR, RIgtHREE, HEm O ok,
BEHREE
SCA7 Fh |ataxin-7 BN, RET, SEARBRREIE HAEIEREE ZRAHEAREERS
SCA17 25 TATA binding FRAEREEE, EHGEHLREONEEED), MHAREE
protein
SCA28 ABF  |ATPase family EERIE. #1795 ENREME, RETED.
gene 3-like 2
SCA34 Fh |Elongation of very |/NBdBEZ LA D#FEMEIE BB IC < WD MRI TlE eI E#E &+
long chain fatty FHADHAONBDEIDHS.
acids-like 4
DRPLA £ atrophin-1 SFTA—XATADPA, TADAFE chorae REDTHEEES,
HIERT / BAEEERES, BER (EREPAR, =RRE). R
FASEDIB (R CHRFICTEE & R 2 ZRR A RRERR.
i AN
SCA5 1 |Beta-3 spectrin NRERRIEZEDHRE O HS.
SCAB &% |alA Calcium ERERR, EEAOMERIROM, SBMTBRREDEOOHEL) - EERD A
channel (Cav2.1) [bhaZENHB.
SCA8 FN? |ataxin-8/ataxin-8 | BAREVARFHIT DR, BEDTBREE (?)
opposite strand
SCA10 Fh |ataxin-10 FEKIZZ L, TADAZERES ESN TS,
SCA14 F1 |Protein kinase Cy |{REPCIAVO—XAZE2EF DEHNEHS.
SCA15 i |Inositol ETIIRD THER. BIERFCRBRFIREOEH(IFLZ <, BRDITITHEARRE
1,4,5-triphosphate | BRECEEEZRLISEANGDHS.
receptor type 1
SCA19/21 | £ |A-type voltage W 20 5%H 5 50 A DRIE. M/ NNMEL TH 2P, IRECCRAFERERE
gated K channel |BREZROIEFGDHD.
a subunit (Kv4.3)
SCA31 % BEAN/TK2 SEFAEE S 60 5 & S,
SCA36 2% NOP56 R, TONUROMmEN BAKREREER EZFD I EDREL
SCA42 Fh | a1G Calcium FIEFMIE O D 78 7%, REFFRHREICHRAMWERESZH O ENDS.
channel (CavT.1)
Z DAfth
EA1 £h |Voltage-gated BALADOFRIEERFE. 7= b2 H5<.
potassium channel
KCNA1 (Kv1.1)
EA2 25 a1A Calcium ROFFGERREOREERBE 722V TI NHap<.

£ SRRLUA, D20 RREEE L

v 274
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2. &

%2 /INHEENOMHRBRRIKEE
ERI%EE BAHERERSE - EHE1TE)7% |SCA1, SCA2, MUD/SCA3, SCA10*, SCA12*,
& SCA13*, SCA14, SCA17, SCA19/21, SCA27 *
SCA36, DRPLA
TADAFE SCA10*, SCA17. DRPLA
B AIET SCA31, SCA36
REKZEE) 72 & | BRIRERECES) SCA1, SCA2, MJUD/SCA3, SCAT7* SCA28*
BRFTR (slow saccade)
TEREEM X BRIR SCA6
(down beat nystagmus)
REESNHIR - 4MRAIFRE |SCA1, SCA2, MJD/SCA3, SCA28*
WA SCA7
EEREE IN=F 2V Z X SCA1, SCA2, MJUD/SCA3. SCA12 *, SCA17.
SCA19/21
JANZT MJD/SCAS, SCA14, SCA17
IR SCA2, SCA8, SCA12 *, SCA14, SCA15,
SCA19/21, SCA20*, SCA27*, SCA42
IAFRIT SCA27 *
IFI/O0—XA SCA2, SCA14, SCA19/21, SCA42, DRPLA
EHGES) SCA1, SCA17, DRPLA
IFFI7 MJD/SCAS3, SCA5
SERBRAE SCA1, SCA2, MJD/SCA3, SCA5 *, SCAT *,
SCAS8, SCA10*, SCA11* SCA12* SCA13*
SCA14, SCA15, SCA28*, SCA30*
R EE SCA1, SCA2, MJUD/SCA3, SCA4 *, SCA®6,

SCA8, SCA12*, SCA18% SCA22* SCA25%,
SCA27 *

W DREHITBEDIRTIE R, BFSIRTHS.

IEAARTRBEF IR ICENLRLERT.

HEDNZWVEBDPESICEODTUVSHRDPHEDTER.
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Clinical Question 2-2

(MAD-SCD

(DAD-SCD—b. &R - jmkk

WA - WEFEDL SEEOD

RE

=il =p]
H

O E 1B ABEhEEME/MEMEE (AD-SCD) OFEE %A L TV 3 EREEFD

EEISHET B E I DURITENB.

OIVVAD 3 i5E CAG &R LEFIOREHER (BERELNILTIERY JILE
I UHHR)

@IEBIRBEEICH T 21 VR LEFIOREMHE

QOREREPRK, BEEREICEDEGCFOMHERE

Qett AREVE B BN ZMEE (AD-SCD) O & Pf§ % .

W TEFY2R

I BRE/MINIHE 1 B (SCAL), SCA2, Machado-Joseph i (MJD) /SCA3, SCA6, SCA7,
SCA17, BIRBARZIRE TRV A RZEHE (DRPLA) 215 L, Wihd ZhEhoiBIicBlr 2%
AR T OREREBIC BT 5 3 CAG D ELES] () E— 1) A%, MEFIZHRTELD
BHESTVDLIENRATH S Y ORI, BEMEOESVIIEFERHE AOMBEZRL
Twb. CAGY E— MI#kT A7 VT I VHICHIRENG. IV F I VST 7 R
R 5720, WTNORBOBEFMTOERBEOEAIEET L2 RELRRY 7V I V8
DHEENL 2D, TNHDSCARNYF ¥ N VRPEREMIEMZEREL R L RY 7V g 3
VIRERBENL. RYTIVY I VIHORREIR, BLZEBETHHELTVWLHEELREZ L
R BREDPHEL TV AOBEMETH L. 2D L, HERY VY I VBN TES
WREZ IR 22 %, MRENTIRI bay MY 7HEEEEZ R, Z2REAEOE
7077V —AER AT S8 S HICEREANERT 2 RN, ZREONRROE
HEDOEREZ B3GR ENEZLNTNVDS Y,

@i ¥ barR 5" F 7203 37 -JEREREEUAATE T S8 1 & LA 2SHRE (MR T 25T
H5H. SCAS X CTG L\ 3 ¥ — b, SCAI0 X ATTCT &9 53 ¥'— b, SCA31
1Z TGGAA % & D 553k ¥ — 1, SCA36 13 GGCCTG 2 D 6L E— b ThHb. Thbd
OB, DMPK #{zT-o 37 FEFREO CTG V ¥ — M REME CRAET A MmE:y 2 b
1 7 4 — (myotonic dystrophy type 1), DZP #fnf DA > b a >N CCTG ) ¥— b ORFEMHE
235K @ myotonic dystrophy type 2, FMRI #{zF® 5" IFFIERFIE O CGG V) ¥ —  O# LM
FCA: U 2 Mess X BIERE / S5 8 (FXTAS), CYrf72#fn14 ~ b o GGGGCC )
¥ — b ORFEMEIIHEK & % 5 Corf72-ALS/FID L F—DHICEEINL Y. ZNOHDOEHET

» 29 &
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2. B W

&, V- MEE SR, BATRERLER (RNA foc IHIND) 2T 5. RNA foci 1213
BHNOEZLZEHEDPHEG LT, TORROGAZZZTLE) 72012, HMIERE R 3%
BARIBENTVD., —F, BETOBEBICL - TRETMHRELZRNADEASINSZ LT,
RNA R ORFEHIRE L L DEEHIN TS, S5, IHHORBOE (I 2 Fick
BEN, RKIEFERFILD RNA Th 2 05 HHMWIZHIRD 2 S b (repeat associated non-ATG
translation : RAN) Z & C, BEHRAEIRBICHELLBHEZEZL TV EVIZZ BIRBEINT
w5

®1F SCAL5 2 ITPRI BIF DRFER HARY THEL 2 X912, MM 2 & OfkhgIc f3
BRI, HERSRE, H5HVIGESL EOBETERTRE 2EEBHTH S ACQ1-3 0
FK1EBM). Z0L) RBEETFERIE, CAGYVEY—Mx [FHWER] LIFROIX LT, [H
WAR] EIFENLZEbH 5. SCA6 DFEHBIZT TH D 0wA-I VT AF X L IVEIET
CACNAIA @ I At ¥ AZFR & B EATHNHRIE 1, EA2 2 b &0 LEZHORE
BdHY, EEORMAY =7 20 H =12 X HBIAFRFEIC L o TEBORE TERBEF D
RIS TVS. ZOREBHEOHEZ, TNTNOEREETORKES, BET 2RI HEREL
JRIZ2 5 (loss of function mutation) Tdh 52>, HEREMEFAEIZ R (gain of function mutation), &
B WVITEERE (KX F Y FA#F T 47 dominant negative) R A /R TERNI L > TRE 2.

N ot

1) Diirr A. Autosomal dominant cerebellar ataxias: polyglutamine expansions and beyond. Lancet Neurol
2010; 9: 885-894

2) Paulson HL, Perez MK, Trottier Y, et al. Intranuclear inclusions of expanded polyglutamine protein in
spinocerebellar ataxia type 3. Neuron 1997; 19: 333-344

4) LiX, Liu H, Fischhaber PL, Tang TS. Toward therapeutic targets for SCA3: Insight into the role of Macha-
do-Joseph disease protein ataxin-3 in misfolded proteins clearance. Progress in Neurobiology, 2015; 132:
34-58

5) Giunti P, Mantuano E, Frontali M, Veneziano L. Molecular mechanism of spinocerebellar ataxia type 6:
glutamine repeat disorder, channelopathy and transcriptional dysregulation: the multifaceted aspects of a
single mutation. Front Cell Neurosci 2015; 9: 1-5

6) Todd PK, Paulson HL. RNA-mediated neurodegeneration in repeat expansion disorders. Ann Neurol
2010; 67: 291-300

7) ZuT, Gibbens B, Doty NS, et al. Non-ATG-initiated translation directed by microsatellite expansions. Proc
Natl Acad Sci U S A 2011; 108: 260-265

8) Hara K, Fukushima T, Suzuki T, et al. Japanese SCA families with an unusual phenotype linked to a locus
overlapping with SCA15 locus. Neurology 2004; 62: 648-651

9) Coutelier M, Blesneac I, Monteil A, et al. A recurrent mutation in CACNAIG alters Cav3.1 T-type calcium
channel conduction and causes autosomal-dominant cerebellar ataxia. Am ] Hum Genet 2015; 97: 726-737

10)  Yue Q, Jen JC, Nelson SF, Baloh RW. Progressive ataxia due to a missense mutation in a calcium-channel

gene. Am ] Hum Genet 1997; 61: 1078-1087

N gzmst - s=ICLEDREN

PubMed (#:%% 201649 H 15 H)

("cerebellar ataxia""clinical"autosomal dominant"[majr]) Filters: English 583 f:
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Clinical Question 2-3 (DAD-SCD—c. i - #5122

CEHRYUIEFEICERASZHI HICIEIES LIz &L

el

O RARER, REFHCHAFRERKROFE, RRAAOMBOBEDHHZ
DHABZET, REKRZEH LR T <KD, BIC, RIIC [FRNIRHE] H [SRHE
BER GE/IRE) | POERNZTHEICES ZEPERTHS.

BR - B8
¥

Gt ARETE B AVE RSN THE (AD-SCD) DIRIKZINICBWTORS, ¥ M 2ohdZ L.

W TEFY2R

WA R NN L, YRR T ORESEER LR T 5 2 L TIERICH
WCTE5. LaL, ZROEEBIMEET H72012H 55 LOBERNISHEZ 221752 L1
HETH), BEIRBEZIFET 272D BIETFZHOBNIIREZHOVWTWS 2 LDER
BREWV. ZO720121F, BEOBWIERBIZOWT, K0 BREGEZ BT 5 2 L A EE
Thb'" CQ2-1DE1LE2EBEIZLTWIEE W,

T/, WO AFTE Y461, FH URRNOMO TS OBRKRIER:, 8, BRAETLS %
ICANSG Z & T, L)MEIrREERSI 28X HE 5

N et

1) Rossi M, Perez-Lloret S, Doldan L, et al. Autosomal dominant cerebellar ataxias: a systematic review of
clinical features. Eur ] Neurol 2014; 21: 607-615
2) Manto M, Marmolino D. Cerebellar ataxias. Curr Opin Neurol 2009; 22: 419-429

N & - sZCLEDRER

PubMed (#i%% 2016 429 H 15 H)
("cerebellar ataxia""clinical""autosomal dominant"[majr]) Filters: English 583 {1
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2.8 @
Clinical Question 2-4 DAD-SCD—d. F1&
R EICEDLISICTFEZEZTAIL, SHHAARINEH

@ O F1BHFEHEETEEH/INMNEMIE (AD-SCD) DETTIX, ZRBEEMAEICLENTHE
e BRThBD. TOLEHTEHE—RRAICHIF/NNE (SCAB, SCA31 & &) IIZRiFREEE
E (MUD/SCA3 X SCA1 & &) KWUETHEREVDN TS "

BHELFBZHWITE 5 L) IWREDETIZOWTOTHZIZITONLZ L.

Wms- TEFYR

W YRV YRR B/ NN EYEE (AD-SCD) O F#3 5 WIZHAREIE, WX - TR
DBk A BITRD R SN TV 5., RIKELCTHBEOFE, VLY T—2 a3 YRYRETOY
R=T AT THRETEIZERL L0, KHTAFIA VTRORMEDOT -5 2 d EEHT
RELEZD.

SCA6 12DV TIE, Yasui 5% 46 AD SCA6 fEH % 4 HHINIC L fizk 7 T 3 ERIFR M EILE
L, M SARA A 3 7HEALEIE, 13314 me#HELTn5. $£7- ADL OHTIX, FERERE
S S BFTDNEIC e 5 F TOMM ORI 24 4, BT 2UEIC R > 724E RO YL d
TTREHELTNL 2

SCA31 IZ2WTlE, EFIL T Nakamura 512 & % 44 %0 SCA31 BEIIDOWTD 4 4D
HiA & RGeS H 5 2 ZTIC X B &, P 585 e TN IR2SHI, 79.4 1% CHAMG T
HEEIZ 2B E ). 1 AERO SARA 23 7HEALFIE 0.8+0.1 T, SCA6 DAL & 0 AL
FEDSENTTREVEDSD 5.

WIE T OINERRLR R R EICX AHEBE, R Z7VY I VHETHS MJD/SCA3 R SCA6 72 &
L) HEBOBITIIRE L WO BMAH Y ¥, FEEE, SCAIS®, SCA19/22° SCA347, SCA42Y
X, BITARIETH D LIHESN TS, 5%, ZHEHITEY) ZVE I Uik e L OB
PLETH .

N ot

1) Jacobi H, du Montcel ST, Bauer P, et al. Long-term disease progression in spinocerebellar ataxia types 1, 2,
3, and 6: a longitudinal cohort study. Lancet Neurol 2015; 14: 1101-1108

2) YasuiK, Yabe, Yoshida K, et al. A 3-year cohort study of the natural history of spinocerebellar ataxia type
6 in Japan. Orphanet ] Rare Dis 2014; 9: 118

3) Nakamura K, Yoshida K, Matsuchima A, et al. Natural history of spinocerebellar ataxia type 31: a 4-year
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4)

6)

7)

(MAD-SCD

prospective study. Cerebellum 2017; 16: 518-524

Diirr A. Autosomal dominant cerebellar ataxias: polyglutamine expansions and beyond. Lancet Neurol
2010; 9: 885-894

Hara K, Fukushima T, Suzuki T, et al. Japanese SCA families with an unusual phenotype linked to a locus
overlapping with SCA15 locus. Neurology 62: 648-651, 2004

Lee YC, Durr A, Majczenko K, et al. Mutations in KCND3 cause spinocerebellar ataxia type 22. Ann Neu-
rol 2012; 72: 859-869

Ozaki K, Doi H, Mitsui J, et al. A Novel Mutation in ELOVL4 Leading to Spinocerebellar Ataxia (SCA)
With the Hot Cross Bun Sign but Lacking Erythrokeratodermia: A Broadened Spectrum of SCA34. JAMA
Neurol 2015; 72: 797-805

Coutelier M, Blesneac I, Monteil A, et al. A Recurrent Mutation in CACNAIG Alters Cav3.1 T-Type Calci-
um-Channel Conduction and Causes Autosomal-Dominant Cerebellar Ataxia. Am ] Hum Genet 2015; 97:
726-737

N gzt - sEICLEDREN

PubMed (#2016 4= 9 H 8 H)
(cerebellar ataxia) + (prognosis or natural history) + (english) 674 -
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2. B W

Clinical Question 2-9 DAD-SCD—e. MJD/SCA3
ED &S 5% H1- & F12 MID/SCA3 %585 B

(O] OMJID/SCAS I RIS IRAAFRE, BAE - TOMMERMEINGEED), EEREE
% FRE LUNZ S RIEMIEEE L EDERZRDIEEEITEED.

N E=2.-8n

R — I 28T d 5 MJD/SCA3 DR G 2 Bl 2 2 L.

Wms- TEFYR

AR, HAOFE GBS A H S NN ZTEE (AD-SCD) O 7 7> T b SHEE AT W IR
BlwbhTnsg., FRICEHET AHFBIERL, BEICEYLT 256 AR EOHE % 25
WCEEENETAH. 2095, HICMID/SCA3 259 & o0t & LCEERERIE, oD
MR, ARG (FRIC ks, AREREE REsREE), B - 5 OMMES R EE), AP
7 LU PR ) SRR I A . F 72, SIESERNC £ o THIRBRRIATR T A5
TELHEMAH 572, TITELTIUE, FEBIICEE .

OFEFER  FBARRENC X ) FIEERAR 2 5.

(7) T2 :10~30 &t CEAE) FiE. AT O SEARE + SEAM R B (2T A b =7) 2580

S={NASR
(£) A : 20~50 A (P4F) J89E. /I JGER + SRS ST R 2 a2 B, SRR RS fE D
B3 52055,

(%7) MHY 2 40~70 AR (FR4E) FEE. /MR + RRSphes e O 25, LR, BEPURHK
T iHR) AR 5.

(L) VE : BREERITRE L. 78— F 2V VIER + KRB EL 29 5.

) D8 F7203 TROBERRREZ & 22 EDL VA, FAUTEVERFRIF R R F0R /N I HAE
EETAIHEVH), BEEET 5.

@ERIRIEIR

(7) v fee

ORBEARAEATIE O /IR ST (PRI, DU, JRim A )

QSRR (MG, TEBCRUHE, R0 SO R )

QHMIEERLME (FICV A =TT, 77 b—BHEERe /S —F 0V VIERERET L2 L

»5)
@R PR GO O ZEME, EITREE, BESCRRES - 1H5%)



(MAD-SCD

(£) RIERE
OAEFTHEDOIRFFRE (DM,  RIRBEED S W)
@A I EEIRR K% )
B I ER E B i
OV < D HR (I T£ER)
GBEAIETEDBEE - T M AP DG T B
©Fr ki (BE7), AIERRERE, BAMRREE, L AMIRITEREE, BERE e
FIROBHKFRE R TS L0 5. BAIRIIR NS (BEIIBEICLEE5).
) F—KZWNTDBERAERIEZ .
GRAT R
(7) BHEBMRI : /N4, B (B, /B, s, /NI o 28, 45 4 M= ok & GR
5. FRI/MNK IR LT BN OFERE R S, KR - R0 FEfE, ) ¥— MIB
S ORAGHAERY & FIB T 5. T2 3 - FLAIR R CIRBROREES 2RO LI D b
(i« FEALHENB [H{REZWT ] 1D 2013132348).
@Mk
(7) MJDIBETIZBIF S CAG Y ¥ — s BEMEOMHEHT
OFRESEREMET LIV CAG Y ¥— MU BEOMBIBERYED 5. SEEAHINIL,
FUY Y= MEAT BT OHESERENI I USRI, ERPIEETH 5 (GBIE
T-ERRDOLAE).
@V EDDOFKARNTHRZRES T L IEF IR 2 0, WD EE(L T 5 (KBRS
%).
@Y ¥— MDD R VB TI/MNERED A THHHERICZ LW &2 5, BIRZBIICHE
I 2%E0% .
ORI A B WG ORI i
(7) Y REEEEEORIKE (REFIZITIZ 100%).
(£) FEAEAERNIZ 30~40 AT H A% .
(%) FRARAEATVE /NI ISHE & SRR 2 P AR & U, SR B0 & AR pife i )
B4 L BRETHAGDE 5.
() o< DHR, AMARFIRREE CRRIC Limkads, Ahinkeds, dREskad), B - 5 ORI
AR R R R DR .

N o

1) Takiyama Y, Oyanagi S, Kawashima S, et al. A clinical and pathologic study of a large Japanese family
with Machado-Joseph disease tightly linked to the DNA markers on chromosome 14q. Neurology 1994;
44: 1302-1308

2) WikHEE. Machado-Joseph i D FRRIEIZ OV CT—IF I LEH R & ORI 2 i, Frl RSk 1995;
109 (4): 156-161

3) Takiyama Y, Igarashi S, Rogaeva EA, et al. Evidence for inter-generational instability in the CAG repeat in
the MJD1 gene and for conserved haplotypes at flanking markers amongst Japanese and Caucasian sub-
jects with Machado-Joseph disease. Hum Mol Genet 1995; 4: 1137-1146
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N B3zt - sEICLRDRER

PubMed (#:% 2016 4-8 H 15 H)
[machado-joseph disease] or [SCA3] AND [clinical] 483 f}:
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Clinical Question 2-0

(MAD-SCD

(DAD-SCD—f. SCA6

SCA6 DA lx(d ol

[O)
L

o

S

5% - B9

@SCAG [3F19 48 RATE TRIEY /KRR AD-SCD T, FRAMMERIR
PEEEHENVERHETS . TREMEZRIRCEMZRFOBER ", H50
(S RIEEDNREFDIEBEZRH/HEIE, SCAG ZiE<EED. VE— MIORL
ERITIE, DRERLSNDIERZRBDZEEEDHS.

MJD/SCA3 & ¥ A T\ SCA6 12D W TG 2 B 5 2 L.

W@ TEFYR

AREBNE, HAROF Gt ARE BRI F /NN Z TE (AD-SCD) 0 7% 72T MJD/SCA3 123k
WTHEZSEWEAET, B > TIEMD/SCA3 LK VL WRETH 5. FIHREFERIL
Yasui b ® ® HAD 46 A\ D SCA6 BH TOHAITIX, 48.0+£9.3 (54 : 31~66) i% T, Taka-
hashi 5 ? & 140 A® SCA6 & TORGREME % A L7245, FHRAEERZ 48.9 1% & Huis
LCTW5, BERICERTAHBICEEL, BEICEYT 2GR BEOME 2 SHICE X &
NETH ZDOHH, FHIZSCA6 DA iER:E, IR Y>>0, TEMEIRRE O F WK
Tho" MAERIEEZ R LER S H2 7 SR TIIREMICT 2 & ER M RIR S R 5
S BREPLHDH. T72, SCA6 TIEIMEM: T 7213 IR /DI AR A 2 Z & 25
ZHBED, MOFHME DLV L LM TH A, JHINTHS CAG ) E— hOfiRIEVE
TITE, SR 20 & /NIER DAL O fii BE AT ] 20 5 380 S B M A5H 0, RS 22
Y E— b EHBRIEVIERITD, BIICKMT 2 & 8—F 0y ViERELR EOERDBO S
DD D,

SEAEF R

19~71 i (139 43~52 &%)

B PRAEAR

OWFFERIBITOLLDE, HE, WERENS .

@IZIFHR 2/ NRIEZ 25 5. $ b b, ANMESEEALT, WU OEB) R, R
&, T IPEIER ORFE, TR E) 2380 5.

QUM AEBIFDO D T VERLTIZH L EORERE ) 20D 5.

R PG Ot X721 K°F), RGN, B, RIBEET, VX F=7 % EORk
FOEE), SRR SO Y B S AY, EEARIIZIEE < ORI THM/ MBI TH 5.

IR

-



REMR

YA MRI < /MG BRIR) L 7223606 2 5800 4. /IS X R L2 m <, FIRTREZETH 5.
IR R 3 PR 72 %

B Dap s

CACNAIA BIZTI2HBF 5 CAG VY ¥ — b R o

KRB E ) BEOERELR N

O et R EME RO R

@FEFEAERII 20~66 7%, 48 AL,

CORREAEATIE OMM RIS, 72720, MESUTRE, WIS, BEE OB IR R E

B ERARBEGET HMIMIZIE RS 20

@FEN 2 D b TR BN, TR X IRIRIEASE 2 5T AT A
®MRI T/MSIZ BRI L 72 2.

N
1)
2)
3)
4)

5)

6)

AN, AKEESERE. (A - RS =2 7 V] X AN DHRENE TR/ NNATERE. H AR
i %7K 2013; 142 (1551 2): 5208-5209

Takahashi H, Ishikawa K, Tsutsumi T, et al. A clinical and genetic study in a large cohort of patients with
spinocerebellar ataxia type 6. ] Hum Genet 2004; 49: 256-264

Yasui K, Yabe I, Yoshida K, et al. A 3-year cohort study of the natural history of spinocerebellar ataxia type
6 in Japan. Orphanet ] Rare Dis 2014; 9: 118

Yabe I, Sasaki H, Takeichi N, et al. Positional vertigo and macroscopic downbeat positioning nystagmus in
spinocerebellar ataxia type 6 (SCA6). ] Neurol 2003; 250: 440443

Ishikawa K, Tanaka H, Saito M, et al. Japanese families with autosomal dominant pure cerebellar ataxia
map to chromosome 19p13.1-p13.2 and are strongly associated with mild CAG expansions in the spin-
ocerebellar ataxia type 6 gene in chromosome 19p13.1. Am ] Hum Genet 1997; 61: 336-346

Ikeuchi T, Takano H, Koide R, et al. Spinocerebellar ataxia type 6: CAG repeat expansion in alphalA volt-
age-dependent calcium channel gene and clinical variations in Japanese population. Ann Neurol 1997; 42:
879-884

RE—EB, ExARFE, T I, (32, B ACHEIRR 2 & & % 72 spinocerebellar ataxia type6
O 161 RN 1998; 38: 512-515

Schols L, Amoiridis G, Buttner T, et al. Autosomal dominant cerebellar ataxia: phenotypic differences in
genetically defined subtypes? Ann Neurol 1997; 42: 924-932

Gomez CM, Thompson RM, Gammack JT, et al. Spinocerebellar ataxia type 6: gaze-evoked and vertical
nystagmus, Purkinje cell degeneration, and variable age of onset. Ann Neurol 1997; 42: 933-950

N gzmst - sEICLEDREN

PubMed (#2016 48 H 20 H)
[SCA6] AND [clinical] 197
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Clinical Question 2-7 MDAD-SCD—g. DRPLA

DRPLA D% fulsy

BRI RORE IRV AFHRIE (DRPLA) (3/MBKFAICERS - 77 b—EREDF

(o) MEEEER, IFIVO0—XATADA, ETHHEETZRT I EDBERERDFE
23 Thd. i, ZALHARRRGERR (anticipation) &9 ZEHRELHFH
TH%.
A

o ER-Bn

BRRAZ AR 196 BROV A AR ZEHiiE (dentatorubral-pallidoluysian atrophy : DRPLA) O BRI 4E
MAERFL, BRZEHrsTEsZ L.

W TEFY2R

RPEBE, HAROF et @M &R B RN 45 (AD-SCD) @ 7 2> T MJD/SCA3,
SCAG IZIRWTHEDSEWERETY £SCADHH 10%HEL 5O 5. FREMN e BRREEE L
TIE, A TR/NTEEB R, - 77 b — B4R L ORBEEES), Bk E R
bR RTHIETHS. CAG Y ¥— FOMEENREVINETIE, /NNHEEELHFHZT Tk
{, 3F78=XATAMA, ETHEOHBKTIBNRL TV, FAEFEIL 125 62 7% T,
UL 30 i & Vb TWw b 2 RO 2 DDIFIFIZ X - TRE4 T 55613 DRPLA %589 .
D20 AT CHEBEH, I F 70—, TADPATRNE H#EITHEOMBETFTAASNLYE
@20 D ECHEBY IR, BT 7 b —¥, FRAVE, FWMEESARSNLYE

BHFR MRI CTUE/Mi% & IO ZEMi AR ABI TR SN, NEFICIEIRDSHE T
WZHEE MR SRR T 5 Z E WA SN T WD, F72, Mo/NRETAE & B2 2558 e
LT, EMIRE LR ANBSES 2 Fuiis, KRINEABIIA#EPAZ T2 SRS A b5 2 L9
5.

DRPLA D ZWHERKIKEE & 40 2 BERIEIR DAL, B X N ATNI (DRPLA) =T o 3 Hidk
CAG VY E— bOMEZBD DL ETHEZBHAOL 0 BHED CAG ) ¥— % 48~93 [i]
TH5.

DRPLA Tlk CAG YV ¥— DR, FRZHAOF & ITHEE LA ITMREIRE
AR BRI (anticipation) # & L3 . 728 213, NEMICTADA R ETRAEL 72
= ADKLBAS, GOIREEBE DS 2 22 o 72 A%, 0 /MRS & S L CRIZEIRETH D 2
EDVHIBT 2 L) 2 e ENG. COXH R ERS, —HMBHICAZLLATD,
KB EDENCAG) K= 2HRRTE2F X ) 7T THELADV D L7720, /NREHE I+ 2
O—XACTANA, BEEEHLY R 2BE 200756, WELRREEA % { TH DRPLA #
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2. B W

BEv,

ZTOMPOEL SPDPREZFTH LML ZE L THEIEA Y &) ¥ 7 2fTH) 2 LD

HETH 5.

N
1)
2)
3)
4)

5)

L AW IR - IRE ROV A RZEHE (DRPLA : chorea DI E & LC). HARBAR e
. 1999: p101-103

WNBRET, o R SRR - PEROV A RZERIE (Mg - /M) (DRPLA). AR HihE
ettt (55 2 50, 2013: p355-359

Koide R, Ikeuchi T, Onodera O, et al. Unstable expansion of CAG repeat in hereditary dentatorubral-palli-
doluysian atrophy (DRPLA). Nat Genet 1994; 6: 9-13

Ikeuchi T, Koide R, Onodera O, et al. Dentatorubral-pallidoluysian atrophy (DRPLA). Molecular basis for
wide clinical features of DRPLA. Clin Neurosci 1995; 3: 23-27

Tsuji S. Dentatorubral-pallidoluysian atrophy. Handb Clin Neurol 2012; 103: 587-594

N gms - sEICLEDRER

PubMed (#2016 49 H 15 H)
[DRPLA] AND [clinical] Filter [Atrophy]/[myoclonus] 66 I
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Clinical Question 2-8 MDAD-SCD—h. SCA31

SCA31 O3 [l

@®SCA31 | SCAG &KV mim CRET /i AD-SCD TH V), &EITH
SCA6 & WEL, RIRGD V. Hepth/ bR, MEKHREESESE, fHH—XA
BT, MEESEEZRD%.

RE

=288

FARIZ BV TR BN 3 REE 7212 4 18 b\ bius SCASL ORIKIOKHBCE A L, Kk
BIHTEDZ L,

W@ TEFYR

R, HAROE Je R EE AR /NN IE (AD-SCD) @ 7 % ¢ MJD/SCA3,
SCAG IZIRWTHENEWEET, ks TIIRILWVIRETH S "2 SCA6 L4 HAT,
FR NN IE 2 B9 5.

1. FAEAE G

50~70 At CFIFREEM 55 e & 60 FLEE) 2

H) 0K L TOREBLH L. FARPLERNTORIEFEHIRES RL22550H 5.
2. BRPRAER

FARINZ/NR RS ICRE S NS, Thabb, BRTREE L SO, s,
DU AR E B S, 5 b — X AKE, R EIERS R TH B, FERIMEIRR I SCA6
XY HIL 22 W E DS B Y

T BB % C, BEIZIER TH A0S, BWEILHED ST £ TH 5. Babinski Bk ILFAIE
P BEOYAE, SHEER IR E 2 & O A IHE ORI & 25

BEBEEIIZVD, o THBREORREK T 2RBOLBETH L. DI, BAKER/—F
VIS ALREW L BEVAET B, W00 T[40 Lawietsrd 5. IREES)H
R, ST, Mg esdaohzy. EBHERTZ2805280H 5.
FRRARMEIE, SCA6 & V) bFRARETIETH S O

3. MAEFT A

BEFR MRI : /NS BT % fel & 3 2 2565, AT L 7ER Tl RERINC & i k5.

4. Wik

(7) SCA31 Ol A% PCR CTHERT % 2

(1) PCREWOMNFEINC TGGAA ) ¥ — M HFAET 5 2 & #iERT 5. 72720, 77=

v 41 »
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ANVIHEEZR DD D, (7)) TRAWTHE

(%) SCA3L (25 # AT % /R 3 puratrophin-1 #815¥ (PLEKHG4) -16C<T 5% % ik

b

% (SCA31 BE D 9% LI E TR 5).

H: (7) ®PCRICEXBMERADHEEIZTTIX, TGGAA Y E— k24 X%\ TAGAA
HREDFNRMBEMET VLV ERZ ZWHEEDSD Y, MBOEREIERL. Zo7zo, (1)
AT B, EBDHEMEL (V) puratrophin-1 AR F-16C<T RE MR T L LHFEF
L.

5. AEWBEEH Y EOEEL T SEEIER OMPBU MR, RIRBEX WAL, {ET
X,
6. MESRESMICIE TV F O THIBROBEREI T, S SIRA 7V F v il oMk

JPIZIEANT b F ) ¥ - I Y YR TIR LA Y VMRS T B RR R SR (halo-like
amorphous materials) 23 5, ZOFTRLZ b o THRSRHIEICARB L BI§ 5 2 & R
Th5b O

N
1)
2)
3)
4)
5)
6)

7)

AN, KSR [ - ARSI~ =2 7 V] XA DN MR E FRMEEIEE. HARE
i %7K 2013; 142 (1551 2): S208-5209

Sato N, Amino T, Kobayashi K, et al. Spinocerebellar ataxia type 31 is associated with "inserted" penta-
nucleotide repeats containing (TGGAA)n. Am ] Hum Genet 2009; 85: 544-557

Sakai H, Yoshida K, Shimizu Y, et al. Analysis of an insertion mutation in a cohort of 94 patients with spin-
ocerebellar ataxia type 31 from Nagano, Japan. Neurogenetics. 2010; 11: 409-415

Yabe I, Matsushima M, Yoshida K, et al. Rare frequency of downbeat positioning nystagmus in spinocere-
bellar ataxia type 31. ] Neurol Sci 2015; 350: 90-92

Nakamura K, Yoshida K, Matsuchima A, et al. Natural history of spinocerebellar ataxia type 31: a 4-year
prospective study. Cerebellum 2017; 16: 518-524

Owada K, Ishikawa K, Toru S, et al. A clinical, genetic, and pathologic study in a family with 16q-linked
ADCA type III. Neurology 2005; 65: 629-632

Ishikawa K, Mizusawa H. The chromosome 16g-linked autosomal dominant cerebellar ataxia (16g-
ADCA): a newly identified degenerative ataxia in Japan showing peculiar morphological changes of the
Purkinje cell: The 50th Anniversary of Japanese Society of Neuropathology. Neuropathology 2010; 30:
490-494
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(MAD-SCD

Clinical Question 2-9  1DAD-SCD—i. ¢0ft:d AD-SCD
fitdd AD-SCD CIIED IS LGIEBETIZINSEDH

O@SCA1, SCA2 LEDZLD, MICHEERDRENHS.

RE

o ER-Bn

SCAl, SCA2 2O\ THIRGZ LIRS 5. 2016 4 9 HIIE, SCA43 T THIHN TV 5.

W TEFY2R

HARIZ BT BMEA 5 HEE 4 SCA (X, MJD/SCA3, SCA6, SCA31, DRPLA T %75,
CDIFNIT SCAL, SCA2 IFHIFIC X o TIEBHEN RV ) 2, MW RERELZRYT. /-,
SCA36, SCAl4, SCAI5 = EHIERINTWS. JEKRFEED SCA b4 SCA @ 10~20%FFHE
T57:0, WEOEHLIERIZLLAA, BHLZORKEORBIAMRLRGEN L HETH SIE
WD, REDOEMPBREDOELELTETH L. T72, 7 Vind W ORI E
fRHEORBTH D, MRKHEZORERE L) 2800 WA EETH Y, FRICBEZE~DH
HOBRICIZZTICE S LEDDH D, SCAL & SCA2 IZDWT, HF#m i e DI &4 5.

1. SCA1
FEIEF i © 30 AL 40 RAROFIEDSZ . CAG Y ¥— FOMRMEIZL Y 4805
T4IRFETHEDGD L. F—FKRNIIBWTIE, RBREBR LR 5.
QB FRAETR
(7) FHEIR - ADEEB) R CRATREE TOFIEAZ ), HiEREE, IR o s—+>
VZALNTIRIRT 200058 5. SRS © BN U
(A) EIER @ WETREE, AiZEME, SEMIMHIERE © chorea, dystonia 7 & GEATH), F2JIHEHE
OWRT (FPEEEE), R AMRREL.  1E) CAG MEBREHRBIMIC LY, KHERO MBI
RREIIZT 5.
ORRATT L« SRR 5 4§ - /NI
W - BART- W ¢ Ataxin-1 BIZT (ATXND f#HTIC & ) CAG KARECHI O Fi i &
(=39 repeat) ZFEW] T %.
OABEZ ) Y OEE % 5
(7) ¥ Gt AR EAR T O HEAT M NI PR ST
(£) HATE, HILHT B THHRI .
(77) 30 A7\ L 40 IRARDIERED S .
(L) WFEFEIRIZBATREE DL .
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2. B W

(+) SCA2, MJD/SCA3 7% & L EEIRIEROMIFVEDSD 5. SCA2 L I ARAHRBRE B <2 e S5
DWWES, MJD/SCA3 L ik, HEARSIEEAESR:, RERESEEEDORRE - BBV THRL 5.

2. SCA2
OFSREAF- iy AFIDFEREAL VA%, CAG V) ¥ — MIRHUC X ) SIEF k4 TH 5. [H
—HKRNIBNWT, RBUREHRZHO L. A= F 2V IR EBMEIND T — 23 H 5.

O VST
(7) FIEIR - AN EBY R, RS R, RRIRIREGES) (RIROBELIIR), B BCHRES ~
{525 (polyneuropathy).

(£) FREIR @ 2546 (EATHI), dystonia, myoclonus, tremor (EfTHIX> CAG V) ¥'— Mifik
BoOFWER]), fasciculation, myokymia (EFFHIR CAG V) ¥ — MEEHORWER),
RAREREDALT (FPAREE).  1E) CAG MEBRREMMIIIC XD, SRERO M BUHEE R 1
ZEALT 5. ) 20 LRI OEAETIES (CAG repeat >45) T, FEIRDMELTASHL M) AT
b5,

QOMAHT L« BEIRERAT R - AR - MR, BAUEBIMAL @ sensory ganglionopathy.

@ BWiJ5 i+ Ataxin-2 15T (ATXN2) f#ATIC & 5 CAG BUAERLS 0 5 il 2 % G5 %
(CAG 32 repeat). (ffi) Aaxin-2 |28} % 27~ 33 repeat » CAG EHBELY] (intermediate-
length) (&, MMFEMED ALS DFEHE) A 7 W+ & LTHIES N TV 2.

GOAFEZ 5D Yt DEE e 5l

(7) Wt R AV O RIRIE 2 4 2 AT O /N R TR IE.

() FRIRARERE B R P R 1L, AREDO TR Z RIE S 5.

(77) BRI IZAC .

(L) MOFE/MMEYEE (SCAL, MJD/SCA3 7% &) & DIEBEOMFENED D D, FRANEB: D A
TAHRIEZZMT 52 L IEHETH S,

1) Ranum LP, Chung MY, Banfi S, et al. Molecular and clinical correlations in spinocerebellar ataxia type I:
evidence for familial effects on the age at onset. Am ] Hum Genet 1994; 55: 244-252

2) Sasaki H, Fukazawa T, Yanagihara T, et al. Clinical features and natural history of spinocerebellar ataxia
type 1. Acta Neurol Scand 1996; 93: 64-71

3) Sasaki H, Wakisaka A, Sanpei K, et al. Phenotype variation correlates with CAG repeat length in SCA2: a
study of 28 Japanese patients. ] Neurol Sci 1998; 159: 202-208

4)  Shiojiri T, Tsunemi T, Matsunaga T, et al. Vocal cord abductor paralysis in spinocerebellar ataxia type 1. ]
Neurol Neurosurg Psychiatry 1999; 67: 695
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(@AR-SCD - X-linked SCD

Clinical Question 2-10 @AR-SCD « X-linked SCD—a, Eafkt

AR-SCD, X-linked SCD OEEFRAEIRICIEED KL S75E
Db 5D

[0) O /1B 5 % L\ FEBEME (RBEM) KFAEPRIERET 2, ZhLMCE SHAME
= RS SOMBLA DL SBIEERES ZEHSLN

N E=2-8n
TR AR VAR T B NN Z T (AR-SCD) 3B X O X 3l 851 B jf /MM ZE HE (X-linked
SCD) O¥EM =, WRG % BT 5.

W TEFY2R

AR-SCD # X U X-linked SCD &, #HEAEHED 5T X @i mE%2 &), &7
Pl % PRER & 3 B MR AR B A2 Wi T 2 RS TH 5. BN - »FREORL 2%
FELRROPRA TN, IR - BIEFMARY N T LMIEEHTH L. EiETRITHRT oM
X9, AR-SCD B X U X-linked SCD OIFH ML FAFHK N THE I NTVED, WELEL LD
WK B TR EDREDVFALET 5.

HARICBI S SCORBHERKIISIHA4TAZBZ L5, D9 H AR-SCD O 5 5 EE1IH
18%THsb Y 727201, BEHIEEZ S5NE LN AR-SCD LB SN WEEIL L2 S TF
T 5720, FEBROFEREIIINI DLV EHEE I NS, AR-SCD OFENFIE AMLE TR
CHEZ D WekPE AR T, MOAIEERHIC L D Friedreich (7 — K5 4 &) BB %A
(FRDA) »5# a4 SCD O % T bBEDFHWIRETH 2 *Y OIZk L, HATIX AR-SCD iX
B, O TIRIRERER) LT LK T V7 I ¥ IE % F D 5 E B 230 E
(EAOH/AOA]) 2 Ik% LB ENTw5b Y —J, Xlinked SCD DFEHLEE, FRANFUIDOW
TIEAWIRE 2 A% .

AR-SCD DEiRBHIRNE, ORI - FRIBRREOEM 24 TR, C/NNk & %2 1k
ELUBERREEIE= 2 — a3 F — 2 GO ER MRE B2 A ) AN, I X O/ DA
DOFERE 2 12T D WA N BN KB S 5. NI, HEMFSENS WS, @ T2R
OFFFIC L > TR ATIET 2B DA SN 5. HHANL FRDAY €4 3~ E HURIEMEEE)
JHE (AVED) ¢, Refsum % (RD) 7, 4 B 1) R&EHIMIE (ABL) ¥ (28R SN, TSR LW
AT A B9 4. /NENZ, BRI LRME NRISHAE (AT) ©1© 2 EAOH/AOA1 “", HRER
TEEYIAT % P JIE 2 B (AOA2) ) Charlevoix-Saguenay (¥ ¥ VIV 7+ 7 + 47 %) Bl G
RS BRI FE (ARSACS) 1, il fufifific (CTX) 017 20 EEHOWBEEH, £
D% & HYlFREER ORIV = 2 — o 3F =209 | MY NREIZ AT, SCARS/ARCAL ¥
R VENRBEFEAC T % £F 5 MR IGHE (CAHG) ¥ 2 &E2%& $h 4. —F, X-linked SCD 121, JifE59
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2. B W

X B AR / JSHRAE BT (FXTAS) 22, X #SHPESISF BRE B 1L/ B B 2L FE (X-linked sideroblas-
tic anemia and ataxia : XLSA/A) ? R E03&EN, BRERIIZE TH 5.

FHEOHIL, WRREET 23 TEICHED . AD-SCD & [AfEIC, AR-SCD b EEFRIIC
SCAR (spinocerebellar ataxia, autosomal recessive) & L TEFFRI N5 L)Xk o7z, 72721,
— B EIL ARCA (autosomal recessive cerebellar ataxia) DB LT THIFFRE N T 5.

BRASTEARIE, NMPED 2 W IZHREVE (RN KR iz e 35, KRSt oiREER: & LT,
MR o> S B (AR ERGEB) 247, RHR, HRAR, SHRFIRE, Square-waves, #EELHFRZAMERE,
FHFRZENE, MAICA BERAE ORI, DI, RIS O BMME IR Z &), HRKT - FRHELE
Rk - pifERRE, CEBRERE EROE, VA M7, R, IAru—3X 2, N—Frv=ZX24
% &), Wk, Mk, BERRSE, BREEEE= 2 —aRXF R EDALNS.

MFREDSN D F L LT, IS4 37—, FHEOME - 8, ME, KEOTBMImEILR,
W, JFPE, CORE, THALE MRS, PERRARREACTRE, MERE, Bk ERALNS.

AR-SCD 8 & U X-linked SCD (24 & 1L 5 FEEI) R BRIRFT A R 1 1R T,

N ot

1) Tsuji S, Onodera O, Goto J, Nishizawa M; Study Group on Ataxic D. Sporadic ataxias in Japan: a popula-
tion-based epidemiological study. Cerebellum 2008; 7: 189-197
2) Anheim M, Monga B, Fleury M, et al. Ataxia with oculomotor apraxia type 2: clinical, biological and geno-
type/phenotype correlation study of a cohort of 90 patients. Brain 2009; 132: 2688-2698
3) Fogel BL, Perlman S. Clinical features and molecular genetics of autosomal recessive cerebellar ataxias.
Lancet Neurol 2007; 6: 245-257
4) Tada M, Yokoseki A, Sato T, et al. Early-onset ataxia with ocular motor apraxia and hypoalbuminemia/
ataxia with oculomotor apraxia 1. Adv Exp Med Biol 2010; 685: 21-33
5) Bradley JL, Blake JC, Chamberlain S, et al. Clinical, biochemical and molecular genetic correlations in
Friedreich’s ataxia. Hum Mol Genet 2000; 9: 275-282
6) Gotoda T, Arita M, Arai H, et al. Adult-onset spinocerebellar dysfunction caused by a mutation in the
gene for the alpha-tocopherol-transfer protein. N Engl ] Med 1995; 333: 1313-1318
7) Jansen GA, Wanders RJ, Watkins PA, Mihalik S]. Phytanoyl-coenzyme A hydroxylase deficiency: the
enzyme defect in Refsum’s disease. N Engl ] Med 1997; 337: 133-134
8) Sharp D, Blinderman L, Combs KA, et al. Cloning and gene defects in microsomal triglyceride transfer
protein associated with abetalipoproteinaemia. Nature 1993; 365: 65-69
9) Chun HH, Gatti RA. Ataxia-telangiectasia, an evolving phenotype. DNA Repair 2004; 3: 1187-1196
10)  Shiloh Y, Lederman HM. Ataxia-telangiectasia (A-T): An emerging dimension of premature ageing. Age-
ing Res Rev 2017; 33: 76-88
11) Yokoseki A, Ishihara T, Koyama A, et al. Genotype-phenotype correlations in early onset ataxia with ocu-
lar motor apraxia and hypoalbuminaemia. Brain 2011; 134: 1387-1399
12) Moreira MC, Klur S, Watanabe M, et al. Senataxin, the ortholog of a yeast RNA helicase, is mutant in atax-
ia-ocular apraxia 2. Nat Genet 2004; 36: 225-227
13) Anheim M, Monga B, Fleury M, et al. Ataxia with oculomotor apraxia type 2: clinical, biological and geno-
type/phenotype correlation study of a cohort of 90 patients. Brain 2009; 132: 2688-2698
14) Bouhlal Y, Amouri R, El Euch-Fayeche G, Hentati F. Autosomal recessive spastic ataxia of Charlevoix-
Saguenay: an overview. Parkinsonism Relat Disord 2011; 17: 418-422
15) Vermeer S, van de Warrenburg BP, Kamsteeg EJ. Arsacs, Pagon RA, Adam MP, Ardinger HH, et al (eds),
GeneReviews, Seattle, 1993
16) Federico A, Dotti MT, Gallus GN. Cerebrotendinous Xanthomatosis, Pagon RA, Adam MP, Ardinger HH,
et al (eds), GeneReviews, Seattle, 1993
17) Nie S, Chen G, Cao X, Zhang Y. Cerebrotendinous xanthomatosis: a comprehensive review of pathogene-
sis, clinical manifestations, diagnosis, and management. Orphanet ] Rare Dis 2014; 9: 179
18) Gros-Louis F, Dupre N, Dion P, et al. Mutations in SYNEI lead to a newly discovered form of autosomal
recessive cerebellar ataxia. Nat Genet 2007; 39: 80-85
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(@AR-SCD - X-linked SCD

&1 AR-SCD & U X-linked SCD IC#A 5N 2 FFHERRERIKFTR

HHILIRER - REFR | ZRINEER

TARAEAR
ROREHR

AREKIEB) AT EAOH/AOA1, AOA2/SCAR1, AT, ATLD

FAR AOA2/SCAR1, AT

ARYR EAOH/AOA1, AOA2/SCAR1, ARSACS, AT, ATLD, FRDA, ABL,

SCAR8/ARCA1, MSS

SV ERAHRER SANDO, NPC, EAOH/AOA1, IOSCA

Square-waves FRDA, AVED

HRRBREIEE AVED, RD, ABL, CDG1A

TRARAEZENE FRDA, IOSCA

1BISA BRI DIEM ARSACS

B MSS, CTX, PHARC

ERBRAEAE DM M SRR AT, 10SCA

HMEERT, BAERERES, ZIRESE |AT. EAOH/AOA1, ACQD, SANDO, CTX, MSS, IOSCA, SCARS5,
SCAR9/ARCA2, SCAR11, AOA2/SCAR1, ARSACS, FXTAS

EBEREE (EHR A7 IRE, |AT. EAOH/AOA1, AOA2/SCAR1, AVED, CTX, ATLD. SANDO,
FVA—XA, IN=F>VZXL) [IOSCA, FXTAS

BEAES IOSCA, FRDA, RD, PHARC, SANDO

EREMR FRDA, AVED, ABL, PCARP/AXPC1, IOSCA

R REEN M 1 — O/ F— EAOH/AOA1, AOA2/SCAR1, AT, CTX, RD, ARSACS, SCAN1, ATLD,
SANDO

pEqd ARSACS, very late-onset FRDA, ACQD, CTX

ST SCAR9/ARCA2, CTX, ACQD, SANDO, IOSCA, ARSACS, MSS,
SCAN1

SHHE FHELSLOER)

SFNTF—2HHE FRELISLOER) |MSS, ARSACS

BIEOAIE - REIA/N\F— FRDA. AVED. ABL. EAOH/AOA1, AOA2/SCAR1. MSSMSS., ARSACS

MEEEORE - 28 FRDA, ACQD. AT. AVED. ARSACS. EAOH/AOA1, AOA2/SCART,
IOSCA, RD. CTX. SCAN1, ABLFRDA., AVED. ABL. EAOH/AOAT,
AOA2/SCAR1, MSS

R B8 DA EHFRIE ATFRDA., ACQD. AT. AVED, ARSACS. EAOH/AOAT, AOA2/SCART,
IOSCA, RD, CTX, SCAN1, ABL

HEER B DEMMENRR CTXAT

FREsaE NPCCTX

DEERT IS FRDA, AVED, ABL, RDNPC

S ERINEE D ARE ABLFRDA. AVED, ABL. RD

MR E TR CERINEE CAHG, IOSCA, MSS, ATABL

BRI AEE T FRDA. ATCAHG. IOSCA, MSS, AT

BMIBRE XLSA/AFRDA, AT

&l XLSA/A

ABL (abetalipoproteinemia) : #& B UARZEAIME ACQD (ataxia with coenzyme Q10 deficiency) : AT >H1 L Q10 RZELKFRE ARCA
(autosomal recessive cerebellar ataxia) @ BH &AL BT/ NRHKLTAE, AOA2 (ataxia with oculomotor apraxia type 2) : EREKIEE) %K
TS KE 2 8, ARSACS (autosomal recessive spastic ataxia of Charlevoix-Saguenay) @ > vILIL T+ 7 - B X BLEHELMHEER
MEMRAE AT (ataxia telangiectasia) : SRR EENKFE, ATLD (ataxia telangiectasia like disorder), AVED (ataxia with
vitamin E deficiency) : & 3> E BIR/RIEMESHKLFIE CAHG (cerebellar ataxia with hypogonadism) : MEERHEEEART Z £ /N ERIE,
CDG1A (congenital disorder of glycosylation type 1A) : %RkM4ES ) I IERFE 1A B, CTX (cerebrotendinous xanthomatosis) : fii
EEEEE EAOH/AOA1 (early-onset ataxia with oculomotor apraxia and hypoalbuminemia/ataxia with oculomotor apraxia type 1) :
REKBB)RITEAR 7L T I VIEZ 4D BRIKAE FRDA (Friedreich ataxia) @ 71— KT+ EBEpkFAE, FXTAS (fragile X-associated
tremor/ataxia syndrome) : fz55 X BE iR, / kFIEMREE IOSCA (infantile onset spinocerebellar ataxia) : L2 87 5 E & 86 /N B & M,
MSS (Marinesco-Sjogren syndrome) : <) x A3 - > 1 —2 L >EMEEE NPC (Niemann-Pick type C) : =—~ > v 7% CE, PCARP (posterior
column ataxia with retinitis pigmentosa), PHARC (polyneuropathy, hearing loss, ataxia, retinitis pigmentosa, and cataract), RD(Refsum
disease) : L7 L5%, SANDO (sensory ataxic neuropathy, dysarthria, and ophthalmoparesis), SCAN1 (spinocerebellar ataxia with
axonal neuropathy 1) : B4R — 1 —O/\F— &S5 EB/\IKFHME 1 2, SCAR (spinocerebellar ataxia, autosomal recessive), XLSA/A
(X-linked sideroblastic anemia and ataxia) : X E#H KT MER /1B EHKFIE
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19) Seminara SB, Acierno JS, Jr, Abdulwahid NA, et al. Hypogonadotropic hypogonadism and cerebellar atax-
ia: detailed phenotypic characterization of a large, extended kindred. J Clin Endocrinol Metab 2002; 87:
1607-1612

20) Hagerman RJ, Hagerman P. Fragile X-associated tremor/ataxia syndrome - features, mechanisms and
management. Nat Rev Neurol 2016; 12: 403-412

21) Hagerman PJ, Hagerman RJ. Fragile X-associated tremor/ataxia syndrome. Ann N'Y Acad Sci 2015; 1338:
58-70

22)  Allikmets R, Raskind WH, Hutchinson A, et al. Mutation of a putative mitochondrial iron transporter gene
(ABC?7) in X-linked sideroblastic anemia and ataxia (XLSA/A). Hum Mol Genet 1999; 8: 743-749
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ataxia[MeSH Terms] AND (recessive OR X-linked[MeSH Terms]) Filters: published in the last 5 years; English
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(@AR-SCD - X-linked SCD

Clinical Question 2-11  @AR-SCD + X-linked SCD—b. %M * fif
MR - REEE ED LS EEDD

OFE - WEIBKRBICKWRALATHSH, I IV FUTHKERE, KBEE, &K
mEEEHBORE, ERRETEEMBORE, &iE - JILVERFHHOREERED
BEHBEEIN TS,

RE

=288

R AR S YRRV BN A YEE (AR-SCD) 35 & OF X M SRR R/ A VESE (X-linked
SCD) DRI - iFik & BT 5.

W TEFY2R

RN EIRRBITHEBIC L VR4 TH D, — &I, AR-SCD T, JRNEEDOHREIELDIHED
gL %, 72k 2L, Friedreich (79 — FJ 4 &) ##LHE (FRDA) X, 7949 %3~
(frataxin : FXN) # I3— K92 FXN#ZTOE 14~ 0D GAA Y ¥— b ORFME (66~
1,700 ) ¥— M) 2EETHRIET 5 V2 K5 (96%) O BEITREME GAA Y ¥ — bR EE
HHTHY, B HERLEREMEOEAENT OHAKTH S 2 GAA ) E— FOREME
R SRFEMIC EXN BIE T OEE 2T £8, ZOH%E, XN EZAOBBEIMET L THfk
AeZ &4 %) EXN&ZAIZI Fay B 7 ToOSRIICHEETLEAT, ZOBIEREIIH
W7 A5 —OEAZIETEE, 2 bay FY 7HOEBOPEMEEREICHEEZ RIFL, B
LA ML AOHMAZGI &I L, MR ERE &R Mt E L2 L EZ 6N Tw5 2

COXIHI, I by Y THEBEESES L TwAEEAIZIE, FRDA Y /NS Z )
CoQI10 K ZHE ¥, SCAR9/ARCA2°, SANDO®, I0SCA” 2% 5. F7z, MRkEEBI5- LT
WAEBRIZIZ, AVED®?, ABLY, RD'Y, CTX™ 75 5. #MEWEEFEHEORENES LT
WAEEIZIZ, AT™, ATLD ', EAOH/AOAL ', AOA2/SCAR1'", SCAN1™ 2% %. #&
B B OB ENE L 55 BI2I1E, ARSACS % 2 MSS 2% 3% 5. % O,
SCAR8/ARCAL 13K - TV DIk O BEE 2, SCAR10/ARCAS & Ca S fEME C1 5 ¥ A V]
HOBEENESG LTV ? EEZOLNTWA. HNEAEZOTRikiErEz 112 Lo

—7, We§9 X BIER / e PE R (FXTAS) (&, FMRI #{zT-0 5IEREREEO CGG 1) ¥ —
F2$55~200 ICREME L CRIET S, INFT, BEMEICL S RNA #HME2S FXTAS OFFiE
DAELEZEZ LGN TED, MELZCGG Y E— MIH¥KT % H#lER (repeat associated non-
AUG initiated translation : RAN #I3R) 25HifEE T OH L 72 5 Z L AVRENT WS &)
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BN

off

2. &

e

AR-SCD # & U X-linked SCD DREER & Z DELHEHRE

I hAY U THEERSE

FRDA 229300 |FXN (9913) Frataxin I NOY NU 7 OskAH
NSk ER & A S |607426 |PDSST (10p12.1) Prenyldiphosphate synthase CoQ10 A
CoQ10 RZiE subunit 1
PDSS2 (6g21) Prenyldiphosphate synthase CoQ10 £&H
subunit 1
COR2 (4g21) OH-benzoate polyiprenyl CoQ10 &&5K
transferase
SCAR9/ARCA2 (612016 |CABC1 (1g42) CABC1/ADCK3 CoQ10 &&EH/K
SANDO 607459 |POLG1 (15025) DNA polymerase subunit y-1 ;2 hNI> N7 DNAETE-
B3
IOSCA 271245|C10orf2 (10024) Twinkles, Twinky X hO> NU 7 DNAEE-
MERF
RAES
AVED 277460 | TTPA (8a13) a-tocopherol transfer protein E& I E OEEMEHR
ABL 200100 |MTP (4g22-24) Microsomal triglyceride transfer | JR70O7 1 > RH
protein
RD 266500 |PHYH (10pter-11.2) |Phytanoyl-CoA hydroxylase RERAERER{L.
PEX7 (6021-22.2) Peroxisomal biogenesis factor-7 | ~NJL# Y — g
CTX 213700 |CYP27 (2033-ter) Sterol 27-hydroxylase RETER & AX
R B EIEHEOEE
AT 208900 |ATM (11022.3) Ataxia telangiectasia mutated DNA ZASRUIMTIREIEE
(ATM)
ATLD 604391 |MRET11A (11g21) Meiotic recombination 11(Mre11) | DNA ZASEYIRHESIER
AOA1/EAOH 208920 |APTX (9013.3) Aprataxin (APTX) DNA HIHYIMTREIER
AOA2/SCART 606002 | SETX (9034) Senataxin (SETX) DNA E 5] ki B 18 18,
RNA &18
SCAN1 607250 | TDP1 (14032.11) Tyrosyl DNA phosphodiesterase 1 |DNA BgEtIkfEEEE
EHmEEEREORES
ARSACS 270550 |SCAS (13a12) Sacsin EGVA—NT A>T
MSS 248800 |SIL1 (5031) BiP associated protein /Sil-1 EGTVA—NT A>T
Z DAt
SCAR5 606937 | ZNF592 (15025.3) Zinc-finger (ZnF) protein protein |-~EQ
SCAR8/ARCA1 |610743|SYNET (6025) Syne-1 %P8 - DL BREIE
SCAR10/ARCA3 (613728 | ANO10 (3p22.1) Anoctamin-10 Ca N7t Cl F v R JLFIE
SCAR11 614229|SYT14 (1032.2) Synaptotagmin 14 NIRADHERERES
PHARC 612674 |ABHD12 (20p11.21) |ABHD12 NER
PCARP/AXPC1 |[609033|FLVCR1 (1031-032) |FLVCR1 protein QYN jES
Salih EBE — KIAA0226 (3028-qter) | Rundataxin UNicLopeS
FXTAS 300623 |FMR1 (Xg27.3) FMR1 RNA a5t
0 ek
1) Corben LA, Lynch D, Pandolfo M, et al. Consensus clinical management guidelines for Friedreich ataxia.
Orphanet J Rare Dis 2014; 9: 184
2) Pogel BL, Perlman S. Clinical features and molecular genetics of autosomal recessive cerebellar ataxias.
Lancet Neurol 2007; 6: 245-257
3) Bradley JL, Blake JC, Chamberlain S, et al. Clinical, biochemical and molecular genetic correlations in
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6)

7)

9)
10)
11)
12)
13)
14)
15)
16)
17)
18)
19)
20)
21)

22)

23)

24)

25)

(@AR-SCD - X-linked SCD

Friedreich’s ataxia. Hum Mol Genet 2000; 9: 275-282

Quinzii CM, Lopez LC, Gilkerson RW, et al. Reactive oxygen species, oxidative stress, and cell death corre-
late with level of CoQ10 deficiency. FASEB J 2010; 24: 3733-3743

Lagier-Tourenne C, Tazir M, Lopez LC, et al. ADCKS3, an ancestral kinase, is mutated in a form of reces-
sive ataxia associated with coenzyme Q10 deficiency. Am ] Hum Genet 2008; 82: 661-672

Van Goethem G, Martin JJ, Dermaut B, et al. Recessive POLG mutations presenting with sensory and
ataxic neuropathy in compound heterozygote patients with progressive external ophthalmoplegia. Neuro-
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Clinical Question 2-12  ®AR-SCD « X-linked SCO—c. 24 - ERIZ

B FEFELAOBET, SEHZMICOEN SBRERSH
50

OEF LT IVMAE, MRIEES (AFP, CEA) OFfE, L4 EEE 714>
BEE ILA%/—LEE BRESO7YVNE (A, 186 EE), AR

o) R EDBD.

S OMRIFRTIE, BENMEER FIMMOESRE, MIEEOESRE, A
HHOESRE, FHOESRE  ERLEHBIERLXIHARLLS.

&80
Byt ARV AR VE R B/ NI ZE VEE (AR-SCD) B & OF X 3 8V 8 /NI Z P iE (X-linked
SCD) O 7 1t A & 5 BB 2 Mg i J 2 B 5.

N TEFYR
AR-SCD, X-linked SCD ® i, /Mwtk % 72135t (&M B R O FAE (Seiitk
17, LV omHESREE, SRR, IR, REGEBIREE, HERRET R Y), Bk
iEO#E#E, AR 7213 X EHEEEEROREEOME, JHEZ 23 2 kB2 R 5
LT DKW E NG, BB 2R IR - BT RISEZ W ICAA I R ST R L 2 5.
WREET UL TV 2EEATIE, ZHNEEETEROMEICI VRS,

# 1 AR-SCD & U X-linked SCD ICA5NBHFHHILIREFR - MRIFTR

TREFR RERENDER

B7ILT 3 > miE EAOH/AOA1 "2 AOA2/SCAR1 %% SCANT ¥

FAIRMEER (AFP, CEA) O&1E AT ©7” AOA2/SCAR1 8%

E& 3> E{&E AVED &9, ABL '©

T4 R UEEEE RD "

JLA& /) —ILEE e 219

BREI/O7) > miE (gA, 186G &(E) AT &7

BRI mEk ABL @

MRIFTR

B /NN FRDA ', AVED %9, ABL'®, RD ",
PCARP/AXPC1 '® [3&EH

mElFRNHEIOESEE (MCP RZE) FXTAS 1617

NHEEDEERE CTX ', SANDO '@

ABMBAEDESEE CTX '?, SCARQ/ARCA2 '?, FXTAS '

1%, mEIT/NKEEIOD T2 sEEE& COEES |ARSACS 22
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BB OG0 AT R E MRIFTR, ZREyNSHREZER1ITRT.
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Clinical Question 2-13  @AR-SCD - X-linked SCD—d. $#%

EDLDICHETT BD
@  CTEFBOETREESHTAS. ARSCDOSBHIN~ EEMCREL,
E REFREBEES. LHL, A—EETH>TH, BEFEROWE LY RE
o

FipEETEEIIRED

N E=s-8n
B et AR 25 Ve ARV 7R BN P (AR-SCD) 35 & OF X 3t B 45 BN 25 P9 (X-linked
SCD) O FEFE B0 HIKE %2 Fff$ 5.

Wms- TEFYR
I TRELREBEZIDY &P TR T 5.

1. REREBKRITEART LT I VINiEZ A D RRIENEENIKLFIE (EAOH/ADCAT) (CQ 2-14)
FEREAEWE 1 ~20 1Mt CF 71 T, 2 I3PINCRIET % U IREERIIE 40 FAET
bb. BAITRETHRL, AMEEE) GRESC BEHHER)) ASNb 2. /N ES) I 25% 1R 12
1L, BEEERME= 2 — g X F—DMR L ICEE L 2 5. NI IS IRBRE ) ST 2SR By it 1
THHH, 10ERBEFICIEVZ R D, R4 CIRBGEBHIRAH#EITT 5. HEEldE -7-<
MR WEID S, BV LSEESTEZW LNV ETIREY. 0@t axss, K70
TIVIEE ZREDOE I VAT U= VIIEL 37279, I Ak AR, Frer A
ZERBNIERET, HEKT 2P, 20 @A E TITIXIZITRITAREE 22 5 10

2. IRERESKITEE DS KFE 2 B (AOA2/SCAR1) (CQ 2-14)

FOEARREIE 10~22 7% (P39 15.6 %) T, EAOH/AOAL &£ 1) dRiE\v, WIFERI TR E
L L, A TR MRERE S HEAT U, @A OFZEMG - MK, BRREE, GedBhE SO
HE, TR - ROBBRENAL 2 V0 IRERGEB) AT OREESRIER 50% &K<, FFICHARD 7
K2 134 TIRIREGER AT 2 RO L d o, YA M7, R, FEES 2 & ORI B 5 S
10~44% \ZHHT 2. AR EZ 2 W d > THRETH 5. 20 A THRITAREE 2 575,
HEMFRIIRIFTH S 4O

3. Charlevoix-Saguenay (¥ v LIV # 7 - U R) VB R EARL M EGHEEMEKRALE
(ARSACS)
TEREAERNIL 15 R~20 2l (r Ry 26Tl 12~18 » H) T, 10 AMOIIED 8 H % 5

v 54 %



(@AR-SCD - X-linked SCD

050 BRTRETHIE L, AMNEEEH, MEEREE, IR BEHITE 25 gD T F L
ABESCHHITHRS B), WD, SO O, IR OB RN = 2 — a8 —,
TG - RO ENE L L. MEOBAREFLIIRR A S BRI O % A Bl Al RERAE O 1 2k
il L. JEROHELTIL 10~20 A THZE T, 40 RE I TICHR ARG E 2 5. ABARKRIE X
SPRIZND. Xy 7 BITRBIRGIIILERIE—Tdh 52%, HAROHITIE TP - MG IT
2R, MEABRAEOREEZ K, TR - REREZX S, MBEET 2580 % % SR ilf)
b b

4. EHMEIRREESNKIE (ataxia telangiectasia : AT)

AL (1~5 380) \BTREE TRIEL, EITEORRE & 2. TSR, IREKES)ZRLT,
SRS - M O BAGEDESE, WM IE (KRR RE R, WHREREILE), PR >/ 2
& OIS O BHEREE (AT BEHOK 15~30% 1A S, FEAEMEIIREE L ) 100~250
FE) e EERLIERZ RT 2 U EATIHECERRT 7 N —ER VR b =T R E oK
B A BRI D 5. Ml o7 = M 7 a7 A  (o-fetoprotein : AFP) D EEAS, 2 LA
ZTEBNIA SN DL (36~340ng/mL LA L, 10 PRI 150ng/mL PL L) HRERAS B o> EA i
FIIRIE, PETIE 6 MBI 2 1~13 ). L722%5> T, 2 AR /Nik BB I ©
AFP HEMETH UL, EMIMEILRI ST AT Z2RHIICE ) LESH 5. & &1210 %R
THRERATIT 5 DB Y, HhIid 35 M THIE LRIEA B BB Z A2 R S 2w
BEBIDAAET 5. HATOFRAEMEIZAITI0 T~15T7AIC T AT, REFZALTD 05~1%
SN TS, REFIEREZ RS R0DS, FOFIE) A7 R OMREHEIC X 5T
(b ZEDRENT VL. P FmIZ19~26 FETH Y, % ATHFRHIEROMEITIHE ) it
ftige, SEMEMES T 2L ARERICR T T 5.

5. E4 = E BHBRIE N EEKFAE (ataxia with isolated vitamin E deficiency :

AVED) (CQ 2-15)

PRGN 22 b2V E ¥ I v E MK ZIZX A2 FH O AR-SCD & LT, 1995 4E 129N
WIET-& LT TTPA a3 Sz W 2R A 5 10 @IS BE e RN T T°F
SEL, MEATHEOEBYIH & R E, BN, Romberg B EZE T2 0 €y I v
EWiF A CTH 5720, FWZBW & RUERIEETH 5.

6. Friedreich (TJU— RS k&) E&)5KIEE (FRDA)

HATIE FXN BIZ 7D GAA V¥ — FORFEMEZRD LTV E2ZH|E ST, KK
KIZBIT 5 FRDA OHBIFNE, 25 5% F CIOEFTHEIRCTHRIE L, THESGEE, FRmRL
2 & BRI E, MR, §i 1T, Babinski Bk, MU, FAHEAE () 2 235 617
LEZBRRHREZ ST 5. % 25%0BE T 25 ik AEOEITERE, M7z 5,
FHNHEATHE, AR RERE H /MM ER M 2 0 ) 2 IR IR B9 5 1

7. He5s X &R/ RFEREF (FXTAS)
CQ2-16 M.
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8)
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Clinical Question 2-14 DAR-SCD + X-linked SCD—e, EAOH/AOAT

- EAOH/AOA1 &0 AOA2 Dffifk « ‘GE CraDdIT5

c&ldhoh

ORIKESHKITERT7 I T I U MEZ # D BREESKFIE (early-onset ataxia

with oculomotor apraxia and hypoalbuminemia: EAOH, ataxia

g with oculomotor apraxia type 1: AOA1) & U° AOA2 (ataxia with
- oculomotor apraxia type 2) |&, £{t¥Y—H—DBERICTFET 3.

OEEBDETICH D EIRDEAIHIE LIIHEREDNBETHB.

Y.
N E=2-88 -
EAOH/AOAl B X I8 AOA2 DK = Pifif 5 5.

1. EAOH/AOAT DERFRAEIR (K 1)

EAOH/AOAL (MIM : 208920) &, JWREIZF 777 ¥ ¥ ¥ ~ (aprataxin : APTX) (ZE R %
Y 5 HEHROASHEZORETH Y Y, HAROEGYBRIEMEO KT CTlaR b BE . BHAR
T Friedreich (7 1) — F 5 £ &) @@ JF%E (FRDA) 222 OHif & B S C W ER 0% < 1X
RIETH 5.

AAE T, BEFRERHBOBICIZMHESH L2 HATRODBEEOHVWERTH S
.689_690insT A EHABIE 9 HILL EOIERIAS 10 A T CTHRAEL, HHRERD ERETH L. —

4 N\
BB B 5 o e
B _ BHET
ERSR BB AT i RECES IR

E7ILT 3 2 MfE

0 10 20 30 40 Fih ()
\_ J
1 EAOH/AOA1 DEE#S &~ ERFRAER DBIH
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2. B W

F, IAL Y AERIT3HLL LS 10 UBEORIETH Y, FEKRIE c.689_690insT K EHAHIIC
WL TRETH 5.

WFEREIRIZ 9 FILL L OFEGITHRATEEE TH ), IRERS B EE) 7 S AR RGER) 2 %9 10% TR
DA, VR TREE, ARG, ARMREEIC X 2 UEomER, HIETEET 5.
JEc R BT, IREYISAC T 5. EATINCIE TR R R i, FTHROBEZ 5065 5. RERE
FRATIE, AN TORBBREE TR VD, KA A% 20, FEHRIBROBEEDHIN T 5.
MIREREEY, BEFERICIVRELZY), 7L—A3 7 VERTH D c.689_690insT + EHAHI
X, %6 ORI THIMEEZ AT 5%, I At Y AZERTIZABRIER TH S »°

M7 V7 3 AHE 10 UL ETIEEBT4g/dL UL FTH D, BAMNIIMEE KT VT 3
VIMEZ RO 2 KT IV T I VIJEICAHE LT, BIVATa—VIED &3 5. E{%AT A
T, /MRIRERB X OV EEROZEM 2 380 5. B O ARG O B & R b 2

2. AOA2 DEFFRAEIR

AOA2 (MIN : 606002) /SCARI (spinocerebellar ataxia, autosomal recessive 1) I, senatax-
in (SETX) \ZERZ AT 2 HRBERSVEEZORMIETSH 2 "

PIFEAEIRIE, EAOH/AOAL & [IBRICAATIEE AR A b Wi\, FEAEAEHIE, 10 7% ~20 &
RTHY, EAOHD 7 L — Ly 7 NEFIEBI & Vv, fEFEE, REEREIC & 2 Rk
&, OEBFEE, WREEHOKT/HEZRED L. YA MST, BEEGED)E 10~44% 12605 5 >
MREREEIATIZ 51% &3 5. FBAIFEREIX, MMSE TY- 265+1.9 & & < 5 0 R RE
T 2520 2 %%, EREDRRAVE DA HEBIE 2\ )

-7 =+ 7 a7 4 ¥ (a-fetoprotein : AFP) DBNAS 90% LA L OFEB] TG T2 & Rk
Tl3, FRDA B X U ataxia-telangiectasia 2513 & S 1L AFP 28 7 ug /L VL E D4, SETX D#A(R
TR STV D O WEITR T, DMEER RO 5.

3. EAOH/AOAT B&KU AOA2 DiEE

EAOH/AOAL B XU AOA2 IE, WINSMAMKEE LD % L, MERENPLTH D, JE
ROMATINIE, HEAEGIED RIFICHIR S NS0, @il B A\WZEDEETH L. -,
RIERBIIEETRIET H720, Wy 7, #ifzho ) Y73 EETH L. AOALl OEJRIL
JEWCR LTI, R F U BALZEICEYIRT A ENHERINL (ZETALANIL V) L
2L, EE OOMERDA XY bOEHIEIVRVE KT VT I VIVEDHIIEIIYT LHLER
W(IEFVALANIL V).
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motor apraxia 2: a clinical and genetic study in 18 patients. Brain 2004; 127: 759-767
6) Anheim M, Monga B, Fleury M, et al. Ataxia with oculomotor apraxia type 2: clinical, biological and geno-
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N gmst - sEICLEDREN

EAOH/AOA1

PubMed (3 2016 425 J§ 12 H)

(("Spinocerebellar Ataxias"[Mesh]) AND "Hypoalbuminemia"[Mesh])) OR "Early-onset ataxia with oculomotor
apraxia and hypoalbuminemia" [Supplementary Concept] OR "ataxia with oculomotor apraxia 1" OR AOA1 OR
EAOH OR EOAHA OR EOCA-HA OR HMSNCA 131 ff:

AOA2

PubMed (#%& 2016 4:5 7 9 H)

("Spinocerebellar ataxia, autosomal recessive 1" [Supplementary Concept]) OR "SETX protein, human" [Supple-
mentary Concept] OR AOA2 OR  "ataxia with oculomotor apraxia 2" 144 f}:
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Clinical Question 2-15  GARSCD: Xinked SCO-, 537 E lghtga

E5 32 EEMTIETHEF KRR DERIK < /6B CaeD
35 EldhHh

[O)
=

Ot % X E BB ES) LI (ataxia with isolated vitamin E deficien-
cy : AVED) |Z, BATOREEEIXMELD, EZ2I 2 E DHBEICEDEBENAD
AJHE Ch 728, RHAICHERICZIIT AUREDHS.

o &= - 80

R

¥y 3 ¥ E HMUREMEES) RIRIE (AVED) OFIE S, FRARIER 2 B#§ 5.

Wms- TEFYR

AVED (MIM : #277460) 1%, 9% K& {5F ortocopherol transfer protein (TTPA) IR % 4§
BEFAESERIZORETH S F2=2U7, Euy a7 7970, 45V T705
DEDL L, BADP L DBERMED D 5.

PBEIEIRIE, 550 &, BATRE, MEERE, DE0EERELSS <, AR I3/,
PRI E, IREEOMET, BT - HEe#0 5. 72, BHiRK, M8, M,
Babinski #f, FEAEIR, HEREZ S0 2R S H S, BEAFH L KBS 5.
7 79 A THED RS B\ c744del A R EHEGHNE, FHEFEAL/NEHIT, BARERD &
FECTH DD HATIIFEROMEGZ 2. HATHED RS &\ p.Hisl01GIn k- EH A B
1, FEIED 30~50 A & W TH D, EITHERLDLTH L. EROGIHI W Mk
REMEC X 2BNREZRD L. —Ji, HATE, MNEHFEOHE (c2T>C, c191A>G,
c552G>A, c717delC, WINBFEEZE) bH Y, HATIE, FHERIINE~EA T TThE
P2 SHICELDEND L. AT — 4 T, MiELYY I Y EORMEERD L. HMMIZIE
TTPA OBEF B & ) BWOHES 5. —75, MLy I ¥ EOiztE) Kz 2L/
KEBNZBWT, TTPALEFRMEN G- Wb bH 5 "

BRI, Y% I ¥ E (ortocopherol) DHFFETH 575, HHGEIZIE TR a vy FRAEGLR
Twizw, 1 H 800~1,000mg @ o-tocopherol #5-12 & V) MUIHHREED E5- &, BRAIEIR O A
BONETHHMEDLZ W (TEFT VAL V) 1 H40mg/kg OFAROZGOHLED H
2 (TEFVALAL V) AMRIZBWTS, 20mg/kg THEBEZ BB L, 40mg/kg |22
X VIEROYEE L 72mE0H S (TETVALNIL V)Y HROE Y I Y ERZIEICHT S o
tocopheryl acetate O PRFE I 1E 1 [l 50~100mg, 1 H 2~3 M TEEMKTH 5. AIETIE o-
tocopherol H1lif% 2 HELNIZ, 12X ORI THRTITL2I LD Y, ARANIROEIZIREE AR L
BV IIBET L (TEFT VAL V) S

ABEICHE LT, BUERE, MRRERERE, BRMRHEE T ZRMICE Y I Y ERZAE
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(@AR-SCD - X-linked SCD

L, MEERZRET 52 E0H 2D STICHES LENDH S,

0 sk
D
2)
3)
4)
5)
6)

7)

Ouahchi K, Arita M, Kayden H, et al. Ataxia with isolated vitamin E deficiency is caused by mutations in
the alpha-tocopherol transfer protein. Nat Genet 1995; 9: 141-145

El Euch-Fayache G, Bouhlal Y, Amouri R, et al. Molecular, clinical and peripheral neuropathy study of
Tunisian patients with ataxia with vitamin E deficiency. Brain 2014; 137: 402-410

Yokota T, Shiojiri T, Gotoda T, Arai H. Retinitis pigmentosa and ataxia caused by a mutation in the gene
for the alpha-tocopherol-transfer protein. N Engl ] Med 1996; 335: 1770-1771

Shiojiri T, Yokota T, Fujimori N, Mizusawa H. Familial ataxia with isolated vitamin E deficiency not due to
mutation of alpha-TTP. ] Neurol 1999; 246: 982

Martinello F, Fardin P, Ottina M, et al. Supplemental therapy in isolated vitamin E deficiency improves the
peripheral neuropathy and prevents the progression of ataxia. ] Neurol Sci 1998; 156: 177-179

Schuelke M, Finckh B, Sistermans EA, et al. Ataxia with vitamin E deficiency: biochemical effects of mal-
compliance with vitamin E therapy. Neurology 2000; 55: 1584-1586

Schuelke M, Mayatepek E, Inter M, et al. Treatment of ataxia in isolated vitamin E deficiency caused by
alpha-tocopherol transfer protein deficiency. ] Pediatr 1999; 134: 240-244

N B%t - sECLERESR

PubMed (#:% 201645 H 7 H)
(("Vitamin E Deficiency"[Mesh]) AND "Ataxia"[Mesh])) OR "Ataxia with vitamin E deficiency" [Supplementary
Concept]) 96 f

v 61 »
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Clinical Question 2-16  @AR-SCD * X-linked SCD—g. FXTAS
FXTAS OBk « A CaadII5_El3H5D

OFXTAS FHEELRRET, RE, KFSTEETEADEINCHTS.
(@] OREELE DY, BUMLEKRER, MRIFREEIHVERNLSL<, BHICILE
= EFREDPBETHD.

BRIEHEREICEEES.

N &8 - en
M55 X BY 4k / 2 T AE 5 B (fragile X-associated tremor/ataxia syndrome : FXTAS) O
W, IR )iE 2 B 5.

Wms-TEFYR

FXTAS 1% X ¢t fRI2H 5 FMRI IR T OIEFRFRD CGG V) ¥ — M O REMRIZ & b FhE
T4, EHEFITOYE— ML 6~54 01T 5. 200 0l L E RIS X SR (FXS) D)
HWEZD, 55~200 WD) ¥— b (FZER) A5 FXTAS OBERH & 2 5 1 B2 I3 ARE I 2
7)) 7RIS, BEMELZ CGG Y ¥— MIEAE L7z RNA MEEAD S % 2 BNE AKE R
D5, ZORNAMEEADEBILTR Y CGG V¥ — MROD 5 DREEAGK? HIRERE
el LTRIEINTVS.

FMRI1 OHiZRORCK TOREFRII LT 1/250, BT 1/800~813%Y TH 5. ZEFKIIFE
EAFYE T, BRI, 50 DL BT 30~40% TH % ¥ KRR BE TORIEIZ S SIchin?,
F72, A—FKRNTHEEXN - ZEHPERES FMR] BRI RE AR 49E 2 &, FXTAS &
BELHEAZ 25N HRTEECKE D FNTH Y, FXTAS OMEFNIBBIOATH 5 °,

FXTAS OFSHEAF- itk 58.4 ik © ~60.2 /& ¥ (35~69 1%) ¥ TH 5. CGG V) ¥'— b DR
WIISREAE R L AR 5 1 iRk, JGERMERAT, X—F v = XA, RRAIREREREE SR T LT
HY, FNFENT0~86%, 90%, 60%, 40%DFEHTHROLNS O Rk, AREMEIRE, /MK
PEA R, 78— F 2 VAR A Sb 6 BEER MRI Tl T2 SR {5 < O Wil v /N
DFEEFTHEN60% THIT S, Lo L, EXTASHEI LR TR W &, &WFITidbik
BIH LN LICEESLETH S O

NS DOEIRAT R, BHRAT A IR LB EDRIB ST w5 7 FXTAS O 43% 13Kk
B X0 FHRBIZZBHEECIE TN 2. BRIREZZ O LERRITICIZ, MRITO
N F 723 O IPE TV ERENEE TH S T T, WMRREE R ORE TRE, K
Ritfebass b HETH S 08 JRHIMPRTIERKROE 5 R IR E TR LA NEE L &
n5°
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(@AR-SCD - X-linked SCD

EXTAS @ 98 BIOWIMZ W ClE, 7S—F >V VGBI 24%, ARREVERERZ: & 20%, etk
B7%BHEE 13% CTdh o 72 ¥ FXTAS (ZIEMAEGINE <, ZPETH S Z &, FXS/FXTAS DR
BWEEEDZWZ &, Rk, MCPERES 2LV L Z2HEICHET ARE TRV |
AR DARE CTHAE S A IR O UG, IRk % 43 5 BT FXTAS % BtV il{a Fid 2 e i35 2
ENEELE LS.

THIEFEE OIHIZEA TV A%, BB REFRITVCE 2240 L v, REMEIRE, 4 RRET
WZDWTIE, BEWSE, 7V I FUPEEECHMTHL (TETVALNIL V)Y M ES
= bFOAREEND (TEFTVALANIL V)Y EEOIREEFI K3 % DBS DA RPELHE S
NTWE (ZEFYALANIL V)OO BHRRKTIZOWTE, FAXRIN, A3 0F V05K~
LMD (TEFTVALNIL V). KFHAATISN§ 2 B8 2 GH I ST, Z2EHFER
WA GO —F VA NIIONTIE, LERRS, F9IRFY—LIEHTHNITH S (T
EFALANILV)?

N et

1) Hagerman R, Hagerman P. Advances in clinical and molecular understanding of the FMRI premutation
and fragile X-associated tremor/ataxia syndrome. Lancet Neurol 2013; 12: 786-798

2) Todd PK, Oh SY, Krans A, et al. CGG repeat-associated translation mediates neurodegeneration in fragile
X tremor ataxia syndrome. Neuron 2013; 78: 440-455

3) Hall D, Berry-Kravis E, Jacquemont S, et al. Initial diagnoses given to persons with the fragile X associated
tremor/ataxia syndrome (FXTAS). Neurology 2005; 65: 299-301

4) Berry-Kravis E, Abrams L, Coffey SM, et al. Fragile X-associated tremor/ataxia syndrome: Clinical fea-
tures, genetics, and testing guidelines. Mov Disord 2007; 22: 2018-2030

5) Otsuka S, Sakamoto Y, Siomi H, et al. Fragile X carrier screening and FMR1 allele distribution in the Japan-
ese population. Brain Dev 2010; 32: 110-114

6) Apartis E, Blancher A, Meissner WG, et al. FXTAS New insights and the need for revised diagnostic crite-
ria. Neurology 2012; 79: 1898-1907

7) Jacquemont S, Hagerman R], Leehey M, et al. Fragile X premutation tremor/ataxia syndrome: molecular,
clinical, and neuroimaging correlates. Am J Hum Genet 2003; 72: 869-878

8) Renaud M, Perriard J, Coudray S, et al. Relevance of corpus callosum splenium versus middle cerebellar
peduncle hyperintensity for FXTAS diagnosis in clinical practice. ] Neurol 2015; 262: 435442

9) Hagerman RJ, Hall DA, Coffey S, et al. Treatment of fragile X-associated tremor ataxia syndrome (FXTAS)
and related neurological problems. Clin Interv Aging 2008; 3: 251

10) Oyama G, Umemura A, Shimo Y, et al. Posterior subthalamic area deep brain stimulation for fragile X-

associated tremor/ataxia syndrome. Neuromodulation 2014; 17: 721-723

N =zt - sEICLEDREN

PubMed (¥ 2016 4 7 J§ 23 H)
("Fragile X Tremor Ataxia Syndrome"[Supplementary Concept] OR "Fragile X Tremor Ataxia Syndrome"[All
Fields] OR "fxtas"[All Fields]) Filters: published in the last 10 years; English 333 {4
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Clinical Question 2-17 @MSA—a. Barrisk
Z R A E DRI IRICIEED LS L EDODH H DD

OZRMEMED PR EBRBIEIRIE, MKERE, N—F2V 2 ER, BRMEEET
HY), TOVWTIDTRET DHPFHADETELDICINSD SERICEENRD
S5h, #ARBREBILDOELSICKS.

OZLRMEMEICHEIN—F VY ERICH LT, LRRNOHRIEBZLVNZEDNS
(AN

ORFMEIFZRMEMEZFELEVERESINTWVWS Y, EF, ASHERIEZ
FOLZRBBMENREVHEINTNS.

%E

N E=s-8n
% AR I T TR PR AA N HE N, S 2R B EAT TH 525, IR FIXEZ R EMIE & FEEDHD
SIS A O MRS e B (B IR, 28— Vv VIR, BT R R 4 &)
SRS EE R FERIDS LI LSRR S B, L RMBEHIE D IEIRIEMBEIC O W THAIT 5 Z &1,
TR LD SL ) Z TMOTHEHETHS.

N @t TEFYR

2 AR ZEHARE D 45 2 18] Consensus Criteria (2008 4E) (CQ 2-19 2MR) 12 b T & L, £ A%
FRAE DR & %% ZIERIE, DNIIGE, 7S—F v VHEIR, BAMRRETH S . L REEMIE
DX T I AT L LTIE, BRI/ 25HT 512 3. 5 72 multiple system atrophy with pre-
dominant cerebellar ataxia (MSA-C) & W12 78— F > Y FEIRATHI HEIZ 37 - 72 multiple sys-
tem atrophy with predominant parkinsonism (MSA-P) ® 2 B KR SN b, 7206k, HAT
13 MSA-C 12 % F % 4 ) — 7 H/NiZEH#HE (olivopontocerebellar atrophy : OPCA), MSA-P
ST B SR BV S E (striatonigral degeneration @ SND),  F 729 #15> & HAAIRSEE IR
AYHI3RIZIL 5 72 Shy-Drager (¥ ¥ 4 - F L — 7 —) Jigf6é#f (Shy-Drager syndrome : SDS) @ 3 %!
CHEESNTETz SO L) ITFIERHNL 3HERED ) L OVT NP> TTH, HHO
HATE L DI SEMRDEMDTROHNL L) 2% 5.

H AN R 5 D AFAE I 2 SRR ZEMIAE & M DI B D /NI KR E 2> H 8Bl 3 % 9 R CHBE R
TH Y, #hlgrsa ) (CQ3-9ZM), PERELE (KM, JRAEY), EIMEIME, Rk
FE, MR E03H B, 7z, EHEAERPEREEFIGEZMERILE X 0 b R B 5 B A
HEELVIOMEDLDH L (TETVALNILND) = —#kIZB T 2 FhRAEOR LIS & &
B EFT 2D TREEIIMRCDS, FHEMERDIR72 TV 256134 R ZEHE O 1] Be Tk 13 4%
W(IEFYALANIL VD)2

v 64
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% PRBMIEIC BT B 83— F 2V VIERIZOWT, RGBS —F > VHFIZED 5
N5 &9 7% pill-rolling B 27”3 2 & 134 7% CEMERICRRD 5 2 L% W (TET AL
Vb)>% L»L, RERHREZ MSA-C D 25%IZFED 728 W MEd H 0, R L Rk
JEIC LI LSRR SN A BEVEAMEEE) CTH L (TETVALNIL ND) Y F72, LRk
FEIZS—F 2V U LD S ARBRENEES R CEIRE LT w (ZEFT VY ALANIL VD) ©)

% SRARZERRENS BT B /NN - BB E OSERE I, RS & SR PR T B A3 U B 2 7 &
DHHMDY BARHEIVEIRERGEB R IREGEBHIREZ RO 5 2 Lidbhwv (TEF ALV
V)7

% RARZHMEAE D £ 2 10l Consensus Criteria (2008 4F) T, FRAIMERERL =132 RMBEMIETDH
52 EEIFFLGWVIEIRE SNTWB AT, GRANE & 5l 2 5 LNV F T oRRHBERERE & % 1f:
)T ELIE SN, FFICHIHEREORGARBRINTWE (TETVALNIL V)3 200
B, LREMRE T, HEAEEE, BE AT (antecollis) 7 & OYHIEE (CQ 3-8 2HM), YA
F=7, il - N &, L ABER TR EE, WEAEDELY A (TET VAL
Vb) -4

N et

1) Gilman S, Wenning GK, Low PA, et al. Second consensus statement on the diagnosis of multiple system
atrophy. Neurology 2008; 71: 670-676

2) Kirchhof K, Apostolidis AN, Mathias CJ, Fowler CJ. Erectile and urinary dysfunction may be the present-
ing features in patients with multiple system atrophy: a retrospective study. Int ] Impot Res 2003; 15: 293~
298

3) Sakakibara R, Hattori T, Uchiyama T, et al. Urinary dysfunction and orthostatic hypotension in multiple
system atrophy: which is the more common and earlier manifestation? ] Neurol Neurosurg Psychiatry
2000; 68: 65-69

4) Lin DJ, Hermann KL, Schmahmann JD. The Diagnosis and Natural History of Multiple System Atrophy,
Cerebellar Type. Cerebellum 2016; 15: 663-679

5) Wenning GK, Ben Shlomo Y, Magalhades M, et al. Clinical features and natural history of multiple system
atrophy. An analysis of 100 cases. Brain 1994; 117 (Pt 4): 835-845

6) Wiillner U, Schmitz-Hiibsch T, Abele M, et al. Features of probable multiple system atrophy patients iden-
tified among 4770 patients with parkinsonism enrolled in the multicentre registry of the German Compe-
tence Network on Parkinson’s disease. ] Neural Transm (Vienna) 2007; 114: 1161-1165

7)  Anderson T, Luxon L, Quinn N, et al. Oculomotor function in multiple system atrophy: clinical and labo-
ratory features in 30 patients. Mov Disord 2008; 23: 977-984

8) Kawai Y, Suenaga M, Takeda A, et al. Cognitive impairments in multiple system atrophy: MSA-C vs
MSA-P. Neurology 2008; 70 (16 Pt 2): 1390-1396

9) Kitayama M, Wada-Isoe K, Irizawa Y, Nakashima K. Assessment of dementia in patients with multiple
system atrophy. Eur ] Neurol 2009; 16: 589-594

N =zt - sEICLEDREN

PubMed (B 2016 41 7 3 H)

("Multiple System Atrophy/diagnosis"[Majr]) AND "Signs and Symptoms"[Majr] Sort by: Relevance Filters:
Humans; English; Japanese 145
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Clinical Question 2-18 3MSA—b. KM ° fmhE

ZRmEmE DREEICEhE T S FIdhH 5D

%E

Qo> XU LA VIEERREMEDKRIEZNVN—H—TH5J ") 7HRERHAK
(GC) L EDHAKICERL TLVS.

QoI LA VSRR EMENKBRZIEEGFEL THERESINTLS (BKA
BT EETHER).

Ot DZ R MEMEDBEEFIEREFE LT COQ2ERFEEP/IINILLTOY
4—+t (GBA) BEFZRIPRETNTLS.

O RREMEDRAER OMXIHVBERICIIAEEDH Y, BARANICEWTIE MSA-
C %<, BRRAICHEWTIE MSA-P HZLN,

BR- 88

% RMBEMIE DIREITFH SN TS, TRETHLNIT R > TV LREICHE S 5
(RS R AL AR 2O W THE S 5

fRE - TEFTVR

% FRAREEMGRE O AR R NI ILHECAFAE L, S L EE RSN~ —h—L L TEH) T
Ty Ra s 7B LM ENE AR (GCL), MM E NI AK (NCD, i % N
A (NND & ERHHNTHE, TROEDHAFFIZIZ o X7 LA UHBEHRLTWL I LD
WS sh, MRREMICEZREL OREIVRIEZINTVS Y

T 72, BRRADE REEMIERE 2R L L EROBEMEEF 2B 5 — LM ©
X, a ¥ X7 VA VIR NS RIS R EMIE ORI ERKN L LTl s hiz (F v X
=62 (TEFVALNIL VD)2 LA L, TORICEBINIZKOB 7NV —TI2L 55/
L7 A4 PRI CREREOH 2R IIE S TR Ww (ZETF AL Vb))

HARIZBWTIE, #MIC TRIZIIHERR S N2 R EMIE R E % & TR IENEZ R ZE M
SEG DBARF RN A S, T HFA L QL0 DERKII Db ABERE 2— N3 5 COQ2#x
TER L L ZREMEOBRSH SIS N7z T2, ZEBIOHARANDOIMFEN:S A ST
BEENGE LINHRRD S, COQ2 AR T @ common variant Td % p.V393A £ 13 4+ v
A =2.23~3.05 DIEIE) A7 ZRL, COQ2BIAT DMK ZMMIAT & L TORMEAVRILE X
N7z (TEFVALANILND) Y HARALA TR, FEREEL Vo727 VT OFE % OfFHT T
% RREMEAE & p.V393A LD EAVRIE S 7225, I —1 v/ SREAAICBT 5T Cla g
ZROT, COQ2MInT DIBEIEZEET L L TOMGIIIANEENDH S Z LB L Tw
5.



(3MSA

$72, T— Y aROBEKBEETFTHL I VakL Ty ¥ —¥ (GBA) BiE T & BEMEE T &
L CEBBIO HARNDZ ZAZEMIE BT & R & LT R2 5 GBA a4 x4 v X
W=178 OFEAE) A 27 &R L, TRBBRZEEMET L L TCOMEIRKB IS N (TEF VAL
Vb) ®.

% SR ZE M O W R T B o0 AR B 12D W T, HAR A B W TIZ MSA-C 28 67~84%,
MSA-P %316~33%C (ZEFT AL NI Vb) 7, Kk A2 B Tid MSA-C %% 28~38%,
MSA-P 75 62~72% & #5205 0 (LEFT >V ALANJL NVb) 810 HARN & Bk A Tlj & O 31X
KRELEZYHIELTWAD. Lo THIRIE 2 B5E$ 52 RMBMIE DRI DO W T AN
HGAETHIEDPHESNS.

N et

1) Trojanowski JQ, Revesz T; Neuropathology Working Group on MSA. Proposed neuropathological criteria
for the post mortem diagnosis of multiple system atrophy. Neuropathol Appl Neurobiol 2007; 33: 615-620

2) Scholz SW, Houlden H, Schulte C, et al. SNCA variants are associated with increased risk for multiple sys-
tem atrophy. Ann Neurol 2009; 65: 610-614

3) Sailer A, Scholz SW, Nalls MA, et al; European Multiple System Atrophy Study Group and the UK Multi-
ple System Atrophy Study Group. A genome-wide association study in multiple system atrophy. Neurol-
ogy 2016; 87: 1591-1598

4)  Multiple-System Atrophy Research Collaboration. Mutations in COQ2 in familial and sporadic multiple-
system atrophy. N Engl ] Med 2013; 369: 233-244

5) Mitsui ], Matsukawa T, Sasaki H, et al. Variants associated with Gaucher disease in multiple system atro-
phy. Ann Clin Transl Neurol 2015; 2: 417-426

6) Watanabe H, Saito Y, Terao S, et al. Progression and prognosis in multiple system atrophy: an analysis of
230 Japanese patients. Brain 2002; 125 (Pt 5): 1070-1083

7) YabeI, Soma H, Takei A, et al. MSA-C is the predominant clinical phenotype of MSA in Japan: analysis of
142 patients with probable MSA. J Neurol Sci 2006; 249: 115-121

8) Wenning GK, Geser F, Krismer F, et al; European Multiple System Atrophy Study Group. The natural his-
tory of multiple system atrophy: a prospective European cohort study. Lancet Neurol 2013; 12: 264-274

9) Low PA, Reich SG, Jankovic J, et al. Natural history of multiple system atrophy in the USA: a prospective
cohort study. Lancet Neurol 2015; 14: 710-719

10) Kollensperger M, Geser F, Ndayisaba JP, et al; EMSA-SG. Presentation, diagnosis, and management of

multiple system atrophy in Europe: final analysis of the European multiple system atrophy registry. Mov
Disord 2010; 25: 26042612

N gzt - sEICLEDREN

PubMed (#2016 41 3 H)

multiple system atrophy/etiology[majr] OR multiple system atrophy/pathology[majr] OR multiple system
atrophy/physiopathology[majr] Filters: Review; Humans; English; Japanese 116 {4
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Clinical Question 2-19 @MSA—c. U « ERIZH

ZRREAMEDZMBEICE ED L S BEE DL H B D

AR

=1

B - B8

OZZRMEMEDZMEEICIL, BANTLLFERETATIVSE 2 [E Consensus
Criteria (2008 &) p’b V), FOEKERE LT, ZEIEFIC/MRMEADFIRICILD
7= MSA-C ENX—F 2 ERDBIRICII o 7= MSA-P ICKRIEhD. KHEE
ZERTZIEPHREIND (JL—K 1B).

OFYED 5 BRMEEENB L DKL Shy-Drager (v - KL—H—) IE&E
EEMHRENS.

O REMEICLSIBEDEEZFMIS2EMT, H— SR HEMETFMRE
(UMSARS) EREN TS (L —FK 10).

=2
% SRR ZEMAE D FFRZ W HI 5 N 2 WA & BERE I B 5 2 FFilREE 12D W TR 2§
%.

fRE - TEFTVR

% SRR EME DRI IE, EINALTIA < % 2 [l Consensus Criteria (2008 45) 73 S
TW5. ZRMEMFEOTR L = BFERIE, ADREH, S—F v VR, ARMEREETDH
D, ERRHEELE L-Cid, FBWrHEIC/NINZREH 21T 5% 12 37 o 72 multiple system atrophy with pre-
dominant cerebellar ataxia (MSA-C) & & WiIEIZ 78— F > Y FEIRATHI HEIZ 37 - 72 multiple sys-
tem atrophy with predominant parkinsonism (MSA-P) ® 2 BRI KR & 5 (CQ 2-17 ZH) V.
T/, BWOMENS L SITDWTIE, definite, probable, possible D 3 DDZWIIX537%5% 5.
definite MSA IZRBIEIIC o ¥ X 7 L A4 Y Btk 7)) 7HIBBENE AR (GCD) % HiXfifgR I
AR, BEHMEMRR A ) — TR OMREA N 2 RO A6 T, RICHRE M
Wallamsng (& 1).

probable MSA OZ D% L LTI, SN, HEATTEA DTS (30 iLARE) T, s o
HAMRREE I Z LA FSORRICZ L vS—F vy = XA -0 MeERE BT 2854 C
&1, probable MSA (W E AV HARIMEO&ME L LT, 3 5MOREIOH LEV.L, £
D 35PN, A7 < & B PEERIIME 30mmHg & 7213 ERMIME 15 mmHg IR TF235%ED S
Twa (&N

possible MSA DOFBWHAIEARIZ, MFENME, EITHEIORAIIE (30 BEAKE) T, X—F v =X
A F7/MREIRZ L, HACMREREE 2 oRIR T ST R R, RPEEE, Shii a4,
probable MSA DHBLHEZ il 72 & WEVIHKIMLTE) 2472 &b 1ok, SHICBMIEEEIZED



(3MSA

£ 1 £ 2[8 Consensus Criteria (2008 4)

@ Definite MSA
RIRZM IR RICIEE R a > X7 L1 VBT ) 7HIBEAF AK (GCI) 2388, MEAEERE L
&A1) —TB/NNR DR EEFTR A 2T 550,

@ Probable MSA

TMFEME THEITED DRAFIE (B0 LIE) DIRHB T, BEAHREE %) ICHA T, LR R/SORRISZ LUV S—
FN ZALFE N EES KA ZETHHD.

X ERMREE | FREZ (B S ORIBROFIETS), FHete (Bh), L JIFEirk 3 aLRIc i
< EBUNHEERMIED 30mmHg K7z IXPEEREAIE D 1 5mmHg €T 9 2 e R /E

® Possible MSA
MFME TETED DR ARE (30 mLIE) DEE T, /N—F >V XL IFNMEEESLFAZZEL, MA
THEMEEEARRT ZE MORER THATEAVREYE, B8R HIREE, $HitT£, probable
MSA DREZ /e ROV EEIE) 2277 EH 1 D&, ELICLITDNFFRDSB 1 DaRd bD.
1. Possible MSA-P & L < & MSA-C : BRSITTEZ LD Babinski #1E, R
2. Possible MSA-P : &EETHE/S—F >V Z XA, LR RASTISYE, BEEREIRE 3 FELURDES
RIFEE, NNEBENRT, EEEIRHIRE 5 ELIAOH FEE, MRIICH T8 - /NN - 48 -
NIMDZERE, FDG-PET (81 2 8% - Mg - INHOABHET
3. Possible MSA-C : /S—F >V =X/, MRIZEH TR - R/ - BDZF#H, FDG-PET ([CH 1T
BHMONABMET, SPECT &7zl PET B 2 BEIREAER KNI SIS 1 — 0> OFIBTHER
HRATR

LNTOVABNHHIRO) H 1 2% RTLENH L (TR 1)

BT D% 2 il Consensus Criteria (2008 4) O TEMGE L L CTid, BiRIIZE T ZEMIAE &
W S N7z A RE R TAE R OFIBZ TIRBR A I\ HEE B W 0153 & 7z 59 BIDENT 233 5. BUT
DLW % W THIZ IR IC possible MSA & BT S N 7235 G OREEIX 41%, ButERH=8 95%
T, probable MSA & BT S N7z B DKL 18%, BrtEMm=E 100% Th o7z, F7z, W
ZIREIZ possible MSA &SI S N3 5 DIKEEL 92%, FuPERyHE 89% T, probable MSA & &
Wi S N7 a8 DKL 63%, FBIERTE % TH -7z, BATOBWIILMETIX, JF12 possible
MSA DZHIZBWT, [HRD criteria 2 V726 & ) bEWARMEZ R L2 (TETALAN
JU Nb)?2

72, ZRMENIEIC L HREOREZ M 2 HAT, #—2Z R 2 e aF Al R
(UMSARS) 274ES % Part 1 iR & & HHEAIGBEORFAM, Part2 @ 512 & 2 MBHEIR
O, Part3 : HACMFERREEREAM, Part 4 @ AARARCE R SHER S A, BRRAYIC LR B
BOHWRPHZEHHTHH IR TE Y, MOFHEERERE;EZRZ I T2 (R2) (TET
VAL ND)?,

N ot

1) Gilman S, Wenning GK, Low PA, et al. Second consensus statement on the diagnosis of multiple system
atrophy. Neurology 2008; 71: 670-676

2) OsakiY, Ben-Shlomo Y, Lees AJ, et al. A validation exercise on the new consensus criteria for multiple sys-
tem atrophy. Mov Disord 2009; 24: 2272-2276

3) Wenning GK, Tison F, Seppi K, et al; Multiple System Atrophy Study Group. Development and validation
of the Unified Multiple System Atrophy Rating Scale (UMSARS). Mov Disord 2004; 19: 1391-1402
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K2 WH—LRBEMETBRE (unified MSA rating scale : UMSARS)

Part I : Historical Review (Part I Ofas .
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K2 Bi—2RHERETMERE (unified MSA rating scale : UMSARS)

Part I : Motor Examination Scale
(Part I O#ES - /56 )
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2. B W

K2 B—LRHERETERE (unified MSA rating scale : UMSARS)

Part I : Motor Examination Scale

(Part T O#BE M : /56 )
MEDS BROEERIBDICLVTFRTS
11. BFHODILBLEHY) 13. &5t
FEROBIHBATERDPE> T CBRAELZIFEBED| BRZMAVWTEZRIT/ZIRETE > <iLo7/2RED
BFHBILBEHND 5, BaEFH O TRABRLBHITEINEEDERNKRESE
0. =IE% RETERISETERT D
1. =FZBHL, —ETOFRTPBRNIEEDHD 0. =%
2. =FENFICEHA DHRWNEII TR 1. =BEOARDOBREEBLARERRDPH DD, BHT
3. =iEDELTHEYIAATLERN, 1 EMUERY TBEBEND
BLUDBREED, NBIEFRE 2. =hEEOHEOBEERBEREENDHY, AR
1. =B L Tldr B BB Wefinsg
12. &8 3. —EEOKOEESDH, BMOTARE. BRICHE
0. =% NEDICKRD
1. =2 RELTIREL, ILREMBEADESE. 5 | 4. =Bk UICISILAHMRETEE
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4. =BEDHIE THRH TEERES 4. =NEIDH > THHITIEE

K2 H—SRHEERETMRE (unified MSA rating scale : UMSARS)
Part Il : Autonomic Examination
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ifcis!
BAfL Ifr (2 ) OrSEx1eE

[ERVATIIN Obnl) O%rlL
Part IV : Global Disability Scale
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N g%t - sZCUETRER

PubMed (#2016 4 1 J 3 H)

multiple system atrophy/diagnosis[majr] AND diagnosis, differential Filters: Review; Humans; English; Japan-
ese 36 fF

ECHER LKA N Fh—FTlmL 7
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(3MSA

Clinical Question 2-20 @MSA—c. L - 51
ZRmEMEDZWIIC BESRRBEDERIIH 5D

N =288
%

OZRREREDZHICEVTERMREEEORECEEEZHET HIEIIBAT
HBIEDD, BRMERBERITONETHS (JL—KF1A).

O R M EDFRELZIO BN TITELHRR (Wb 1OV JHER) 275N
ETHB (JL—FK1A).

ORBEREEIC S B HRREDAE ICIIBERAET REGRZHRESHRETHY, 175
ZEPEELWLV(JL—K10).

SARRZEMAE 12 BE ) E AR E 2 B9 2 A oW CHR 2§ 5.

U@ IEFYR

HHEAIRERE T3 2 R EEHE DAL & 7% D RIRIERR D O LD TH 1) (CQ2-17 ), probable
MSA 3 & U possible MSA O [R5 Wi 2 #E (5% 2 [9] Consensus Criteria (2008 4)) 1235 T,
ZOHEIEEPPEL SN TS (CQ2-19 ) V. BRMIZIE, ZRMEMREIIHE D B bR
EO T HRIMARIMIE & PRRIEE % 503 2 720 ORI ST 5.

AL PRI O A 1 & FIEE 2 HE 35 HINC, BAMZOIREEA 52373 2 §ifh O IMiLE % &
LAl § 2 2523808k (Wbw 2 ¥ =z 1 ¥ 73kER) 38 {AThNTwb. 7 2 [l Consensus Crite-
ria (2008 4F) IZBWTIEZDFERFIEIZOWTHEHBEINTE Y, 35 HOREHLO B LT
L, £ 35DMNIcA 7% < &b IHIME 30mmHg £ 7213 3RIIME 15 mmHg QLT %2 720
72355 h% probable MSA (251 2 VMKIMERAETH ), Nz S EWREMKT %G
\& possible MSA (2381 2L 722 1, ¥z 1 > ZRBRISREBIIHE 1 X 2 IE 28 % 5Hili§ %
D, T AN T =TV ERC TR R E R 328k (Wb % head-up tilt iER) 3
HY, —RHBEBOMTFMRTEDIZ) ABARE V. F7z, BIHBREOCARER IOV T,
%5 AR ZHIE T LA EARIME A33880 5 T & RAEVED LB 2 RO L W2 E WD 5.

FRIRFEFIZOWT, IRPEBRRE O FE RN § 2 FREOWE L, BREWIZH T —T v
2B A 2 058k & B AR E B RS M 2 2 T 2 T ED D A%, T O & R
BEOBLEDSHBEVSHEMIIA A SN TW S, BEREERZ MEE 2 W7 HE T,
ZRMBERIEBZ BV TIINN—F 2V VRERCREF X0 RREVARIIE VI LA
HENTWDE (TEFVALANIL V)2

DB B A (B et ) O BRREIE 5 2 WAL 2 i & L C WLMIBG Ui >~ 77 F
T4 =DHY, ZRRERIE TILOBHIROBEDOERET 2RO L H LD, £ OF)

1) G\
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2. B W

TR/S—F 2V ViR L U=/ MERIEEAEIE SIS T L2 & A8 ShTw b (CQ2-21
) (ZEFVALANIL V)2,

N
1)
2)
3)
4)

5)

Gilman S, Wenning GK, Low PA, et al. Second consensus statement on the diagnosis of multiple system
atrophy. Neurology 2008; 71: 670-676

Hahn K, Ebersbach G. Sonographic assessment of urinary retention in multiplesystem atrophy and idio-
pathic Parkinson’s disease. Mov Disord 2005; 20: 1499-1502

Courbon F, Brefel-Courbon C, Thalamas C, et al. Cardiac MIBG scintigraphy is a sensitive tool for detect-
ing cardiac sympathetic denervation in Parkinson’s disease. Mov Disord 2003; 18: 890-897

Nagayama H, Hamamoto M, Ueda M, et al. Reliability of MIBG myocardial scintigraphy in the diagnosis
of Parkinson’s disease. ] Neurol Neurosurg Psychiatry 2005; 76: 249-251

Chung EJ, Lee WY, Yoon WT, et al. MIBG scintigraphy for differentiating Parkinson’s disease with auto-
nomic dysfunction fromParkinsonism-predominant multiple system atrophy. Mov Disord 2009; 24: 1650~
1655

N #3%==t - sECLEDRER

PubMed (#2016 4 1 H 3 H)
("multiple system atrophy" OR "Multiple System Ataxia") AND ("Autonomic Nervou s system'[mesh] OR
"autonomic nerve system diseases'[mesh]) AND diagnosis Filters: Humans; English; Japanese 14 ff

EPICHEHELRLRE N Fh—FTlmL 7
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Clinical Question 2-21 BMSA—c. B - £R15
ZRmmzfnt ODZ W CESREDEREIE D 5D

OZRFEMIEICH T B MRI EOFHE LT, F/MREIOEHREP T2 mFEGS
B3 (MCP sign) 15 L NIV T2 i&RE&KFRT TO+F# 1% (hot cross
bun sign) ZRBHBZEHDHY), FEEB MRIIFFTONETHS (JL—K 1A).

OBEBOZFEAMRIZEPRKETHELX T, BEBOTHDOEZMMPBEILD
TLBZEDELN.

OXKV) MSA-C ICHRELRTILE LT, /NNEREEMMELRADHS.

O&KY) MSA-P ICHEZERZNRE LT, HROMBREEZRELZFMHEAR® T2 3857
EHSFK T TOWRES SMAD S5 DIRES IS ESEH (AU Y MY %
I% hyperintense putaminal rim : HPR) 23$H3 2 &N H 3.

OMSA-C |(ZH TSR SPECT BT, /MuPhiEOmiiiE T zRHsled
2D, THOZEPEELWV (T L—K 10).

B= 88

W2 & % REEEHEAT L 72 B RS MIAE Tld, AR TR HE ) TRREI AL 2 7% - i {5 (3R
MRI) R HRREAIZEAL 2 /R 3 R (AR ZARAE) ICB W TR AT 2 4E ) 2 L% v,

e - TEFTVYR

FRBLSA 122 R BAAE & FERR S M AEFIC BT 5 AR OBEER MRI O BARALINT O £ 5,

% RMERIE DB B1F % B MRI OFAMEDRRE N TS (TET VAL V)Y £
RERIEIZ BT B4 ) — 7 - 4 - /B OO ATTR) OMFRAEMEE KL LT, B8#8 MRI (2

T H/INI B D i <2 v /N B v SR T 0 T2 B 5 15 7 3 (MCP sign) (TZE T2 A LA
V) 12 R4 L OV 0 T2 SR KT C O +F#4% (hot cross bunsign) 2825 2 L3 5.
hot cross bun sign ([22\WTIE 7T b Y FEEHRAHEIIRDIT ) A3 T2 M EER L 0 b EE LT Ve
WozihiEDH B (TEFT VALY V)P 7272 L hot cross bun sign 132 S#t 24 O A T 72
<, SCAI, SCA2, MJD/SCA3, SCA23, SCA34 &\ o =B mEH /NN EHETHRDH L Z &
DB DTHEENPLETH L. Tz, WEMOZEMIT RIZERRREEGETHE LT, K
BOTHPSEMAHL->TL B EPEW (TETVALANIL V)2

% SRR EMOE O BRI T, X ) MSA-C IZBHE 2 b & L T/ K & 55 DUl = 9 K%
HY, WPOMITI - TEMOREDHZO LI %D, T/, L) MSA-PITHHFE L L L
LT, #oromMifEZErtz Sk LT, T2 5Rah mi{R Cui 1320w 15 77 (i S B Boi il o 2
AT SR, T2 SR KT C ORGSR A 2> &AM OIS SR MR B 3 (R ) v M4
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## ko



2. B W

A~ % 7213 hyperintense putaminal rim (HPR)) Z i85 Z &2 1, Th b DZALiZ MSA-C
WCHARTID RSB O6NE (TEFTVALANIL V) W09 Bkl BiF 5 2h s of5 521k
BOWER 7 ) A =V AL TR E-ESN T D (TETVALANIL V) DLEOH
i MRI T R Z R ERE DB IC B W TREFAHTH 205, W ot R e R Tl L
FTLLHVAZRW LIHERILETH 5.

BLMIBG L & ¥ F 77 7 4 — (CQ 2-20 ZHR) 13 RIMEMIEZ BT B LB AT (it
#E) OFERE % FHIET 2 B Cirb 528, DIREROEMIELTIZONT, N=F v ViHRP L
E—/MERIEBAVEIZ MR T L a2 &A% L, R=F 0y VERRERNO—IE %% (TE
TFUALNIL V)T,

MSA-C I281F 2 it it SPECT BT, /NIl 2 THEr O MFflF 2580 S, /N
TOTF BE D B /MM ZEAE (CCA) L HRTHFETH 2 WAL DH Y, BWICHHTH S (T
EFALANIL V)

N ot

1) Massey LA, Micallef C, Paviour DC, et al. Conventional magnetic resonance imaging in confirmed pro-
gressive supranuclear palsy and multiple system atrophy. Mov Disord 2012; 27: 1754-1762

2) Reginold W, Lang AE, Marras C, et al. Longitudinal quantitative MRI in multiple system atrophy and pro-
gressive supranuclear palsy. Parkinsonism Relat Disord 2014; 20: 222-225

3) Kasahara S, Miki Y, Kanagaki M, et al. "Hot cross bun" sign in multiple system atrophy with predominant
cerebellar ataxia: a comparison between proton density-weighted imaging and T2-weighted imaging. Eur
J Radiol 2012; 81: 2848-2852

4) Watanabe H, Ito M, Fukatsu H, et al. Putaminal magnetic resonance imaging features at various magnetic
field strengths in multiple system atrophy. Mov Disord 2010; 25: 1916-1923

5) Horimoto Y, Aiba I, Yasuda T, et al. Longitudinal MRI study of multiple system atrophy - when do the
findings appear, and what is the course? ] Neurol 2002; 249: 847-854

6) Schwarz J, Weis S, Kraft E, et al. Signal changes on MRI and increases in reactive microgliosis, astrogliosis,
and iron in the putamen of two patients with multiple system atrophy. ] Neurol Neurosurg Psychiatry
1996; 60: 98-101

7) Courbon F, Brefel-Courbon C, Thalamas C, et al. Cardiac MIBG scintigraphy is a sensitive tool for detect-
ing cardiac sympathetic denervation in Parkinson’s disease. Mov Disord 2003; 18: 890-897

8) Nagayama H, Hamamoto M, Ueda M, et al. Reliability of MIBG myocardial scintigraphy in the diagnosis
of Parkinson’s disease. ] Neurol Neurosurg Psychiatry 2005; 76: 249-251

9) Chung EJ, Lee WY, Yoon WT, et al. MIBG scintigraphy for differentiating Parkinson’s disease with auto-
nomic dysfunction from Parkinsonism-predominant multiple system atrophy. Mov Disord 2009; 24: 1650~
1655

10) Waragai M, Yamada T, Matsuda H. Evaluation of brain perfusion SPECT using an easy Z-score imaging

system (eZIS) as an adjunct to early-diagnosis of neurodegenerative diseases. ] Neurol Sci 2007; 260: 57-64

N gzmst - sZICLEDRER

PubMed (#is 2016 4£ 1 A 3 H)

("Multiple System Atrophy/radiography"[Majr] OR "Multiple System Atrophy/radionuclide imaging"[Majr]
OR "Multiple System Atrophy/ultrasonography"[Majr]) Filters: Humans; English; Japanese 89 4
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Clinical Question 2-22 @MSA—d. P
ZRREREDETORIFEDL S LD

O L RMEME IO EFR/NUEMER/NN—F 2V iR K SETHELS, FHICRH
D oHREECFEFESEEDBEME LIEFADETHRNEHHMSN TS,
O EFICERE O BRWEEE (BHRES) PEFESREE 2 0 1B E0ERFERIE

TRTHBZEDHSN TS,
ORIED SNENEHT - ERFHE - BB UIKE - RCICEZHEOPREIZZNE
N3E-5F -84 - 9FLREINTWS.

RE

N =288
% RREAIEDOMITOR S &, EIT AR T AR TIZ OV THYR S 2 (CQ2-29 &),

W TEFY2R

KE D 175 N D% AR 2 AE (MSA-P 126 A, MSA-C 49 N) ZHilm &2 5 ERFAE L2z HR
PRS2 % Mipk e MAFsEClx, Ao RREIZI8ETHY, BENL 122 HETD
UMSARS (& part 1 T03 5 /H, part2TO05m/HOEALZ LD 2. AFWR L MSA-P &
MSA-C I TEWIE A8, B RTRIC B OFE M B AR S 2 > TW ARG O FHEIAR
ThdHI eIz (TEF VAL Va) b,

T/, T—0 v 80 141 AL RSN (MSA-P 87 A, MSA-C 54 A\) % Hiln & 12 2 4EH7H
AL 72 BRI 2 2 ik LA E <, AFEMM ORItz 98 ETH Y, FIENS 12 #
H £ T? UMSARS (& part1 T05 8/H, part2 TO0.7 5/ HOEL Bz, $72, 754
TIMSA-P TH5DZ L, PURKEE (REil) 2o TWwa 2 LR TFRARKTFTH S &k
LHIN(ZEFVALANIL Va)?

HA®D 230 ADZ 2 Z55E (MSA-P 75 A, MSA-C 155 \) D% TG ClE, FHEH» S
JEBREE & HARMREENE S ICRO LN, T TOMMIIK 24ETH LI EPMEIN TS,
BV Z 5 L L RMBEMIEDIIED O 2 SELAPNIB WA Z {23 £ ) 2L R/ E 2 RIgd
5 AREIEIR % GO e VIR ASH 5 & b v 2, FBIED H RN %23 L2 R EME B H 12D W
TIEHERNREMERE 2 &L RB SN LD D 5. FIED S PAT - SR TBE) - 572 %
DIREE - WCICE AWM ORI ZNEN3E - 54 -84 - 9FETH D, MSA-P DITH A
MSA-C & 1) yIHIROET R D572 (TEFT AL NIV Vb) 2,

% AN ZEHE, Friedreich (7 ) — N5 4 b)) #2234 (FRDA) 3 X U8 SCA1, SCA2,
MJD/SCA3 % & i & O ARER B/ N A VERE R L O BRI BT % B HHIOMGT (53] 466
N) T, ZRFBEMAE MO & TR b EATAR, FRICREIIES R ENE R E O
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2. B W

HEFTY R 7 W EPMEEINTVWAE (TEFVALNIL Vb)Y

T TR BLA I WA SHERR S 7z 49 Bl DL R ZEAIE 2 BT A BRIRFT L & P14 & O B %
Wik, BERMMPS N T —FIVEREPLE L 5 5 &) RHRBEEIRE 2 FREBERTTH
D, REPSHTF—TF VERZLEL Lo BEZICHRT, BEPSHETICESL T TOH
B NE DD - 72 (TEFALANIL V)2,

H MR 2 ) 2 5200 C, A EBIRE SRR & N7z 38 Bl D% R ZEAIAE O 12 5 LR
FTIE WBE 66%, MMM EBEES 84%, —MOMNEEEES 16% 128D, —
MEEEE TR CEMOFERREETH > 72, T2, —M{F 72 ZmE 0=+ OREME % 55% 12,
SERMRIEZ 40% 2B 72, BT OSSR Z RO BHERIASMEZ RO BEL D L, BIE
POHLICES FTOMMAEL > 72 (TEF AL V) O,

N ot

1) Low PA, Reich SG, Jankovic J, et al. Natural history of multiple system atrophy in the USA: a prospective
cohort study. Lancet Neurol 2015; 14: 710-719

2) Wenning GK, Geser F, Krismer F, et al; European Multiple System Atrophy Study Group. The natural his-
tory of multiple system atrophy: a prospective European cohort study. Lancet Neurol 2013; 12: 264-274

3) Watanabe H, Saito Y, Terao S, et al. Progression and prognosis in multiple system atrophy: an analysis of
230 Japanese patients. Brain 2002; 125 (Pt 5): 1070-1083

4) Klockgether T, Liidtke R, Kramer B, et al. The natural history of degenerative ataxia: a retrospective study
in 466 patients. Brain 1998; 121 (Pt 4): 589-600

5) Figueroa JJ, Singer W, Parsaik A, et al. Multiple system atrophy: prognostic indicators of survival. Mov
Disord 2014; 29: 1151-1157

6) Lalich IJ, Ekbom DC, Starkman 9], et al. Vocal foldmotion impairment in multiple system atrophy. Laryn-
goscope. 2014; 124: 730-735

N gmst - 82 (CUETRER

PubMed (%% 2016 45 1 H 29 H)

((multiple system atrophy[Majr]) AND disease progression[Mesh]) AND time factors[Mesh] Filters: Humans;
English; Japanese 135 4

EPICEER L E Ny FYy—FTEmL 7
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Clinical Question 2-23 @MSA—d. F

ZRMREMAEDIFIRSEICIE ED L S BN b S D

OZRMEMAE TS, PIXIEREAREHETIERS, PARTIEIRIFEITIIEIRE, FF

0] BIAREE (FHAGHARE), BESRILE (floppy epiglottis), HHEHILE
= (floppy arytenoid) ZEICKBEL DR TOFREEEZL 5% (CQ2-19%
88).

=288
% R 2 BT B IR EEDOIFEIZ OV THE L, BERLFIEANOBEEIREIHETTA.

W@ TEFYR

ZRMMERIE IS BV TIRFEEIIRE R EGTERRERFTH Y, ZOWE L R 2 B
LT LIPBHEHEDDL ) A TREBRLTH H. WREEZ 2 L7222 RMEME TRICHER ZE
BEAZHIS 23 5. Wl O MBLUIFHHEBEESE L TETWL I E 2 EIRL, MBS L7
BEOEGTPREIARTH ), WGHBIIIAEDRH b ZE I N LD, [EVRHIET SN2
Bt Th o TH PRI LITER L TREICELZ L H L (TETVALANIL V)Y

21 Bl HAR N R ZEHE O % BIETIC BV CTld, A R 5397 T A-aDO, DI % £
9 HHORREIIE, KV A 2757 4 —T Cheyne-Stokes MW, $HEFT (V7 /84 F 721
TORT o+ — VAR OB T X ) B S2% 5 FERIMEFIRES X O, HREE, K
#, WRIHFE LRI T o EAGEMZET W2 o7 (TET AL V)2

F 72, 17 Bl HAR NS REZEHEIIRT LT 7 a R 7 + — VEHE T TSI IC L 5GET L % 1
FFL72E 25, 12/17 (7T1%) IZMESEZEHRALAE (floppy epiglottis) & 8% (LEF ALV V) ?,
WEBHRE LI & IR O ZAE OB LA A FEREPIKILIEE, floppy arytenoid) D i, b 528 (T
EFALANIL V)" floppy epiglottis X floppy arytenoid O HALHEIRH IS 5 Z &A%

HMBNTW5.
2 SRARZEMIE D WL IR\ B L€, KEER & BRI A A IRIBIH 5 2 b2 B O

WAL T H, MSA-P, MSA-C & b I RIS E DR EZ RO 20, BRI A
EDEEIIHDO L2 (TEFT AL V)2

N ot

1) Silber MH, Levine S. Stridor and death in multiple system atrophy. Mov Disord 2000; 15: 699-704
2) Shimohata T, Shinoda H, Nakayama H, et al. Daytime hypoxemia, sleep-disordered breathing, and laryn-
gopharyngeal findings in multiple system atrophy. Arch Neurol 2007; 64: 856-861
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3) Shimohata T, Tomita M, Nakayama H, et al. Floppy epiglottis as a contraindication of CPAP in patients

with multiple system atrophy. Neurology 2011; 76: 1841-1842
4) Sakuta H, Miyamoto M, Suzuki K, et al. [Obese woman presenting as vocal cord abductor paralysis and
floppy arytenoid associated with early signs of multiple system atrophy]. Rinsho Shinkeigaku 2012; 52:

421-424
5) Tsuda T, Onodera H, Okabe S, et al. Impaired chemosensitivity to hypoxia is a marker of multiple system

atrophy. Ann Neurol 2002; 52: 367-371

N #3%==t - sECLEDRER

PubMed (#2016 41 H 28 H)
((multiple system atrophy[Majr]) AND Respiration disorders[Mesh]) AND (((Signs and symptoms[Mesh]))) Fil-

ters: Humans; English 36 {4
EPCEE R LR E NS P —F Tl 7

» 80«



(3MSA

Clinical Question 2-24 @MSA—d. F#
ZREME DRRIEDIBER EFHAICIEED L ST H
(Y XAY I

(0] RIRERIEICH T DRATED X H =X LIRAIMTUEL.
= OEIS X REARFF T IRAEMR B IC X T IFRBAIRGERT (NPPV), HICHRAOTER
[£i% (CPAP) 32 R MEMEOTREZZRET 21EANHH—FH T, BRHESHIL
fE (floppy epiglottis) PIEHREPERILIE (floppy arytenoid) Z# DB EICIETE
PAEZIBEIERIEPHY, ERICELTEEZET S.
A
=)

OZRMEMIEICH T HRAFEDFERE LTIE, FREZICEIDED, DMERES
IC&BED, BEICKDIBELEDHS.
O EYIFH T OHMmE A TR L (TPPV) 217> THRAFEICESZEFEHY, £

% RRBMIE I BT 2 ZRIEDEK & FRHEICO SHRE L, BERLRIFENOBAIREIK L
Th.

W - TEFYR

% R EMIEZ BT 5 ZHRFEBI DT TIE, BEIRT D ZRIRFEBI L IR S T
0, AR 72030 S A ORI Z Z T TOTHEREDBRELTVDEZ LR, £
RMBEHMREINC BT DRI NS ORETH EE N2 WIS EH SN Tw2 (TETY
ALV V)Y RIRFE L 7 4 Bl D2 AR ZEMEE O IR A AT 20 5, DI B RE & I b e &
A EREO T b = AR = 2 — 1 v OREEAZIRIE L BT 2 W REEATRIE ST 2

CPAP FF:E % R M (P 9 T O Wil 2 3% L RIS b ig L i 2 — T
(ZEFYALNIL V) ?®, CPAP FREANEA S 17z 29 Hlo H AR N SR ZMiiE O % 7 B BT
TiE, 19 A (66%) H3IEICED (hirE TOMMomRiE13 » 1), Tofime LTid, %
PRIRYYE, A4, CPAP AMHEZ: & CTdh - 72, FEICHMIR CTHIEICE > 72 513 0 UE 25 ik
{LJiE (floppy epiglottis) (CQ 2-23 Zi) DHIEED E {, CPAP HEDMARDIER T TH 5 &%
Abh7z (ZETVALANIL V)Y

F72, 1700 HARANS ZMERIE K LT TR 7 + — VR T TSI Lz &
%, 12/17 (71%) \MEBEZEHRALIE (floppy epiglottis) & 7272, 15 DFEFIIZ BTl CPAP
PEEORFICZ LK, WEEHZEZ T HImEE S, 2 512 floppy epiglottis AT i % EAL S 545 R
B2 (CQ2-23 M) (TEFTVALNILV)?,

L D Wi G R0 i S B 55 2 RE00 B AT O % R EME TIXAE W, X721 3B T
DFEWI N LIFREA AR O IR IZH R & v ) G0 5 —77C, AR % 1T L7z

## ko



2. B W

% RMBMIE BT BV TUE, PSR ED SRS TH, KRR IR PR 23 B AL
TAHENH VIEEPLELERESN TV (TETVALANIL V)8

N
1)
2)
3)
4)
5)
6)

7)

Shimohata T, Ozawa T, Nakayama H, et al. Frequency of nocturnal sudden death in patients with multi-
ple system atrophy. ] Neurol 2008; 255: 1483-1485

Tada M, Kakita A, Toyoshima Y, et al. Depletion of medullary serotonergic neurons in patients with multi-
ple system atrophy who succumbed to sudden death. Brain 2009; 132 (Pt 7): 1810-1819

Iranzo A, Santamaria J, Tolosa E, et al. Long-term effect of CPAP in the treatment of nocturnal stridor in
multiple system atrophy. Neurology 2004; 63: 930-932

Shimohata T, Nakayama H, Aizawa N, Nishizawa M. Discontinuation of continuous positive airway pres-
sure treatment in multiple system atrophy. Sleep Med 2014; 15: 1147-1149

Shimohata T, Tomita M, Nakayama H, et al. Floppy epiglottis as a contraindication of CPAP in patients
with multiple system atrophy. Neurology 2011; 76: 1841-1842

Jin K, Okabe S, Chida K, et al. Tracheostomy can fatally exacerbate sleep-disordered breathing in multiple
system atrophy. Neurology 2007; 68: 1618-1621

Silber MH. Tracheostomy can fatally exacerbate sleep-disordered breathing in multiple system atrophy.
Neurology 2008; 70: 980; author reply 981-982

Shimohata T, Ozawa T, Nakayama H, et al. Tracheostomy can fatally exacerbate sleep-disordered breath-
ing in multiple system atrophy. Neurology 2008; 70: 980-981; author reply 981-982

N #3%==t - sECLEDRER

PubMed (1% 2016 4: 1 H 28 H)

(multiple system atrophy[majr]) AND ((((death,sudden/prevention and control[mesh]))) OR death,sudden/eti-
ology[mesh]) Filters: Humans; English; Japanese 9 4
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@CCA

Clinical Question 2-25 @®CCA—a. Bt
CCA ICI3/DAAEIX « SEfRIEAHB N 5D

O Bt/ NERRE (CCA) ZED KD IR A B MIC LS. [R&EICHED T Marie-Foix-
Alajouanine BIOXFREE ZEANIE, NRHSMEIX - EERIEHR VEEIROERE
Ho6h3. —F, RIROEEHROFIEICTERIN/] CCA BEHTII—ENE
B T/NHIMER - BIRZHED EEADDHPRENTHS.

e

=288

B B /N ZEAEAE (cortical cerebellar atrophy @ CCA) O#EME& % B3 % (CQ1-6, CQ1-
8 L),

0@t TEFYR

CCA OFHEM T 1922 41 Marie, Foix, Alajouanine 12 & 0 iy & 7z Wss kB2 2 Mk
ZiidiE (de latrophie cérébelleuse tardive a prédominance corticale, late cortical cerebellar atro-
phy : LCCA) \ZWi %259 % *. Greenfield 133 & U TRIRFAI LIRE DA IO &, HRUNHZ
P 2 R, e/ B, ML 3 BNZHH L, Holmes BB AR EIAE D 22 222 late cor-
tical cerebellar atrophy of Marie, Foix and Alajouanine & L Cit# L T\»% % Greenfield D%}
BIIZOBROFHNREE DS HORBE L 7572, HATIX 1974 4, E5iG2S Greenfield 734
(ZHE U CH B/ ERE 2 R B e BRI K 0, R & CUNEL, /N - B, B -
FRBIH L 7283, £ D/NFEELD 72 |2 Marie-Foix-Alajouanine B DL #3H % % O D
CCA IR HL AT TN I BR) L 728 2R il & Bl S o (F ) — 7B o ikl
fallidk, 7V A= APAOLNEILEH DY),

Z D%, Harding i& “idiopathic” late onset cerebellar ataxia (IDLOCA) & \» 9 &% 75 % $2h5
L, ZD%H)T 12 %OFEEIEE (P 54.75 %) @ Marie-Foix-Alajouanine /NS RIE 23 &
N7z2 L 2M|E LAY (72721, Harding ® IDLOCA 13 MSA-C # &M &TH %), 2D
#%, Klockgether 5@ 7 )L — 7|2 X ) sporadic adult-onset ataxia of unknown etiology (SAOA)
OEEAFRIBE NIz EBIHLE FA YD F IV —THh 5, SAOA &IZFH URAMETHEK I N
JBHBEITH L T idiopathic cerebellar ataxia (IDCA) &\ ) IR S HER S 7207 (B 1).

L) D Greenfield D3 HIL, Eintk, FEEEZZEB LD DTE LD o72h, &I
Greenfield’s Neuropathology (2015 4F) Tl i O 4 FIdHEBR S, JEFJE I Primary GE{z
%), Sporadic (MFEMH), Secondary (%) I SN T w5 % CCA ICHHT % Dl Spo-
radic @72 %@ idiopathic cerebellar cortical degeneration T 5.

Z DX ) ITHEFEMIZIE CCA 1 Marie-Foix-Alajouanine 1> [IFEME, WA (MFEME),

» 83 @
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2. B W

IDLOCA?

Cerebello-olivary or late cortical
cerebellar atrophy of Marie,
Foix and Alajouanine’-?

\ Idiopathic cerebellar cortical ,
degeneration®

N

1 MRMERFBEOEERR

EBNASAEAEMZRIE CEE UTc IDCA ZRIESE 2D (& SACA fBHANESES ') DCA HAANEHES? BSE(C, H
DEGCTFRE COMRNMEREZEAANRICHELUICEDTHD. FEFMREETRLEOTED, EBRFAEAEHRIED
IDCA EeirE%E 2" (F 30 il E, SACAMBHANELES'Y Tl 20l L, IDCABIHANELES? TlE 35 mUEE
o CTWB.

J

RRAGEATIE OMA BRI IAE | R Z S T& 72, HATYH CCA 12T LCCA &R
HAESNT&E7 BpsstE L TEHE I 50 UL EOSIER i3 o L b 575 SAOA X IDCA
TIX 20 e BA L, 35 L Lo JEEART S T ) 7 MEEJHIETO IDCA (CCA % &
b)) BWEER GAF) (CQ1-8ZH) THMARE 0 L) & LTwa. BIE, CCA A
V) — TR/ EERIE (OPCA, MSA-C) & & b IZI M IFHEDREIIHE L Z 2 5N T W5,

FEBEIZ H AN B\ T B e FAE 42 1 55 3 Y7 A (1989 4F 1 H ~6 HIZH ) 2B\ T
LCCA 179 il CP354F s 632+ 10.0 i, “FIoEM4E 8.1+5.3 4) 2R E N T w5 . OPCA 382
B CPI44 G 58.9+9.4 1%, “PIREMAE 7.3 5.0 4F) & ORI Z 0TI, LCCA B CTIIEHk:
B ASIER ~RET L TV 2 EAB e ENTnD Y F72, LCCARETIZOPCAREL D b
)0, LREORMIEROBENR VI L SEH I TS

Abele 5 (ZEEAHOAELTEDIIENE L FE (sporadic adult-onset ataxia) 112 4D 9 5, %%
FREAIE 32 44, B L BRI ED 15 44 % BR\ 72 unexplained 65 # D727 T7 F L Ak
PO - 5 40%, /&7 10— ARk 39%, SEREEE (Babinski SCATHITE, 8 34%.
PRI TEACT 62%, HRERGEB)EE 11%, WETFE 38%, BEMEREE 34%, Wil 9% & Eh3Ah b
el lERHEL TS Y E 512 Abele 513, SAOA 75 probable, possible MSA % ki < 27
eI L, IREVEACT 1944 (70%), 7% L ABKFOMET - K94 (33%), 7% L AR
YT 6 44 (22%), Babinski SR 4 44 (15%), JREYIHE 9 4 (33%), WeTFREE 9 44 (32%)
GEBHKRLNIZZ &, MR/ 4% (15%) DARIZS7=Z L aiiE LAY

72, 3EE (Y = — )V XFHHR) T population-based study Tld, 54 % ? idiopathic late

“ 84w



@CCA

onset cerebellar ataxia IDLOCA) (GEAEAE#H 18 LA L, ol 1 4E DL E o ATV o0 /NI 2 3 5E T
ISR LIE, ZRMBHIEZ BRI 09 5, 18 44 (33.3%) 21T THUM/NIHAL, 36 44 (66.7%)
TN 2 B S T2 LA HE S hTw b 2

IDCA TR/ iR 2 IDCA-C, /MRYMEIR - BifEZ FO b D% IDCA-P LT 5% 2T
M5 (2 2Tl MSA-C & IDCA-P IZWHEICIX B ST %) ™8 IDCA-C 75 Marie-Foix-Ala-
jouanine BLO/MMHREICAHL L, Tha CCA (H SV IELCCA) EREMIHZ 5% 5, CCA
TI/MRIMER - FERIZIZE A LAV, EWi b, 72721, HATIE OPCA (MSA-C)
VA D IRFEVEIHRE % /NIRAMER - BUBEOF IS L TCoAT 5L W) EZ HTEA L Tk
V. L72Ao T, HARTIEMIG 2 OPCA DA OIFEVEIGRIEDA { CCA LBHishTwb
TREMEDSH % (B2 5 < Gilman Wi HEHE ¥ @ probable, possible MSA i 72 & 7\ i ¥ (58
JE D 5 AELIN) D% RMBMIEIEBI AR D & ENTW5). S 512, BIE T e iEwm
DRBEFMITIE R > TB BT, MIEMEIGE (SCA6, SCA3L, % &) b dH DR (~20%) RAE
LTw5. 2% D BUROIFEHRHRHED b L ICHEM Sz CCA BEMIIAY —RERTH D,
INRAMEIR « BT —EDEETHAONDL EEZ LONBENTH 5.

B, CCA XD &b L FLAI M, SN B2 T D 575, BRI %R E R 2 WA
BRENTVRWZ L HEELTH, HRTO CCA DFMHNI T bIMICE EF 5T g 49
NS OFRBNI R EOEERTHREHTRTH Y, HIEEE2Boawz LidfmlL ¢
W5, 72720, FA)—TBOEMOFEIIEMI L VRL ), 03B ROEE -7
FEFI DS ST 2 W8 RRIVIC D FREERIE 14~T76 I LTB Y, JEMNC X - TIEER
HE, AREEERY, REE, RN SR A O/NRIMER - BESEEER S hTw S 0 CCA
DOYtr, T2 ZRAANBRENTE 2L LTH, B—D N, HWETIE R WITREMAVRIE X
n5s.

FRoOSEREF 2T, EBIEREMEIE T, BRI E LTIDCA 2% L, %
DFWREEFE LY (CQ1-8BIH).

N ot

1) Marie P, Foix C, Alajouanine T. De latrophie cérébelleuse tardive & prédominance corticale. Rev Neurol
1922; 38: 849-885, 1082-1111

2) Greenfield JG. System degenerations of the cerebellum, brain stem and spinal cord. Neuropathology,
Greenfield ]G, Blackwood W, McMenemey WH, Meyer A, Norman RM (eds), Edward Arnold, London,
1958: p.529-549

3) WG M. AFRNEEVHE ORISR & F R O, R 1974; 33: 1208-1213

4) Harding AE. ‘Idiopathic’ late onset cerebellar ataxia: a clinical and genetic study of 36 cases. ] Neurol Sci
1981; 51: 259-271

5) Klockgether T. Sporadic adult-onset ataxia of unknown etiology. Handbook of Clinical Neurology,
Vol.103 (3rd series), Ataxic Disorders, Subramony SH, Diirr A (eds), Elsevier, Edinburgh, 2012: p.253-262

6) Biirk K, Globas C, Wahl T, et al. MRI-based volumetric differentiation of sporadic cerebellar ataxia. Brain
2004; 127: 175-181

7) Biirk K, Biihring U, Schulz JB, et al. Clinical and magnetic resonance imaging characteristics of sporadic
cerebellar ataxia. Arch Neurol 2005; 62: 981-985

8) Clark HB. Degenerative ataxic disorders. Greenfield’s Neuropathology, 9th Ed, Love S, Budka H, Ironside
JW, Perry A (eds), CRC Press, Boca Raton, 2015: p.799-816

9) MIARE, mHITH, CPINEGEIEA. AFICB B MEIEMANE B HEEIE O RHE D L E TS X 5
BRET—4 U — 7HE/MNZERE & Holmes /I B B ZEARIE & ORI, BRARHIEE 1992; 32: 951-955

10) Abele M, Biirk K, Schéls L, et al. The aetiology of sporadic adult-onset ataxia. Brain 2002; 125 (Pt 5): 961
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11)
12)
13)
14)
15)

16)
17)

18)
19)
20)

21)

968

Abele M, Minnerop M, Urbach H, et al. Sporadic adult onset ataxia of unknown etiology: a clinical, elec-
trophysiological and imaging study. ] Neurol 2007; 254: 1384-1389

Muzaimi MB, Thomas ], Palmer-Smith S, et al. Population based study of late onset cerebellar ataxia in
south east Wales. ] Neurol Neurosurg Psychiatry 2004; 75: 1129-1134

Gilman S, Wenning GK, Low PA, et al. Second consensus statement on the diagnosis of multiple system
atrophy. Neurology 2008; 71: 670-676

fRH—Z, WAET, BRGNP 7V 2 MR MM HZMHED 1 BB ERE 1963; 3: 214-
218

BRI AR DME, TPATESERL RILIEFE. BEMEIMRZERIE D 3 Bl—C ORI E R, R
% 1966; 6: 111-119

FIIEFS. NFRZEYERE—2 MBI & £ 0F % HARRRIK 1970; 28: 540-545

W s, ARIER, DAL IEA MRS & RN 2 b o 7B BN RIE O 1 HIRR.
L & BRIR 1983; 1: 773-779

Al OWIT =B WIS RO R N ZERE O 1 B — R BRI MR ZERIE & D RRNIZDO W T
IR A 1990; 30: 1190-1196

Tsuchiya K, Ozawa E, Saito F, et al. Neuropathology of late cortical cerebellar atrophy in Japan: distribu-
tion of cerebellar change on an autopsy case and review of Japanese cases. Eur Neurol 1994; 34: 253-262
SR, R OERN, BN, WA BSETERCE NN ZERE O IRERED) & B Equilibrium
Res 1995; 54: 464-470

Yoshida K, Kuwabara S, Nakamura K, et al. Idiopathic cerebellar ataxia (IDCA): diagnostic criteria and
clinical analyses of 63 Japanese patients. ] Neurol Sci 2018; 384: 30-35

N gmst - sZICLEDRER

PubMed (#:5% 2016 41 H 27 H)
((("cortical cerebellar atrophy") OR ((("Cerebellar Diseases"[majr]) AND atrophy[mesh]) AND "Cerebellar Cor-
tex"[mesh]))) AND ((Signs and symptoms[mesh])) Filters: Humans; English; Japanese 54 fi:

EEAREs (R 2016 41 H 27 H)

(B BME/NZERRIE / AL or (ZMRZEHE /TH and /Mg 2/ TH and 254 /TH)) and /5 & JE4K/TH) and (LA=H A&
i GE CK=k b)) 1371
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@CCA

Clinical Question 2-26 @CCA—b. RE-fmlk

RARBICIEED S S ICU CTFEM EHIMT 50°

OB AREEDHERICKY, OF 1 E, 2EERENIHELERELS KL, OFHEH

(O] 50 ®ULETHS, HLECOHEAIF S50 RULEFL TV, OmBEHPMEETIE
/-3 BV, O3DONEXZBLETHAICMRREZZS. BEICIE, BEFRETHEE

DEWBEIRYE SCADBRIHENDZEDNEF LU

=288
HARDEFER/MEZEIED 672% XI5 & Ss Y —R, FIERSH O A TIE L WEEICiE
WREDBEDN LD, EOREFM L RIEEPEIRTE TWA D, ICHEETLILENHS.

W TEFY2R

ERCIE Abele 512 & %, J5 AT o A S8 IRFE M 9 (sporadic adult-onset ataxia of
unknown origin : SAOA) DEFRMFZEIZIH T, € inclusion criteria DAL S N 72IHH
OB LAY FTRIERETH S5, 14712 informative TH D Z ENEMTH S, TD9H 2
TIFEYE &0&, O 1 BBl (Ml Weblfink, b)), 2 BEasls HACRE, UL - U,
-0, FR) WICEMIRED 2, @QWEA 50 & ETh b, b LIECDOWEIT 50 bl RAAE
LWz, @WEAMEETIEZR, O 3HE %38 SN Tw5 2 FRCEB/NRZME X
LIZLIEERETH Y, Fl H2VIEIEAIEETHRCL TR HEICEESLETH L.

WHETHIUE, BIETFRAECE VBENICHVEEZ AT 22T L. %O X
AR THEBICHEETREEZ T 5 & 10~20% 130k L 25 2 5N TW5 (CQ2-27 5
H). Abele & IZ#IZFBATHITREDL DL LT, SCAL SCA2, MJD/SCA3, SCA6,
SCAL17, FXTAS (FMR premutation), FRDA % & ¥ T\ % ! HATIXERE OB I, FRDA,
FXTAS (FMR premutation), SCA17 (&M 5 N7HEBI DA T I 235, HEOFE W SCAL, SCA2,
MJD/SCA3, SCA6, SCA31, DRPLA [ IBIaFMAICTHRANT 5 2 L #F[ET 5 (CQ2-27 ).

B, XYY %A (SCA7, SCAl4, SCAL5, SCA36, SCA42, VED, ARSACS, SCARS,
SCAR22, % &) & & 72 BIZ T OV TIL, JEA T8 o 3 B 2 e AT 7e 9 A 2 -
JHE N5 B JGRIE D B E B A 7 2 (Japan Consortium of Ataxias : J-CAT) (K L <17
ITENTES.
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1) Tsuji S, Onodera O, Goto ], Nishizawa M; on behalf of the Study Group on Ataxic Diseases. Sporadic ataxi-
as in Japan: a population-based epidemiological study. Cerebellum 2008; 7: 189-197

2) Abele M, Minnerop M, Urbach H, et al. Sporadic adult onset ataxia of unknown etiology: a clinical, elec-
trophysiological and imaging study. ] Neurol 2007; 254: 1384-1389

N #3%==t - sECLEDRER

PubMed (#2016 41 H 27 H)
((("sporadic" AND "spinocerebellar degenerations"))) AND "diagnosis, differential"[mesh] Filters: Humans; Eng-

lish; Japanese 16 fI:
EFREE (BdH 2016451 /1 27 H)
(B RNZEVERE / TH or BCELME/IMINZERRE / AL or (/NIZEHE /TH and /NP /TH and 2/ TH)) and 85614/

AL and #8521 /TH 4 1
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Clinical Question 2-27 @CCA—b. Rl -t

MFEMFEICH U C, SinFRiggE % U CRAIDE]R
PHaERE/MuZHE IR Y HESIEEDS S5 LD

(o) QEENE W E— MERR (SCA31 28L) DAY U—Z2J Tl 10~20% & H#
= AlEhs. ToV—L@EREMANE, ZOHSRESICERTS.

N E=2-8n

— R, FRED %, D X 9 12H 2 TH BIR B TEEE R R/ NNZEVEE & 0§
BYENd b, PIEMERIEDBIZFRETIIERPLETH .

W TEFY2R

HEOEW) E— MIERO A7) —= v ZICB LT, TRV O 08iElH 5.

Moseley 5 D TIEW] O DL RIRED %2\ 134 %4 (IZIFEBRARAIEE, —F, 18 Ak
DIIED D) D) HLBIEFHRATI3IH (9.7%) BBEETH - 72" TONERIE SCA2 752 %
(15%), MJD/SCA3 %514 (0.7%), SCA6 A2 4 (15%), SCA7 %1% (0.7%), FRDA »37
%4 (52%) THoTz.

Schols H 1%, JHERAHDIMFELEIFIED 124 4 (20 44 D probable MSA % & i) @ 9 Ll fAf
MAICLY, 234 (185%) M THo 72 MmE LT 52 ZOWHRIE, FRDA %10 4,
SCA6 259 %4, SCA8 W33 44, SCA2A 1 #Th-7.

Abele 5 DO TR NMTERE DHETTVEDIFENEJHIE (sporadic adult-onset ataxia) 112 44D
I b (S RMEMIE 32 % &), Bz THRETIS % (134%) Bt TH - 722 ZoWNFIL,
FRDA 755 %, SCA6 257 %, MJD/SCA3 232 %, SCA2AS1 4 Tho7.

—%, ENTIRHEIEKRFOTF— I HIRENTVSE Y T L 5 ERIEEOH SN ThRI o7
/NI 2SR RE 252 44 (1991 4F 6 H ~2012 4F 3 H) W, IR T4 & ) SCA6 4% 8.3%,
SCA31 A3 24% SNz DI L TH 5.

BELL—H, RIEBVP L WIIICAZTYH, MBAVTNUIPEETHCLTNS, HbHWN
T EAEEEE L7220, MERESYVRICETICH IR ) L TREE T TE 2w

L\ﬁ‘a% CENEEEEZOND. 72, BEALLABNFICRETH 720, B ob;

XD HREMREERE DR EICAOPN L WIEELH D 9 5. FRICHATIE SCA3L, SCA6 °
z*’“*?i@“%T M2+l EEBTRETH 5.

B 1 AL SRR ZEMGIE O 7B Wi HE 2 {5 723 302 44 0 BB B B/ NN E Y 8 {5 T A% 17 -
7ol A, 224 (7.3%) CEEAIOFRU/MNZEMRE S B L7z, L) @E» S oG5 5 °.
ZDOWIRIZSCALT 23134 £ % T, KR\ T SCA2 753 %4, SCA6 7% 3 %, SCAL,
MJD/SCA3, DRPLA %% 1 %4 CTdh - 7-.
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KM — 27 2o —F MR T 7 ) — AR 2T 218, BiETREHT 58
FIIEBIC 1534, Fogel 513 SCAL, SCA2, MJD/SCA3, SCA6, SCA7, Friedreich (71) — F
54 ) EELFAE (FRDA) 358 S N7z 76 44 /NI e % (M6 56 %4, FMEME 20 44)
WX LT 7 Y — AENT 24TV, 16 4 (R9 21%) (O EMAEREZFE L TV, 1640955
HADPIEETH o7z, EHEL TS @RFEMRICBR - TAHIUE, 56 4, 114 (#20%)) °.
ZD164DH L 3% (WFRHIIENE) 25 SINET 255, 2 %44 (1 % 05I0F38M) 25 SPG7 AR TH -
7o, HEFEHERI TIIERBERSE N ES M SN TS, $72 Pyle 5 b HERICHEO R
) ¥ — MEEWB X O FMRI Z R E SN2z 35 4 (ISETE 10 4, RN 25 %) LT
7 — LRFTEAT, QA TCEEAIOWEMERZRMEE L 94T 1 AOADBIMEETH Y,
TUBB4A ZZTH o 72 IFEMEICBR - TAHNIE, 104, 14 (10%)).

N ot

1) Moseley ML, Benzow KA, Schut L], et al. Incidence of dominant spinocerebellar and Friedreich triplet
repeats among 361 ataxia families.Neurology 1998; 51: 1666-1671

2) Schéls L, Szymanski S, Peters S, et al. Genetic background of apparently idiopathic sporadic cerebellar
ataxia. Hum Genet 2000; 107: 132-137

3) Abele M, Biirk K, Schols L, et al. The aetiology of sporadic adult-onset ataxia. Brain 2002; 125 (Pt 5): 961
968

4 HHE S, FAREE BREUMEEME NN BB M RICE LTw 0P, i AR (R
), PEEEILE (B, Hilifes, 2013 p.166-171

5) Kim H-J, Jeon BS, Shin J, et al. Should genetic testing for SCAs be included in the diagnostic workup for
MSA? Neurology 2014; 83: 1733-1738

6) Fogel BL, Lee H, Deignan JL, et al. Exome sequencing in the clinical diagnosis of sporadic or familial cere-
bellar ataxia. JAMA Neurol 2014; 71: 1237-1246

7) Pyle A, Smertenko T, Bargiela D, et al. Exome sequencing in undiagnosed inherited and sporadic ataxias.
Brain 2015; 138: 276-283

U gmst - 8Z(CUETRER

PubMed (i 2016 4% 1 JJ 27 H)

((((((("Cortical cerebellar atrophy") OR (((cerebellar diseases[majr]) AND atrophy[mesh]) AND cerebellar cor-
tex[mesh]))) OR (("sporadic ataxia") OR spinocerebellar degenerations[mesh])) OR ((("idiopathic cerebellar atax-
ia") OR "idiopathic late onset cerebellar ataxia") OR "sporadic adult-onset ataxia of unknown etiology"))) AND
"genetic testing") AND ((statistics and numerical data[sh])) Filters: Humans; English; Japanese 46 {1

ErheE (3 2016 45 1 3 27 H)

(B2 /NI ZEHAE / AL or (/IMIZEHT / TH and /MNié L/ TH and ZE#i / TH) and s =52 0984 / TH) OR ((BHi/M3#
ZEMAE /TH or [ B/ NIMZEARAE / AL or (IMMZEH / TH and /Mi#E B/ TH and ZE#fi / TH) and @& {z52 1 HA: / TH)
and (SH=Y%%)) or (B NINZEME / TH or BB/ INIRZEARIE / AL or (ZMiFZE# / TH and /M &/ TH and 24/
TH) and ;& &5 H98AE /TH and 5T/ TH)) 35 1
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Clinical Question 2-28 @CCA—c. M - $E5I125

CCA LHHIITNSKRBEIEDE ILEDD HHD

O L RMEMIE (') —7HB/N\HEWE, MSA-C) PRLERNEETIHERTHS.
ROTEEERRE (B SCA6, SCA31) THD. EOMICITHERERREE L
T, BESHZERE, TOMOECRERERRE, 7T K 73—,
R (TLE7F U RIER, RE), BEDHSB.

=288

BB/ ZEREIE (CCA) DB MBI E DRI AT H 5.

W@ TEFYR

CCA DFWIIIMERZ RN T 2 2 L VVETH 5.

9, mOMINEZET 5O UMIEHELIE Th 5 L RAMEMIE (4 V) — 7/ ZEHE,
MSA-C) TH 5. FRITHA GHED S 54K HWET) TREVIVZHE LS55 H 5. BARIE
e LTid, 78—F vy JERE BEMEERIC T EET 5. /2, WgEE o
FA & w5, BN ZEME, hot cross bunsign ICVEH T 4. NS OERRAER, BEI{EHTLIZWT
NOLRHMEMIEZ M RIET 5 2 CCA L4 RMBEME IR TR LG THRIAREL RS
5729 (CQ2-29 ZM), MHEFDEMIIHICHETH .

KNCTHIEHERRAETH S, HiIH (CQ2-27) TR L7z X 912, SCA6 % SCA3L I3
PR ICHRET 5, FIRYNNTURTICH 5 DT, KIEEDW] S0 ThWIEHEIZIE CCA & DR
ERHETH S, 72, MJD/SCA3, SCAI 7 & @ ADCA (autosomal dominant cerebeller atax-
ia) TEWHELY TH-TH CAG V) ¥ — MEDOMEDPBEEOL AT MEEZEL) 5. Th
5 OFNTBIRF AN X B L.

S O FE T RIE & LTl R &, AN, $TGAD Rk RREZ S0 HT
SRR ICHE & B MAE M CTH 5. TN OIXRIEREDS —EORRE R T2, #H L
BETH 5.

INBNS, TV VGRS F VEET PI02L AR % A3 % Gerstmann-Straussler-
Scheinker %), X M3 ¥ FY 73 (CQ2-40 B), WMENEI T Y ILAERE & & TEITEMRIS
MEFIEIRE T 5605 5.

TRLCHK 4, 5) 12V TN M OMATHEIGRE L &£ L 72l B D case study TH 575, #
PRBR ZOEEFHEHICGH SN TBY, CCADOERN L, RESBZEICLL. kB, wind
HBE D mIIZ SCAG L ZIT SN TWw 5.
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2)

3)
4)

5)

Abele M, Biirk K, Schols L, et al. The aetiology of sporadic adult-onset ataxia. Brain 2002; 125 (Pt 5): 961
968

Biirk K, Bithring U, Schulz JB, et al. Clinical and magnetic resonance imaging characteristics of sporadic
cerebellar ataxia. Arch Neurol 2005; 62: 981-985

Harding AE. Classification of the hereditary ataxias and paraplegias. Lancet 1983; 321: 1151-1155

Fogel BL, Perlman S. An approach to the patient with late-onset cerebellar ataxia. Nat Clin Prac Neurol
2006; 2: 629-635

van Gaalen J, van de Warrenburg BPC. A practical approach to late-onset cerebellar ataxia: putting the dis-
order with lack of order into order. Prac Neurol 2012; 12: 14-24

N #%==t - sEICLEDRER

PubMed (#%% 201641 H 27 H)

((("cortical cerebellar atrophy") OR ((("Cerebellar Diseases"[majr]) AND atrophy[mesh]) AND "Cerebellar Cor-
tex"[mesh]))) AND diagnosis,differential[mesh] Filters: Humans; English; Japanese 17 {4

Erhes (M3 2016451 H 27 H)

(B2 M/ ZERRIE / AL or (ZMINZEAR / TH and /Mg E / TH and 254/ TH)) and #5720/ TH) and (LA=H A,
Yiif and CK=t ) 351F

» 924
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Clinical Question 2-29 @CCA—d. Ft#

ZinzmphE (MSA-C) LHNTFRISES D

el

O Hit/NwEHEE (CCA) Tl, ZRMEMIE (MSA-C) ICEENTHEETR, £MmT
RESBICHASHICRFTHS (CQ 2-22 BH).

N E=2-8n

BB/ NRZEREE (CCA) D P22 BFT 5.

W TEFY2R

Klockgether & ! & 28 %4 D JE RAN D B FEPERTAEIZ DV T, 7V —7 2 (pure cerebellar
syndrome) 9 % (Z11X12I1Z CCA L £ 2 B b)) & 7 )V — 7 3 (non-cerebellar symptoms % 11
9) 13 %4 (1ZFLRMBEHME L Z 2 HND) O 2R3 THRET L7z R D @ 6 AIEFED S 4 4F
i), Kaplan-Meier #:(2 L AUE, “PIRAHIMIZ 7V — 7 2 (20.7 4F) TlE 7V —7 3 (7.7 4F)
WCHRTHBICEPo 7.

Tsuji 2 I &S, FIED S 4~5 FERITD % &S LA THIT 2 N34 ) — 7/
#iJiE (olivopontocerebellar atrophy : OPCA) T 33%, CCA TIX60%5THh o7z, FIED S 4
~5 4FEHIT— AN TIL TS AL OPCA T 43%, CCAT6%72- 7.

Abele 5 ¥ 13, SAOA unexplained 65 % & 2 RZEMIE 32 4 D EH 2BV THAED HAITIC
HiiB .2 %9 % £ TOR; 2 Kaplan-Meier I X ) Pl L7z, £ O#H, unexplained # Tl
#1114, ZRMEBEMIERE T 47T HELE 572,

Watanabe 5 ¥ 1%, HA AL Rix i B8 230 4 (MSA-P 75 44, MSA-C 155 %) % 4 /i #il
HICHRET L, “PIFEREAR A5 55.4 1%, FEIED O AT ICHIB) BASUENT 75 2 DA% 34F, HiF T
2B DOHK 54, B REIZR L 00%) 84, X TP IETH 72 HEL T
%. The European MSA Study Group |2 & % 141 # D% R ZEiiiE (MSA-P 87 £4, MSA-C 54
%) O & AT PIIIEE R 56.2 %, AAFHIH (hyefi) 13 9.8 4E & IZIFFEER DR R 2
RLTWS % E5ITdLT AU BB % 175 D% R EMIELH (MSA-P 126 4, MSA-C 49
%) ORI & AT PIIIEE IS 634 %, FEED O OALFHIH (P yefi) 13 9.8 & ST
W5

CCA TIZFBWr DI 7 2 R EMIE D & 9 ICEHBITOHALREDOHED s, |k
OT =2 ZRET B L, CCA TRERMEMEIC LN THRIET &, A PR BITHLN
BIfEEz 6%,
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3)
4)
5)

6)

Klockgether T, Schroth G, Diener H-C, Dichgans J. Idiopathic cerebellar ataxia of late onset: natural history
and MRI morphology. ] Neurol Neurosurg Psychiatry 1990; 53: 297-305

Tsuji S, Onodera O, Goto J, Nishizawa M, on behalf of the study group on ataxic diseases. Sporadic ataxias
in Japan - a population-based epidemiological study. Cerebellum 2008; 7: 189-197

Abele M, Biirk K, Schéls L, et al. The aetiology of sporadic adult-onset ataxia.Brain 2002; 125 (Pt 5): 961-
968

Watanabe H, Saito Y, Terao S, et al. Progression and prognosis in multiple system atrophy: an analysis of
230 Japanese patients. Brain 2002; 125: 1070-1083

Wenning GK, Geser F, Krismer F, et al. The natural history of multiple system atrophy: a prospective
European cohort study. Lancet Neurol 2013; 12: 264-274

Low PA, Reich SG, Jankovic J, et al. Natural history of multiple system atrophy in the USA: a prospective
cohort study.Lancet Neurol 2015; 14: 710-719

N #3%==t - sECLEDRER

PubMed (#2016 41 H 27 H)
((("cortical cerebellar atrophy") OR ((("Cerebellar Diseases"[majr]) AND atrophy[mesh]) AND "Cerebellar Cor-
tex"[mesh]))) AND (((prognosis[mesh] or "follow-up studies"[mesh]))) Filters: Humans; English; Japanese 13

7t

b

5 (B# 201641 7 27 H)

(B B/NRZEE / TH or B2 B/ NI ZEARE /AL or (/MINZE#T /TH and /NP /TH and 24 /TH)) and (7 /
TH or JBBMIFZE /TH)) and (LA= H 45, 3%55% and CK=t k) 98 ff:
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Clinical Question 2-30  GifrtbEituiiE—a. Bk
EEMHEEHEICIEED L S EEDD H 5D

RS

O EEMEREMEXIFREIE, BRREICIETROEREEHNET Z2EERET SRR LE,
ZhICDERZFHSESRSHS (CQ 2-31 ).

Q@ERFHICIE, FREARTERERNE, FReFSEEERYE, XE#HE I MaVF
D7EEEDHY, SPGFUN—HFF5NTLS (CQ 2-32 BER).

OELBHEMREMTIEI SPCG4 PRELZ L, BRBHLUERZMETIESPGT11 D
AN

OSPG 7> N—=PRHOTORWMERB TEHEENHREZET S EHHS (CQ 2-34
27).

B= - 88

AR (hereditary spastic paraplegia : HSP) (3 CEARMED H L RERTH 5 2
LT 5.

s - TEFTVYR

FEARPEIE P BRI 1, 1880 4F Striimpell 12 & D IZ LO TR S N72D T, Striimpell-Lorain
FEMERE & MHEN 2 137, RV R L N2 2 & b B 525, BARTERE R & Fr s
NoZ DL, BMEEOHENZH Tl INTWD X ) IZSPG F ¥ /N =D Wl ET D
FEVER R 2 B9 5 Z L IHERSRETH 5 (CQ2-34 ).

BARTERE VR RS, BRIR ISR IR AT I O PR DR & i AT &2 B & L, BRI
HREDOHARES, 7FE, HRU/MNEEORMENE 2 TIAL L § 2 ML HRERTH 5. HifHER
DA X #FER! (pure form) & B AR (complicated form) (2738 &5 (CQ2-31 ) V2

BRI 513, WhOAREEREE, HRO RS IERENE, XE$HE, I har Py 7
EZWEDSH Y, SPG F ¥ NN=MFIF 5 Tw 5 (CQ2-32 ). MEMIZIZ, W AREMER
A%, FhOARSEEEEID 2, XEEEE I P ay P 7TEEREEIATH S

Japan Spastic Paraplegia Research Consortium (JASPAC) 2 & % HARD 5 T DG X %
&, WA ARENEEIETE 206 23R SPGA Ak b £ <, T8 5% (38%) 2 b TW A, #iv T,
SPG3A %% 11 %% (5%), SPG31 %% 10 %% (5%), SPGI0 7% 3 5% (2%), SPG8 7% 1 %%
(1%) TH 5. HIOREEREEO R TREBEMOENEEFICER 2RO, BEEFHHR
ETETVRW Y WORT S RO REN R EE D 40~45% 57 SPG4, 10%7° SPG3A, 5%7°
SPG31, 3%%SPGI0 L HiE SN TWw5 7.

WARAARS VR ZME DB D 72 116 BIORFER BRI B L L7 Y — AT ORI T,
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SPGI11 %% 14 #1 (12%), SPG28 %5 5l (4%), SPG46 %% 4 Bl (3%), SPG15 %% 3 # (3%),
SPG7, SPG21, SPG35, SPG52, SPG54, SPG56, SPG57 234 1 Bl THh o 72. KR & H
RSB EE D2 b D DFERIITH G R BB TH 5 SPGA R SPG12 HMRTE L
TWBIEPbhroTEY, Hbt THEOARSIERMEDEDNTIEG O 4 HTHRAHH
HLTW5S9 FKTH SPGIL DL L, 20% %2505 LT HHENDHL YD, KL U»s
VB AR PE R 519 KRH, SPGT 2825 KR LI b %<, SPGIL B I2RKRZTH 722D
WELDH D"

ABCDI, BICD2, LYST, PLA2G6, SACS, SYNEI7x & ® SPG F ¥ /N—Dff W TWwWiWil{s
TERIZE DRV Z & 2T 2 e ME SN TWE T

N ot
1)
2)
3)

4)
5)

6)

7)

8)
9)

10)

Salinas S, Proukakis C, Crosby A, et al. Hereditary spastic paraplegia: clinical features and pathogenetic
mechanism. Lancet Neurol 2008; 7: 1127-1138

Fink JK: Hereditary spastic paraplegia: clinic-pathologic features and emerging molecular mechanisms.
Acta Neuropathol 2013; 126: 307-328

Ruano L, Melo C, Silva MC, et al. The global epidemiology of hereditary ataxia and spastic paraplegia: a
systematic review of prevalence studies. Neuroepidemiology 2014; 42: 174-183

FILEEA. YRR - JASPAC. Brain and Nerve 2014; 66: 1210-1217

Finsterer ], Loscher W, Quasthoff S, et al. Hereditary spastic paraplegias with autosomal dominant, reces-
sive, X-linked, or maternal trait of inheritance. ] Neurol Sci 2012; 318: 1-18

AR AL, W REEe. WRERESUERA D N BRI RS 88 10D exome fEHT.
JEA S @R R B i A VR RS SO ZE T BRI OB & AR IE B S Y A A
T PR 25 AEEERRES - o EBF TR, ARG E)4E,  2014: p.83-86

Schule R, Wiethoff S, Martus P, et al. Hereditary spastic paraplegia: clinicogenetic lessons from 608
patients. Ann Neurol 2016; 79; 646-658

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

Shimazaki H, Honda J, Naoi T, et al. Autosomal-recessive complicated spastic paraplegia with a novel
lysosomal trafficking regulator gene mutation. ] Neurol Neurosurg Psychiatry 2014; 85: 1024-1028
MELEEA, & ORE, RERTE BEVEREYE R O P BUR KB R T, BRI & Rk
g6 ARG IR AR RO Hn R IR e FEE B RIAE O S TR Y] - iR SR Y
HIF9E T 26 4R EZRGCHSEBCRHE T, 2015: p.33-35

N B3zt - sEICLRTRER

PubMed (¥ 2016 4 3 J1 25 H)

("spastic paraplegia OR SPG/classification" [Majr]) Limits: Humans, English, Japanese, Publication Data from
1983 to 2016/03/25 425 fF

1 E2BE DS, JMEDPlus THh it 247 - 72

IR R LW E N Y B —FTEmL 7z
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Clinical Question 2-31  G&(miHEMMFE—a. Bkl

AR E BRI ED L S ICREISh 5D

[O)
L

o

OfiFEIEE, EEMFKENALAZEY SH, BEEORBREET, BIERES, L
BROBRRFATEZFS ZEDDHS.
OESHIIINSITIA, REMEEE, DRKH, BHREET, T, HIE M
REMWAE, RERE, RNERTRORELEOMHERZHD.

=288

BRI (HSP) ORI 2 08 TH 5, #RA L ERNZOW T 5.

W@ TEFYR

AR, BIRMEEM R 0%  ORREET2H S 2R ), ZUko L 5T #BIn 5
BEATHbN TV (CQ2-32 ). #IATREERIIME OMBIIAEETEHLDOD Y, ek
A 55 S N C & 72 Harding ORI GREF & AR 2 2 8F LT < 2 &, EinthE
PEXTFRIE O BRI % Yesg 3 2 BB T BMINOFL 20122 5. F72, SPG F ¥ /N =T
WO MEREZENT 2720128, HARL LD ) ZEIROBFNLETH 5.

MMEED (pure form) (&, %, FEVERRRE 2 JEAGEIR & L C R oI R N, iR
W R IXERO v, BEO TRARENLICT, BEEERER, REOB S TTEEZ D 2 &Y
Hb5 Fio, WhhDLERTHIBEL, BITIIERLTH S ® HAH (complicated form) 1,
FEVERPRRIE SN 2 C, MRS SE, NG, AR RS, R RRE, WET
Wk, SEARAMIREESE, fZEAE, ROE MMEIRERE OMESEMIL, HERZ) R E%MFEv, 251
IR, MR, FINRE, R SRR S EAHE S Tw S T AR O
TR <, ERETHS P

MRS, HAEMOWTNG TRTOBEERNE L D ) HH39, FRENIE f R BB ETE
— R TH Y, WEENIEROARL IR X HHEEICE S ALNG 9 fipdle ShTnd
RETHOHARMARETLZL2H ), HAEME SN TV RRATHMMMZET L2 LD 5.
BlE LT, WYl E0E T3 SPG3A, SPG4, SPG10, SPG31, W B ta iR M fm M T ik
SPG5, SPG7, SPG11, SPG27, X H#MH TIZ SPGI6 Y #H T b b, T4abb, EEEEALEHR
B BIEFRE OMBIREAMTIZ R L, 2 IR OESEOEEII B W TIIKA ZiEfHED
EURPME SN TS Y 728 2 1E, HREAEEREETRDS , SWMHEEZz 6N
TW72 SPGAIZB VT hH, K EE, RABERERE 1Y) /IO 2 IR o JE# L Y & &
EPET A2 eI TV S, MR, BAREZ DL TH-FKRANICBWT L RL - 72HE
RERTZEN DL B T/, Bho B EHCHUOERRZRIYLALDH L. LD-T,

IR
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W DU NLEIZA B PLETH 5.

N ot
1)

2)
3)

4)

5)
6)
7)
8)

9)
10)

11)

12)
13)

14)

Fink JK. Hereditary spastic paraplegia: clinico-pathologic features and emerging molecular mechanisms.
Acta Neuropathol 2013; 126: 307-328

Harding AE. Classification of the hereditary ataxias and paraplegias. Lancet 1983; 321: 1151-1155

Harding AE. Hereditary "pure" spastic paraplegia: a clinical and genetic study of 22 families. ] Neurol
Neurosurg Psychiatry 1981; 44: 871-883

Fink JK. Hereditary Spastic Paraplegia Overview. 2000 Aug 15 [updated 2014 Feb06]. Pagon RA, Bird TD,
Dolan CR, Stephens K, editors. GeneReviews [Internet]. Seattle, University of Washington, Seattle; 1993-.
Available from http://www.ncbi. nlm.nih.gov/bookshelf/br.fcgi?book=gene&part=hsp

Salinas S, Proukakis C, Crosby A, et al. Hereditary spastic paraplegia: clinical features and pathogenetic
mechanisms. Lancet Neurol 2008; 71: 1127-1138

Finsterer J, Loscher W, Quasthoff S, et al. Hereditary spastic paraplegias with autosomal dominant, reces-
sive, X-linked, or maternal trait of inheritance. ] Neurol Sci 2012; 318: 1-18

Lo Giudice T, Lombardi F, Santorelli FM, et al. Hereditary spastic paraplegia: clinical-genetic characteris-
tics and evolving molecular mechanisms. Exp Neurol 2014; 261: 518-539

Schule R, Wiethoff S, Martus P, et al. Hereditary Spastic Paraplegia: clinicogenettic lessons from 608
patients. Ann Neurol 2016: 79: 646-658

MEILEEA. BRIV R, PRS0 & W A 2015; 255: 1055-1061

Coutinho P, Barros ], Zemmouri R, et al. Clinical heterogeneity of autosomal recessive spastic paraplegias:
analysis of 106 patients in 46 families. Arch Neurol 1999; 56: 943-949

Byrne PC, Webb S, McSweeney F, et al. Linkage of AD HSP and cognitive impairment to chromosome 2p:
haplotype and phenotype analysis indicates variable expression and low or delayed penetrance. Eur |
Human Genet 1998; 6: 275-282

Nielsen JE, Johnsen B, Koefoed P, et al. Hereditary spastic paraplegia with cerebellar ataxia: a complex
phenotype associated with a new SPG4 gene mutation. Eur ] Neurol 2004; 1: 817-824

Orlacchio A, Kawarai T, Totaro A, et al. Hereditary spastic paraplegia: clinical genetic study of 15 families.
Arch Neurol 2004; 61: 849-855

Namekawa M, Takiyama Y, Sakoe K, et al. A Japanese SPG4 family with a novel missense mutation of the
SPG4 gene: intrafamilial variability in age at onset and clinical severity. Acta Neurol Scand 2002; 185: 63—
68

N gzmst - 8Z(CULEZRER

PubMed (i 2016 4% 5§ 25 H)

(((Spastic Paraplegia, Hereditary/genetics[majr]) AND ((pure[tiab] OR uncomplicated) OR (complex|[tiab] OR
complicated OR))) AND diagnosis[sh]) AND ((English[LA] OR Japanese[LA])) 250 4

E32MZBE RS, JMEDPlus Th Mk 247572

EPCEE RS E Ny K —F L7z
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Clinical Question 2-32 GGG HAHE—b. HE - HH

EOL S MBI H DD

el

OEEMEREMEXFETIEZ < DOBREBRGEFHARESNTNDS. BEFEXLILEET

PRESNEIBCESHH5ENTEY, SPG1~SPGT79 HBESNTINS (X
1).

CIY=)
I AR

- BiY

HARPEEYE R (HSP) 1%, Human Genome Organisation (HUGO) Nomenclature Commit-

tee |2

L0, WHREEF L LTSPG F Y N=2M 17 6 Twab. AT, MREDHKEEF

2K o THBIRMERR IR T B 2 & 2 B § 5.

o mrss

c IEFYR

BRI PER FR L, EAREICIE, R, FReAs, X, Ita v
V7B EINTE Y, BEF 2B EFREDE S NHICHF 735 SR Tw b,
2017 4F 6 J] 19 HHE 5T SPG1~SPG79 3Ry ST 5 (R 1) 177 72, AR BB
DS OBEBOREIRD O &2 & UTRUN IR L 2725 2 EWH LD T, EEFRESENZ1TH) N
ETH5 (CQ2-34 ). BARMERMES R OIH R A O E SN LR E 2R 2 ITRT.

N et
1)
2)
3)
4)
5)
6)

7)

8)

OMIM F—A~X—3  http://www.omim.org/ (#7 7+ 2Z 2016 4E 12 H 5 H)

HEILGEA. BRI Ol i, BRPRIiEE 2014; 54: 1009-1011

Peddareddygari LR, Hanna PA, Igo RP Jr, et al. Autosomal dominant hereditary spastic paraplegia with
axonal sensory motor polyneuropathy maps to chromosome 21g22.3. Int ] Neurosci 2016; 126: 600-606
Rinaldi C, Schmidt T, Situ AJ, et al. Mutation in CPT1C associated with pure autosomal dominant spastic
paraplegia. JAMA Neurol 2015; 72: 561-570

Lossos A, Stumpfig C, Stevanin G, et al. Fe/S protein assembly gene IBA57 mutation causes hereditary
spastic paraplegia. Neurology 2015; 84: 659-667

Novarino G, Fenstermaker AG, Zaki MS, et al. Exome sequencing links corticospinal motor neuron dis-
ease to common neurodegenerative disorders. Science 2014; 343: 506-511

Coutelier M, Goizet C, Durr A, et al. Alteration of ornithine metabolism leads to dominant and recessive
hereditary spastic paraplegia. Brain 2015; 138: 2191-2205

Lo Giudice T, Lombardi F, Santorelli FM, et al. Hereditary spastic paraplegia: clinical-genetic characteris-
tics and evolving molecular mechanisms. Exp Neurol 2014; 261: 518-539
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2. B W

1 HSP ®mEEEF

KR4 | BioiX BEFELIGETRT EE4 | BioX B TFEEE I RBEIET
SPG1 XL L1CAM SPG41 |AD 11p14
SPG2 XL AP SPG42 |AD SLC33A1
SPG3A |AD ATL1 SPG43 AR c9orf12
SPG4 AD SPAST SPG44 AR GUA12
SPG5 AR CYP7B1 SPG45 |AR NT5C2
SPG6 AD NIPA1 SPG46 (AR GBAZ2
SPG7 AR SPG7 (paraplegin) SPG47 |AR AP4B1
SPG8 AD KIAAO196 SPG48 |AR KIAAO415
SPGOA |AD ALDH18A1 SPG49 (AR TECPR2
SPGOB |AR ALDH18A1 SPG50 |AR AP4AM1
SPG10 |AD KIF5A SPG51 |AR AP4ET
SPG11  [AR SPG11 (KIAA1840, spatacsin) | [SPG52 |AR AP4S1
SPG12 |AD RTNZ2 SPG53 |AR VPS37A
SPG13 |AD HSPD1 SPG54 (AR DDHDZ2
SPG14 |AR 3027-28 SPG55 |AR c12orf65
SPG15 |AR ZFYVEZ26 SPG56A |AD 219223
SPG16 XL Xa11 SPG56 |AR CYP2U1
SPG17 |AD BSCLZ2 SPG57 |AR TFG
SPG18 |[AR ERLINZ SPG58 AR KIF1C
SPG19 |AD 9033 SPG59 (AR USP8
SPG20 |AR SPGZ20 (spartin) SPGB0 AR WDRA48
SPG21 AR ACP33 SPG61 AR ARLG6IP1
SPG22 (XL SLC16A2 SPG62 AR ERLINT
SPG23 |AR 1024 SPG63  |AR AMPDZ2
SPG24 AR 13014 SPG64 AR ENTPD1
SPG25 |AR 6023 SPG65 |AR NT5C2
SPG26 AR BAGALNT1 SPG66 AR ARSI
SPG27 |AR 10022 SPG67 |AR PGAP1
SPG28 |AR DDHD1 SPG68 AR FLRT1
SPG29 |AD 1p31 SPG69 AR RAB3GAPZ2
SPG30 |[AD. AR |KIFT1A SPG70 |[AR MARS
SPG31 |AD REEP1 SPG71 |AR ZFR
SPG32 |AR 14912 SPG72 |AD. AR |REEPZ2
SPG33 |AD ZFYVE27 SPG73 |AD CPT1C
SPG34 (XL Xg25 SPG74 AR IBAS7
SPG35 (AR FAZ2H SPG75 |AR MAG
SPG36 |AD 12023 SPG76 |AR CAPN1
SPG37 |AD 8p21 SPG77 |AR FARS2
SPG38 |AD 4p16 SPG78 |AR ATP13A2
SPG39 (AR PNPALAG SPG79 |AR UCHL1

AD : autosomal dominant, AR : autosomal recessive, XL : X-linked

» 100 »



OELMRMIFE

&2 HSPHRAZEODHESINDIKERE

A. X hOYRUT7HEE - mt-HSPE0, Opa3, ATPsyn6, C120RF65, Paraplegin

B. #hZ&#IX - Kinesin-1-HC5A, Kinesin 3, Spastin

C. fg & K #H :CYP7B1. Seipin. PAPLA1, FA2H, PNPLAB. AcoA carrier, DDHD2,
CYP2U1, ARSI, PGAP1, B4GALNT1, GBA2

D. DNA &18 &#%BeCE - AP5Z1, AMPD2, MARS, ENTPD1, NT5C2

E. BEEER4E  MPLP, CX47. FA2H, MAG

F. #—hr77>—: KIAAO329, Spastizin

G. Za—0O>%:E/>F7AEE  FLRT1, BICD2, RAB3GAP2, NCAM, MCT8, ARL6Ipi

H I>KNU—LA:NIPA1, AP4, AP5, VSP37A, Spastizin, Spartin, Spatacsin, Spastin,
Strumpellin, Maspardin. KIF1C, USP8, WDR48, TFG

|. ERAD /XA T4 £EBHY) =7z# : NIPA1, Strumpellin, CcT5

J. EREREFU >4 : Reticulon-2, Protrudin, Spastin, REEP1, REEP2, Atlastin-1

ERAD : endoplasmic reticulum-associated degeneration, ER : ebdoplasmic reticulum
(Tt 8 &KW BIR—EkeZ)

N gmst - sEICLEDREN

PubMed (#:% 2016 41 H 15 H)

((Spastic  Paraplegia, Hereditary/geneticsimajr]) AND genes/etiology[MH]) AND ((English[LA] OR
Japanese[LA])) 76 1

Erhis (M3 2016 451 H 15 H)

(PR R AR 1 /MTH) and (SH=3% K #{2%%)) and (PT=23#8%F < and CK=t ) 36 {4
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2. B W

Clinical Question 2-33  G&EMEMfE—b. AR - i
B TR E RIS ICAHE IS b 5D

OHSP FRER DAL TIHEEFE LERKREDHERBIZASHTIIRL.

%E

N E=2.8n
HARPEE MR (HSP) W67 0> 7 2> C O A 11 & RGO O 45 4 % PF3 5.

W TEFYR

TARVESEVE G R T B DFEVEXT B % Bk L T2 280 H 2B CTH 5. HRN R
T EHRIBIZE D 2 REMEYH L 2 LS T WS A5 2 HSP RO 4 TOBIET-HL &
BRGOMBIOFIIZIT L A L. SPGA IZDWTIE, JKIREIE T Tdh % spastin D I At ¥
AERZFFOBH n=36) LHNATELREAE D H2EREZFOBH (n=103) DISAEL i,
BEARAEME, SRR D EAE L ISR S N7eAS, M ICE T Loz eMEEIN TS Y SPG4 12D

N ot

1) Klebe S, Stevanin G, Depienne C. Clinical and genetic heterogeneity in hereditary spastic paraplegias:
from SPGI1 to SPG72 and still counting. Rev Neurol (Paris) 2015; 171: 505-530

2) Lo Giudice T, Lombardi F, Santorelli FM, et al. Hereditary spastic paraplegia: clinical-genetic characteris-
tics and evolving molecular mechanisms. Exp Neurol 2014; 261C: 518-539

3) Fonknechten N, Mavel D, Byrne P, et al. Spectrum of SPG4 mutations in autosomal dominant spastic para-
plegia. Hum Mol Genet 2000; 9: 637-644

N g%t - sZICUETRER

PubMed (#:%% 2016 41 H 15 H)

("spastic paraplegia, hereditary"[MeSH Terms] OR ("spastic"[All Fields] AND "paraplegia"[All Fields] AND
"hereditary"[All Field]) OR "hereditary spastic paraplegia“[All Fields] OR ("hereditary"[All Fields] AND "spas-
tic" [All Fields] AND "paraplegia" [All Fields]) AND ("genetic association studies"[MeSH Terms] OR ("genetic"
[All Fields] AND "association” [All Fields] AND "studies" [All Fields] OR "genetic association studies" [All
Fields] OR ("genotype" [All Fields] AND "phenotype" [All Fields] AND "correlation" [All Fields])) 54

ErPEE (M3 2016 451 H 15 H)

FEARVERE 0 R+ AH B = 1

TR AR PR R+ B (5 = 0

T PR PR P R+ R R 2 = 1
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Clinical Question 2-34  GJ&{tHEthiitE—c. i « ERIZH

W« ERIEZWIE ED L S ICTT 5D

Q@EEMEMERAHEIE, REE, HRE RRERICEDVTZHINS.
OHEEZHICITBEEFRMICEDREDEENEE THS.

@iE4 DHEENRZERIS IR BDERIMIIZILD.
OHFDOBMEEZSEICTSH (R 1).

HE

=288

AP RB 2 IE L CRBIT 5 2 Lid, RO TH L. ML INIBWIEEDNDH
HWIXHHE - 7 72 GTBRICR S CHFLHT 5.

W TEFY2R

ARV PRI, FRIREATIE O T IBcHe & i KT 2 £ L 35 B Mt 2 F o ERE O
WITH L., KEEIZL VRN S 28EEX, FHEEE, B X OHARERE PO AT

x® 1 EMEXIFREODRIELE

FEHE (1. BHEETEOm TROEEEHIET
2. W FRORRFTLE HHRS

PEFHER  |BAETIIREHIZES, BHEEER KR TADLA, BERER HRHEEE MR
REMWE RBRLCEZHOICPDHD MHATEBERERES., TRIRBEET, ERERS
TUEZEHE O TH KLY

BRE BEEHREN (&2), FREASKE (Fh), XEHE GERICEN)., I Y NUPEE GEFE
ICFEh) 2R, —EHREEDQRSHTRVIEAEH S

MFRER  |[EEIRERICEDHTEEPTRENZ <, BAETI/NNKATORED H5 CRIFMEREE,
BHFEEER, CADATOREDSHD)

REMR  |MRIICTRRBER ANEERZE, NBER SHER NMROBSHY, HRORKFEZRD
BEDDHD

ERIHT  |BRBEMEER | SRMBME, RERBHA RUEREMEMEER

ZMER | HEREARBE, RREARBE SEINNEEE REE7ZILY/NA Y&,
7 L FH5>A—%%, Charcot-Marrie-Tooth %, dopa-responsive dystonia

RRIME © HTLV-I BIhEEEREE HIV E8EE BE JUF K

RFEER  QIBRECANO Y« —, BRMEESEME, S NI NUTEREE

ZOfth  BERREEEER, Y04 N—R, BHZTRE BRER MNEBLERES, /MEE
BREfEE, BHERRE, Chiari &, Chediak-Higashi Ef&#E

DWTOYIE | EZ#ME 1, 2 2R, LEETEEN TS
CRIEREEEZH DB AL 2 ZBOBRVNIED D D)
REZHISEGTEMICEVEET D (AURETH > TORKEDPER O TLEY, ERDHK

WTHOTCERLCEOBEREDHO5ND I EDDH D)

(k6 &U5IM)
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2. B W

FEH T 2 MK A, BEAEER 2 300 2 AT ([ZHED VTR SN b 2%, — R/, IEHEICA R
T O W HAREEVEE XN O ANGEATRIER de novo 2254 T HSP JwINE AT 2 FFOHERID
HoHIEIEEPLETHL

BARVERPER L, [ U SPG F Y N—O#IEFERTH o THRLLERGEEZETH L
Vo, BIIRELEETERTHo THF LHREEZET LI EDHL0T, WIRERET
PORBERET DI LIIMOCTHETH S . £ TEETZINIC L ) B R KB ZF 0%
ROAMEMRT 2 ENEREE LD, 2R LRAOFERBETHHFET LI EICFTEEEE
T 5. BRGEE L ORMNRE 2 23 2RI DLHD Y, BUHREIZT Th BB
B EGE, fUHHERE, MR, S, MERER2ETLHOLNLOT, M - b
WA, BHER - FRHE MRIARAE, WRatiiiads, kBt 22 EoMiBhiWhd S p AR D.
2010 4, European Federation of Neurological Societies D2 Wi #1225 75, #EL. S N7z2d D
TIE W HATIE, [EB)IEOEFRIEAICI T 2 MAEMIRIE] (2B 2B HEMENDH D,
FERMEL L TRBMEEROETHEAZ 208 biliz L, SIS X o TEIEEI BRI
TEHILLENTVD Y RROBHIBT 24 MM E RS2 FHE§ <<, JASPAC (Japan
Spastic Paraplegia Research Consortium) 58 B O KR 7 — & & v THE 237 hb i, EEER
99%, TFREZIBBTHYHHTHLEEZEZOND

N ot

1) WAL BRSO BLIK. Annual Review 2016 #ifE, FabEEsAE, 2016: p.173-179

2) Depienne C, Tallaksen C, Lephay JY, et al. Spastin mutations are frequent in sporadic spastic paraparesis
and their spectrum is different from that observed in familial cases. ] Med Genet 2006; 43: 250-265

3) Koh K, Ishiura H, Miwa M, et al. Exome sequencing reveals a novel de novo mutation in ATL1. Neurol
Clin Neurosci 2014; 2: 1-4

4) LeeJ-R, Srour M, Kim D, et al. De novo mutations in the motor domain of KIF1A cause cognitive impair-
ment, spastic paraparesis, axonalneuropathy, and cerebellar atrophy. Hum mutat 2015; 36: 69-78

5) Gasser T, Finsterer J, Baets J, et al. EFNS guidelines on the molecular diagnosis of ataxias and spastic para-
plegias. Eur ] Neurol 2010; 17: 179-188

6) WEINFEA, ZEGEA W REIES. M RRE OB EORER. EATHE) A AR A R e
6, BB JCHIE ORI & BB S B S A PR HE AR 25 4R BERF TR, 2014: p.87-90

7) A, SEE% wORG. RUSREZ I REROZ M OMGE. JE ARG R R RS BOR T
FEHSE, SEB)ITE O PR T B 5 & AT JETE 0 26 4R BERF7E M, 2015: p.29-31

N B3zt - sBICLRTRER

PubMed (#%#: 2016 4£ 1 H 15 H)

((((Spastic ~ Paraplegia, Hereditary[majr] AND Diagnosis,Differentia[ MH]))) AND ((English[LA] OR
Japanese[LA]))) 38 4

Erhes (M3 2016451 H 15 H)

(GBI /TH) and (FEPERTIHRS- 2P/ MTH)) or (MR BEHE-EZME/MTH) and ((SH=2 W91, 2 7, 1
RZWE X S WE O A RS T 8 0k 75 W) or (21 /T1))))) and (PT=23ikekER <) 28 1
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Clinical Question 2-39  GJ&fEMEtE—c. 2 - EAZH
JASPAC & 3 {ulh

(0] OJASPAC O BHIELENARY / LYY —ADIREEITL, KBRES / LEIFICK
23 VEBEEFEHY—ERAZRETEHEEHIC, BRDOEEEREMNKEDOS FRFZ
BASHICLT, HSP OFEHFOFRALAREDREZITOIEZBELTVS.
@ JASPAC (& WERHEE REOMRRIE G TR —EADZIT OIS (K 1,
2).
v,
BEX - B8

@JASPAC LIFERICH T2 EEERENFEORENEEEREE Y / LET%E
D> RZHREXRMFEAFT Th S, Japan Spastic Paraplegia
Research Consortium O Z & THh 5.

HARIZ B 2 BARER AT RB O RGN 2 S EFA L 7 AR 2 ) V7 SE7-% ik [H
WEFetkHiTd 5 JASPAC (ZD W CHIH T 2.

W - TEFYR

2006 47, JEA TR E B A B S EEA R B O R FeE  SE By ISR IS B3 A WE SRR (P
BIEEPER) 12X, IhE TREMZEERAENIIE A SITHOINTI 2oz HROBIRERE
PESHRRE R LT, R AR L 7 AR %) v 7 S-S ikt RERARH TH 5
JASPAC 7836 EiF &z, Zotk, JASPAC 134 RKRGFE R /T, B, KELFHE
Db & TIHB) Z Mk LT (FHR - IR ARENER BILEA).

JASPAC ® HIIZEFEW 7 7 2 U — ZAOWEEITV, KB 7 AT I L ) BIE T2
With—C A3 5 L & B2, HARDOBBRHEMII RO 5 FHEE 252 T 52 L, HSP
DIFEERE S O] L RBEEOREE HIET 2 L TH 5. 2007 £ SAKIATI L, 2016 4F 12 H
1 HBE, EETXCTOREFIRO 245 72 S 602 KR EHREH L DNA EH I Tw
%. JASPAC IZBWCITEESEARYE, CHIP BT, ~A4 27 a7 LA, =27V —Afffia
AV THEIETT 2 DT D, T E TOMRNTD & F G EMEREAE Tld SPG4, SPG3A,
SPG31 DMEIZE £, HWEAMETIX SPGIL B %\ 2 L%hh o Twb (CQ2-30 BHH) 12 L
L, WHOAREEEZEON T, CohoBRERTIE 6 HEL LB RRiEETH Y, R
HWEETOREZIToTWAHEIATHA.

JASPAC B0 % 1 1T Y. RIEEDO D 2 BMESMEE CHE T2 AL T 2
HI2E, FBESE $FHE)RIHERKT 5 (E-mail: jaspac-med@yamanashi.acjp). ## % 1) 72
FHRP S, OBIETFHITZENOR IO B & SCE (BEH), Q@ fn e ~o
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4 JASPAC DESRY 27 L

EFERIERE
(email : jaspac-med@yamanashi.ac.jp)

v
JASPAC DEA, ERIKEZ

O BEFBRITFEADH O BE W ESRAE (BEH)

@ BIEFBITREADHZHICOVWTORESE

@ BHEERIRME

v
| BIEEH OB RMAXE Y, JASPACBEE (ELLES) |

v
| R (1A & EEEEELEE P ER, @& RAE B G & BRI X — L TEIE) |

| $ﬁ%#6%%ﬁ%®ﬁ% |

\-
1 JASPAC DBRYZT I

WZ oV T o EE, OBFNHRRMHED 3 >OEFHD Email IZTELNS (K2). KIZ,
HALEE P LRMAE v v & BFEACF G OB S NRZEm <. RILK T, Wike(z
SHIHLSEED NS 5. ERER, H#HO RN ZEET, #H#HO LEH MRI 2 E-mail T
FHR~NEL. BRI TS, FHER SRR L SN L7, FdoLBD
D EBRFBUCB W TRHANFETE TV,

N et

1) WEILEEA. FEPERMRE - JASPAC. Brain and Nerve 2014; 66: 12101217

2) & AR CAWEZ, WOREIES EROARSTERIEDEE D N B R R 88 Bl exome FEAT.
[ @R EAT e BB 4 MR R A IR SE S SEE) L TAE O I BRI & IR B S B 5 A
g% PR 25 SRRERRES - S iRmTseiE T, JEASIEA, 2014: p.83-86

N g%t - sZICUETRER

PubMed (#:%% 2016 41 H 15 H)

(('Japan Spastic Paraplegia Research Consortium") OR "JASPAC") 7 f

ErsE (32016451 A 15 H)

(EEZ R L FAFSE4H] / AL) or ("Japan Spastic Paraplegia Research Consortium"/AL) or (JASPAC/AL)) and

[[E&ay
(PT=2i8%kbR <) 151
EPICEEL LR E N FYy—FTHEML 722
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4 )
BENRE EBEERREE
BEERLES (SRLEKEZERLES) TR EEHE 1.4 [2.&L
(No. )| Adductor Tone Rating
(SRLIKEEDHERE & - BED1147) [JO=No increase in tone
HIVTFES T2k ERRID [[11 =Increased tone, hips easily abducted to
(No. ) 45° by one pers
[[J2=Hips abducted to 45° by one person
1.5, M6 (%), [OB% Ok with mild effort
2. RIEF# ( ___m) [13=Hips abducted to 45° by one person
3. MREEFE () ERE with moderate eff
[(2) z Dt [J4=Two people required to abduct the hips
4. RI&RE O@ #UL J(3) AEf to 45°

0@ & (BBEARRER %, TioNES%HY | Babinski#ig (J1.60 (2.5 L
TAAFEEICFEZ L, BEERLE| EMST [N.&4) 2. % L [I3. 58
SHEH L TBETEIW) LEAMESTT 1.6 2.4 L 3.5l A~8E
WO £ [ O:f@ygE /:3EHE % | Romberg®vE (1.8 ) [12.% L 3. 5HAFEE
BEREE 1.&Y (LALOHY OB L)

B B ERERFIE ( ) Od2.% L
WP ERE & M.&w 2.0 HEREE M.&y [O2.&0L
plie 47453 M.&y 2.0 SEARSIREEIR M.&y [D2.&L
HITEE M.&w 2.0 FREOEW : F8 1. [O2.%5L
mental retardation [J1.&% V) [J2.% L ME 1.&y [O2.&L
dementia M.&sw[2.50L ARKE [1.&4Y [2.&L
TADA 1.4 [2.&L
5. fIRMER HTEE 1. [O2.%L

o) E_E_i JH‘TK%% (BRI
0(2) &
0(@) %@ﬂﬂ(

N>

Z DA R (A8, W&, KEEKS E)

8.Barthel index
6.428 [J(1)EfTE [J(2) EfTEfELE [1(3) ik RE [10: B3, BHELEEBER

O 5: EBAEh
7. R R 0 o: =8
BARER .&w [2.%80L BOWTHLLNY RADBE
HDS-R % 7= I3 MMSE  ( /30) (15: Bi (HITEIAHBED)
ARAEERE (1.60 (2.5 L (10 : BEOEANBE - IIEREET
MIEERRMEE . 5v) 2.4 L 3. R3¢\ (] 5:EE3Z EEFIEEE S, ZIZ2NBh
MEaRzTE (.54 (2.4 L 3.1\ O 0: 2NBhE I3 el
EESEE (.60 (2.4 0 B8R [ 5: 83 (kM =8, wWEZ, 53HY))
BHHET ERE 1.60 [2.4L O 0: EANBIE 2 1d 2 BJJ
TR O1.&Y [02.5L A® O 5:8ix

Bemst ER [(.E&E[2.E% (3ET O O: #AMBIE = d &N Bh

T (PTR) 1.0 (2. % 3.8 F N LENE

Th (ATR) [O1.7T (2. 1% [J3.&TF (10 : B3, KEBROERE #HaKEED

\_ J

2 EMXFERERRREHE
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-

BEERILES | No
(] 5: HAMEY, FEX 22, IAREIAKIC (1(5) KB ERE
TEEET S [1(6) SRHEAE - FEHEAE (TR )
O 0: &NBhE = IE RATHE C1(7) Z Dt
$H17 (15 45mBlESfT, HEEDEROEE )
EREIbDLE WV 11 RS > F
(10 : 45mBLENMBEAT, SiT8sEREEED (1) #f7 (FAR
O 5: HTREET, EWTICTA5MUED )
R IERTRE [1(2) kit
0 0: k&Lt # BER & V) L ERFERED FARKT MRIEHR 7 7 1 JL
REEX A R ERS— M IMRIEHR 7 7 1 L] ICBE Y 13T
[(M10: B (FFWPHREFEHLTHRW) T&u.
O 5: M- EREET S 12. BRAEERE
0 0: T°gE 1) AR ERE
BEZ10: B (M, 772+ —, BEOBEK% (1)MCVEET [1.&4Y [2.&L
EX0) SCVEET [.&YW [2.%5L
O 0: kiEst [1(2) khefT
BeEa> bO— 2) ¢tEEX
(10 k&L L, =k EZORVEVD (1) wREMZEL (1.6 2.4 0L
alEE mEEZE e [1.&6Y 02.450
O 5 BCKEHY) [1(2) kel

[0 0: ket
BRI bO—
[0 kEH L, REOMYRVBATEE
[ 5 BFCKRER )
] 0: k&S

Barthel index &5t _ &
O.MEMER
mEE S 2 > B2 __ pg/mL
HLBR ___mg/dL
EILE B __ mg/dL
HBs#L R LI LI 1%
HCV #iifk (ka4 CIrmts
FHTLV-1 ufF ket Okt
HwEMERR (TPHA) (&M CIrsts
BREEHER OiE% CIs&hn
ETIREZTRES _ f&
B _ /3(mono__ poly____ )
£8 __mg/dL
10.E&FI R ( COMRI,  [ICT)
CI(1) /) IR [(2) BErEHs
(1(3) &BE=M: (SaBE, MBE) [(1(4) BMRIEEIE

3) SEP [I(1) #&4T (FR R
)
(2) ®kefT
18. 2 W CICEE I NABIEFEW (H588)
[OMJD/SCA3 [JDRPLA [JSOD1 [JAlsin
(17 Dt ( )
14. %L T 3 BIETEM (H2B8)
( )
ZDIBH _

R E

EE RS
FRi7Eit

BREES

EXT)e

BFA—N

REHERH 20 & AR B

X2

TN REREEREHE
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Clinical Question 2-36  @&GitEtRE—d. B - T

EMLRICIZEDS S EEDDH BN

i
£

RAVLERIILR LS, EREOIEREDATHS.
ORONMRETIIFHMREAZ2H I 2RFOREHVRBRHICTHOATVSY, ERK
BEUHHREICEOTHENIED A N=ERIEE0 (J L— K 2D).

ORI REROBEMICIE, RYIVXABR(RMY I R)DFENHB (FL—F

1B).
OF M RZEROTAICIE, No/OT7 2 (FvNOY°) FREETEENHD (JL—
K 1B).

N E=2-8n

B ARTERMS FRIE O GRS DOV THELE§ 5.

W TEFY2R

BAro & 2n, BBV R ORI GRIE L2, WHEREDATH S, FHEIRTH
B IR OEI A SN RONIRIZEED % 25, BARVERCE R B CHBER R4
WM SN AL 70 <, B8RRI LRE <2 i L5 B 5 7 & D Ml JEA S H 2R U 7= SRR LS 8 0 )
LEFNREOHE 2T, BRBNIHGIITDORTWL2008RTH L. KV X AEHEHZD
JREE N7 07 = BRI, BERANICH WS T WA,

BN IR G- O TE D S FF FIMBIROE—RINE 2o TV D, BERIEIZLL,
WM EOPRMRSRORWERARAE LR T W (TEFT Y ALANIL V)V 720, FEBAYICHESE &
NBHHDOTIERVD, BERIHV STV BEKNZOWTHIT 5.

HLOALHWOLNTEAEAELTIE, o balbryF M)A (F Y M)A, Nro
Ty (DF LY=L FxnNagr®), FHFEIJY (TR V), IT7TENL (VYU K
VYO WD, Fybal ryF MY AEH/NMIED SO Ca A & VilEBIHIEH 2 A3 5K
RSP AR SE, N7 07 = V1L GABA-B #EMR T GABA-B ZARICHE 9 2 Wk P4 i i 38,
FHF =D VG o AR %2 A5 5 PIRER AR IR CH 5. S IR LE < ik i 4
B BRI X ARMICB VT, 7RI A PPRGEN 2 AT 5 8 sh
T3 (TEFYALANIL D)2 Nra7xreFHF=y v idASEoEE2RTE I NLH
FrhualbydF b))y A 2HNCHAREEICE > T0DE (TEF VAL D)2 V7 EAL
1&, GABA-A ZFHARICIEH LSFEHEH SCHRIEH 2 R3O 7 ViFERTH D, N
ra 7y EASOPEMTERNEET 5 (TET VAL 1) 2 Eo%H D EERH T L v
CEWERAE L9 548, Noua 7y FHF I VM2 IR SL ERBEUERD ), BHW
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2. B W

ORIWEH BB IRE L IR TWwE (ZEFT VAL T)?2

1990 A LIRELE, HANRYF ¥ (HNRYO)RIRY) YV (I 45— SR TV 5.
HINRYF 2 GABA b T Y AR =5 —OWMUEN 26§ 2 TADPAIETH ), ZHMME
TLIEIC BV CTRMICAER L T2MEYH L (TEF VAL )Y A3, s w8
WCTAEBITOEERILEGER % 1T o 72 TIRIBEIRIE 77 e R EFS L OMmERD 5
(ZEFVALNIL DY 2R S VIEHEB XU ¥ F 7 Ao X 0 fiiRrEH 2 63
LR ChH 5. EERIERBR TN 07 = v L RS OPEERKIER 2 5o & O
EXRHL(TETFVALNIL O)?

INLOERDBEPUCONWTIE, N Ty, FH=ZTV Y, INRYF U EEERNE L
BEMCEDLENLTITENLEFT Y ba Ly Yy A E—RBPEEMRRE H 5 % ZE T
HILEBDTOWEMRELRDHAL(TETVALNIL V)Y R#METIEIIRY) VU ~ADOSF itk
W,

WM OHEHF S BER DI EER O ENEZ L5 720, —BNICEHERG MR s
T, PRI X RN R 2 Bl L 7ot b Z L.

ROFERDS OB E LTE, KV Y X2AHER KRy 7 2 ORFEE, N7 a7z v i
¥ (Intrathecal Baclofen ##{% : ITB #{) 2°% 5.

RV XAFH RNy 7 R°) ORFEITEROBINARTH 5. BN FEICBT S
W, 15 BB VTG4 4~18 R L THATHE ORI & ) b — X A DFEH DR S N7z
M (TEFTVALAIL V)Y 19 Bl 17 B2 B T Modified Ashworth scale 251 R4 >~ + &
FLHE (ZTETVALANIL V) S NEOBEEE SRR ER 12 FlCB W TTFRO 1~6
FIOEF 217V, T 6.6+3.6 » HOBIFIZ B\ T O (Ashworth scale T 1.9+0.5 2»
5 118033 ~D %) LB RE D % (Gross Motor Function Measure T 75.3+11.9 2* &
77711 ~OUWH) B 728E (TET VAL V)9 FREZ N ORM O 2 /il L7228t
H(IETFVALNIL V)OO 235 5. BIEHE L GRBERSGICIIHIKTE2REDLT ENH 5
(ZEFVALNIL V) S, SRS —RTH A0 A ZE W CHKBE L 7285 P 0NEE R 5.

N7 a7 xRk (ITB 9 R OB E R TH 5 (TET VAL V) 112
4 DA BT 5P 6.2 S OBHEHE T, T8 54 75 ug/day THGH 5 FRIE
BATHEREDR N2 ED D 5 (TETVALANIL V) B HA»SIE, INRE 76, HHR
F5 B, RV R 4 BT, TTB B A fL 25 AR TN, PRI AT,
B AT PR R M R R T I3 1S Ashworth scale DS EEAYE < (HHEEE 244 +0.13, R
1.8+0.11, HEEMEEMEIRIE 1.0£0.15), 2o\ 07 = ¥ QLRG0 - 72 iR
12125+ 6.15 ug/day, WHBE 150 =5.85 ug/day, EAEMERIMERH RS 46.25 % 5.25 ug /day) &
DEDH D (TET VALV V)W ERFRFRI R TR LR &2 2 o TREELT
L5 ENHBHDOT, T LG EOMIIEN VI TH 505, BARTERER R O R R HE
WM, EMOREEIG U B@H G 2AvR SN T v, RO%GICHSR, Nre T
v ERHEO GABA-B ZARICHEIERA S5 2 EAWEETH ), H#E, PRIHE, Bk o
BITERIZA LIS W (ZEFT AL VD) B, REEE, BT T 230 TSR Y 724 x
AA, PEHE TE2BL2h T —T VEBENNTTAT2LEND L5720, 7T — T IVITRS
MR EOEMNGHEFRREZELLIENH Y, THITHE) BB N7 07 = 2 OBEFEIR
BhOTRBEIN TP, BBROD 2HMEHTOBEASLE L, BT —T )V
DY RRLHEENOHFILL - TEIHEDOTERITIIR L T b (TEFVALANIL V),
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Clinical Question 2-37 @ttt —d. 5% - T

EDSSGFBRERI-EDD

[0

2

o

S

OEPCHISEROBMEERANHZREELL, REDS 22 FTHUDERIIST

WENEDPREERY), 37TETH 1/4 ODEFDERTFEVEETS.
OFEFMAEVERL, RIEFEHMHEVESICLL URHAICHBISITICRS.
OEEEIIERAREC EHICHEIML, HSP OFRICEET S.

5% - B9

BRI L, — ISP R L, RENKEEHT 280555 A%, 3Rl 2 B AR IIAS
WTH5b.

Nms - TEFYR

— RN EL T AE DR TR R R O AL L BRI Efix &7 L, BMTHEEE 2 5.

T8 MR ek R B 608 i B (SPG4 196 51, SPG7 28 51, SPG11 15 i, SPG5 10 I, SPG3 9
%1, SPG15 7 #l, SPG10 5 1, SPG31 5 5, SPG17 3 5, SPG21 2 5, SPG35 2 #5ll, SPG39 2 5, SPG1
1 %1, SPG2 1 51, SPGS 1 5, SPG28 1 i, SPG46 1 %1, SPG58 1 5, Z Dttt 9 51, #KEIASH] 309 1)
OREWIOHTN & IR — MFFEEOXR=ZF 4 Y OF =5 T, FIEN 5 22 F TLEOEFNIIAAT
B EASLE L 22 1), SHED S 37 4 TIEH 25% DIEBI CHEA T ALETH 72 Y. ERTIET
B BT ERGBITERET, MRS 2 T TORMEHH N (p<0.001) V. #E O FIREEE I LR
Wk 2R bR Z IELTBE D (p<0.001), KISHEZ KITL TW03, FEEFE GEv
SAEAERR) Th o7z, T2, FRAMEREEE, N—F 0V = X AR KN MERRE I X 2 sk,
R, e T REE L E O PHEIRDSERERICE S 4 720, EIEEIIRIEIICORGFELTBY,
MR HART, HARTIR I EELRERE 22 (p<0.001). BHEOE W 5 A (SPG3,
SPG4, SPG5, SPG7, SPGI1) D&Ml Cix, SPG11 2% 4 L L CEIETH Y, SPGH
b IR EE 2 RGBT H - 7.

O HEOE W SPG4 TUE, FEIERBRATHIBI AL L 70 5 £ TP 25 4, HifF LNV
ERBETITFITFELOHENDH S 2 72720, EROETERIRRERPRRANTRE IR
SOENHY ° EESITIRELIO AT S Y

F 7RIS LNV T, SPG4 & SPGLL 129w, JELCF TOARE % 3 L 7250
KOWH 5. WHHIE, 41 RIS TEIEM CHIEL, 67 M TAITARE, We FRREREIX 2 h >
72b DD 69 I AHRICEE LHWIRE L 2 ) 71 TR LRl 29 4 Th - 7 ftik
SPG 4 fl &M LTw5 ® Kuru HId, 14 MRS FRIEMCHRAE L, 20 M THRITARE, HIkE
EAHEAT LT, TR TIZIFEE Y LAY, 45K THESIRE, 50 MR IR cE2 8 LA
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IE L C 74 i CHELE L 72 558 56 SF OB AT SPG 4 JER, 50 kel FHOEME CHRIEL, 60 T
ATAE, 70 T L 724kl 20 4E0MUMTY SPG 4 FEF, 20 mefRai 12 F IR CHIE L,
T4 R CIE T THRITUHETH - 72 &RGER 50 £ DMK SPG 4 fEFI % e L T % % Orlac-
chio &1, 19 ICAEFORIICT CTHAE, FRME & TREM b Y 52 M TEEIT L DT
T L7-4#%8 33 4D IEIAL SPG 11 Bl (Spatacsin 25213 Gtk MBI T ALS Hile 2
F)EmELTWS

B, HAROBEVEREVESHRE O HREZ 5000235 2 L1, JASPAC 25#81F 580 O
EDOTH5D )
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EhEE (Mg 2016 421 A 15 H)

(CEVEXFRSE /AL and (R 8584L/ TH or # %584k /AL) or H#AL/AL or (F#/TH or
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Clinical Question 2-38  Gi&{nitEibifE—e. SPG4

SPGA4 LI ED &S Tiwsh

%E

OSPG4 (35 2 B EAEND SPAST BEFERICK S FEEABEEEEEY
XHRETHS.

OE LA BHBREEREEEMFED D ERLEENFL.

O ZTLZER de novo BED/=HICMEFGFET 5.

OZ S IIEMMHEDAZET DMBETHEY, MEERZRTIESREMNGE
L, BRKREIIZSFETHS.

0 ER- B

AP R AR BT, $72, BRAAREREEEICBCTY, RYBEZOEV
SPG4 IZDWTHERT 5.

N TEFYR

SPG4 &, HATITE Gt RE B AR R R D) 38% %2 5D 5 Y 1999 4F1258 2 Frguta
RN (2p22.3) \ZHARTFHE % #7D SPAST #inT GEIZTF Y spastin) 2 FEMIAF & L CRHE
ENz? ZLDIATOER(IRAE VA, FUrEVA, ATTA AT, NS RRERHA,
KREGFHARLEBE) PWME SN TS, I ALy ZAZRIE, WL O2DFNZBRVT AAA
(ATPase associated with diverse cellular activities) N X 4 Y PNIZfZE LTV 5. FREHKTIZOW
T, NTafd, BEEEEDER BEERERREOWRESEZ SN TWS ¥ F72, )
FEVEREVE R 12% % SPG4 36 578, T 1Ud SPAST T DARZERZER de novo 5%
DIDHEEZLNTVWSC,

FEREAT WS IXNRIA VAR R ZUE D, BN O 172 Bl O FEIRIGIRAT TlE 0 A & 74 1 (39 29+17
W) EMESINTWE T HAD 32 FIONT CIEFEFRE 10 B L 40 #icL v Tl
DoY), HTEE, ZBinfl, TR E2WRERE L, EIERMRE oM, B TE,
Babinski {7 & OHARIERE 2 5B 5 7 L AZIEM R O A TREE $ 5 M 7253, ik
GO REICEERE e IR, REIRACT, EEOBKSITERZE S BIxH Y, T2 TN
BB, MR OIEMAL, RARREKT, TN OZEM, BRM, IRk, KEHREREE, 7
EMETEND, FASEEN, R 2 BT 2EATHERN D ENH 5 L, SPG4 DEFIRMEIX
B—Tlde v "2 @B TRE RHMOMBIZH S 2 TlE R L, EROBITEDIRRITE, &5
IR —RZNICBVTHIESDE0H 5 "0 FNCKBEEHRR 2O KR L H 5 P,

HEATIIRIETH Y, FIER T 25 4 CTHRATHB RSB L 2 ), THETHEBTFL RV E %
5705, FEREAEMATE WEE (35 i L 1), JERDMEITHFR N
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Clinical Question 2-39  Gi&{niHEMAE—f. SPG11
SPG11 LIXED &S Tmmh

OSPG11 (3, % 15 XBARBICTFET S SPG1 1 BEFERZREL LI-ELRE
(o) HLHEREEREMNFETHS.
23 O ELBALIEREREMEHRED D BROBESFL.

OTMEHEDIZD, RHFREEFTORMMERES, MAELZRHETS.

=288
it

REERSEBEMEICB T, ROBEEOEV SPGLL IZOWTHHE S 5.

W@ TEFYR

SPG11 13 Rt AR VEBAR TR MR BRI D 9 B o BN <, S ARPERMNS R 2 0 5 &
LAY ATYT 4y 7 L Ea—TIix15~21%", HATIE12%%H05b L Ehb 2 2007 4125
15 Jeta iRl (15q21.1) \ZAF-AES % SPGLI/KIAAIS40 BAR T OERMFE S, BATFEWIX
spatacsin & 7% STV 5 7. AEDBII & B TAREA 2 SV spatacsin & 24E U525 (¥
tY R, ATIGAREE, TL—AY T, 1255 VEERU LDy Y YRE)THY, &
FORRERALZ R 7.

SPG11 B 3B BIDRERGE % £ LD/ iis ¥ TlE, FEFEHN 2~27 % T, FIid 14059
e END. MRFERSBITREEN 79% L ik b % {, FMFEEETD 16%, TN TIEIdD 2 H%H
EREECIRE COMED H 5. FHEHN ST 165 FETRERISHETL, FHFLVELS. 80%
TRD LN BABERERE L, R E LB TR E 2 i, #HE & HITES 2 7 JE
PEITISHE, /NRE B X OVNIMPEIRERGER s, MR, WS, S-F2v=X2i,
AP, SREZETE, R WETRRCE, MER, EGE, REIREL L, ERLEREZELH
%407 MR FRAMEE AL, KelinEREHEZET2HbMEIRT0E Y &5,
SPGI1/KIAA1840 & 1n 172513, juvenile amyotrophic lateral sclerosis type 5 (ALS5) % 2 Z 9
ZEDVHENTNWS Y.

AEE MRI TN RIEIAL (95%), R ZEHR (81%), T2 MEHIIBT 2 HERRES (69%) %
BB ENE L, FEBENE R P RS TEICERD, FREREE &S ITHES 5205, B
DFEBITIIHAB L OBRADADOYES B L. SHHEX T TER) = 2~ — 1 Y EEE 81%I2
FRoY-Rt

HRINCIT AR, FEEHE FREE, SRR S X OBk 2 2 L, S5 BIoERH
WCBWTFH 416 1%, FREDD 26~4T ETHRE L2 L T 55 H 5 O SPGII 1X, SPG3A,

SPG4, SPGH, SPG7 I LEIETH % & DA H % (p=0.001) .

v 117

IR

-



2)
3)

4)

5)
6)
7)

8)

10)

Ruano L, Melo C, Silva MC, et al. The global epidemiology of hereditary ataxia and spastic paraplegia: a
systematic review of prevalence studies. Neuroepidemiology 2014; 42: 174-183

LR, ERTERPE R O S ig i, BRARH#E 2014: 54: 1009-1011

Stevanin G, Santorelli FM, Azzedine H, et al. Mutations in SPG11, encoding spatacsin, are a major cause of
spastic paraplegia with thin corpus callosum. Nat Genet 2007; 39: 366-372

Stevanin G, Azzedine H, Denora P, et al. Mutations in SPG11 are frequent in autosomal recessive spastic
paraplegia with thin corpus callosum, cognitive decline and lower motor neuron degeneration. Brain 2008;
131: 772-784

Cao L, Rong TY, Huang X]J, et al. Novel SPG11 mutations in Chinese families with hereditary spastic para-
plegia with thin corpus callosum. Parkinsonism Relat Disord 2013; 19: 367-370

de Bot ST, Burggraaff RC, Herkert JC, et al. Rapidly deteriorating course in Dutch hereditary spastic para-
plegia type 11 patients. Eur ] Hum Genet 2013; 21: 1312-1315

Abdel Aleem A, Abu-Shahba N, et al. Expanding the clinical spectrum of SPG11 gene mutations in reces-
sive hereditary spastic paraplegia with thin corpus callosum. Eur ] Med Genet 2011; 54: 82-85

Orlén H, Melberg A, Raininko R, et al. SPG11 mutations cause Kjellin syndrome, a hereditary spastic para-
plegia with thin corpus callosum and central retinal degeneration. Am ] Med Genet B Neuropsychiatr
Genet 2009; 150B: 984-992

Orlacchio A, Babalini C, Borreca A, et al. Spatacsin mutations cause autosomal recessive juvenile amy-
otrophic lateral sclerosis. Brain 2010; 133: 591-598

Schiile R, Wiethoff S, Martus P, et al. Hereditary spastic paraplegia: clinicenetic lessons from 608 patients.
Ann Neurol 2016; 79: 646-658

N #3%==t - sECLEDRER

PubMed (M 2016 45 H 24 H)

SPG11 [All Fields] 118

PubMed (M 2016 43 H 19 H)

"spastic paraplegia, hereditary'[MH] AND ("epidemiology" OR "etiology") AND SPG11 12 %
EhiE (M 20164E1 A 15 H)

(MR FRME- {Z M /MTH) and ((SPG11/AL) or ("SPG11 Protein"/TH)) 6 -
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Clinical Question 2-40 G ¥00%kAE—a. IbIVRY T
X b2 FU7ZERBICEBIGAIEOREIT I hH

O3 hIV KU 7RECRERICARRELSIZRIT.
[0) OESE, BTMHE SEGHE SRUERGBEEE BREE, EALDHIE
= BRABMET S - R, BE, LALUNDERERES.

0= MM RES X7, —88, BEELREIXRIT.

=288
I hary R TREITHE) EIERD, BREIRE PR 5.

W@ TEFYR

I YR TREICEREILERICEMT S, HEIEX 10 A 9~165 ALHEE g Tw
5N RIEFERIRA TH D, AhtED L CREEEORMERZ RS, KRERICmZ, He
RERARERZ M) S LT H A, IS, KR, EEREE, ST OSHREIRE, #hRk
PEORM AR, BERRE, IERALOEE, FORMIENET ¥ =Y A0 EEI P a vy FY TR
WERRES 5P M, HALEER, IR, SE5rE, I AN —, W, @i, R
W, BEZE, TADA, SEHRSEREEIR, YA =7, RBAVE, HMERR R AT S V2

Iy MY TREFICRENSLWE, BHlEFORETIPaY P TREZEZSTY
DB, WA IEGREDVIFAET 575, L3 LY, ERHICHTRES RV DLE AT
5. FEFEEEO LTI, RODDIF, KHREREZRTI LEHL W

IV RYTHERETFORFIZLZ DT,

Myoclonic epilepsy with ragged red fibers (MERRF)

Neurogenic weakness with ataxia and retinitis pigmentosa (NARP)

Maternally inherited Leigh syndrome (MILS)

Kearns-Sayre syndrome (KSS)

Bl fa T ORI ) O T,

Leigh syndrome (LS)

Sensory ataxic neuropathy with dysarthria and ophthalmoparesis (SANDO)

Spinocerebellar ataxia and epilepsy (SCAE)

Alpers-Huttenlocher disease (AHS)

Infantile onset spinocerebellar ataxia (IOSCA)

Mitochondrial recessive ataxia syndrome (MIRAS)

Myoclonus, epilepsy, myopathy, and sensory ataxia (MEMSA)
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May-White syndrome (ADCAIV)

Leukoencephalopathy with brainstem and spinal cord involvement and lactic acidosis
(LBSL)

WHREEFORBERIEE LTI Fa v MY THRERELZE 2T 0TI,

Friedreich ataxia

Charcot-Marie-Tooth type 2A (CMT)

— Ji, Mitochondrial encephalomyelopathy with lactic acidosis and stroke-like episodes
(MELAS), Leber hereditary optic neuropathy (LHON), Maternally inherited diabetes and
deafness (MIDD) , Chronic progressive external ophthalmoplegia (CPEO) , Mitochondrial
neurogastrointestinal encephalomyopathy (MNGIE) 7 & CI3kfiz £ 2 L idEnTH 5.

% {3/MiPETH % 7%, NARP, SANDO, SCAE, AHS, IOSCA, MIRAS, CMTZ2A,
CPEO 3 EHMEKIEAHL2 Y ZOX) RERHICHTIIEIS AW DOLEHME I T
D, THhOHIHERERIEGNT S, A UBETARTY, BRBESZHETHS. FFIC
MELAS DZEFTdHh % m.3243 A>G ZEROEHK RO THHEICE G "

AIEDZWNZ L DNA T ST 5. MBIR ZAEMBRE 2 i 72 & e W& 7 SRR 12
KM =7 2o —2 W@ siEdR s g °% I bay P 7RIZTFORE 25D 5t
&, ATRTIAI-ZZE L, KEMAMIKRTEETH - 2061, thoMikdko I b a
¥ N7 DNA 24§ 5. FHI2 m3243 A>GARIIRP D I b3 Y7 DNA WD
THAH0 F72, I bay P 7EEFORERPERIL, HRHETLIED SNRWELDH
5. X o TIFREMIZE SN2 DNA TR 2 2 wiliaid, Mz ZEL, MikZk L
DNA i & Il 2 % °. fiLi# fibroblast growth factor 21 %> growth/differentiation factor 15 75,
BREE, FBREDHBVI Py FY THERE-BONS A=A — L LTRBEN TV S5, RE
BHIZIEZ o TR b IR TIR/NEEE DOZFEHM 2 80 256 0% WS, 2030, HEEMKO
AIRAL, KREiZEHE, FVUNE O R EZRT. HHEMNIZIE, Purkinje Mg, MR, T4 —
TR, MRAEEZ & 72, TOREIRATHL "

N ot

1) Finsterer J. Mitochondrial ataxias. Can J Neurol Sci 2009; 36: 543-553

2) Dimauro S, Tay S, Mancuso M. Mitochondrial Encephalomyopathies: Diagnostic Approach. Ann N 'Y
Acad Sci 2004; 1011: 217-231

3) deLaatP, Koene S, van den Heuvel LP, et al. Clinical features and heteroplasmy in blood, urine and saliva
in 34 Dutch families carrying the m.3243A>G mutation. ] Inherit Metab Dis 2012; 35: 1059-1069

4) ChinJ, Marotta R, Chiotis M, et al. Detection rates and phenotypic spectrum of m.3243A>G in the MT-TL1
gene: a molecular diagnostic laboratory perspective. Mitochondrion 2014; 17: 3441

5) Parikh S, Goldstein A, Koenig MK, et al. Diagnosis and management of mitochondrial disease: a consen-
sus statement from the Mitochondrial Medicine Society. Genet Med 2015; 17: 689-701

6) Gorman GS, Chinnery PF, DiMauro S, et al. Mitochondrial diseases. Nature Reviews Disease Primers
2016; 2: 16080

7) Lax NZ, Hepplewhite PD, Reeve AK, et al. Cerebellar ataxia in patients with mitochondrial DNA disease:
a molecular clinicopathological study. ] Neuropathol Exp Neurol 2012; 71: 148-161
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N & - sZCLEDRER

PubMed (#:3% 201647 H 23 H)

(mitochondria[MeSH Terms]) AND ataxia [MeSH Terms] OR ("MELAS Syndrome/genetics"[MAJR] AND het-
eroplasmy) Filters: published in the last 10 years; English 86 -

EPCEE LA N P —F Tl 7
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2. B W

Clinical Question 2-41 @ tObO%BIE—b. KERIFEH kBT
ABFEMHESY IGRRE DU ol H

OREREEEKRBIEIS, KBERPEARHICRNSBEEDOERETHS.
OEZELMHKFEIE [RHE IRTHS. [ BHIFHFEFEADEMT, BRIAICITER

o) BB IAFITHHD. DRI, HERESELS, BRMICIRIE, MukEH o
% 3.
O7EEYSI RHRETHICENT, TR 4-7I/EY SV OEHEEEBLS
T3,

N E=2.8n
PSSV ) 2K T E (episodic ataxia @ EA) ORRRIEIR & ey % PR3 5.

0@t TEFYR

AL LT 7RIS HME SN TVD ), 2040 TEELRDOIX THE TRMTHE, Z02H
W&, FEREARHRIE 20 LAY, FEPRVEICDUBCARRRIGE, MR, MR, B &K, SRR
I FEEMICBDZFHZ 2 70 TR OFRMER, WM, A LA AR THER SN
5. FAEHIZIIHA THAH. WIRIICZI SN 20 TRIZFREDPFE SN TR 8H°)
IROKFETH S "

[RITIE, KRB ZEAOEH TOFFEINL D, THIFEROEH TIFHEI N>
I MOFEOR R E LT, WEREROMA2IREZ B0 2 03B ) 13, FEIERHIZEST LIN
RGP RN, ZIZEBITIAFITEB0L. ZOBMICIHEMNIARTHL. IF
FI 7ML, HIEM, SRICHBIT 2 2 8 20% CHETEO KR EZ RO S 0

IR EDOHEILDTORTHA > TRIE, OFFFR MBI & v, @FMER, HEK,
miEsE HIE, S E RIS, OFEMANNC, £fTTmESRELZZD 5. Tofl, HX
KPR HE R RN EEZ RS, £ OFIT, BURHIZEICZEM 200, KIEDEST
¥ 5.

BHRIET 5 VT 3 NI ) — DR TIEFERBAWA§ 5 (TETVALANIL V)V &
72, T RO—HOLERTIEIANNTEE YOS HRE SN THDE (TET AL V) V2
IRTE4-T7IVE) TV YOREMENIBZ SN TS (TETVALANIL V),
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4)
5)

®X DD KIBAE

Jen JC, Graves TD, Hess EJ, et al. Primary episodic ataxias: diagnosis, pathogenesis and treatment. Brain
2007; 130: 2484-2493

Rajakulendran S, Schorge S, Kullmann DM, Hanna MG. Episodic ataxia type 1: a neuronal potassium
channelopathy. Neurotherapeutics 2007; 4: 258-266

Graves TD, Cha YH, Hahn AF, et al. Episodic ataxia type 1: clinical characterization, quality of life and
genotype-phenotype correlation. Brain 2014; 137: 1009-1018

Strupp M, Zwergal A, Brandt T. Episodic ataxia type 2. Neurotherapeutics 2007; 4: 267-273

Ilg W, Bastian A]J, Boesch S, et al. Consensus paper: management of degenerative cerebellar disorders.
Cerebellum 2014; 13: 248-268

N gmst - sEICLEDREN

PubMed (#t3 2016 427 J§ 23 H)
(episodic ataxia [MeSH Terms] Filters: Clinical Study OR Review; published in the last 10 years; English) 26

168
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Clinical Question 2-42 ¢ OfbOXBiE—c. MMEHAMIE
INRTZRR IS E D & S TR D

O/NRHEFRBAEIX, FTREINRANEVVEETHS. REBEIIREIOREZRD
BUVRT, EWElL, FETHETHIRTEES.

%E

N E=s-8n

/NFARIEBE (cerebellar hypoplasia) D 5 i % PLfE§ 5.

Wms- TEFYR

AT HOE L, MO TER AT RREZH2. BRI A, 51, Ak, B, —
R /NI, BOEIEKZ D b DT - AN DL " —BIIEETET, Tox
B, EITHETH L FEHM L3R e L. 72, Vo RRRIOREZEO LW ENLIIER E X
MEND. FERIE, EEFEREZ 20, RERIGH, MrEE, P —X AT, Hﬂﬂ?@@jﬁ (it
ZRY . ABMIEERIE 2 D B 2 L%V /NI B, FEE L o Wiz &1
bONL L, =BV TIIIEEETH L. BHMOBEIRE FhE T2 b DI, Dandy—Walk—
er malformation (OMIM #220200), Joubert syndrome Rhomboencephalosynapsis 725 % . &
NS OFEHNIE MRIFTRPHEHTH 2 7, —f2/NMRREIRZ R b DIZiE, ¥4 bxra
TANAEYSE. T = M Y, NV TUBNORRNER S LD S

AR, FEEATVE O/ N ISIRAE & R AE B TN 2 ) . T4, B OBEFAHEES
NTwa. &M% D DI Cayman type cerebellar ataxia (OMIM #608179), spinocerebellar
ataxia autosomal recessive (SCAR), SCAR2 (OMIM #213200) ¥, SCAR5 (OMIM #251300),
SCAR17 ( OMIM #616127) , cerebellar hypoplasia and mental retardation with or without
quadrupedal locomotion 1 (OMIM #224050) , spinocerebellar ataxia 29 (OMIM #117360) ,
cerebellar ataxia with mental retardation (CAMRQ) 1 (OMIM #224050), CAMRQ2 (OMIM
#610185), CAMRQ3 (OMIM #613227), CAMRQ4 (OMIM #615268) 7% &' 753 %. SCA29 13l
RAA N L (Ca*) ¥ 7 F MRRICEE 2 H 2 Rz 4 7 ¥ b=V 145- 1) 2D Y E5Z
#4k (IPSR) DIRIZTHRHEIZ LY, SCAIS L[ —DOBEETOREIZL L. WOEMEIE) O
(Pontocerebellar hypoplasia) (& 7 BUZ /MDA LN TV S 07
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4)
5)
6)

7)

®X DD KIBAE

Poretti A, Boltshauser E, Doherty D. Cerebellar hypoplasia: differential diagnosis and diagnostic
approach. Am J Med Genet C Semin Med Genet 2014; 166C: 211-226

Vedolin L, Gonzalez G, Souza CF, et al. Inherited cerebellar ataxia in childhood: a pattern-recognition
approach using brain MRI. AJNR Am ] Neuroradiol 2013; 34: 925-934, S1-52

Poretti A, Boltshauser E. Terminology in morphological anomalies of the cerebellum does matter. Cerebel-
lum Ataxias 2015; 2: 8

Jobling RK, Assoum M, Gakh O, et al. PMPCA mutations cause abnormal mitochondrial protein process-
ing in patients with non-progressive cerebellar ataxia. Brain 2015; 138: 1505-1517

Huang L, Chardon JW, Carter MT, et al. Missense mutations in ITPR1 cause autosomal dominant congeni-
tal nonprogressive spinocerebellar ataxia. Orphanet ] Rare Dis 2012; 7: 67

Namavar Y, Barth PG, Poll-The BT, Baas F. Classification, diagnosis and potential mechanisms in ponto-
cerebellar hypoplasia. Orphanet J Rare Dis 2011; 6: 50

Rudnik-Schoneborn S, Barth PG, Zerres K. Pontocerebellar hypoplasia. Am ] Med Genet C Semin Med
Genet 2014; 166C: 173-183

N gmst - sEICLEDREN

PubMed (#t3 2016 47 J§ 23 H)

(non-progressive ataxia) OR (cerebellar hypoplasia[MeSH Subheading] Filters: Review); Filters: published in the
last 5 years; English) 82

(pontocerebellar hypoplasia Filters: Review; published in the last 10 years; English) 14 %
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3. ERFMER - BiR

Clinical Question 3-1 DxBBh A AE I

G & [ ED & D hEleD

[@
L

o

OEHETICH>T, ZNIEET HEMOBBAHREINICER LAVRETSHS
IR, RESBER, MEROBEICESTELS.

N E=s-8n

LB IR O FhERE 1 % P9 %

W TEFYR

e s 2 fRo 720121, MR, EHRER, WERO=Z2HOMWMEVEHEHETH 5.
INLDRDONTNPPEEINS Z LI X MBI A X723 &2 TR/ O #ERR
MEEMED D D, COMMERMEO L IHESNTHEBILNEL &L 2N EBRHE VW) H
FRIEEMEBEAEITESEE LTH LN D H o 7228, 20k, /INMPEEE) I OLFAE D H
HEN, BUECILEB)LEH &) & IR EES IR 2 25 Y lBh IR 2 1 5 1Y
e DOEETR D BIREICHN, DEBES S NICRE, IRERREHMGOEECIZH F Y HiL2 %
v RERGEB) IS BT B/NRRER: & U CIEESDT Ik IRE, 3581 B B g B AR ER R E) o
K & E R (overshoot, undershoot), SBEIRIRZ: & & L CREROH BN S V. /NS Eh 23R
TIE, WEIZEEHRTIT> T AEESHIFICETTE 2. b bEE i, WE R,
PSR PLES R, FEIRACT, UoNy o NG, MEEREE, MTREE, CPERREREE, piE
MRS, SBIRE, B3 7o —X 2 wos EENBRO NS 7Y

R EE R T, BV TARERCHRIET 7 b= A% 30, MR X > THEIIC
ALY B 257

MR JGR I, BERMED T v, BOE2 Ry, BT PEARR R B 2R IRR, & ik
O, FSHERAT L Vo 7EBEZ D 5. FIC—HH N OREEHGIIEE T, #e 2E{EIC
Hns., Ao Twazgdlhe LTIMIRERARBRLIERAFDH 5 (CQ 3-5 ) »>7

N ot

1) P, EBJCE. ARERY . OsgdE,  2010: p.529-589

2) VEEIEE [(MRRE—ZOLE R L BHTI] ZW o )ik P ETJGH. Clinical Neuroscience
2013; 31: 569-570

3)  VHERIEE. NGREM: - EED IR NN RERE E—BER.  #EENER 2016; 85: 1-5

4) FIFE—. DBERE. MRS —FER L T OEE, KB, FE— (WE), PIESEM, 2011: p.55-
64

5) faIll FE. NRREMRE - EE)ICH S e JEN.  RENEL 2016; 85: 72-80
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OEBNEBER

6) N, ANBRERE - BB JCER R AR EB) JE. kA 2016; 85: 81-86
7)) FNE— ARZEEORARLE Yy b7+ — )b LB E 04T (2). Clinical Neuroscience 2010; 28: 132-135

N g#E - sZCLEDRER

DB RGN Y R —F Tl 72
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3. ERFMER - BiR

Clinical Question 3-2 DxBBh A AE I

EHAFADERETMICIEIED L DB EDD HHD

%E

®ICARS, SARA L EDFHEHEDNHS.

0 Es- B

BT O BE L & e RIS EHIE 2 ik 2 A A

W TEFYR

RN 2 FHES 228 L LT, FERN LR L L THRENZ S @13 International
Cooperative Ataxia Rating Scale (ICARS) & Scale for the Assessment and Rating of Ataxia
(SARA) ZMEH ST 5 ™9 ICARS 1&, HATIRE, VANT P A, BANT YA, FRGED),
FGES), A, RERESOS 19 FHHEICOWTEHME L, REMETHEN100 58 %% Y SARA
(X ICARS & 0 & flifl 2 3-4li & H e S, AxA7, 2fr, AR, SEERE, BVl 1
SRR, PSR, FECERERD S THHICOWTHHI L, MEFEA40 HE 2D Y ZDIEHI,
Friedreich (7 — FZ 4 &) &) 2LJ%E (FRDA) OFFliZ HIZAER & 7172 Friedreich’s Ataxia
Rating Scale (FARS), & 8 23 12 & PF 3 % Jie IR % 5F4i 3 % Inventory of Non-Ataxia Signs
(INAS) bR SN2 2 L3 5 ©7. % RALZEAIE O FAE BEEF 12 1& Unified Multiple System
Atrophy Rating Scale (UMSARS) 2S5 115 ®,

ERIIEEE LTid, 7)) XAIREE BOBERD, HESBEEM R Tapping 2 EO A MM
PESNTWS. T, BTS2 BOBHEZ @b L GREZER AT 2 @t T 55
AbdH B M SCA Functional Index (SCAFD) 1%, 8m HATHTEREH, 9 hole peg test FT ZIREH],
10 B[ @ PATA FEiE 018D Z-score Z H M L 72 @ BIIREETH 2 V. BHWEOFHi L LT
Berg Balalnce Scale (BBS) 3% 1) ', HAGEM D #M ST ¥

D PHEIES. MEERE—Z 0SB IERE ST ZWo )ik & T EH 2. Clinical Neuroscience
2013; 31: 569-570

2)  EHEA, WS Mg AN EB S O ML FEmE. siEE 2013; 78: 683-636

3)  VHERIEEE /NSRS - SEEYIR ANRRERS Wi, AL 2016; 85: 1-5

4)  Trouillas P, Takayanagi T, Hallett M, et al. International Cooperative Ataxia Rating Scale for pharmacolog-
ical assessment of the cerebellar syndrome. The Ataxia Neuropharmacology Committee of the World Fed-
eration of Neurology. ] Neurol Sci 1997; 145: 205-211

5) Schmitz-Hiibsch T, du Montcel ST, Baliko L, et al. Scale for the assessment and rating of ataxia: develop-
ment of a new clinical scale. Neurology 2006; 66: 1717-1720

6) Subramony SH, May W, Lynch D, et al. Measuring Friedreich ataxia: Interrater reliability of a neurologic
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7)

9)
10)
11)
12)

13)

OEBNEBER

rating scale. Neurology 2005; 64: 1261-1262

Jacobi H, Rakowicz M, Rola R, et al. Inventory of Non-Ataxia Signs (INAS): validation of a new clinical
assessment instrument. Cerebellum 2013; 12: 418-428

Wenning GK, Tison F, Seppi K, et al; Multiple System Atrophy Study Group. Development and validation
of the Unified Multiple System Atrophy Rating Scale (UMSARS). Mov Disord 2004; 19: 1391-1402
FRRIA—RE, B mdA, ZEH EIEA NEVEEEY IS 0w =R EIT—E )] & 2 — & K L 7238 tapping
P X B HES. AEENER 2004; 61: 99-101

Schmitz-Hiibsch T, Giunti P, Stephenson DA, et al. SCA Functional Index: a useful compound perform-
ance measure for spinocerebellar ataxia. Neurology 2008; 71: 486492

Shirai S, Yabe I, Matsushima M, et al. Quantitative evaluation of gait ataxia by accelerometers. ] Neurol Sci
2015; 358: 253

Berg K. Measuring balance in the elderly: preliminary development of an instrument. Physiother Can
1989; 41: 304-311

Shumway-Cook A * Woolacott MH (), W % - wfG 3% (I, LBWEZA S 2 88 ORI
g =% —ar bu— V—EBHIE O S EIRER, FES 3 ElIEIA, 2009: p.258-299

N gmst - sEICLEIREN

VR SCRkIE N Y B —F Tl L 72
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3. ERIRER - &R
Clinical Question 3-3 BB AEE—a. /Myt
IMDIEEIC K 5 @EE) G & 18 ED & D GhElED

O/NTEEBRFDEMRICIE, NFKEEICERT B89/, AERE, REHE

(o] NEHEE, HERET, VNV FRE, BEEE, RPEEICERT 55HTE

-3 &, TaiERE, RFERZICEETIMERRHRE, EOBREICERTSE
HiRE:, BEEIF/O-IXABREDHS.

0 &R -8

NI TS K % SEBYCTH O RE M & PSS

Wms- TEFYR

BENTH 20BN b 6T, MOLrOEELITO S, TOEHIITEHEOBmA M
HioB) & 2SRERAIC S BRMICHBEICHHT INT, G LOTHERBIEE %25, ZOEHO
HHENZ IR D b o TV B DOWVNETH 5. NNOFEREREIC X Y, HEROKT, Tk
HIERIREE A & 723, RIS AER R E L L ComEmICIE, WERE, MR, S0
i, ARIR, PUESPLESIOSE, AEpEEIRE L Mo Tns. 72, BT, JiE AREk
OWERmE LR &L LTENS. ANRICITHRE, miEmRE, arsEsER &0 o AR S 5. Il
T35 & L TUTBRIRE 7 & DR D SRR RN O WA D 5 17
AN SR B TN OBEETAAZ X D, DT O ERD 5;
O/NEEREEE T, BB, MERS & BRIl R, RS PUEE) R,
RIRACT, VoNy v FBIG, NEPR R REESRD S S T

@/ BGRREE T L, AMTEBOREE L PR E RO S, BTE LB R o, BE IR
WRAOKEEIZ X 5, HBEIIMHEESTORRNYZ2EEE LT, ANEOBFmIZB VTR
BDHND T NSNS

G/ B2 o B 5B LT EE AR BCI L0 2 RG2S EICHE S b 720, IRIRS IRERA
ERFERET S

@/NNBEIRAZE D 5 113 B MR HIRICE . CORECRRIRECENEL: I 4+ 7 a—
XADMELT 5 2

D PG, B, MiERS: | SE3E, 2010: p.529-589
2) HH Bk BB, AESERE T R ADZOL, EER, 1994: p.195-205
3)  PEERIEEE MBORERE - SEE)ICH NN BE AR R, MR 2016; 85: 1-5
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4)
5)

7)

8)

OEBNEBER

FIFE—. DRERE. MRS —ERE TR KEIEE, FINE— @), PIHESFH, 2011 p.55-64
AKHERE—. /NIZ X 2 IREREBHIE. N & BB IGR— NI E2 L Tw b o, i &Kk, THEIEE
(%), HilEE, 2013: p.33-41

e XK. BERGEBEIEIC B /Mo E. NN E BB RF— DRI E LTwb o, & AR, T
FRIES ), Hilis, 2013: p.17-32

WO, BINEE, FREAAE. NEOWEYE L EBEEE . NE LSRR — MMM 2 LTwb 0
A, ik AW, PEEIES (), HIDEE, 2013: p.42-55

Bastian AJ, Mink JW, Kaufman BA, Thach WT. Posterior vermal split syndrome. Ann Neurol 1998; 44:
601-610

N Bt - sBICLETRER

VR SCRkIE N Y B —F Tl L 72
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3. ERIRER - &R
Clinical Question 3-4  DEFHARfEE—b. PBEEIAR
AR DEE C K H@E#KH LS ED L D EhEED

[0 @ZEBBEMEHRATE, BISTFIREYE, HEOEHAFAERD, BRICE-
= TET 3.

N E=s-8n

TREBISGE R 1Z X 2 588 2l O e e 2 PR %

W TEFYR

BRI EIC X 2 B R IE, FHBEREY LT 2R EOREROMEICL VAL 5.
T bOAIEBRISFMERITIMA T, REMRE TR, NIEYN, SRR EORETELD
% 0 RIS, TRARE R E A B L 2B R BN RS, i b BB R O RTH B

RRMAREREE TIE, REMREEICREZ Z 7L, ABRMEE O S &2 WML R %
o TIREPIEmEZ AT 5 2

B R EREEEZE L THB Y, Romberg BEEETH L —7, HEIZLZ2REIHHT
»5 " EBIZH T piano playing finger phenomenon & MHEN LML T 7 b — ¥ AHIH 5
N2 23 BUSTEINRETH Y, TOREIRPTCHET 5. MRS IR AN IR
DR,

1) P, EBRE. ARSERY . O, 1971: p.529-589
2) VEEIEE [(MRRE—ZOZE R LSBT ZWo )ik P EEJGH. Clinical Neuroscience
2013; 31: 569-570

3) Il BE NBSERE - BN R EB . AN 2016; 85: 72-80
4) /N, NBAERE - BN AR AR B L. AL 2016; 85: 81-86

N g%t - sZICUETRER

DHER BRI~ P —F Tl 7z
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Clinical Question 3-5 OB E—c. Akt

BIEREE [C & SFBENKF LIS ED & S Wil

[0) OHIEMEBRA L I THMERETHY, MENELAZICLYRARRESAT.
= GEPEBIREMSH OIS,

N E=2-8n
B [\ 2 & % B S i O e = B9 5.

W TEFY2R

BIRERR S X 2 B ISR - PR RTERR RS L > TR 5. BIEREICL 557
FIE RS TORBEHRE LCHND. FRICHIEMRAL & SR AT 20 /N BURR 2 T
AL - BATORR R & 727 (CQ3-3BM). HIEREEIC X 2 WA BIGIIHEIC X 2H1EX D 5
DT, BIRICE Y BFEITVoZ)BBEE 25 0 \iEtho v, ELOEEY, EHMERIER
SEAZBAEIRRDS A S5 2 BIRE B AR TR R 4 12 hlfiz LT < IR TEk§ ORI
HE LR AR D R L REHERT LIIEN 2 BB O ST 2 7R 2. Romberg BfEFm 14T dH
5705, RIMBHEREOBICALNL DL R, EHIAEIHEGET 5. SMrTiaRECBY
TIE—ED T > THL 2

N et

1) FIFE—. MRTEEOIEARLE Y b7+ — )b B E 84T (2). Clinical Neuroscience 2010; 28: 132-135

2) VEERIEE. #WREB—ZOLEREREBMTI ZWo kg B @EEH2:H. Clinical Neuroscience
2013; 31: 569-570

3) HAHRFE—EE, F)FE—. Lateropulsion, HIEEPEMAEIERJH. HhRNEL 2016; 85: 69-71

N & - sZCLEDRER

WoBE 7 CHRIE N B —F Tl 72
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3. ERFMER - BiR

Clinical Question 3-6 @SRRI

AR/ MU MHEIC S O CHHRIR RO Y D15 E, £
FOLKBEZADD

OIRUTIISRNEMESZ, FLREABMEIRTIE SCA1, MUD/SCA3 & E%,
BRBHRLMEGRTIE ARSACS LEZERT 5.
'’ O MR TISHABHBRDPEERELS.

BE

N E=2.8n
BN A P VS SR IR 0 % SR 7o B SRS I 5.

Wms- TEFYR

% PARBME Tl MR B 2 R0 3 <, DMK, N—F v =X A, HEMEEEE
LD, HEOEWMEODLDOTHY), INLOETIERE BHNIHDN TS, R
B L3 1L Babinski B#E2S 37%, RTINS S7% TH -7z L5 WAV R, SRR
5% 61~62.5% RO L TAHEDDH S >0 20720, BHEHVOLN TV A BHEETHLE
23 vty 2T, BMEEO O E DL LTRSS L% M9 Babinski #5533 15
LNTw5b Y

W REEE SRR % & B BR/NINETREICBWT, SCAL, MJD/SCA3 TR T
HE, REHETR E ORI EREIRO O E D TH 5. SCAL TR UM F M 2 30~80%
RETHRD D T 2HENL VT FBIZ MJD/SCA3 TR 40%FRETINS B0 5 LT 5
WiENH 5 0

WP H IR % & 2 FRU/NNISIE BV T, ARSACS TIZIEIB AT 2 & 04
PRI FREIRD O & D TH B, ARSACS TlE, 20 % T TISHERBES T PR 7 & DIE %
RODL T LN THAD

FEVERT R CIE, SRS B AT BB L 2 2 O~ TH 5 (CQ1-9 B ).

1) Wenning GK, Ben-Shlomo Y, Magalhaes M, et al. Clinicopathological study of 35 cases of multiple system
atrophy. ] Neurol Neurosurg Psychiatry 1995; 58: 160-166

2) Quinn NP, Marsden CD. The motor disorder of multiple system atrophy. ] Neurol Neurosurg Psychiatry
1993; 56: 1239-1242

3) Wenning GK, Ben Shlomo Y, Magalhdes M, et al. Clinical features and natural history of multiple system
atrophy: an analysis of 100 cases. Brain 1994; 117 (Pt 4): 835-845

4) Gilman S, Wenning GK, Low PA, et al. Second consensus statement on the diagnosis of multiple system
atrophy. Neurology 2008; 71: 670-676
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9)
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cleotide expansion in Japan. Neurology 1995; 45: 1587-1594

Dubourg, Diirr A, Cancel G, et al. Analysis of the SCAL CAG repeat in a large number of families with
dominant ataxia: clinical and molecular correlations. Ann Neurol 1995; 37: 176-180

Filla A, Mariotti C, Caruso G, et al. Relative frequencies of CAG expansions in spinocerebellar ataxia and
dentatorubropallidoluysian atrophy in 116 Italian families. Eur Neurol 2000; 44: 31-36

Schmitz-Hiibsch, Coudert M, Bauer P, et al. Spinocerebellar ataxia types 1, 2, 3, and 6: disease severity and
nonataxia symptoms. Neurology 2008; 71: 982-989

Richter A, Morgan K, Bouchard JP, et al. Clinical and molecular genetic studies on autosomal recessive
spastic ataxia of Charlevoix-Saguenay (ARSACS). Adv Neurol 1993; 61: 97-103

N gzt - sEICLEDREN

Erhss (Mg 2016451 7 26 H)
((((BEAR BB / AL) or (345 B4/ TH) or (Babinski S8 /TH) or (N4 M- 1% / TH) or (& 7 1 — X A /TH))
and (B #li/MMZEAE /TH))) and (PT=2i#%8kFk  and CK=t }) 16 fF
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3. ERFMER - BiR

Clinical Question 3-7  G$kiifER—a. N—+> Y Vi

AR/ MU ZHREIC SO TON—F 2 2D HI D5 E,
EDS S THEBEZEADD

[0) OMRMETIIERKERES, ¥ REHEMERTIZ SCA2, MUD/SCAS,
= SCA17 hE%E, X EHMEETIE FXTAS KEEEZET 3.

N E=2.-8n
FHNMREMIEIS N —F 2V R RO 7B OE BB 5.

Wms- TEFYR

% RRAEMRE TIE N —F ¥V VEEZ RO , DMINREH, BATRREE & 1 E R
DOEDTHA. BWFEAETIE, LR FSRUSEDOE /Y —F > VHEIR2 probable MSA D%
WHCLELRFFHOV LD Lo TWD Y L RMBEMIEICTRD 58— F ¥V VBRI RERIRIK
B 10% KM TH Y 2 BERE I 83%, Fiskflix 63% &L EHIETH L LMESN TS
HARIZBWTIE, $—F VY ZXATUET 2EEDBRIZHARD % 289%TH D, i
[Z514% MLz LGS NTED Y FFITHRIINCBWTIE, LFLb3—F 0y U EfE%:
EPFLTWS EIZERS 22w,

WY REEREIER T L 2B H/NNEIEICB VT, SCA2, MJD/SCA3 7 & C/8—F »
VOBEERDO LI ENH D Y SCA2IZBITAH/8—F 0 BB VR RN ESH D,
HARZ &7 97 TRCRIZHARZ OB . MJD/SCA3 Tl LA KIS T 5 /78—F &
v UMER M ET AL NIESHE LTV, SCAL7 THMB bk Lix—F2
WEESHB L, PEROOEDE RN H BT

XGHSHMERIRIE A & & 2 Hahs X B MR / JSHIE B RE (FXTAS) ICBWT, 2S—F v U #fE
BEELIEROOEDTH S, IRHBREEASR B, #B) 7% &% FICRRO, ZRRERER OB
D7 EXTAS 13 X HEHTEEIE E SNTWB DS, BRZEOLTICLIIET S LDV ITE
PLETH .

1) Gilman S, Wenning GK, Low PA, et al. Second consensus statement on the diagnosis of multiple system
atrophy. Neurology 2008; 71: 670-676

2) Wenning GK, Ben Shlomo Y, Magalhdes M, et al. Clinical features and natural history of multiple system
atrophy. An analysis of 100 cases. Brain 1994; 117 (Pt 4): 835-845

3) Wenning GK, Tison F, Ben Shlomo Y, et al Multiple system atrophy: a review of 203 pathologically proven
cases. Mov Disord 1997; 12: 133-147

4) Yabe I, Soma H, Takei A, et al. MSA-C is the predominant clinical phenotype of MSA in Japan: analysis of
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142 patients with probable MSA. ] Neurol Sci 2006; 249: 115-121

5) Sasaki H, Fukazawa T, Wakisaka A, et al. Central phenotype and related varieties of spinocerebellar ataxia
2 (SCA2): a clinical and genetic study with a pedigree in the Japanese. ] Neurol Sci 1996; 144: 176-181

6) Gwinn-Hardy K, Singleton A, O’Suilleabhain P, et al. Spinocerebellar ataxia type 3 phenotypically resem-
bling parkinson disease in a black family. Arch Neurol 2001; 58: 296-299

7) Nakamura K, Jeong SY, Uchihara T, et al. SCA17, a novel autosomal dominant cerebellar ataxia caused by
an expanded polyglutamine in TATA-binding protein. Hum Mol Genet 2001; 10: 1441-1448

8) Leehey MA, Berry-Kravis E, Goetz CG, et al. FMR] CGG repeat length predicts motor dysfunction in pre-
mutation carriers. Neurology 2008; 70 (16 Pt 2): 1397-1402

N st - sEICLEDREN

PubMed (#:3% 201641 H 26 H)

(((((("Tremor"[Mesh]) OR ("Muscle Rigidity"[Mesh]) OR ("Postural instability"[tiab]) OR ("Hypokinesia"[Mesh])
OR ("Parkinsonian Disorders"[Majr])))) AND "Spinocerebellar Degenerations"[Majr]) AND (English[LA] OR
Japanese[LA])) AND Humans[All Fields] 166 {4

Eohit (M3 2016451 A 26 H)

(R / TH) or (Wil e / TH) or GEBYIAME / TH) or (LEEIHE / AL)) and (BH/NRZEAE / TH)) or (2S—F »
= X & /MTH) and (B #i/MHZ M /MTH)))) and (PT=437#%8%Fx { and CK=t ) 56 4
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3. ERFMER - BiR

Clinical Question 3-8 GHHAARAER—D. ThHmEE)

T/ MR MHEIC S DA EEEFNCIEED L STED
XY Ak

[0 emEEMCIAL=T, R, IFIO—XAREERDBIENDD.
% eEEAUPEHTHUREORBRELEDEIENHS.

N E=s-8n
BRI MSE S — 3 ¥ Y EUEDAN O A EE D) 2 200 72 B0 SRR 5.

Wms- TEFYR

PP AALIR ROV A4 R Z50E (DRPLA) I B W CERGER R I 4+ 7 0 — X 2 X FEERO O
EDOTHAH Y DRPLA Tlf, FICEBHER)CRANEZ D, RIPESY A7 ShTLEHIZ L
WONYTF VN Y EERRE BRI SN TV BREGIDEET 5. T/, DRPLA GETHEI A 70—
RAATAPADEBREZ L), HRICBOWTHETEI 70— X 2 TAPADRD ERJERE
BTH5DH. SCAI7T THHEMEHC I A 70— X AR ENRRBOLN, NUF v bV ERRE D%
% BT BIEBIAAFAET 5.

VAMZTIEMA R SCAICBWTHIH T % 2%, SCAl T 128%, SCA2 T 14.2%,
MJD/SCA3 T 23.9%, SCA6 T47%IZYV A M= T ZBOEREINTED, MJD/SCA3 T
Z WIS B 2 MJD/SCA3 Tid, #EAREBBEIIMZ, SEEMEEEREE LTEICTA =T
DHTFR AV DIERIASFIEL, TENZHE SN 2

IF 70 —RXALHA %L SCAICBWTED SN, SCAl T 43%, SCA2 T 13.7%
MJD/SCA3 T 4.4%, SCA6 T00%IZ3I 470 —XAZADLMEENTHBY, SCA2 TS
WEmCH % 2

PRIEGII AR & 72 SCA R L RMBEMIE TO LN D 720, IREPIOHIZZ L \was, SCAl4 T
FHRERR I 4 7 B — X AA%, SCALS TIHIRE, JFICHHOMEAHIOZ LW H L. —KIZ,
PHBFHRE L BERF IR 2 12300 B A%, LRI 2,

ZDAh, MJD/SCA3 TIXHHID I A F I 7TRHEIELALHZ LB, AOAL R AOA2 T
X, VAP T REEGERE 10%FEEICRD B °.

% RMEHHE TIE, B F2%) (antecollis) X camptocormia (Hdi &2 HAEFINE), Pisa FEMERE (7
BEOFHME) 7% EORBREL RN L X722 EhH Y, LREEMIEDOBM & LT 5
L LTHITFONTWD O HEAFTHICIEI A I —%2B0000H 5.

JEIEE TR 1Rl BIEOBKRIICIAFITEZRDDL I LHL NS
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N B%t - sECLERESR

PubMed (#2016 4% 1 H 26 H)

(=

*+ 270 —XA/TH)or (¥ A b =7 /TH) or (F¥5 /TH)) and (BFH/MMZVERE / TH)) or (B #/NMZ MEE

/TH) and (ANHEES) /TH or AABEES) /AL)) not (/38— F >~V = X 4 /TH)))) and (PT=27#5% { and CK=t
Ny 134 4
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3. ERFMER - BiR

Clinical Question 3-9 OS2 e

A/ M2 PHIEIC S O CRRSH S 5 BEMEREKICIE E
DEIBEHEODHHD

O HEME, RFEMHEME, HRES, €W, RTESE MHrHERELEEZR
HBIEDDHS.
QN SOERMERENBIUDEEICE, SRRFWEZERT .

%E

N E=s-8n
H /NN HERE 12 B AR E 2 SR T2 B ORI W I W 5.

Wms- TEFYR

HEARERENH L O%E, ZRMENIEL LT 505805 5. RIZVEAIIUE R b K4
BRI 2 R ZEME DS AL HEN O HEERERE & LTh P Tnd

LSRRI (W, U] 20 mmHg QKT JERM 10mmHg O 2 b - THH§ %
A%, probable MSA @& Wi 2 T 30 mmHg DK, LR 15mmHg DK T & 725 T
BYWBEOBWIAEL B L7 0BILETH L. HAOMH TIE, 30/10mmHg UL EofK
To &7 L7202k 768%, 20/10mmHg OIET % X 72 L7014 88.0% T - 72 & ik
nTHBY 2 Wk 51, 30/10mmHg PLEOIRT % & 72 L 72013240 46%, 20/10mmHg
DIRTEE/L72DIE59% THo e WBEEN TS 2

BRI L, B 2 REH DU DG M 2% 20mmHg PL B, L < 1% 100mmHg L 1
B o725 D790 mmHg AR lZ T A% 72855 % Ve, ZRMEME T b M ERMmEAEL S "

FRIRRP IR 7 & DPEWRBEEE 2 Rt M T2 5 R IC R S, 96% 124 & 2> D HE
WREEE 250, EVIHRIIEL ) S EHETH 2L ThHELDH D 0

PEREAERE IR E b 2 R ZEMVE TIX S B IZRRO S, Rl dd i [ O IE, 180 [ A DU D
KT 2HE ST

FETFREE D L RMEMIE TIIRADOONDL T EPHEINTE Y, BIFHEDLDIZ) 2%
gL, KPEARTEIENDHE

PERBERERR L H AR B TR R DD 2202, S RMEHED 0% HEICRDO NS
LHEShTn5®

Z oM, kA FBR/NNEYEE C, SRR PERREEE 2 & o BREHERZ B 5 2 LD D B
B, SRMBEMIED L ) WCERERE 2B Z L3, 72721, MJD/SCA3 TIEHHRREE R &
O FERE R E O H L OREBIAAEET 5.

v 142



4)
5)
6)
7)

8)

@BERSRIER
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Yabe I, Soma H, Takei A, et al. MSA-C is the predominant clinical phenotype of MSA in Japan: analysis of
142 patients with probable MSA. J Neurol Sci 2006; 249: 115-121

Kollensperger M, Geser F, Ndayisaba JP, et al; EMSA-SG. Presentation, diagnosis, and management of
multiple system atrophy in Europe: final analysis of the European multiple system atrophy registry. Mov
Disord 2010; 25: 26042612

Luciano GL, Brennan MJ, Rothberg MB. Postprandial hypotension. Am ] Med 2010; 123: 281. el-e6
Sakakibara R, Hattori T, Uchiyama T, et al. Urinary dysfunction and orthostatic hypotension in multiple
system atrophy: which is the more common and earlier manifestation? ] Neurol Neurosurg Psychiatry
2000; 68: 6569

Sakakibara R, Odaka T, Uchiyama T, et al. Colonic transit time, sphincter EMG, and rectoanal video-
manometry in multiple system atrophy. Mov Disord 2004; 19: 924-929

Kihara M, Sugenoya J, Takahashi A. The assessment of sudomotor dysfunction in multiple system atro-
phy. Clin Auton Res 1991; 1: 297-302

Yamamoto T, Sakakibara R, Uchiyama T, et al. Questionnaire-based assessment of pelvic organ dysfunc-
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N B%t - sECLERESR

EEHRES (Wi 2016 45 1 H 28 H)
(e R/ TH) and (B#/MNNZYERE /MTH))) and (PT=233#8%F < and CK=t ) 106 ff-
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3. ERFMER - BiR

Clinical Question 3-10 = T

Bt MuZHAEIC ST SR AEREEEOAR EENHH
MDD

(o] O IEEEPETHEREL EOMBARMEET 2R OICRDRIENHS.
% O AEREREEHL HILDIBEA, DRPLA X SCA17, FXTAS LEDKEERZERT 5.

o

v

N E=2.-8n
BN TEAE L2 RRANARRE & SR 2B o I I VW 5.

Wms- TEFYR

BRUMMZMIE - £ R/MEMIEICBVWTD, KPR EINL I LICX), —#RN 2R
REREEZE LD LD H DD, WA, NEDSEIEIEDO AL ST, BAKEIC L 2hboTw
%2 DRI NT NS,

ABEDHT XY, BB EZEIET 2 0R% 5T, FRAMERE S S RREREOHIEIC S BS- L Tw
BB R ST E 72 FRI/MIRIC X 2 SRR X E & LT, BATHEE B2 RN
BB ESER D TH L EME SN THY, cerebellar cognitive affective syndrome
(CCAS) & LTHHE s TS

SCAL TIEZFITHEREREE, FaktkmWRCRERE, RO M 2 BABERER A% SCA2 T
FRERCTT, S oxI, FTFRERERE R &850 MJD/SCAS3 TSR M E Sk
HOREE, BRITRRERE 2 &0%° SCA6 TSkt MENRLEORE 2 & I T
AV

SCA31 % SCA36 122\ Tid, FRMBERERT 1203 2 5252 LA, SCA36 TS
B AR AR R O R E 2 3 5 2 LG ST 5 P

BREMRZMAE T, RABEREREE H oW G, BRI BV A R ZEHi5E (DRPLA)
R SCA17, 55 X PRk / DS E MR (FXTAS) 7 &4 83 5 L% 05% 5. DRPLA Tl 20
MR ICTE T ZIEBNC BV CRRABSRERE E2SH v b, FRERDO O EDE %5 " SCAIT T
BB RE R ESMFREIRDO O &0 & LTHHLT 5 Z LA 5 8 FXTAS TIEEITHEREREE 72
EORARERRREEY & 7290

% RMBME L, TOBWIEEN TRIEZ A LR & LTHIF T 525, B, #7h
RERE S5 70 SO RTUASEREREIE E 2 300 5 L T A D 2 T3 1010 KU & RAIB B IR 5 % 52
D5 LIPS, ETHNCIIRARRREL RO S LT 2HEPEHRE I TnE. &
MO OHE T, AISEMRREE, OSSR D IO ON, WiEgEZRLE L
oM RO TAER D ME I N TS, T/, LRMEMECIRELEREDHREINTED,
MMSE #26% CIXT L, Sifdd e, HNERBS X OBEFELR EPBEIN VD LHES
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NTWw5 %% MSA-P & MSA-C DY 7% 4 7 CTlIAERERENR L5 TW0AE 2 L3N T
WAHH, FORRIET—RETIE WS

0
1
2)
3)

4)

5)
6)
7)
8)
9)
10)

11)
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Gambardella A, Annesi G, Bono F, et al. CAG repeat length and clinical features in three Italian families
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atrophy. Neurology 2008; 71: 670-676
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N gmst - sEICLEDREN

EAES (B3 2016 421 H 28 H)
(F /N2 PEE / TH) and (REANREE /TH))) and (PT=233#%8%F < and CK=t ) &5 fF
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3. ERFMER - BiR

Clinical Question 3-11 OAMFREE

AR/ MU MHEIC S O ORIHRERENE O5E, £
DO EHEBEEZEADD

(o] OHIBHBMEIETIE SCA1, SCA2, MUD/SCA3 L EZERT S. HEEE
/-3 HEBETEDE DI SHOERPRHAREE 2 SHT 5.

N E=2.-8n
HBE/INI A PEAE | AR A R IR 5 2 R D 72 OSBRI W 5.

Wms- TEFYR

BRUNREMAEIC BV T, ARSI RN X RO b, BEAERFRE CHERRL
72 KRR 13, SCAL TId 82%, SCA2 Tid 63%, MJD/SCA3 TIld 55%, SCA6 Tl
2% THolzbTHHEY ZIZLOML OMEDNALNLDS, FOHEII—HTIER L, SCA6
IZHARSCAL, SCA2, MJD/SCA3 TIdA IR MR EA SIS THIE L Tz L 35
L. L AREEMEE, EEYRRE L D ICREEZ 2, MRAME L BB OmE L RO 5T
WAHDY, SCA6 TIRHIZEFEENL WL ) THAH ) LarLids, MoME CldmEa: AR
T, 20% RS 60%HI R DR ETH - 72 L W SN THB Y, WIFEZ RN AR E OB X
AHTH S »% FFIZ MJD/SCA3 Tldffi cramp R A REZ S LONWEE TR Z 5 2 & 0%\,

% PARBAME CLREARE, b L X HAMREO KR iR E %2 &0 L2 & 3 2 EBIRE L
NV OGN D H DA T, FRHEMEDIFICZ UL, KWMREREE D% R LM DREIRD —
BTHLOPTHAWATET, BN TRIBROAEHEEZON TV,

HREARLVERRTETIE, R HRRE 208D WY S SAATET 5720, KR rkEREE DAt
OIEE HbEEN % D 2 LEDH 5 (CQ2-10 BHR).

ThI—=WHERE Y I VB RZIER, KMMEREEZEZLLTV. ¥F IV B RZIEL
X B RM AR, EBBEES T TH Y, BEIIFRAR, BPEL D ICEEINRLT L, K
R R TR E DR, DMERMEM & ST 2 2 MG SN Tw5b Y 7V a— kT
3, BEREESETH Y, A TIELRIEREMICEE ST <, R TR
A NERAEBE A I AE LTV A EHE STV A Y

N ot

1) Linnemann C, Tezenas du Montcel S, Rakowicz M, et al. Peripheral Neuropathy in Spinocerebellar Ataxia
Type 1, 2, 3, and 6. Cerebellum 2016; 15: 165-173

2) Abele M, Biirk K, Andres F, et al. Autosomal dominant cerebellar ataxia type I. Nerve conduction and
evoked potential studies in families with SCA1, SCAZ and SCA3. Brain 1997; 120 (Pt 12): 2141-2148
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3) Perretti A, Santoro L, Lanzillo B, et al. Autosomal dominant cerebellar ataxia type I: multimodal electro-
physiological study and comparison between SCA1 and SCAZ patients. ] Neurol Sci 1996; 142: 45-53

4) Koike H, Misu K, Hattori N, et al. Postgastrectomy polyneuropathy with thiamine deficiency. ] Neurol
Neurosurg Psychiatry 2001; 71: 357-362

5) Koike H, lijima M, Sugiura M, et al. Alcoholic neuropathy is clinicopathologically distinct from thiamine-
deficiency neuropathy. Ann Neurol 2003; 54: 19-29

N gmst - sEICLEDREN

EEHRES (Wi 2016 4F 1 H 26 H)
(/NN ZEPERE / TH) and CRASAIEEREEE /TH))) and (PT=27k8kER < and CK=t }) 92 fF
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3. ERFMER - BiR

Clinical Question 3-12 DR ESHEE

TR/ MU MHEICH O RO O NS IREGEEEFICIE E
D& DD HHD. FI-EDFHRUCEI>TEDSL S
BERBEZADD

OFR/NNKMNE - ZRMAFME CIXEHERKED (saccade) DAERE, 7

g HEHEES) (smooth pursuit) DfEE, IRIRG EQRKEBSEELSRBDSND. —
B BORETIE, BEICOLISHHMLIRKESDEEVERINS.
A
BR- 88

FRNNZETEIE - 2 RMZEHHE TRl 5N 5 IRBRGEB) I H OB 2 1 5.

@3- TEFYR
ANIRERE & U C O IRERGEB B T3 M ASFE O BE RE B O F T, INHIARRE AN IR ERGES) 12 B 5§
T EICXDBING. NI XD IEFEICIREGEB) 217 bE, BHROLEEZ SO, HENHRP
HIEM e T L, AR 28179 5. M EE, BF e, HUER, ETARL, D, HUER
e MRERERY 12 ER R RH 2 R L T V2
IREREEY 1 51T B/ MiiERE & U TIAEEYPEIREREE) (saccade) O WE R, WHEIEEHEED)
(smooth pursuit) DFEE, FIEEIHREG OBPOS, IREROAREES) (IREHE), + 7Y 70—
A E), MR ESEARR, DCBRIRR, TR S iRz &) B35 h 2 2

1. SENSIREGEE RS

SCA2 TIIFFITHAFFIEGN I3\ TRERIRERES) (slow eye movement) 29I & D 3D S
% 570 SRARIREKEE) (slow eye movement) &1, EEIEEIREREE) 2SR L, HRERASEIRIC LA
e VIHETH ), KPFEOMEEE TALN, HhbEINENEZE L) IXA XS
DS, ML DRSNS IREGERFREE T, M7 5 L AIRBKGEERAICE S © T
SCAl, MJD/SCA3 THigis s ?

MJD/SCA3 Tid “Wo < DI EIHEN 2 MR DA %4 T 205, MOFRENRZMESET b
BliZE S 5. MJD/SCA3 TIdFAE T2 S RIEMIAIEERIZ L ) A1) v 7 7 A b, HiEBAR
Bgt (VOR) O BUSME T 23388 S % *°.

SCA6 IFHIR ZEMMEIRA H LS, FIRIEIN S 2 &8 2 &A%\ 2 FIRERTN & SAfL
23R (downbeat positioning nystagmus : DPN) 2SO F#I/NMNEVEE X O S A LR,
6] UK NGB Tdh 5 SCA3L L DEHNCHHATH 2 Z EHFMEENTVE "

AR-SCD Td % EAOH/AOAL, AOA2 TIRIRERGEBRATHBL S b (CQ2-14 BIH).

IRERHEE) 21T (oculomotor apraxia) &, HMFIRA I AUIIRERZ HHICE) 23 2 L A3TE 5
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3,

12,
5
I,
<

N ek
1)
2)
3)
4)
5)
6)
7)

8)

DRKBSEE

FRRENT AR EEHERTE R, FARBHT IR 2 BHTELRVWHRTH S,
P ® saccade FEE S, EED saccade IFR7=-N TV 5720, BFRIM T2 RLHE &
VAR 2 313% RTINS RGES % head thrust & FREN 2 B X Y [RERE ) % % 101E
68 EAOH/AOAIL TI3/NEHICHRIFEDI WD, RAMNIHEY D 7% < & 0 FERIR
MLERSEBY HIBR O BEEAHE 3. AOA2 T —MIT/NRINCH Y S, BET 5120Ew, HiZk
5.

Pl GEEYIHN. MEERS: T, S0Oba, 2010: p.529-589

K ER. IRIE &M BEE.  Clinical Neuroscience 2005; 23: 1374-1376

Moscovich M, Okun MS, Favilla C, et al. Clinical evaluation of eye movements in spinocerebellar ataxias: a
prospective multicenter study. ] Neuroophthalmol. 2015; 35: 16-21

Pula JH, Gomez CM, Kattah JC. Ophthalmologic features of the common spinocerebellar ataxias. Curr
Opin Ophthalmol. 2010; 21: 447453

BRI IEHG, PIREERE. SRR CoOMREGERREE  FHUNNZYEE. Clinical Neuroscience 2010; 28: 77-80
sk RoOER:. AiERS T, 0%, 2006: p.429-654

Yabe I, Matsushima M, Yoshida K, et al. Rare frequency of downbeat positioning nystagmus in spinocere-
bellar ataxia type 31. ] Neurol Sci 2015; 350: 90-92

RIS, PoERIE R, NEPSE B IRERGEB)AT LTV 7R VE & bR D BIERUGEHE. HARERR
FEIEMERE 2014: p.385-338

N & - sZCLEDRER

Er

& (B 2016 4E 1 7 26 H)

(CERE/NRZE MR /TH) and (IREREBIRE 2 /TH))) and (PT=254K < and CK=t ) 29

32

EPEEL L E N F—FTHEMmL 72
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3. ERFMER - BiR

Clinical Question 3-13 O FSIBAER:

TR/ MU MHEIC S O CRWEERN BN D5 a, EDX
DIEKBEZADD

OFR/NRMEME - ZRMEMECIE, BMHEMRELT, SOREHEEEICEHT
BEREINTLS. ZOfts, TRIESHZL). MERFERDFMERZH o728
&t SCA PEZRMEMEDNEFRSEDHBD, FhEFAENS.

%E

N E=s-8n
B/ NNEMAE - 2 R M EHIE IS BES A F5 e e 2 B3 5.

Wms- TEFYR

Schmitz & (ZRkM EUROSCA if4E12 38T SCAL, SCA2, MJD/SCA3, SCAG6 [&¥# 526 fl%
*4\Z Patient Health Questionnaire (PHQ) % I\ > T 9 DIREZ AL, PHQ 7 VT X A%
Bl Heega, 17%TH 2REZ RO, PHQ ARl T 10 sl L& &) SREE L7
B, 22%I12) D RELHD 2. WML OBEZIZRE 2RO R o7z, ZEBMITTI
SARA HAEME, ZVETH 2 2 EAMVLIfERETTH 72" Lo HI1ddLK CRC-SCA 7812
BWTSCAL, SCA2, MJD/SCA3, SCA6 M 300 4l & kG2 FAkIZ PHQ % VT 9 DIK7E
AL/ E 22, 26% THAER S DR (PHQ 10 sl L) 2387z, Wil L ORI E %
IO Lo 7205, MJD/SCA3 TIIMBOIHEL X ) B\ AL ERE (65%) 25380 bz, 2 4
O follow TZALIZ %, CAG ) ¥'— ML OMIBIZ A > 72" Lisa 513% Rt ZEHiAE 99 5
% X4 Beck Depression Inventory (BDI) & H\ T 9 DIRRED M 2 A L7z, HEE 10%,
SERE39%, MIEZ SO D EAEN80%IC ) DIREE Y, ATHHLEISEEL G A Tnie?
Schrag 5 13 286 Bl D % Rkt ZEifidie % &} 412 Hospital Depression and Anxiety Scale % H\>C 9
DIRRE & ANRE DHPE % 4 L7z, probable depression 43%, possible depression & & % &
T1%129) DIREEZE FRD 7=, AI4HE L probable anxiety 37%, possible anxiety & &% % & 54%12

Lo NCY (A
% RARZEHRE, MAEME SCA Wy ) DIRBBIZEHIEICED 5N, Zoft, RNEREDEHED
MEEN TS,

INTHLHLEERZONLD, MERKMERDOHAEIRZ S 0F L7z &3 HIEFIHEDDH 5 °7

N ot

1) Schmitz-Hiibsch T, Coudert M, Tezenas du Montcel S, et al. Depression comorbidity in spinocerebellar
ataxia. Mov Disord 2011; 26: 870-876
2) LoRY, Figueroa KP, Pulst SM, et al. Depression and clinical progression in spinocerebellar ataxias. Parkin-
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3)

5)
6)
7)

8)

®FETEIR

sonism Relat Disord 2016; 22: 87-92

Lisa M, Benrud-Larson LM, Sandroni P, et al. Depressive symptoms and life satisfaction in patients with
multiple system atrophy. Mov Disord 2005; 20: 951-957

Schrag A, Sheikh S, Quinn NP, et al. A comparison of depression, anxiety, and health status in patients
with progressive supranuclear palsy and multiple system atrophy. Mov Disord 2010; 25: 1077-1081

Parsa MA, Simon M, Dubrow C, et al. Psychiatric manifestations of olivo-ponto-cerebellar atrophy and
treatment with clozapine. Int J Psychiatry Med 1993; 23: 149-156

Khan S, Moore ], Ealing J, Kobylecki C. Psychosis in a patient with probable multiple system atrophy of
cerebellar type. ] Neurol Sci 2015; 358: 501-502

Duggal HS. Cognitive affective psychosis syndrome in a patient with sporadic olivopontocerebellar atro-
phy. ] Neuropsychiatry Clin Neurosci 2005; 17: 260-262

Rottnek M, Riggio S, Byne W, et al. Schizophrenia in a patient with spinocerebellar ataxia 2: coincidence of
two disorders or a neurodegenerative disease presenting with psychosis? Am J Psychiatry 2008; 165: 964—
967

N gmst - sEICLEIREN

Edss (Mg 2016451 H 26 H)
(F BN ZERE /MTH) and (F§ 25 /TH))) and (PT=%7%8%F < and CK=t ) 51 fF
ZOEPEELR L E N P —FTEML
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4. & &

Clinical Question 4-1 DI - BERIRE

'J\lg MAFHEDERIC ED L D TR « AR =ERIET
NSEDh

QBEMLESRFAEEL LT, RIRBFHEETE, BAMEXEESEREZSD
F-ECREH/INMKFE, BYhE, FIA-IhEREEENTHLHICDE -
BRMEEZRE TS (JL— K 1B).

}g OmFE 423 ERE E7)ITI VM, a-fetoprotein &, ALA&Z/—Jb
=i, BREEHESELLE, FHEORELCENREIZHZEDS DA TEEIC
3 (JL—K1B).
OZLXRBEMEDZMICHERRIVE - BERD/NA A —H—IIHEILL TOERLY,

Bx- 868
/AN FREE OO VA7 1 75 ML - BETEMRRE % B S %

R - TESFVR

JNFEAE - SRARAEITEE O /NGRS, AR - B RERE L L COFR/MNETE TS
B0, B 5HCITNGHE - R EERE, HCREIG Lo, ES IR LR
ek, AHWREEICED JGRE (DT, St/ REE & KiL) THh D 0h, 022125
JCRHiEED D

= 1 TR T RE 2 b s M/ NI SR BRHE O 88 B VA 20 AR A & 7R 9 20 LA <L HIR R
RIVEY, ©¥ I VB "B By, FLTADAEOIRAFIZIEDIMARE, 73— VEEROY;
BN BEREEOF M2 E 2 MR T 5. B ORIEN/ N ETRE O FREE T 2 EARIE X
RN S 5 2 LB 5720, HIRIRBEREIC A2 & 3750 TPO diufk, Hithf oru
7)) YHERDOWEZIT, WD OS G IERIOCE Z MRS 5 2 LD BET, &5
WZHLNAE iR T TR 5 ° Pt GAD LRI ) 7 ¥ ¥ Hudkbath o /N ISRE S 51 &
ntesn, M*ﬁﬁibw EERRASHE ST T 2 56%, A7V 7 u—X X - 37
O— X A% e GA21E, ISR EOPRIUABE L TWwab LifEE S 5.

muﬂ&,%&m&&w%mﬁmﬁmm%ﬁf®$ﬁ®$%Tk&éU R ERGE B JAT & K

TIVT I VIE % f£F 9 RISELEE S TE (EAOH/AOAL) K7 V7 I VIE, WaLATFa—
WIMFED A H%. AOA2 (SCAR1L) & Bl M i LR MR B 39 Tl o-fetoprotein 25l & 7%
5. WEEEAEETIEI LAY ) —VEflE, BIEAEY A ba 7 0 — 13RSI AT &
%A, I MI VY THIEE CKMES, MG - SROAR, CLVE YBOMEISZEIILRL T
LB 5.

% SRR ZEAE O FIB WA I 2 M - B O < —h — I3 L T\, 5%
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OMm% - BBRRE

&1 AEPTREL/NRIE DR IS A AR MAIRE

SRR MRIEE
REAE &I Rz E43X2E (B, Bs B
FRRBRASRE(R T FRIRBR i BE
BRI NIV RNUTR LB, EILEVER
FRE 7L a—JuiE R EEAR
HH T I N VREED
Bo®EN GEHERESEME) | BAME HTPO, Y1 msB 7>, NAE Hifk
1 GAD HiiARE It GAD #iff (&R / MmisLL)
JIT > RERE o7y, TG2 Hiulk
ZDfth 1 Homer3 /A, #1 TP fitfk
Bzl (EESE) |EESENMEME  |#1 Yo, Hu, VGCC, Ri, CRMP-5, Ma-2, Zic, mGIuR #ifk
F7Vo0—X2A - R, Hu, Ma-2, Yo, CRMP-5, VGKC #ifk
AU O0—X AEREE

A BREREETDABIRDPELNTOEVDODDHD. REEANORELED.
(X#t 2, 3 KW—H#B5I)

HihE & 28 —F 2V YIHOERNS, TIUF = YA 2R EAVE Y (GH) O RIBA% Rt
FHE TR T LR T W E O HIL SN AHS, 2010 4F Gardner S 13/t EB) 250 AYH .o
% i ZAniE (MSA-C) 14 B, EBIEIEHE O /M F%E (IDLOCA) 11 #, Friedreich (7)) — FF
A e) EEIFGRIE 10 B, #HE 10 FlOZN2ho GH ¥ — 2 HICHEAIZRL, 2hEdbT
VFZVF A MEIMSA-C OBWICHEHATIERAVERRLTWS (ZEFALANIL Vb)Y,

N ot

D ok AR FHNRETHEOBWO T VT XA, T2 F 2TV - AREREORR M & EB) SR,
ik AW i), HilifEsE, 2013: p.75-83

2) #H D, WARIER. REMWMRERE. 72 F 2 7V - MR B ORI ¢ M & EE L, it AR
(GfmsE), wHibE, 2013: pl66-171

3) BUkdhF, ORI Bk HORIZEME/NREH. Annual Review 2013: p.204-210

4) Gardner RC, Schmahmann JD. Arginine test is not reliable for diagnosing cerebellar multiple system atro-
phy. Ann Neurol 2010; 67: 404-408

N g&Es - sZCULEDRER

PubMed (#%20164-1 H 19 H)

(((((("Cerebellar Ataxia/blood"[Mesh] OR "Cerebellar Ataxia/cerebrospinal fluid"[Mesh])) OR ("Multiple Sys-
tem Atrophy/blood"[Mesh] OR "Multiple System Atrophy/cerebrospinal fluid"[Mesh]))) OR ((hashimoto's
encephalitis) AND ((blood[MeSH Subheading]) OR cerebrospinal fluid[MeSH Subheading])))) AND "Diagnosis,
Differential '[Mesh] Filters: Humans; Japanese; English 41

EeE (32016 451 1 19 H)

(SRR ZEMIE / TH) or GEBYJFE-/N A / TH) or (F§ARNAE / TH)) and (([IMLIEALA%5347]/ TH) or (Wi /TH
or Bt/ AL)) or (H &4tk /TH or H E4ifk/AL))))) and (SH=:2 Wi FI ], E5 W, B K5 W7, X Sas W i A% s
Wt B & I RS WT))) and (PT=43k8%bRk  and CK=t ) 74

EPICEE R E N FY S —F Tl 7z
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4. & &

Clinical Question 4-2 QmlfgieE—a. MRI
INSSAAE EIRVE D MRIFRRIZED &S EE DD

[0 OMHEEEO—BOREICHVTREANLEGHREST 5600, EEBHOH
Z=3 TREELIET BORETHB.

N E=s-8n
NI DSTIREIC BT A MRI MO &2 I S5 229 5

Wms- TEFYR

TP HARICTHED S W& R ZEHMiE, Machado-Joseph #%§ (MJD/SCA3), SCA6, Btk
Bk BBV A R ZiE (DRPLA), SCA31, SCAl, SCA2IZ2oWT#T % (CQ1-11 BH).
F7z, RS ELDAHMC IR & R o & LT ARSACS (Charlevoix-Saguenay B4 #E (R
PR ICHTE), FXTAS (Mesy X Bk / JCHEMERE), GSS (Gerstmann-Straussler-Scheinker
) IZOWTHIRHT 5.

% SRR ZEAERE D MRI 12D W T L ORI TH - H/NME - /NiZEHE, hot cross bun
sign (HCBS), #ttZefi, #odis yMIHs T2 s i {gANE 5, AMIRIREE S S hvtw
5. UL, /IMWZEHEE < ONRERE THA S NBIICT 2 583K <, HCBS 3% %
ﬁ%ﬂ‘ﬁfftt%«ﬂ@& LNALFTRTH HH, MOFH/NIEEEICDALNLIRATHY, HCBS
DIHT MSA-C LBl 5Z L IZWNEETH 5 HICEETHLEDNDH L (CQ4-3 ). MJD T
NG, B, LN, RTSEEE, MBSO FEME 2 R0 5 130 (TEFT VALV Vb)Y, T2 S
%6 & U FLAIR W12 THANREEROMBIREFE 5B M s Twn s (TETALANIL Vb) 2
SCA6 & SCA31 iZ MRI T/ % 3850 B I T liZ e v b O, SCA6 & SCA31 O
W Tl SCA6 TH 4 IME DK, WM OZE 2Rz L|iE ST 5 (I EFVALAN
JLIVb)®. DRPLA T - NMxoZE#, KINAEOILHFZ T2 RfE 5 % 58 S ofT
LR Y U= ML OMBPHE SN TS (TEFVALANIL VD) SCA1,2 (s &
DO ZEHEERD LD DD, HCBS 1ESCA2 T VB LR (TEF Y ALANIL Vb)?,
1 - /MO ZEHE D SCA2 TX D EHICH 5 (TET AL Vb) ¥ ARSACS 13 T2 5
Wi{% /FLAIR IZ TREICARIMRE T &2 ) S &3 NnTB ) (TEF VAL Vb)), EXTAS

TIEH/NE & K O T2 mnvwb M TH DL (TETVALANILND) Y, F72, s
AR TR B\ RE T 2 B iGSS’?:a&)t )k VR ERRED .

ui@ﬁ?1%eFﬁ%; V)@xbﬂm@«&@%fﬂa% R BYEAIZ1E SCAG & SCA3L # N H T B B
B b, HARTIIE A PMREMIE (CCA) O5FN &)Zﬂb‘ BAVEIRAERITH ), ARIETIE
S U\, @Q/NIE BEICIRZ %2 780 D BR1E SCAL R SCA2 # N H T LEL DY), 1§
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QBgRE

D T2 A5 5 1Z ARSACS, H/NEBI O T2 FH{5 %51 FXTAS ORI 2 %3 2. QUM% - e - &
BEALNTIRZE & 3000 B 541213 MSA-C %° MJD/SCA3 %, @WAINEEIZHZE 2 80 558121
DRPLA & FXTAS #EMICH T LENH 5. ZOMEOKMEZ LI DWI TrRlES %80 54
BIWECSS #5017 ) F VIREHEINCHITLLEDNDH Y, O/NMEZEMERDO R VD L I3l
JEDYG A IAEAME 21X Ud & L 72 0 /N ISR % 01 b\ F 2 LD 5.

72, MRI % 272 voxel based morphometry (VBM) (2 T/NJEHHE DR H % 5343 % 5k
bdH 5. VBM i MRI BN {55 HIKAE & HE % 08 - i L, ENENoFEiE 2 2 iIcEF
filid2Z &AHETH 5. MSA-C, MJD/SCA3, SCA6, SCA31, DRPLA \Z3B\} % VBM DOHf
FEIT BT MSA-C TUI/MMEER - BB A HE 20 K AU 2800 & /N - B - NI 200 ¢
W EZEMFT %, MJD/SCA3 T H /Mg - e - /Nix o [ ZE4E, DRPLA Tl
e - BRI E D DR EE U FEME, SCA6 & SCA31 TId/MiEEk - MELDIK AV ZHi % i80, h
AN - BRER O FURZEMTRO R W ERE SN TB Y, FR/MNNETEEOHBEIZ I IC VBM 28
HHZREMED D 5

N et

1) Murata Y. Characteristic magnetic resonance imaging findings in Machado-Joseph disease. Arch Neurol
1998; 55: 33-37

2) Yamada S. Linear high intensity area along the medial margin of the internal segment of the globus pal-
lidus in Machado Joseph disease patient ] Neurol Neurosurg Psychiatry 2005; 76: 573-575

3) MR F-. Spinocerebellar ataxia type 31 (SCA31) @ B IR 1%, i {49 Jl—Spinocerebellar ataxia type 6
(SCA6) & D/NHMERED HLBARES . BRRHEY: 2014; 54: 473478

4) Koide R, Onodera O, Ikeuchi T, et al. Atrophy of the cerebellum and brainstem in dentatorubral palli-
doluysian atrophy. Influence of CAG repeat size on MRI findings. Neurology 1997; 49: 1605-1612

5) Lee YC, Liu CS, Wu HM, et al. The ‘hot cross bun’ sign in the patients with spinocerebellar ataxia. Eur ]
Neurol 2009; 16: 513-516

6) Della Nave R, Ginestroni A, Tessa C, et al. Brain white matter damage in SCA1 and SCAZ. An in vivo
study using voxel-based morphometry, histogram analysis of mean diffusivity and tract-based spatial sta-
tistics. Neuroimage 2008; 43: 10-19

7) Martin MH, Bouchard JP, Sylvain M, et al. Autosomal recessive spastic ataxia of Charlevoix-Saguenay: a
report of MR imaging in 5 patients. AJNR Am J Neuroradiol 2007; 28: 1606-1608

8) Jacquemont S, Hagerman R], Leehey M, et al. Fragile X permutation tremor/ataxia syndrome: molecular,
clinical, and neuroimaging correlates. AM ] Hum Genet 2003; 72: 869-878

9) HIWETE. AFHI/NINZVERE O WIS W12 3B 1) % voxel-based morphometry D7 HE. Brain and Nerve
2014; 29: 699-704

N & - sZCLEDRER

PubMed (#2016 41 7 19 H)

(((((Multiple System Atrophy[MeSH Terms]) OR Cerebellar Ataxia[MeSH Terms]) OR hashimoto's encephali-
tis)) AND "Magnetic Resonance Imaging"[Majr])) AND "Diagnosis, Differential"[MeSH Terms] Filters: Humans;
English; Japanese 59 ff:

EAEE (MiZk 2016 41 H 19 H)

(AR ZEHAE /TH) or (GEB)JEHE-/NPE /TH) or (B AMAE /TH)) and (MRI/MTH))) and (PT=2% ik K <
and CK=t b) 85

EMICEEHZ N Y P —F Tl 7z

v 157 &



4. & &

Clinical Question 4-3 QlfgiRE—a. MRI
hot cross bun sign Hi*dbhiL, MSA-C EL CLULH

HE ©hot cross bun sign (HCBS) i& MSA-C (###y7%: MRI FTR & L TR#ENT
15 L5745, SCAIZE HCBS 2883 ZeHHY), HCBS OHT MSA-C £2HiT
BNETRRVL(FL—K 1B).

N E=2.8n

MSA-C OW{§Z Wiz BT % HCBS O HHO A 4% M4

W TEFYR

% SR ZEAAE O BT MRIT2 SR W 1% 1/ B 2 B RUERAE ORI ZER, 70 7
M A 2 B U CRE LIS HCBS 280 5 Z LIS TW 5
LA L, 13819 SCA (SCA1, SCA2, MJD/SCA3, SCA6, SCA7, SCAS8, SCA17) & fdtsa > b
a— )b 102 B BT BFZEIZ BT SCA D 8.7% 12 HCBS % 38%, %A TdH SCA2 Tid 25.7%
EHBMRERICRD -2 EPMESNTVL (TEF VAL Vb)Y
F72, SCA ODRRIIBVTDH 4/6 1 (66.7%) I\ HCBS # B 7-Z L bFHEBEINTED,
HCBS ® & T MSA-C L BT 5RETIEHWVW(TEFT VAL V)2

N ot

1) Lee YC, Liu CS, Wu HM, et al. The ‘hot cross bun’ sign in the patients with spinocerebellar ataxia. Eur J
Neurol 2009; 16: 513-516

2) Ozaki K, Doi H, Mitsui ], et al. A Novel Mutation in ELOVL4 Leading to Spinocerebellar Ataxia (SCA)
With the Hot Cross Bun Sign but Lacking Erythrokeratodermia: A Broadened Spectrum of SCA34. JAMA
Neurol 2015; 72: 797-780

N gt - sECLEDREN

PubMed (#2016 41 7 19 H)

(((((("hot cross ") OR "cross sign") OR "cross bun") OR "hot cross bun") AND (Humans[Mesh] AND
(English[lang] OR Japanese[lang])))) AND (((Multiple System Atrophy[MeSH Terms]) OR Cerebellar
Ataxia[MeSH Terms]) OR hashimoto's encephalitis) AND (Humans[Mesh] AND (English[lang] OR
Japanese[lang]))) Filters: Humans; English; Japanese 39 -

ErheE (3 2016 451 H 19 H)

("hot cross bun"/AL) or ("cross sign"/AL) or ('cross bun"/AL) or (7 @ AH A » /AL)or (kv F 7 B AN /AL) 1514
EPICEELRZ N Y K —FTEML 7z
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Clinical Question 4-4 QlfEiRE—a. MRI

MRS &&ISBHD

i
3

O3 hIYVNUFZERICHS/PMRRIBETIE, /N IKRD MRS A BE—/®EDE

OF /e, —HBOBREIEEIE/NMETEE/NpEEEN KA H BHIL DS R BEHE (MSA-

BICERTHS (JL—F 1B).

C) ORI MRS BERADE LhRW (J L— K 2B).

CIY=)
I PR

E[:y]

IR SSTRFE DFERNZ BT 5 MRS OF % a4 5.

o st -

IEFVR

AR ZES I b3y B T 1LERORGE TIE 9 6 C/MEICARY — 7 miiz B &
OHENDH Y (TEFTVALNILND)Y, I bay B 7EEITHE S DNREMEEOSNIC MRS
BHEREEZEZONG. DMREEBJCH 2 H VoL Rt Z M (MSA-C) 15 o Hesou Far 4 ¢
i, 15 - EHECT ORI 2 R8T 5 NAA/Cr KT 28, SER IR SN Tw5 (TE
TUALNIL VD) *2 F7z, 1 EHETH )+ — ¥ A% IRKET % myoinositol O_F5-AY MSA-
COMBHMMEMPELTWE I LAMESIN TS, Oz HII/PMCEER, HEE, D MRS T
chemical shift DEWV A5 MSA-C, SCAlL, SAC2 AEHTHETH -7z ME L TW5 (TEFY
ALANILND)

N ot
1)
2)
3)

4)

Boddaert N, Romano S, Funalot B, et al. 1H MRS spectroscopy evidence of cerebellar high lactate in mito-
chondrial respiratory chain deficiency. Mol Genet Metab 2008; 93: 85-88

EES TR, TP, RIS, MSA-CIIBY 5 3T HAIIE AR b a2 2 ¥ — % fv gt
W DRERF I ZEAL. R AES: 2011; 51: 1439

AP, 3.0T 1H-Magnetic Resonance Spectroscopy & V> 72 Rl ZEiiiE 1 45 1F 5 8 myo-inositol
DIERT. FriE PR - SHERE 2010; 124: 377-385

Oz G, Iltis I, Hutter D, et al. Distinct neurochemical profiles of spinocerebellar ataxias 1, 2, 6, and cerebellar
multiple system atrophy. Cerebellum 2011; 10: 208-217
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N gEms - sEICLEDRER

PubMed (#2016 41 H 22 H)

((((((Multiple System Atrophy[MeSH Terms]) OR Cerebellar AtaxialMeSH Terms]) OR hashimoto's encephali-
tis))) AND Magnetic Resonance Spectroscopy[Mesh])) AND "diagnosis" [Subheading] Filters: Humans; English;
Japanese 52 {4

Eohis (22016 451 H 22 H)

((GEEIFIE-/NRE/ TH) or (% REZEAIE /TH) or (FGAUNE /TH)) and (BRILB AR b1 22 ¥ —/TH or
MRS/ AL)))) and (SH= W IFIHH, 55 W, I 45 55 W7, X 2 W, JBCRPEASRE 55 W B35 5B ) 30 14

» 160 »
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Clinical Question 4-©  Q@GIRE—b. ¢ DIEOEHRE

1S_JPECT BREREZD. KWEEIO SPECT IRE O
o

QEERFAEDREED/NEAED ZFRT 5D AT SPECT IFMTHS (JL—FK
10).
ﬁ BO—F, PHEREDNRE%Z SPECT ICK BT ADIZREETH B, Gerst-
mann-Straussler-Scheinker fEf&Ef (GSS) (F/MHMFRIE T Z RSBV D
£<, DHORRICLRDIEEDHS.

N ER-Bn

ISR O8N BT B BRI SPECT DR ENIZ O W TIRHT 5.

0@t TEFYR

MJD/SCA3 T, 5Bl HARNEE DOMEFIZHB T IMP-SPECT CT/MMOZEHEOFLEE & HHEI
BVUNRIMFE O T3 5 L W MENH L (TEFTALNIL Vb)Y %72 MJD/SCA3 12 i
? HM-PAO SPECT 2 & 2 Ra) CIXRTEAZE T &0, MISHIENM - 4ME, RBGEEAE, /MR EER O
RET2AME SN TWE (ZEFYALNIL VD) Y %72 MJD/SCA3 12 1@ IMP-SPECT D
TG, ADREGTROERKTARMEINTE Y, SN SIERIEFR & OB RMERD Y,
/NBPEER O MLHEAS ICARS (CQ 3-2 BR) LB A Z R LCTEY, TR OREB TF O 24
DOFEIZ X S FHBOMBE TSRO OENL EHEEINTHWE (ZEFVALANIL VD) ?,

SCA6 Tl ECD-SPECT T 10 1% 9 BIDIEHR I > b 1 — )b & Hig U/ G & /N 3k o 5
B2 MFRAR T % 526, /NN IERO JF AT MINGE (fCBF) (34835 B o f2 5 & MBI & % 25 CAG
Y E— hOMER LMD R o 72 E LTV A (TEF VAL Vb)Y, 72, SCA613#1
EIEF a Y b —)v 21 BlosEL LA A & IRIALR SPECT %tk L 2zMEt T, fERIfET
BUERRNE, SRR, BITHEREIME T L CB Y, prefrontal DRKIMTTHET & HIBAIDH - 72 & it
HEEINTWE (ZEFVALANIL VD) ®.

SCA17 T, MAEIRS &8 AE L Y WIMIMHE SPECT CT/MKIMLF AL T 257 22 o 72 5EBIAS, 76
JiE 7 AERI/NIIEIR 2 3 L 72 2 & CHfa T3k shzpld d ) (TEFVALANIL V)Y, 5
SERIH 2> S ORIMLFE SPECT (2 & 5 BV AS I e 22 61 & A7 A5 5.

% AR ZEAHE 36 7] (MSA-P 28 5, MSA-C 8 i) ® ECD-SPECT DAl Tld/ = v v Vi<
IEEBNCH LT, BodtadB, W OREE, 46, /aisE, #3E, fPREclmmsEr L, M
PHEERT T (B, B, T oMM L Twb EHE SR TWE (TEFVALANIL Vb)”

Gerstmann-Straussler—Scheinker JEfERE (GSS) 122V Tl IMP-SPECT TR BN E AN
FFEA 2B, FRCBREEISROINLAEIK T 2R3 —F, T2 0 Lfr TR E 2R §
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22 5 /MMM IE R 72N % Lt (TETVALANILND)® 258 ), FREHFO IR
DHHMEMEEIN TS,

AN D RFREIR 2 229 2008 T, — AN SPECT T /NI LS o> ML AR T 37
REND.

N ot

1) Takahashi N. Regional cerebral blood flow measured with N-isopropyl-p-[123IJiodoamphetamine single-
photon emission tomography in patients with Joseph disease. Nucl Med 1994; 21: 615-620

2) Etchebehere EC. Brain single-photon emission computed tomography and magnetic resonance imaging in
Machado-Joseph disease. Arch Neurol 2001; 58: 1257-1263

3) M I Ty N Ve 7HICET D HARAEIR & PLIMP SPECT T ROFHIIZ 2w T, BRI
2001; 41: 574-581

4) Honjo K. Quantitative assessment of cerebral blood flow in genetically confirmed spinocerebellar ataxia
type 6. Arch Neurol 2004; 61: 933-937

5) Kawai Y. Prefrontal hypoperfusion and cognitive dysfunction correlates in spinocerebellar ataxia type 6. ]
Neurol Sci 2008; 271: 68-74

6) KH . BATRATZ D7 SCALT O LB AR MRIFTH 2 Huli. HifEAER 2006; 64: 528-532

7) Cilia R. Brain SPECT imaging in multiple system atrophy. ] Neural Transm 2005; 112: 1635-1645

8) Arata H. Early clinical signs and imaging findings in Gerstmann- Straisler-Scheinker syndrome (Pro 102
Leu). Neurology 2006; 66 1672-1678

N gmst - sEICLEDRERN

PubMed (#:% 2016 4F 1 H 27 H)

((((((("Spinocerebellar Ataxias/diagnosis"[MAJR]) OR "Multiple System Atrophy/diagnosis"[Majr]) OR "Prion
Diseases'[Mesh]) OR hashimoto's encephalitis)) AND ((Tomography, Emission-Computed, Single-
Photon[MeSH Major Topic]) OR SPECT[Title/Abstract]))) AND diagnosis|MeSH Subheading] Filters: Humans;
English; Japanese 121

EEE (Mz 2016 451 7 27 H)

(% R K ZEH5E /MTH) or GE B) 22 3 % /N B 2k /MTH) or (16 A<l % /MTH) or (7 V) # > % /MTH)) and
(SPECT/TH))) and (PT=23###bk < and CK=Yt I and SH=:Z Wi I9F FH, 75 W7, I8 {5 55 W0, X M35 W0 O A At a1y,
B2 W) and (SPECT/TA)) or (% RMZEAEAE /MTH) or GEB) 2 FHE-/ Mtk /MTH) or (F6 AXAE / MTH)
or (7' 4 ¥ i /MTH)) and (SPECT/TH))) and (PT=23i#§%Fx < and CK=t I and SH= Wi 10F] &, B {53
WIF, X S5 W, B PEAZ AR RS W B IS IT)) and (SPECT/MTH)) 45

EPICEESCH A N FY S —F TEIML 7z
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Clinical Question 4-6  Q@EIRE—b. ¢ DILOEHRE

B/ MU PHE « ZRBERAEDERIIC MIBG Df >
FI5T 14— EDL

.
£

OZRMEMETIEMIBG DB F I 571 —TEHEET 2RI ZEDHBD, R
REFH/DREHEOREICE O TREREBET 2RI E0EH Y, BH/PMREMRE -
SRMEMEZERNTHREL LTRIERIALZWV(JL—F 1B).

=288

NSO BT B MIBG Uiy v F 75 7 4 —DRENZOWTIRBET 5.

W TEFY2R

BRUNMNAZMEAE 2 G & L7z MIBG il v v F 75 7 4 —DO#i1EA % \vx. Rosa D spin-
ocerebellar ataxia (SCA) type 2 &/3—F >V VF, IEFI ¥ bu— Lz ZhEh 963K L
7oRBRCIE, HERS (H/M) oW TIE R I, %R E 12, SCA2HEASIEH I~ Fu—)
FOHEL, N=F UV UHEHELVEEI-72. BB LIEICOWTIE, 7S—=F 2V VRN
THELTWDLDIZHART, SCA2HLIEF Y PO —VHETIMEMN R E I o720 72, H
HARRE S A 9 MJD/SCA3 @ 12 BIoMEtTid, IEH T > ba— VERICH U CTEN 2 BRI
TAVREN, SRR T OB L ERIN TS (TETVALANIL VD)2

—J, BRMBEMIEIC OV TIZFIINN—F Y ViR 0ENZ2 By E L7 b Bitse T
D, FBUNRZENERE & O 2 U283 A 5N, Orimo 513 13 Dfff%e% b 212 L7z 2
57FI Y AE(ZETVALANILVD)®, Rascol 513 14 DIfFE%E b & 125 RIMEHIE L 73—
XUV VR, IEEBIEOREEZ (TEFVALNILND) Y ZRZRHELTWAS. WFhd %
SARZEAIE D MIBG OERML T ORI R L 2%, IEHW EMEMET 2R L TW5. s, IEH
OV P UHEE KL TRERENRVEVIHE(TEFTVALANIL ND) 57, N=F 0y
VIHIEETHWICLTHIER I Y = VX D RERKT T2 L vy HE (TEFT ALY
Vb) 5% RIHEDOAERKT 2R T#HE (TET Y ALANILND) O % E0H %

INLEEETHE, MIBG LY ¥ F7 5 7 4 — CTHB/NREVESE « 2R EMIE % 85
THDIXHETH 5.

N ot

1) De Rosa A. Reduced cardiac 123I-metaiodobenzylguanidine uptake in patients with spinocerebellar ataxia
type 2: a comparative study with Parkinson'’s disease. Eur ] Nucl Med Mol Imaging 2013; 40: 1914-1921

2) Kazuta T. Autonomic dysfunction in Machado-Joseph disease assessed by iodinel23-labeled
metaiodobenzylguanidine myocardial scintigraphy. Clin Auton Res 2000; 10: 111-115
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3)

4)

5)

6)

7)

8)

9)

10)

Orimo S. 123I-MIBG myocardial scintigraphy for differentiating Parkinson’s disease from other neurode-
generative parkinsonism: a systematic review and meta-analysis. Parkinsonism Relat Disord 2012; 18: 494—
500

Rascol O. 123I-metaiodobenzylguanidine scintigraphy in Parkinson’s disease and related disorders. Mov
Disor 2009; 24 (Suppl 2): S732-S741

Reinhardt M]J. Scintigraphic differentiation between two forms of primary dysautonomia early after onset
of autonomic dysfunction: value of cardiac and pulmonary iodine-123 MIBG uptake. Eur ] Nucl Med 2000;
27: 595-600

Taki J. Peripheral sympathetic dysfunction in patients with Parkinson’s disease without auto- nomic fail-
ure is heart selective and disease specific. Eur ] Nucl Med 2000; 27: 566-573

Kashihara K. Reduced cardiac uptake and enhanced washout of 123I-MIBG in pure autonomic failure
occurs conjointly with Parkinson’s disease and dementia with Lewy bodies. ] Nucl Med 2006; 47: 1099-
1101

Yoshita M. Differentiation of idiopathic Parkinson’s disease from striatonigral degeneration and progres-
sive supranuclear palsy using iodine-123 metaiodobenzylguanidine myocardial scintigraphy. ] Neurol Sci
1998; 155: 60-67

Kollensperger M. Diffusion weighted imaging best discriminates PD from MSA-P: a comparison with tilt
table testing and heart MIBG scintigraphy. Mov Disord 2007; 22: 1771-1776

Saiki S, Hirose G, Sakai K, et al. Cardiac 123I-MIBG scintigraphy can assess the disease severity and phe-
notype of PD. ] Neurol Sci 2004; 220: 105-111

N B3zt - sEICLRDRER

PubMed (#:%% 201641 H 26 H)

((((MIBG[Title/ Abstract]) AND Multiple System Atrophy)) AND diagnosis)) OR ((("Multiple System Atro-
phy"[Mesh]) AND "3-lodobenzylguanidine"[Mesh]) AND diagnosis[MeSH Subheading]) Filters: Humans; Eng-
lish; Japanese 55 1

EAss (B3R 2016 45 1 H 26 H)

((((SE3VZ i / TH or #3357/ AL)) and ((Iobenguane/TH) and (SH=a2 Wi 9 FI ) and (% RFEZEHIE /TH)) or
((MIBG/TA) and (% 2 ZEHE / TH or £ RMZEAHE /AL)) and (W1 /TH or Wi/ AL))))) and (PT=238kK: <
and CK=t ) 60 fF

EANCEERE N FY Y —F L7z
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Clinical Question 4-7 QWAL IR
BT HFRREDSREGHME D

O/NBitsEE B 5 % Sl 3 5 iR IS RIS R L TR
OB R/NHEIEIC BT 2 EREBSIRE L SICEEE SR N REEEICHV TR
R EERE, HER, AEBREFREBMICKLY, FEHE  BHERRFED
i3 A ETEYT BHIThbh3 (FL— K 1B).
OZRHEMEICHV TEHIRBEDFMEEE L CIIFIENSHOHER %S CHHRE
HREDHS (FL— K 2B).

N =288
BN EVERE SR AN B 5 BRAEH AT O EIG & EFRIZOWTHRET 5.

W TEFY2R

BREINZE VI |2 B CMMEERE % 579 2 B B Tk & L CROBHRMRE, HAURIRX,
AN RS 72 3D B 2%, — MW L L TR, RINICHEBEN ACB U 5 B
FHiliE & L COMEAE T NS,

BARVET BN ZE T Tl W 22 ORI B W CHARB L TR = 2 — 1o >, B
iz z—0roREICX L KMMRIMEEEZ ST 5. 2o 0RBICEI) 2 EXEHEN
MAEOESRE LTI, R ERE, HEK, AMEEFBEMICED, KA - Hib
BRJIREDEPERET L2 BTSN L. MJD/SCA3, SCAL, SCA2, SCA36 7% & Tl
SRR R R S (HIRRAIRZE 12 X % neuronopathy) Z & 0E L, WS 2#ED % 5 2 THH
THhoH(TETVALNIL ND) V2 SRR EOFHE & L CResHzE BRI X 2 iz
HIFE OFMIIAMNTH 50, HITTEXBMXIIBESNTEY, FERN 2 RS oL
LB LD HNTH 5.

% AAREHIRE TIE ARG AR LA S N W 2O MR EEME, HENIIIER TH L, H
HERBEE OB BN S TH 5. PIREEEOMHE - iz & L CILMFRI oM B %
GUPRETEMRA DD 2. TR O T RNE 55 3 B HUAT O HRIEHE K & Fpie by R T R ASiR e
SN5H, HARTIEIITT AMEIE IO NS, JHREED A7) —= 2 7 LT3
WA & B FRRME Q00mL DL EAEE) 23R8 - o Mr6E R L2255 (TET Y
AL Nb)?,
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1) Linnemann C, Tezenas du Montcel S, Rakowicz M, et al. Peripheral Neuropathy in Spinocerebellar Ataxia
Type 1, 2, 3, and 6. Cerebellum 2016; 15: 165-173

2) Escorcio Bezerra ML, Pedroso JL, Pinheiro DS, et al. Pattern of peripheral nerve involvement in Machado-
Joseph disease: neuronopathy or distal axonopathy? A clinical and neurophysiological evaluation. Eur
Neurol 2013; 69: 129-133

3) Yamamoto T, Sakakibara R, Uchiyama T, et al. Time-dependent changes and gender differences in urinary
dysfunction in patients with multiple system atrophy. Neurourol Urodyn 2014; 33: 516-523

N #x%=st - sECLEDRER

PubMed (#2015 4F 12 A 30 H)
("Spinocerebellar degeneration” and "Electrophysiology"[Mesh]) 115 ff:
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Clinical Question 4-8 OPFEIRF - 1R HPHR A

AR/ IHIE » SRR DM CHREIRP S L O
MEHEHREIL I DD

BRRIRE & AV cREBHERIRIRE L EOMRERMREIL, NPHIERDES
ZERBRLTELADREFMREZETHHFERATHS (JL—K10). LHL, BE
ISR RGP RITBOHEL.

OFM/NREREDSS, SCA7T TIIMHREBREMEPHEMEXME, Charlevoix-
Saguenay (Y v LI T 7 - YV X) MELBHRLUHERHEERFE

HE (ARSACS) TI3#lRABERHEE L CRERNRRERDSRD S5NB7H, RERE
L5 PRFSEERRE (optical coherence tomography : OCT) %R\ HEIRRE

DFfIEIERTHS (VL— K 1B).

O3 hIY NU7EEFRRICERT Z/MKAEPEREBAREECETR/IRHE
HED—HOBRY TIIHEZSHT HEEDNEL, FEMTHENGE (F-FT75
L) PEEERRRICZEAVCEREEORE ERERUOFMIIERTHS (L —

K 1C).

Bx - 88

FRENNEVERE - Z SRR EME OB Z M 2 ED 2 9 2 THMZ, AEIES X O H R
KA D WTHRT 5.

e - TEFTVYR

FRUNRZETERE - 2 R ZEME (B O IYERE 2 5Fl§ 2 7200, 00, Bk, im
A, WEALRAE & 0o 7o — MR 2R IRAHR A SN 2 T, IREREB)IE & 2 574l 5 2 H i TR SRR
(ENG) & H\ 7z 8L EEPEIRR IR A 2 & OAREIREL - i HRRAES TS hH 2 LB 1, /h
iR i R DB E 2 S L T4 OREIT R 2 29 5. Lo L, FRUNNENE - 2R ZE
JED LRI R I RN 2 REHT RIZRRD s v (ZEF VAL V) V2

—H T, WHOREMEETEF NN (SCA) 1281 2 Mgl R WA MO & 0F
(& SCAT \ZHEBIITH 1), /ANIIRFRIE & RS R 2 6 BF 5~ B PR JCRAE 12 35 1) & R AT AR
#EHE 13 Charlevoix-Saguenay (¥ ¥ WV 7+ 7 « 7 4 ) B Ge s R 45 P (R P 1 O A e
(ARSACS) IZHBM AT R TH 5. ThbHOMMIIB 2 HIRBENICE VTR, BURHRIUR
7 A T % 72 RS R 6T P o (optical coherence tomography : OCT) % v 78[5
WA DA TdH B, SCAT IZHB1F 5 OCT Fril & LTI Miserftiiieid (RNFL) D IEHAL
PHE SN TBY (TEFTVALAIL V)9, ARSACS 128515 % OCT il & L Tix RNFL DR
PREEINTWE (TEFTVALANIL V)4 F72, SCAT UAHZ D SCA2 % MJD/SCA3 IZBF
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5O0CTHROBHELHME SN TVE (TZEFVALANIL V)Y MJD/SCA3 @ 9% (18 1R) »
OCT it Lo f# 47 T1x, RNFLJE 13 SARA 2 27 £ B OMHEAZED 54, RNFL O #w
MJD/SCA3 &I LHIEESFE -2 (TEFVALANIL V)7

BRI MEAE - 2 R ZEME (20 ) A E R OER e LCTiE, S ba vy MY 7THEIZT
2R ST IR 3 2 /N S R R0 Gt AR M AR T B B NI A M O — S O R T IS B 2 1 5 2
EDHHRENT WA, it D SCARRIZWRE Licd —VF ¥ T AR MerE 5 B A (BAEP)
(2 X B HRHYIRNT ClE, BT X — 7 —OFENRE oOME A SN b h, BWFET
EEIFREO D L RIZBED SNV (TETFVALANIL V) F72, 13 %40 SCA36 B
BWT, +—=IF 75 L% BAEP & IV /RNTIC X ) hod SCA JiRTI R0 L AR 25 |2 b C e
WO T & CFHET LIV 43dB) A SN Tn b (ZETVALANIL V)2

N ot

1) Schéls L, Linnemann C, Globas C. Electrophysiology in spinocerebellar ataxias: spread of disease and
characteristic findings. Cerebellum 2008; 7: 198-203

2) Buttner N, Geschwind D, Jen JC, et al. Oculomotor phenotypes in autosomal dominant ataxias. Arch Neu-
rol 1998; 55: 1353-1357

3) Manrique RK, Noval S, Aguilar-Amat MJ, et al. Ophthalmic features of spinocerebellar ataxia type 7. J
Neuroophthalmol. 2009; 29: 174-179

4) Pablo LE, Garcia-Martin E, Gazulla J, et al. Retinal nerve fiber hypertrophy in ataxia of Charlevoix-Sague-
nay patients. Mol Vis 2011; 17: 1871-1876

5) Garcia-Martin E, Pablo LE, Gazulla ], et al. Retinal segmentation as noninvasive technique to demonstrate
hyperplasia in ataxia of Charlevoix-Saguenay. Invest Ophthalmol Vis Sci 2013; 54: 7137-7142

6) Pula JH, Towle VL, Staszak VM, et al. Retinal Nerve Fibre Layer and Macular Thinning in Spinocerebellar
Ataxia and Cerebellar Multisystem Atrophy. Neuroophthalmology 2011; 35: 108-114

7) Alvarez G, Rey A, Sanchez-Dalmau FB, et al. Optical coherence tomography findings in spinocerebellar
ataxia-3. Eye (Lond) 2013; 27: 1376-1381

8) Zeigelboim BS, Teive HA, Santos RS, et al. Audiological evaluation in spinocerebellar ataxia. Codas 2013;
25: 351-357

9) Ikeda Y, Ohta Y, Kurata T, et al. Acoustic impairment is a distinguishable clinical feature of
Asidan/SCA36. ] Neurol Sci 2013; 324: 109-112

N Bmst - sZICLEDRERN

PubMed (i 2016 4% 1 J 29 H)

(((((("spinocerebellar Degenerations"[MeSH Major Topic]) OR "Multiple System Atrophy"[MeSH Major Topic])
OR "Cerebellar Ataxia"[MeSH Major Topic]) OR hashimoto's encephalitis))) AND ((((("Hearing Tests"[Mesh])
OR "Evoked Potentials, Auditory, Brain Stem"[Mesh]) OR "Ophthalmoscopes"[Mesh]) OR ((fundus photograph)
OR fundus feature)) OR ((OCT][Title/Abstract]) OR "optical coherence tomography")) Filters: Journal Article;
Humans; Japanese; English 73 s

EPCEE LA N Py —Fclin L7
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Clinical Question 4-9 HBERRIRE

B/ PN IHE - Z RN D2 IC BRI
S AYASY )

OZRMEREICEVTERMRESIPRERTHY, BHICEVWTEHHRERT
HBI DS, BIAMERME, FIREEZFTMY 2BRMREREIIITONETHS
(JL—K1A).
:SI;:% OFR/NRHEMEDNS S, I MUD/SCA3 TI3HIRES, Eir#EmE (CQ 3-9)
ZHESEDDHY), BEMERBEZTOIENEZLVV(JL—F10).
OFBH/PREME - SRREMEDOIRUDOZHCPEREREDOREE, FTREHETS
S A TEREMERERRILD(JL—K 10).

J
BER - B8
H RNV - 2 REEHHE OB LB O, FBBIR I LE 2 B IZ O W
THHES 2.

s - TEFTVYR

% RIRBHE I B\ T HEMREREF I & % 2 lREREO O LD TH 1) (CQ2-17 i),
probable MSA X UF possible MSA DR FZ T HE (5 2 [l Consensus Criteria (2008 45) ) 12
BT, PHRFEEE (S THMTE RwIRESE, IREDM, JPRINEE, Bishgrs) Lk
SR (probable MSA 23272 3 70 AN OWUEHIIE 30mmHg LLE, & L < IZIERMImE
15mmHg VL EOART) OFEZEESPFRL E N TV S (CQ2-19 i) .

WU REVEE R B NRATED 5 B, SCAL, SCA2, MJD/SCA3 I251F % H HtflifeR
DG ENTWAS. T2 0%HTIE, MJD/SCA3 2B 5 HAMREE E)SEE Th 5
CEFHESN TS (TET VAL V)2 L% o F s e 2 SCAL SCA2,
MJD/SCA3 5 & UBEHI DB AR5 2 572§ % SRR SEMIAE O 75 W 2L b G 72 S 7 W ATEE /M
BFHE N BT L 7285 Tid, MJD/SCA3 @ 3 %44 BICHE O HAMRR E %2 B 72795,
10 2 DAFEVE/ NI IAE B H TR EEED HAMREREII— A RBO Lo 72 (TETVALAN
JLV)e

BRIR I B AR A O 72 2> Tl LRI & BERREE % 57§ 2 720 ORMAAHEA S 1
TWa., BRI OA 8 & FREEE 2 HE S 5 HWT, BAZOIRRED 5§ 2§tz OliE: %
WsE LaH§ 2 238k (Wb w5 T =1 & Z73ER) 2545 {AThTw b (CQ2-20 ZiH). o
DIMAE R OBATIE RR BFRZERE, CV(RR) bHHINTWE (TETVALANIL V) 478
PIRFEEIZOWT, FRIREOWEITIE, BN E B R Wil 2 v 2 50 H EIIIA
CHEATENTBY, ERMEMELFICBVTUINS—F Y VIRBERLEEH L) QRIRED
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HEIZE W EAWME SR TWDS (CQ2-20 W) (TEFVALANIL V)2,

LRSS AR (HifA A OERE % LY 2 I CH 5 PLMIBG bl v v F 79 7 1 —
WG T, ZRMEHE CIEOBEBOBREDEFE T 280523 H 50, %<
DBITIE A= F 2V VIR L E—/MERIFBANEIZ SIIHME T LW 2 3G S Tw 5 (CQ 2-
21 Z21) (TEFT VAL V)02 F72 SCA2 % MJD/SCA3 IZB W T L IEEDEBET %
RBOLEREIN TV (ZET VAL V) B

N et

1) Gilman S, Wenning GK, Low PA, et al. Second consensus statement on the diagnosis of multiple system
atrophy. Neurology 2008; 71: 670-676
2) Yeh TH, Lu CS, Chou YH, et al. Autonomic dysfunction in Machado-Joseph disease. Arch Neurol 2005; 62:
630-636
3) Takazaki KA, D’Abreu A, Nucci A, et al. Dysautonomia is frequent in Machado-Joseph disease: clinical
and neurophysiological evaluation. Cerebellum 2013; 12: 513-519
4) Asahina M, Katagiri A, Yamanaka Y, et al. Spectral analysis of heart rate variability in patients with
Machado-Joseph disease. Auton Neurosci 2010; 154: 99-101
5) Musegante AF, Almeida PN, Barboza AL, Barroso U Jr. Urinary symptoms and urodynamic findings in
patients with Machado-Joseph disease. ] Neurol 2011; 258: 623-626
6) Netravathi M, Sathyaprabha TN, Jayalaxmi K, et al. A comparative study of cardiac dysautonomia in autoso-
mal dominant spinocerebellar ataxias and idiopathic sporadic ataxias. Acta Neurol Scand 2009; 120: 204-209
7) Asahina M, Akaogi Y, Yamanaka Y, et al. Differences in skin sympathetic involvements between two
chronic autonomic disorders: multiple system atrophy and pure autonomic failure. Parkinsonism Relat
Disord 2009; 15: 347-350
8) Pradhan C, Yashavantha BS, Pal PK, Sathyaprabha TN. Spinocerebellar ataxias type 1, 2 and 3: a study of
heart rate variability. Acta Neurol Scand 2008; 117: 337-342
9) Hahn K, Ebersbach G. Sonographic assessment of urinary retention in multiple system atrophy and idio-
pathic Parkinson’s disease. Mov Disord 2005; 20: 1499-1502
10) Courbon F, Brefel-Courbon C, Thalamas C, et al. Cardiac MIBG scintigraphy is a sensitive tool for detect-
ing cardiac sympathetic denervation in Parkinson’s disease. Mov Disord 2003; 18: 890-897
11) Nagayama H, Hamamoto M, Ueda M, et al. Reliability of MIBG myocardial scintigraphy in the diagnosis
of Parkinson’s disease. ] Neurol Neurosurg Psychiatry 2005; 76: 249-251
12) Chung EJ, Lee WY, Yoon WT, et al. MIBG scintigraphy for differentiating Parkinson’s disease with autonomic
dysfunction from Parkinsonism-predominant multiple system atrophy. Mov Disord 2009; 24: 1650-1655
13) De Rosa A, Pappata S, Pellegrino T, et al. Reduced cardiac 123I-metaiodobenzylguanidine uptake in
patients with spinocerebellar ataxia type 2: a comparative study with Parkinson’s disease. Eur ] Nucl Med
Mol Imaging 2013; 40: 1914-1921
14) Kazuta T, Hayashi M, Shimizu T, et al. Autonomic dysfunction in Machado-Joseph disease assessed by
iodinel23-labeled metaiodobenzylguanidine myocardial scintigraphy. Clin Auton Res 2000; 10: 111-115

N g%t - sZCUETRER

PubMed (#5% 2016 41 H 27 H)

((((((((("'spinocerebellar Degenerations"[MeSH Major Topic]) OR "Multiple System Atrophy'[MeSH Major
Topic]) OR "Cerebellar Ataxia"[MeSH Major Topic]) OR hashimoto's encephalitis)))) AND diagnosis[MeSH Sub-
heading])) AND (((((((((((("Autonomic Nervous System/diagnosis'[Mesh]) OR schellong test) OR ((Head-Up
Tilt[Title/ Abstract]) OR '"Tilt-Table Test"[Mesh])) OR (("Electrocardiography/methods"[MAJR]) OR "CVR-
R"[Title/ Abstract])) OR "residual urine"[Title/ Abstract]) OR "Urinary Bladder, Neurogenic"[Mesh]) OR "Uri-
nary Bladder/ultrasonography"[Mesh])))) OR ((MIBG[Title/Abstract])) OR ((("3-lodobenzylguanidine"[Mesh])
AND diagnosis[MeSH Subheading]))))) Filters: Humans; English; Japanese 120
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Clinical Question 4-10 ®&hy> Y > < EnFiRA

TR/ MU HEDFIEFEWIE ED LS [SEH NI LD
h\

0L BABERHEREDHSE, SCA1, SCA2, MUD/SCA3, SCA6, SCA7,
SCA17, SCA31, DRPLADRY ) —=>J%&MATD (JL—K 1A).

OEZBHELHBEEEDBEIXENMENRELR EOSORMENICBH 21T (JL—F
1B).

i ORMR—V I Y —ZRWEIY—L - 27/ LBROFAREREINTIS

(JL—Fk 20C).

OMAEEDLE,ICEH, —ENFESTEGHEDEERETFERIRED SN, BEFIH
PERBBREDHS (/L — K 2B).

B= - 88

B/ 2 M O SE ) 73 SR AR A O 5 ik B S 5

s - TEFTVYR

2014 4E12FEF E N2 EFNS/ENS O I ¥k V3 2 Tld, R ENEEO B0
5 N7-84813 SCAL, SCA2, MJD/SCA3, SCA6, SCA7, SCA17, DRPLA DA 7 ) —=> 7
BIRPNAT) SENWEREINTVE(ZETVALANIL )Y ZORPTHRIZBWTHED
W DIE MJD/SCA3, SCA6, DRPLA TH LA, ZNH MY F Ly M) E— MNFOEFRIEHE—
DI FE (PCR 77 7 A ¥ MEIT) X DRILTTRETH ), THETFILOTHT SN TS
2B, T, HRICBIIDEETFHEZZEICANSL L, SCASLDAZ ) —= 7 H
22 EIBEnEEZ NS,

RS EEOEEEXE AT LGB 2 BETBW 2T . BN e~ —
H — AR O FEE TS L D, Friedreich (7Y — K J 4 b)) B4 (FRDA), €4 3
v E HMURIEME RS JCHAE (AVED), POLG #fn¥, ARSACS, EAOH/AOAIL, AOA2 Ol
FAT) ZEMHERENTWS. HAATIZFRDA DEFRIZIFED SN TV EREWD, A7) —=
Y TNAT ) ED . 72721, ARSACS, AOA2 7 & O35 R R T2 BV 5 EHEHE R EA 7
WIS X B ERENEIHE X N hb7z0, A7) —=v 7 e LTRIT 24T ) DR
SN,

KIFEDFRD LN WIGE TS, B O R E G AR B R B BN ERE O 95 I E 5
TN AT BE DD, INOPBBEEOSE, 45 BT Th e etk s g mmawah
B ZEVESE O R B AR TR 2 a9 5.

KM Y =7 T —DBYT, BIZTBMOBMMLEDL> TE TV, HEEMEEM/INNE
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4. & &

PEREIC BV THEDOBWIRHEEFOR 7 ) —= 2 TR - 72861008, kitiy—2 =
V= F 7 KRR 2 B R RS S a b 5 5 (TET VAL Vb) *2)

JEAS7B) B ZEPEIC X % J-CAT (Japan Consortium of Ataxias) Tld, Web % 4 L 72 B8 5%
v, BIATHAZERKL TW5 (CQ4-13 ZHH).

N ot

1) vande Warrenburg BP, van Gaalen ], Boesch S, et al. EFNS/ENS Consensus on the diagnosis and manage-
ment of chronic ataxias in adulthood. Eur ] Neurol 2014; 21: 552-562

2) Pyle A, Smertenko T, Bargiela D, et al. Exome sequencing in undiagnosed inherited and sporadic ataxias.
Brain 2012; 138: 276-283

3) Doi H, Yoshida K, Yasuda T, et al. Exome sequencing reveals a homozygous SYT14 mutation in adult-
onset, autosomal-recessive spinocerebellar ataxia with psychomotor retardation. Am | Hum Genet 2011;
89: 320-327

N B3zt - sEICLRTRER

PubMed (#i%% 2016 4-5 H 4 H)

((spinocerebellar ataxia)[All Fields] OR (spinocerebellar degeneration)[All Fields]) AND (genetic testing)[All
Fields] 269 14

PubMed (#2016 41 H 5 H)

((("spinocerebellar degenerations"[MeSH Terms]) OR "multiple system atrophy"[MeSH Terms])) AND (("genetic
services/standards"[MeSH Terms]) OR "genetic services/methods"[MeSH Terms]) 27 fi:

Erhss (M3 201548 12 1 24 H)

(((CEIBSAIYMAS /TH or BARTHAL/AL)) or GBI T 717 &Y ¥ 7 /AL) or (GEf&AIER/TH or @& fnh 7 > &Y
v 7 /AL)) or (EInMA /AL) or GEIn T AT /AL) or (GEIxZERYMA/TH or 15T 7 Wi /AL)) or (EfnT#
#£1/IN or A& F#H#/AL)) or GEIZZEHE/AL) or GRIZZ W/ AL) or GEIZS#HNT / AL)) and ((FHE/NNZEE /AL) or
(BN ZEVERE / TH or B i/IMIKZEVEAE /AL))))) and (PT=2#%8%F < and CK=t })) 180 4

EPICEER AN Y Y —FTEIML 7z
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Clinical Question 4-11 @& tY Y < EGFIRE
B EOELFREILED L D ISEHNIE L 0D

OEEMEMEXFRE (HSP) ICEWTIE, BRKEG WM HVISEEE, MRIFEFEL
DEELE), BEHN (FREFBHEEYE, FRefLHEERYE, XEHY) 25
i7 BL CEEFIREZEDHS (JL— K 1B).
OMREFICEVTHE—ENEET HSP OREBRETFERDPBDSNBZZENHS (J
L—k 2B).

N E=2-88
FEVER R O @) 72 B n T2 W o )i = B 5.

W TEFY2R

FEPEXT R (HSP) (&, BRSO AFRL & B ARNS, BN & B e i # (=1 HSP
(AD-HSP), etk fatt HSP (AR-HSP) O¥56, X HaiME HSP (X-linked HSP) 124548
ENS(CQ2-30 M), HSP ILEMMMIEMOIEFICEHVIREATH Y, BIEICE S F TSPGlL~
SPG79 F TOFMAE SN T3 (CQ2-32 ZH) V. HWNBIZF OB IEHICL W20, K
%, BEERIEO LG TEEEZZEICANT, FELCEBETHREZIT) ZEDFEETH L.

HARNSERIZB 5 HSP 129 FEBIC BT 16 #in T OMEEN B T 21772 L 25, 46
KR A FHOREMERZ D, T09HH 2 HEIHHERTH o72. AD-HSP 49 KA+
33 %% (67.3%), IRFEH 63 H1h 7 41 (11.1%) 1R EMLER 2RO (TEFVALNIL V) 2

IS DN A S, FiKEl AD-HSP TdH 1LiE SPG4, SPG3A, SPG31 Dfif#r% ZE ¥ 5.
AR-HSP O34y, WRIEMALAH T SPGL1, SPG15 O 2 £ 5. X Mgt HSP (34
MK L, I R BRI % 2 L7258\ 2 SPG2, SPGL 7k KON 2 Z 83 5. KAl o IMSEM:
HSP I2BW T, SPG4, SPG3A OBIZTMENH A LLENH 5. EOMOBETIIHES)
K<, MBNIENT T 2 DRRFEIEL v, KR -2y —2Hwicear sy -4 - &
7 BN R G0 5.

RIEEEOWTEZ HSP, & 5\ IIIMFEBITH - T M ATMBEREHS 2 & TR IBEVE HSP 2%k < Bt
b B2, JASPAC (Japan Spastic Paraplegia Consortium) (2 5§%3 % Z L S F L.
JASPAC |28k L 72 BFICB W T, MMM ZBETREO Y — A %475 Tw5b (CQ 2-35,
CQ4-13 BIH) %,
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Klebe S, Stevanin G, Depienne C. Clinical and genetic heterogeneity in hereditary spastic paraplegias:
from SPGI1 to SPG72 and still counting. Rev Neurol (Paris) 2015; 171: 505-530

Ishiura H, Takahashi Y, Hayashi T, et al. Molecular epidemiology and clinical spectrum of hereditary
spastic paraplegia in the Japanese population based on comprehensive mutational analyses. ] Hum Gen
2014; 59: 163-172

Takiyama Y, Ishiura H, Shimazaki H, et al. [Japan spastic paraplegia research consortium (JASPAC)]. Rin-
sho shinkeigaku 2010; 50: 931-934

3)

N #x%=st - sECLEDRER

PubMed (#:%% 2016 45 H 4 H)

((spastic paraplegia)[All Fields] OR (spastic paraparesis)[All Fields]) AND (genetic testing)[All Fields] 142 f}:
ErhsE (M3 201548 12 1 24 H)

(GRARZZIAE /TH or {5 FHAS/AL)) or GRIZ 77 ¥ &Y ¥ 77 /AL) or (GEIZMFE/TH or iz 7 v &) ¥
7"/ AL)) or (GEI&MAS/ AL) or GEIZTF#NT /AL) or ((B=2=2WR 4/ TH or 5T Wi /AL)) or (Efn T2 /IN

or L1759/ AL)) or GEHIZ#S¥#E/ AL) or GBI/ AL) or GEIENT / AL)) and ((FEPEXF IR / AL) or (FEPEIFRH
/AL)) 50 1

BCHEHER LR E N Fh—FTlmL 7
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Clinical Question 4-12 ©&LhH >tV > Y « BEFRE

B FIREBEETOIEOA 2 I A3—LFI2E2 MIED
&I ICHIE T hiE LWL

OEGEFREZTORICIE, BERRIZEEICDE>TEDLZIEDHEVIE (K

%), BEFRIERE - MBFHIC—EDZSTHEIA TS ZE ) 2hhl)
PILHAL, +HRERERD (JL—K10).

OELTFREICK) ZOEBOZHZHEETE S I (RFMELME), TOBRICE

H DEHAMICARAGBREZRMTES L (RROFRAY) Z2HAITSH (JL—F

10).
£ OFNS>AT, BEFREIIRE HRE) OBENABCSRE (HARR) ICEDWT
Thha%z/R TS (JL—K 10).
OFEYLETRHI L) T OEEDPRBEND I EZFHATSH (JL— K 10).
OXRBFEP, BATH > TEHERRREERNDPTATEVZRICIE, KEEDHST Y
7#—LRaAVEVNERB(JL—FK 10).

J
BER - B8
FR/NNETERE IS BT S BIEFREZITIRD, 4 ¥ 74— Farty MROEEH
HRZHMS 5.

e - TEFTVYR

BRTFHAEDA ¥ 7+ —2A Fa vty FOREORIZIL, BEEHRSFS O 2555k % 5
R L, BE (W) ([ L C W 272 DS 5. BIREBRIE, o lzAfEE L2E
TRICDIZo TRETH B L (W), Kk - HEE 12— EOMERTHIA SN DR D
52k (GEAM) L) NBREE AT 5. BIZEER/MEEEEIC NS OEIEZ H Tk
B, FRCBATSE O F R EE R ORES KIS 2 o b 720, BE BHRE) 12805
TWAHEET 2 LICK Y, MoK - S S FH URKZ A3 25005 5. 8HE
RENRZEMIE I BWT, —EDEE THIATEFMNNEEE ORI ER;RO 5N DL 2 &8
HBHY, BHHEEDIDICEETREEZITIHEIIEIOMITERT .

BRI PEE I C B W TRIZTFRE 24T 2 L OFRRNERITRE V., BRI NZ 2
JEDOKERME, BETREICL ) BWHEEIWEETH 5 (B Z4ME). Bl eET 452 &
W&, FHHFEHODICE L ORERHEY BT I EPALEIL L. WO EIX, FHO
H5E, GPEOTFMICHEHTH L. BIEA Y ) v 7D TEELHERE IR 5 (BR
WA, £ 74— Farty b2R5BICE, IOOKRNEREL» ) LT M
35,
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4. & &

FEBHEIRFRA 2T ) BRI, BE (W) PAEAN 2 B CUuE (HHEE) (D w Tk
K2z I EDWETH L. ICRAOHHELTIEAR L, BREoMoMmEE H 5\ v ik
WEPSHEETREZREIN TV IEADTD DIEEILETH L. BHOZHEIZBIT .08
MBI OVWTHRET 5. WEIERI G TH 5 HeM:, BYETdh bR Zh2hic
DWW, BIRFINEHICIH L TEBINICHAT 2. ZRPE%TH-2HETY, [#in]
BFRNKREMETH 2WMHEEZO L ORI T 2D Tl L% TRV 272 2hbd
DTUEATBNTIE, BREEEME, RBEBEA Y V2T =D > T ) B h 7
v VT ERBBNICIEHT 5.

BB, RBIEHR, BATH-> THEERERNIDS o TR AR SN DE51E, UG
EZEhoA Y7 r—nFartry b EEL. ZFOEAICY, WHERRY BE BT 12, bhY
RTVWEECTHI LB LHL 2 EARFTH 5.

INSONFZDLR)RT R LZHBEL®MFGL, 1 v 7+—AFarty NSO
BT 5. BRI 2@ oW T, [HfRRBOBR T2 A ¥ I 4 v (HAMRS
KV B INN.

LB, BETHIIZEOBICET ShS [ b7/ 4 - BB TRITIFZE B3 A MmEdRst (7
J LFREH) ] T, BB 2B FRAE B ONEITH L Z LR IS TE D, X
LTHBLLENDS.

N ot

D MR EOBETBMTA NI 4 2] ERENE (). MEREOBE BRI A FJ 4 > 2009, BEFE
Fe, 2009

N gmst - 82 (CUETRER

PubMed (H% 2016 4:1 H 8 H)

((('neurodegenerative diseases"[MeSH Terms]) AND "genetic services"[MeSH Terms])) AND (((("informed con-
sent") OR "genetic discrimination") OR ethics) OR ethical) Filters: Review 64 f}:

EFE (MK 201641 H8 H)

((GBZZEHIMAT /TH or IR THAT/ AL)) or GEUZHAT/AL) or (BIZT- 77 ¥ &) ¥ 7 /AL) or (GEfZA/TH or
BAEA Y ) ¥ 7 /AL)) or GEIZTARHT/AL) or GEIZFHT /AL) or ((Bfm= WA/ TH or {5 T2 Wi /AL)) or
(EAIZZ Wi /AL) or (GEfET29#]/IN or A5 TF#5# /AL)) or GE{EZ#/AL) or GE{ET##%/AL)) and (1 ¥
TH—LFaryty/THor 4 ¥ 74 —A4 K2yt b/AL)) or GEIET-Z5/AL) or (B /TH or i/ AL)))
and (B BE/MINZETE/ AL) or (G BE/MINZETERE /TH or 1 8I/NIMZEVEAE / AL))) or (FlFER 2V (R 1R 5 / TH))
46 1

EPICEER L E N FYy—FTEmL 7z
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Clinical Question 4-13 ®&hy> Y)Y < EnFiRA

BiMEZHRE, PN EOERFEREEL EC T
L Chadh

RE

OFR/ K MEDBEER - BETRE - BAERE J-CAT, EHEHHEDORBH
2EHAE - 7/ LB JASPAC I2HWT, ZHRRFFMREIC KD EEFREGH
PEHFEINATVD. BEFREY-ERAZTO>TLIRESHLHS.

=288

BIEFRAEOFERAKH 2 AT 2.

W TEFY2R

BRI EMRE O EE T HRAEZBERICB W TRHETH 5, BIED L ZAHBIREK S L Tw
v, INFE TR, FRFOMIEEDVIEN— A THEETREZ T T0DE I EDVEL o708
WFens—Ee3% L7 D BT REOH — C 22T 20X BHL S 00 5.

2014 4 JEAESTEVEL AT ZE B B S G R B BORITFE R BB IE O IR 5
B MARIFRHE OKEEIEFEIER) IC X D, FRUNNEMSE O BEEH - SRR - BRERNR]-
CAT (Japan Consortium of Ataxias) 25V, 5 FiF 517z J-CAT IZBWTiL, Web ZiGH L7-&
BHL YA M) 2fTw, BREROBGEEIT . BEEEIIBOCIIEBRICES & L 72k
OIAT A4 7 A TR ZRINT 5. ZHiEFE OMIRTFHNT 7V — 712 X 2850 2
BT 24T, BRI EEET 5. MEE L7oWAmO BRBEZ IO 22T 4. BEIIEZTE S
DGR Y AT 4 (https:/ /www.ataxiajp/) Z 4 L TITV, HYEEAE S Z #iBI9 5. EFH
HAVEGNEE R YA, BRREO L THYLEMOMRBEESZDWETH L. J-CAT OB HED
FHICOWTIE, J-CAT @& — A= (http:/ /jcat.umin.nejp/) ISR E N TV 5.

P86 ) R IBE D 38 (5 FIRMT JASPAC I22oWTIE CQ2-35 B Z & 1

BIETMRES - A24To TV ARESI L H A, SCAL, SCA2, MJD/SCA3, SCAG,
SCAS8, SCAI0, SCAI2, SCAl7, DRPLA ®7 5 7 X ¥ MENIZ X ZEfETHRETI~—T v
W R=ZA T b TWn5.

N ek

1) Takiyama Y, Ishiura H, Shimazaki H, et al. [Japan spastic paraplegia research consortium (JASPAC)]. Rin-
sho Shinkeigaku 2010; 50: 931-934
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N g - sECLEDRER

PubMed (B 2015 4% 12 H 29 H)

(("genetic centers" OR "genetic center" OR "genetic centres" OR "genetic centre” OR health facilities)) AND
(((((("spinocerebellar degenerations/diagnosis"[MeSH Terms]) OR "spinocerebellar degenerations/epidemiolo-
gy"[MeSH Terms]) OR "spinocerebellar degenerations/genetics"[MeSH Terms])) OR ((("multiple system atro-
phy/diagnosis"[MeSH Terms]) OR "multiple system atrophy/epidemiology"[MeSH Terms]) OR "multiple sys-
tem atrophy/genetics'[MeSH Terms])) OR ((("spastic paraplegia, hereditary/diagnosis"[MeSH Terms]) OR
"spastic paraplegia, hereditary/epidemiology"[MeSH Terms]) OR "spastic paraplegia, hereditary/genetics"
[MeSH Terms])) 12 {4

ErREE (MR 2016 451 H 8 H)

(GEfZZRMAS / TH or SAZTHAL/AL)) or GRIZT- /7 > &) ¥ 7 /AL) or (GEIZMIER/TH or Mz A > &) ¥
7/ AL)) or (GRIZ#AE/ AL) or GEARF#NT/ AL) or (GEARZHIMAS /TH or {5F# Wi/ AL)) or (EfnT#¥E]/IN
or i /AL and {5 F-#3# / AL)) or GE{&i&#E/ AL) or GEIZFBWI/ AL) or GEAZF#HT /AL)) and (WFZEHT/AL) or (if%
/AL) or (H&B4 /AL)) and ((F##/)>/ AL and INZE1E / AL) or (FF#E/NIZPEAE / TH or 178/MZS PEE / AL))) or
((CREHTIFRI / AL) or (REPEIRIR/ AL)) - 35

EPICER R E N> Fh—F Tl 72

- EBPICIIE BB ER Y AT A https:/ /www.ataxiajp/ (B#¢T 7 A 201741 H 16 H)
- J-CAT &A—2A~X—7  http:/ /jcatumin.nejp/ (#4727 £ & 201741 H 16 H)
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Clinical Question 4-14 ®&h> )Y < EnFiRA

WS D ERERD b 5155, BIEFIIRE CRAlH™I
JHESEEDI S LD

RS

OHR/NRHEREICHEVTIE, ASHLEEREABIEEROEGHRNZET SRR
wa, 10~90%DEETHRELHIAT S.

OREEDN HAHDVERBHABRIEEEERETE LGS TE, 40%EE TREDHIA
T3.

O MHMHBEICETIE, 24T 30~40%DEETHREDHIRAT 3.

ORMUR—I I Y —%ERALEET Y/ —L - 27/ LERICKY, Z5ICHRE
HEDRENE LT S.

(]

A= B8
£S

FIEIED 3 2 Fr Wi/ MK ZE M & SRV RH R 35 1) % S8R A O A I 2 BilfR 9 %

fRER - TEFTVYR

HADER/MNREMEIC BT, WO 2% R fELER (AD) O#BRERXEZ 2T 5K R
Difr, 70~90% DE G THILAVH T 5.

Sugihara & & H A48 N A /NI ZE P iE R 733 KRB W T SCAL, SCA2, MJD/SCA3,
SCA6, SCA7, SCAS8, SCA12, SCAl4, SCAIl5, SCA17, DRPLA, SCA31l, SCA36 Off#T%
vy, 440 5% (60.0%) THEIZHEE L 72D 2095 AD OBEEEREHT 5 BEEIACICH
JEZAAFAET %) 499 KR 344 K (69.2%), KIKEEILDH LD DD AD LHEETE 2\ 234 K
FH96 KR (41.0%) THEAHEE L7z (TEFT ALV Vb)Y

Nozaki 513, B Heto A AR B 5/ N2 HE (AD-SCD) 686 K% 1238 v T SCAL,
SCA2, MJD/SCA3, SCA6, SCA8, SCAl7, DRPLA, 16q-linked (SCA31) @ fi##T % 47>,
616 % (89.8%) THE ZMEE L 722 WiliX, SCA6: 28.1%, MJD/SCA3 27.3%, DRPLA
19.6%, 16q-SCA (SCA31)8.3%, SCAZ23.5%, SCA128%, SCA1703%TH -7z (TEFVA
LA~NIL D)2

Basri 51&, EZAbiETEM: D AD-SCD 113 BIOMENT 1T\, 97 B (86% ) TiAl % fft g L7z .
JEMBITIX, SCA631%, MJD/SCA327%, SCA110%, SCA319% CTdh -7z (LEFVALAN
JLIVb)?

EHIT, EROBETBRREEORRIIBVTY, KLy -7 v —DEHICL )@
WIS EE 2SI B3 5. Pyle SIXBIRIERE D T — 1 v 7S NHRI/MNEYEE 22 %0 35 FEFICEB
W, BT V=AM EIT, IRRICBOTHAOMEEER, 5 KRBV OREMEER
LEZ ONDHHOBETEINELE DTz, &R T 14 FHR (64%) 1B CTRBEZ KIS iR T
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4. & &

Hotz(TEFVALANIL Nb)?

—7Ji, BAROEEMSHEICBNT, REEEZAET 56, MRENEEFEITICED 35%HE
DEE TR T 5.

Ishiura 13, JASPAC \ZB1F 5 RKIERE % 43 AR L CHRERE 9% R 8 (a2 - =
11wy, 129 FEBIH 46 FEF] (35.6% ) 12 B W THIRL 2 fiff g L 72 ° SR O B R R D 72 22T,
AD OFRFZATIE 727%, BEERZHRHETERWVRFRTIX 33.3%, BET ORI O 7 5
TAD DFRFZRTIEL20%, HHROALEBZYE (AR) OFKRTIE 429%, REEIFRFETE 20
RKARTIE 25% 1BV THA ZiEE L7z (TET ALV Nb)®,

N ot

1) Sugihara K, Maruyama H, Morino H, et al. The clinical characteristics of spinocerebellar ataxia 36: a study
of 2121 Japanese ataxia patients. Mov Disord 2012; 27: 1158-1163

2) Nozaki H, Ikeuchi T, Kawakami A, et al. Clinical and genetic characterizations of 16g-linked autosomal
dominant spinocerebellar ataxia (AD-SCA) and frequency analysis of AD-SCA in the Japanese population.
Mov Disord 2007; 22: 857-862

3) BasriR, Yabe I, Soma H, Sasaki H. Spectrum and prevalence of autosomal dominant spinocerebellar ataxia
in Hokkaido, the northern island of Japan: a study of 113 Japanese families. ] Hum Gen 2007; 52: 848-855

4) Pyle A, Smertenko T, Bargiela D, et al. Exome sequencing in undiagnosed inherited and sporadic ataxias.
Brain 2012; 138: 276-283

5) Ishiura H, Takahashi Y, Hayashi T, et al. Molecular epidemiology and clinical spectrum of hereditary
spastic paraplegia in the Japanese population based on comprehensive mutational analyses. ] Hum Gen
2014; 59: 163-172

N Bzt - sBICLRTRER

PubMed (¥i% 2016 47 J1 11 H)

("spinocerebellar ataxia"[All Fields] OR "spinocerebellar degeneration"[All Fields] OR "spastic paraplegia") AND
("genetic diagnosis"[All Fields] OR "mutational analysis"[All Fields] OR "epidemiology"[All Fields]) AND
Japan* 108

BErREE (MR 20154F 12 7 24 H)

(Gt ZE 1, / AL) or (R /NIHZEVESE / TH or F /MK ZEVEAE / AL))) or ((FEPEXS RS /AL) or (FEMERRIF
/AL))) and (KIEIE /AL) or (%4 /AL) or (B4 MAH/TH or B8 /AL))))) and (PT=23i#%FkBk < and
CK=t b) 1311

EACEE R LW E N Y B —FTEmL 7
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Clinical Question 4-15 ®&hy> Y)Y < &nFiRA

FR/MUZMHE Cl3 EDREICRBBERROI A5 N S

h\
(@] O ELBKEMHBEH]NY E— MBI LIELIERBIBERS DS HONBY, 7
= DEERKRICL>TRES.

N E=2-8n

JE— MIRHIZHET 2 ¥ — MAREEDRE & FHMEHRIZOWTHHES 5.

W TEFY2R

WYt ARV (RN RE CA SN A MR L7 CAG ) € — M SCA6 %V C, &
CTARETH Y, FTOMRIEDL LIS SICHET 2EN5H5 Y wihd CAG E—
b 8 & SRR R & ORI IZAOMBAH B, F 72, SCAL SCA2, SCA7, DRPLA T fFBIHk &
D b CBHK TALEMEA & ) B T 5. FEIZ SCA7, DRPLA TZ @ parental bias 23H 7.2 ")

SCAl TIIMELZ CAG Y ¥— "B H»OEb o 72581213 63% MR L, —HEE D
BIED o 728 E 121 69% TEALA v, T LAKINT 22 & SN Twb 2 Takiyama
53 I MDIZBWTRBHRZ S5FD CAG Y ¥ — MUY +3.2, FIEERNI TS 154 7%
HHEALT 205, BBEETIIFEY +12, FH6ImIcLLTHrI L2 L. MK,
Ikeuchi & ¥ 1%, DRPLA IZBWTRHH KL 5T O CAG ) ¥— MUITFIH +58, FIEFEIIE
3 25.6 AL T A 0%, FEBHCRTIETFE+13, FH40mIcE EEFLr I L2 G L.

—7J5, SCA6 Tid Fit? SCAL, MJD/SCA3, DRPLA 7 X DMl & ), M—FKRNT
FHAEZRTH CAGY E— FRIZ—ELTWwA ™ 2L, B+ THLCAGY E— T
B> THIIEFRIT T WA DT ) BHEET 280055 0, ZOMF L LTCAG ) ¥ — ML
WOERIKE LG L TWD, 5V observation bias Tdh %, W REMEA/RI I T\ 5 5
7B, SCA6 TIXMTO7 LIVIZHEEMEL CAG Y ¥— b AT 5 R EEARBEN SN
T3 Y, FRERGHREZ TRETOANT OBRAGREZ AT, BRI LT 5Z &
P EIN TS "8 Zoxid, MoBEERN, BRENSLDH L TV H—-KRNT
W L7280, SOICHEE 2L 2 LD RMEN TS Y SCA6 DEIaT-EAIFIZDO VT
X, SCA6 /v 7 4 <7 AEF VBV THREBEGERDIT) BIANTF OEAER I D b ZHE I
L, DO#THHNE V) HELL L LFINE Y

SCAl & SCA6 Tix, IEHT7LIVD CAG Y ¥ — MIDIIEERICEST5Z L MBI T
WB 02 EEREELNZ 22 SCAL TIRIEF 7 L VD CAG V) ¥ — MO I TSR G % ik
b3 2 HINAEH T % DR LT, SCA6 TILMITHEFEALT 2 HIIHEH T % 1219, Soga 51
B TR TOFE v 120 Bl & v 9 SCA6 BHE I F— MIBWT, FAEFREDHE

» 181 »
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MELZCAGY)E—MIOALLT, M7 LILVDCAGY) E— MR & b2 & %
ARL720 F7z, 51322 H 5% 25 OBFEME CAG ) ¥— MR AT 2T A KRS
WCBWTIEHE T LIV CAG V) ¥ — MASTIEM s & HAHB 55 2 & 2R L7

—75, BRI D) € — MR TH 5 SCA8 TlE, CTG - CAG V) ¥— NIRRT
EMPLVFZF L 5. KBHETIEICIG - CAGY ¥— L LAHI/IL, BIRICES L
WwZkbdHnHrw

N et

1) Stevanin G, Diirr A, Brice A. Clinical and molecular advances in autosomal dominant cerebellar ataxias:
from genotype to phenotype and physiopathology. Eur ] Hum Genet 2000; 8: 4-18
2) Chung MY, Ranum LP, Duvick LA, et al. Evidence for a mechanism predisposing to intergenerational
CAG repeat instability in spinocerebellar ataxia type I. Nat Genet 1993; 5: 254-258
3) Takiyama Y, Igarashi S, Rogaeva EA, et al. Evidence for inter-generational instability in the CAG repeat in
the MJD1 gene and for conserved haplotypes at flanking markers amongst Japanese and Caucasian sub-
jects with Machado-Joseph disease. Hum Mol Genet 1995; 4: 1137-1146
4) Tkeuchi T, Onodera O, Oyake M, et al. Dentatorubral-pallidoluysian atrophy (DRPLA): close correlation of
CAG repeat expansions with the wide spectrum of clinical presentations and prominent anticipation.
Semin Cell Biol 1995; 6: 37-44
5) Riess O, Schéls L, Bottger H, et al. SCA6 is caused by moderate CAG expansion in the o4,-voltage-depen-
dent calcium channel gene. Hum Molec Genet 1997; 6: 1289-1293
6) Ishikawa K, Tanaka H, Saito M, et al. Japanese families with autosomal dominant pure cerebellar ataxia
map to chromosome 19p13.1-p13.2 and are strongly associated with mild CAG expansions in the spin-
ocerebellar ataxia type 6 gene in chromosome 19p13.1. Am ] Hum Genet 1997; 61: 336-346
7) Matsumura R, Futamura N, Fujimoto Y, et al. Spinocerebellar ataxia type 6. Molecular and clinical features
of 35 Japanese patients including one homozygous for the CAG repeat expansion. Neurology 1997; 49:
1238-1243
8) Geschwind DH, Perlman S, Figueroa KP, et al. Spinocerebellar ataxia type 6. frequency of the mutation
and genotype-phenotype correlations. Neurology 1997; 49: 1247-1251
9) Matsuyama Z, Kawakami H, Maruyama H, et al. Molecular features of the CAG repeats of spinocerebellar
ataxia 6 (SCA6). Hum Mol Genet 1997; 6: 1283-1287
10) Soga K, Ishikawa K, Furuya T, et al. Gene dosage effect in spinocerebellar ataxia type 6 homozygotes: a
clinical and neuropathological study. ] Neurol Sci 2017; 373: 321-328
11) Watase K, Barrett CF, Miyazaki T, et al. Spinocerebellar ataxia type 6 knockin mice develop a progressive
neuronal dysfunction with age-dependent accumulation of mutant Ca,2.1 channels. Proc Natl Acad Sci
USA 2008; 105: 11987-11992
12) van de Warrenburg BPC, Hendriks H, Diirr A, et al. Age at onset variance analysis in spinocerebellar atax-
ias: a study in a Dutch-French cohort. Ann Neurol 2005; 57: 505-512
13) Tezenas du Montcel S, Diirr A, Rakowicz M, et al. Prediction of the age at onset in spinocerebellar ataxia
type 1, 2, 3 and 6. ] Med Genet 2014; 51: 479-486
14) Ayhan F, Ikeda Y, Dalton JC, et al. Spinocerebellar Ataxia Type 8. 2001 Nov 27 [Updated 2014 Apr 3]. In:
Adam MP, Ardinger HH, Pagon RA, et al., editors. GeneReviews® [Internet]. Seattle (WA): University of
Washington, Seattle; 1993-2018. Available from: https://www.ncbi.nlm.nih.gov/books/NBK1268/ (ix##
Tr7EA 201843 H 24 H)

N #3%==t - sEICLEDRER

PubMed (#2015 4% 12 7 17 H)

((("spinocerebellar degenerations"[MeSH Terms]) AND "anticipation, genetic'[MeSH Terms])) OR ((spinocere-
bellar degeneration*) AND anticipation) Filters: English; Japanese 72 4

Erhgs (B 20154612 4 22 H)

((FB/NZEYE / AL) or (BRI/NMZYESE /TH or FHU/MNZVERE /AL))) and (("FBURAEG#E1£5%)"/TH or 2B
/ALY 16 fF
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Clinical Question 4-16 ©&hy> Y)Y < EnFiRA
E{EERDMEETHEDRSBZEIEEDL 5 WL

(@] 0 E— MERIC K B REAEEBREEEHINEEETE, REBICUE—IE
= Ik > TEMKFEISRBERIEDS.

N E=2-8n
Y Y — MR EERIKGEEOREROELZ IR 5.

W TEFY2R

V¥ — MIERHEOREIIE, EEEIZY E— P ROBHRNITPIITHLIN TV 5.

R1TIRENR CAGIE—=MRDY E— NEEZOEHRMNITEZRT 1S

FREIEL 7 LV (intermediate allele) &1, 1EH &0 ¥ — MEOHHIMN YA XD E—
FREFOT LIV TH L., TR OMEIERFEEZRNL2Y, Totiabo ZBITMEL
TWHROEHICRD 9 BT LIVDOZ L Thb. Mutable normal allele & HIFIEN 5. 72721,
M7 LVIZHENICENTHD, ST LOTORERPIME TNV,

CAG V) ¥'— b RIFSTEFH & WM T 5720, EREZEORN CAG J ¥ — + 2 FO AT
FAERMKAAE ISR ER I LA 5 (ZEREORHN CAG ) E— F 2ok Td Y ¥ — MRS
WO AICEERICE2ETERLANIEEHN S 5). —F, FRETLLTH-TH, #
NERECTHTAHAIIRKTHILLH ) 5.

SCA8 IZZ DIFBE RPN L 2WFHE L SN D 7 Koob HI & D Hifs S N7z KRE R TlEhE
L7 CTG - CAG YV E— b a2 A Lo RIGEDREZ DS 22 BRI N TV 5205, Z Ok
I 14~T4 3% (43217 1%) TH Y, RRANBEZOZNEFBED o7 E3NTWD Y

x®1 ARMLEMERERYE SCA £ CAGVE—-MROERE

E#%CAGUE—h |®ME0CAGUE—h| . EREED
SCA1 35T 36~38" 39 LLE "
SCA2 14~ 531 e 33~500
MJD/SCA3 12~ 44 45~ 60 60~87
SCAG 4~18 19 20~33
DRPLA 6~35 49~93

*SCA1 D#FaE, CAGUE—RD CAT ICKUHENDZDESDICL > TEREMNITDEDS. 36 ~
44 1) E— MECAT ICK2Hf P HNIFER EEZX5NB D, CAT ICKBHEH LTI 39 UE—
FNTCHERIDERERY 5%,
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ZORFZRTIECIG - CAG VY ¥ — ML (IER 16~37) 7110 # T % LR ELEIME T35 2 &8
RENTVEY, ZOMMEIIRREZBZ72EENZ S OTIE RS XYREEZOLRY, hE
HBEZTIE, 10U EICMELZCIG - CAG Y E— b2 LEDS, RIEEDREED MRS
NTW5 8 ZOX9 7% SCA8 KR TRERMGHA HIT—/, HHRIEEX, B 5V
THDHEIIIAZD. SCABIZDOWTIE, MDD LI IZhDd LNz ¥ — MIOER TR
FTHILIIWNETDH Y, A DBREIIBITAMOTEZERD &0 HEAN LR ISERTEPEE S
ncTtnws?

MERIC X 2 F B &R NNEE, 25 I3E ks S mE TN E
PEAE DIREFIZITIF 100% EE 2 SN DEA, HENLRL, F—=o03 5T %R,

N ot

1) Opal P, Ashizawa T. Spinocerebellar Ataxia Type 1. 1998 Oct 1 [Updated 2017 Jun 22]. In: Adam MP,
Ardinger HH, Pagon RA, et al., editors. GeneReviews® [Internet]. Seattle (WA): University of Washing-
ton, Seattle; 1993-2018. Available from: https://www.ncbinlm.nih.gov/books/NBK1184/ (77
20184E3H 24 H)

2) Pulst SM. Spinocerebellar Ataxia Type 2. 1998 Oct 23 [Updated 2015 Nov 12]. In: Adam MP, Ardinger HH,
Pagon RA, et al., editors. GeneReviews® [Internet]. Seattle (WA): University of Washington, Seattle; 1993-
2018. Available from: https://www.ncbi.nlm.nih.gov/books/NBK1275/ (& #¢ 7 7 & & 2018 4 3 H 24
H)

3) Paulson H. Spinocerebellar Ataxia Type 3. 1998 Oct 10 [Updated 2015 Sep 24]. In: Adam MP, Ardinger
HH, Pagon RA, et al., editors. GeneReviews® [Internet]. Seattle (WA): University of Washington, Seattle;
1993-2018. Available from: https://www.ncbi.nlm.nih.gov/books/NBK1196/ (47 7 & Z 2018 4 3 H
24 H)

4)  Gomez CM. Spinocerebellar Ataxia Type 6. 1998 Oct 23 [Updated 2013 Jul 18]. In: Adam MP, Ardinger
HH, Pagon RA, et al., editors. GeneReviews® [Internet]. Seattle (WA): University of Washington, Seattle;
1993-2018. Available from: https://www.ncbi.nlm.nih.gov/books/NBK1140/ (%7 7 & Z 2018 4 3 H
24 H)

5) Veneziano L, Frontali M. DRPLA. 1999 Aug 6 [Updated 2016 Jun 9]. In: Adam MP, Ardinger HH, Pagon
RA, et al., editors. GeneReviews® [Internet]. Seattle (WA): University of Washington, Seattle; 1993-2018.
Available from: https:/ /www.ncbi.nlm.nih.gov/books/NBK1491/ (if&7 7 & Z 2018 4 3 H 24 H)

6) Sequeiros ], Seneca S, Martindale J. Consensus and controversies in best practices for molecular genetic
testing of spinocerebellar ataxias. Eur ] Hum Genet 2010; 18: 1188-1195

7) Koob MD, Moseley ML, Schut L], et al. An untranslated CTG expansion causes a novel form of spinocere-
bellar ataxia (SCAS8). Nat Genet 1999; 21: 379-384

8) Ikeda Y, Ranum LPW, Day JW. Clinical and genetic features of spinocerebellar ataxia type 8. Handbook of
Clinical Neurology, Vol.103 (3rd series), Ataxic Disorders, Subramony SH, Diirr A (eds), Elsevier, Edin-
burgh, 2012: p.493-505

9) Ikeda Y, Dalton JC, Moseley ML, et al. Spinocerebellar ataxia type 8: molecular genetic comparisons and
haplotype analysis of 37 families with ataxia. Am ] Hum Genet 2004; 75: 3-16

N gzmst - sEICLEDRER

PubMed (#:%% 2016 41 H 8 H)

(((("Genes, Dominant"[Mesh]) AND (("Cerebellar Ataxia"[Mesh]) OR "Spinocerebellar Degenerations"[Mesh]))
AND Review[ptyp])) OR (((("Cerebellar Ataxia"[Mesh]) OR "Spinocerebellar Degenerations"[Mesh])) AND
"Penetrance'[Mesh]) 81 ff

EEE (M 201641 H 8 H)

((FBE/NIZETE / AL) or (FFRE/NIEZEPEE / TH or Ft/IMINZEMEE / AL))) and ("HREPE(EIRY?)"/TH or &5 /AL
or FEHH /AL or HIHA/AL) 29 1
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Clinical Question 4-17 ©&h>tY > « BLFRE

éﬂx_ll\ﬂ“'}{'l*fliiﬁd)ﬁrﬂu ZWild olHED

RE

=]

OEERRIFRONTUVDD, FIEETH S HRISITHhHhTLVS).

BR-B®

AR 72 T B R TR O 7 AR R (RS % S T
5.

Wro s, FEESO T 0t A% B

W TEFY2R

Tanaka 5 YV 1Z 2006 4E 4 H~2011 4 3 H O & ERE T 2R Mg S IC SN 5 89 i
ARG, BRI T A RIERZ I IS T 2 & EZ T Twd. 2O T 301
407 T4y MRS, REONFUTH B/ NZEAE 110 4, WHmEtky X bo
74— (DM1) 69 %4, /N> F ¥ b UiE (HD)52 %, FKiEET I B4 FRY =2 —u,8F— (FAP)
BHTH o7z, EBICHIERNMRAE Z 20 72 O F RN ETEE 24 4 (21.8%), DML 27 4
(39.1%), HD 14 44 (26.9%), FAP 26 %4 (74.3%) TdH -7z, THIUIFIERTZHIICE T 21300
TOEREBBOWMETH Y, Lrdb#EED T V) v 7R S S h iz R e LTw
5729, MERHCTOHARDOEELHHREIFMEICHIBTETCWE EEbNs. ZThDA, &
B\ E TN D S E O MR T BRETEM 2 S MERHEE O FBIER BN T A5, Faiis i
¥ Hh 2 HtldBR o525 b ODOFEFIHEMZH OFERIIMA Lo Tnwd ot ib
N5, #hike b, TNENOMHOFERIIE LT, Bizh vt v 7 2Hl) AMOFRS
SR DI DB R H Y ) v IR OB E DTV A, MRENFEEMEICN T 5T v —
A CO MR BOFEM BRI LT, WP RIBHRROAE A2 D ST, X
DMWY ICTRS, ELTBY % 4%kE BIZTFEREBMI LIRS T, Zoif
BB LTV b L g I NS,

MRIERO R AT, WRFCTHRIENZ M#W%ﬁ%<ﬁbnfw5®#HDf%é HD T
R KGEAE T HTT A3 E 7z 1993 4ERT 4 S IRERTB WIS 72 74 B 5 4 ¥ h it R4
TEMINTEZ 8 HHNRE &r&a@®W%&$®“ﬁm$%%%Wm 13 HD O38hE
Bk A4 K54 71 Ebfﬁbhfw% ENTD, FHigss, TS HD OFRERTZ KA
A FTA4 25 SHAMBYRIZE S [HEREEORZT 2 4 FF4 220099 7 &% 2%

WA E OfR$H 2 HKE L T, ﬁ%¢m SHERE, HD 72 & ORI B OFSRERT SR L TW 5

WA CTIIHARIHRTEERIZ N2 L3 H Y, HD BT 2 TR SR O LHLY, ﬁA
FOFCEED S 7 D) SERNRAE S T % 1010 Paulsen H @ 41 O SCHK review (2 X UL (5 H 28 D
YHAIHD 2 M5 E LTW5), #HERBmi, FoEE #HEm, skt liiib s
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® &'

THDH, B TOBImICHBNZHE (ARG L) ICELZLEINTH L, ORERIC—H
PEIAZ, 19 OHHRS 5 GRICREE), @72wTwoliidfEz 2l L ekl %
W, ERFEINTWS 0 ), BIRTENCELTE, HFVEESNTELT, ZRIK
§ % BUH R A O LB S T B,

—J5. HARNIZB T 2 M H0 (X 2 SERERTZ M O LI, A0 250 82 AT L 72y
FIEF A . Abe P IXF RN, KRB E L CHD, 20 sRm LiE
(ALS) 2 3 R EARF I A O WL (%, #19) D) % state anxiety inventory (SAI),
trait anxiety inventory (TAI), social desirability scale (SDS) {2 & D #l &AL T 5. T D %N
(ERFEHED SCD at risk # (25 44) & RFEIE HD, & %\ iE ALS at risk # (20 %) 2375 T Tw
5. ZOWEIZE B E, BIRFRIMARIIIRER OALRM) DIXEE, RIBEFRAX ¥
N—WFRIEBWTHRET 2 2L, 20 TOVOBIRSINE IREZ %) 722 & ICHE %R
&, DOBREIMRAIL L ZBIEFMZETH > THLBANEAFEZ 256 FTd DT
BV EERINTNS 2

L2 L%230, SEMZHIERL TIEETE RV L 2B IRETH L. EBEICHD IIB
JHRAMZETS, HERRC LS A OFEHRR ARSI WE SN TVDL ¥ 728 AW
Btk MICAZBAHEFRIIACTD, BMHROZEICEL I TOLHMREHE, WH, T
LRIHBEDOLDTH 2 I L IEHIHLESND. Tk review T, FEIERTZWI 2 OWRH 2.0 B
WEZB RN 2, ERIES N TV A0 TR S IIRBIIGRAEDRICS L 720
O (THHEEAY V) Y 7ERTTCRONG) F—FThHY, FMENELZ ISk
I~24EDNTH S, HRTHEES Y V) v 7 RHIPEG SN TE 213w R, FeRiEEIC
HAR2 ERIERTZWTIZ BT 2 W IR BUIE B 2 £, BEBIEAMR V. 2095 2, [Kk%E T
MBI ] ~OZFIkoIE, flcx AOZKH (e, AESL KRR, R, %
&) L EBHITAMRIIRI 2 E N CfL, At S HE, G 20 I RESCELAEINS.

HARTIAREEES ST 2 RIEMZ ML T 2 L 2RV Tnd Lidvn i v, SHe b~
DI FA LY MITEITHIE L A5, BEMBWNIISST2EELY 22D Y T7OHE D
GEY, RSB OWTHARADZE 7 Y 2 & fifh 1T, Hiik - iR AM e ys2 L
PROLNS.

1) Tanaka K, Sekijima Y, Yoshida K, et al. Follow-up nationwide survey on predictive genetic testing for late-
onset hereditary neurological diseases in Japan. ] Hum Genet 2013; 58: 560-563

2) EEEBF, FKESL, bW R BATERRUNEZ T (SCA6) OISERTEIAF M. {HF
% 2009: 43: 332-334

3) AT, AEHT, Kb #HEh. BERICSB 2B EMEAEEN O SIENTRSNT. AL Jin b S
76 2012; 32: 37-40

4) EHPHESE. EAREEEMEONY 0 5 E 2 B FHERNEE R OBUR & BUE. R 2013; 53: 1006-1008

5) FHFRL, KMIMT, REEEREIED. AN M Q@R TR I3 2 TRk A, B 2013; 53:
337-344

6) Craufurd D, Tyler A, on behalf of the UK Huntington’s Prediction Consortium. Predictive testing for
Huntington’s disease: protocol of the UK Huntington’s Prediction Consortium. ] Med Genet 1992; 29: 915—
918

7) Guidelines for the molecular genetics predictive test in Huntington’s disease. International Huntington
Association (IHA) and the World Federation of Neurology (WEN) Research Group on Huntington’s
Chorea. Neurology 1994; 44: 1533-1536
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8) Decruyenaere M, Evers-Kiebooms G, Boogaerts A, et al. Predictive testing for Huntington’s disease: risk
perception, reasons for testing and psychological profile of test applicants.Genet Counsel 1995; 6: 1-13
9) HAMRYS MEREOBRTFZR A A KT 4 2009 (http://www.neurology-jp.org/index.html)
10) Paulsen JS, Nance M, Kim JI, et al. A review of quality of life after predictive testing for and earlier identi-
fication of neurodegenerative diseases. Prog Neurobiol 2013; 110: 2-28
11) Broadstock M, Michie S, Marteau T. Psychological consequences of predictive genetic testing: a systematic
review. Eur ] Hum Genet 2000; 8: 431-438
12) AbeK, Itoyama Y. Psychological consequences of genetic testing for spinocerebellar ataxia in the Japanese.
Eur J Neurology 1997; 4: 593-600
13) Almgqvist EW, Bloch M, Brinkman R, et al. A worldwide assessment of the frequency of suicide, suicide
attempts, or psychiatric hospitalization after predictive testing for Huntington disease. Am ] Hum Genet
1999; 64: 1293-1304

N #%= - sBICLETRER

PubMed (#:% 201641 H 13 H)

(((((("neurodegenerative diseases"[MeSH Terms]) AND "genetic testing"[MeSH Terms])) AND "early diagno-
sis'[MeSH Terms]))) OR ((('neurodegenerative diseases/psychology'[MeSH Terms]) AND "genetic
testing"[MeSH Terms]) AND early) 41 ff

PubMed (F% 2016 451 H 8 H)

((((("neurodegenerative diseases'[MeSH Terms]) AND "genetic testing"[MeSH Terms])) AND "early diagno-
sis"[MeSH Terms])) OR (((("neurodegenerative diseases"[MeSH Terms]) AND "genetic testing"[MeSH Terms]))
AND early AND Review[ptyp]) 62

ErhiE (M3 2016 451 4 12 H)

(CFRRE/NINZEYE / AL) or (FR/NINZPEAE / TH or FFRE/MMZVEE / AL))) and (FEIERTRZ W/ AL) or (FERERTIRAE /
AL) or GERERT# R T2 Wi/ AL)) or (WAERTZ W/ TH or AT/ AL))) 22 f
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Clinical Question 4-18 ©&Eh> YT  ELFIRE

HATIEEEFZMICEL C, EmfRkRICIAYT 655
DEHBRBH H 5D

g @ISR T EATIS 0
o

N E=2.8n
BRI B 2B, 50, #HaMRIE (ethical, legal, and social issues : ELSI) (23
LR RD D,

Wms- TEFYR

HIA 175 (genetic discrimination) (ZB AT B HMWENY, LM, FHEMREE (ethical,
legal, and social issues : ELSI) ORI 2 ETH 5. FFRICHRIZTREOMHRIZLY, EF - &
A&, B, PRBRIAZ EICB WA BB 2T 5 SR eshC& 7z e Thakk
IR E AR ATE, BRI EEr S, BIETFHAE L RBINAICOW TR b Eimdt ke
EnTERY

fEBRIN &%, RS ARBMA O LIAARICKH LT, ZOEMEDOKE S %5, &
L, ZRRHEOWRRFEMZI0ET 22T, AW A P, Akl w)old, 178
X 7-3858IR (adverse selection) 7 1) — A A F I ¥ 7 (cream skimming) ZHEBR L, fEREEIZH
Go APPSR TR RBIMAZ BIRT, LWwHT L Ths. MBEREIL, BRESFEVAD X
D BRI IRBRICIMA L7, SHEORMREZH A TZREZWR L2, 5628 TH5.
—H, 7V —AAFI e, RESHINGEZ R T -0 GREOR W AZ R L C,
fEBED L NDHRIEBRIMAZBD B Z L TH D, FRIHBIUI LB A D A D3 b
THHZ A > TVAEEITEZ ) L3, SMEFRAEICE > THH IS N5 BA TR HUTER
FETERUCREN T 5. Sk, FERERTZMIOE LS 5 &) X% UE, MFEEDHY 72 IERTZ W
DOEHRE L LI ONER LM Z2E 2L, LWIHITTBRITHICHNIBIETHD. FE
BRCAEMRRTIE WA, TV INA X —IiOERKNFTH2 7R ) K707 1~ E(APOE)
DBETFLINIHHEL T, ed TUVERATHIERMRSNIZAE, ed 7L VEFLTH AW
CLRBRENIZA, HEVIIREREBR SN - 72 NIRRT, BRE VENICERA
AR A L 2B AP AEBICEP o 722 EAVRENT WS 29,

AEOAARBICE LT, BRI AMICRBINAGER IS LT, 8RRtz
AT BRBR S TFE L 2. LA L, $ T2 EETRERSEICOWTIE, RBrofEHE,
G, WIS X > TR Z RO LGEXH 5. SHEEIC L > TRERRHFIEIR2 L 2 L
BRVITEEL T 5.

PEE TIIRES O FE AR T & % M5 TR Z B 2% (Genetics and Insurance Committee
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GAIC) 752000 4 10 HiZ/N > F ¥ F VIR OBIRFHAE R 2 AR O EBERICHW5 2 &
FHWTLREET L2, ZOREISH LT, ZOBRE LSS XREIY), 2001 4F123%
FEPrBE 2 & BURIE RS X 2 BATFHEHRAE 2R L CHIBRS5ET M) 7 A GEIA TR
RO % —B 15 2) FHEICHE LY ZOES M) 7 LAFHEIZ20194EFTHEE SIS
CEIZHRoTWVAD Y RERIICBIE, GAIC "L TV A DI, 50 5K ¥ Nz %A ki
BB LT, BRAHLDIMARLE DNV F ¥ b VIROBETRERSEZHHT L DA
Thb. THITTICHIE L CRIZTFHRATRBRIME SN DAL ST, FIERZN % %
JCRHEORBREEGRER DR E LD, 72720, R DIAA LA L CEIE T
MAEZZTAZEEMETLILIEITERY. HL ETRO NZFEO BN AIZE L CE%H
D LABD D - 72 Y5 1B E T Z T 72 BIR PR R IO W TR MG b e 2 &
NTEL, LWwWHZLThb. T/, EIREHRZNG LT 5N % ERRBHE Z Rz 25w
K E T 2008 4F 5 I E ARG H 2 Bl &5 1E 2 (Genetic Information Nondiscrimination Act :
GINA) 2567 L, JEHERER R A X 28 A OBIEERICED S ERHE S h 2,

HARDRBFEFIZB TR, BELCBVTHBIELCBVTE T Y ¥ =54 7 1 ¥ 7 (kg
DB, TE) KB L THEETHIREFH I NTE ST, ER2S ZoMEICET 2 2R i
LRINTWARW ST BN CIIIMAREZ D EJE TSR ST 285w, 72,
KL RNV THRIZTFRERROFA 2 55E, $IRT 270038 {bd 2 3hTniwn. T4bb,
BT T ¥ =94 7 4 ¥ 71280 2B EHROFH O I HARDORBEIBICK & 7
WEBr Lz TBLY, BT LREEZ D CHMEIXEBORBRREE LoMEE LTdimt
LT, 72720, REBRICEIT 2 fERRIRE AT HEOREIL, R aEEEE, BRI,
AL - EH, B EOMERICE YV EET S, #mEIC HIV JURRIE AR O fE BRI E A
ENFE i, S8 BREBICLoTRIRBROT ¥ =54 57 4 ¥ ZICEIE T EROFMH G R
1, PORLBLHWEINLIHBBOEZD H L, LEDIE.

N ot

1) Joly Y, Feze IN, Simard J. et al. Genetic discrimination and life insurance: a systematic review of the evi-
dence. BMC Med 2013; 11: 25

2) Zick CD, Mathews CJ, Roberts JS, et al. Genetic testing for Alzheimer’s disease and its impact on insurance
purchasing behavior. Health Aff 2005; 24: 483-490

3) Taylor DH, Jr, Cook-Deegan RM, Hiraki S, et al. Genetic testing for Alzheimer’s and long-term care insur-
ance. Health Aff 2010; 29: 102-108

4) Policy paper. Agreement extended on predictive genetic tests and insurance (https://www.gov.uk/gov-
ernment/ publications/agreement-extended-on-predictive-genetic-tests-and-insurance) (I # 7 7 £ &
2018 43 J1 24 H)

5) The Genetic Information Nondiscrimination Act of 2008(https:/ /www.genome.gov /pages/ policyethics/
geneticdiscrimination/ginainfodoc.pdf) (f&#7 7 £ 2 2018 4% 3 J1 24 H)

6) EHMR. BIZTREOERDBZDIOTT ¥ —F4 T4 ¥ 7O, RBHERE 2015; 630: 179-
192

7) EHR. PRERICB B EREIR & AP DRIRSAHERS 2011; 614: 41-57

N & - sZCLEDRER

PubMed (Hisk 2016 41 7 5 H)
((disclosur*) AND (("genetic services"[MeSH Terms]) OR ("genetic discrimination" OR "genetic screening” OR

» 189 «



4.

®

'

"genetic analysis" OR "genetic diagnosis" OR genetic test*))) AND (("life insurance") OR "insurance, life"[MeSH
Terms]) 42 fF

Edhss (s 20154E 12 H 22 H)

(BB IMAS/TH or IR THA/AL)) or GBIZT /Y &) ¥ 7 /AL) or (GBIZAFE/TH or B &) ¥
7"/ AL)) or (GEI=MAS/ AL) or GEIZTF#NT /AL) or ((Bfn22M9k4 / TH or s fn T Wi /AL)) or (&= T2 /IN
or WIET##/AL)) or GEIEFZHE /AL) or (HIn#Z Wi /AL) or GEIEIEMNT /AL)) and ((ZE &P/ TH or A fy PR FR
/AL)) 181+
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Clinical Question 4-19 D¢ OfthDIRE

EENRFEDUE T « PP « BEREEDREICIEED S S
BHEOLHHD

3
£

OEBRFENHETEEDTIEL L THRTERE, BTRARREITHOIS (J
Qiggﬁégéﬁﬁﬂiiﬁﬁﬁiﬁ, MRERER{LAE) DARHICIIMRBERARPERTH S (7
9&;££;&%ﬁ?5ﬁﬁﬁ%@ﬁ&tﬁUVA/7374—#EﬁT56(7&—
0%%:%@E&5%Eﬁﬁﬁﬁ@&ﬁﬁ%%ﬁéhfh%Cﬁv—K1@

=288

B IAEO MBI E LT, FRICHET - WP - BEHREE S O WAk 2 Bl 2.

W TEFY2R

TRUNMKZVERE, 1SS RMEBRIEICB VT, WETRE - WPREENEGFRE2HET S
HERNFE L5720, RIIICEELZRLLAATLIENEELTH L. T2, FRU/MNENE
SEIIRE % G REOIRIREEZ 5082 2 L0 0, BYLFHIIEHTH S

W TR oA & U CIIHE T g s & e NN Th s, s 2 00KEEDH
WEHIEIR L, MEICHE L THREZIT) SEPRET LRI TS ) £ RHZEHIE 29
B e T A B X O T NENE &2 4T - 72 MENHI BV CTid, 54EDL R L -3 uE T
EOB)AZHETHY, V—F VICHETEEREL, WRETHIIE TNENEEZIT) 2 & 5°
HRINTVWELE(ZEFTVALNILND)? F72, MJD/SCA3 B £ UV SCA6 IZB1T 2 M F i
MAEOAHBEDHRESINTVE (TEFVALNIL V) LALERS, WFEEREDOAT
BEMENT R OFHE ) A 7 B4 TN TE b Tla A L, IR 2 EIEE 2 %58 L C et
Wi DIAEY) A 27 % -l B DD 5.

TRB)JCIE O MR AR RERT 512 1E, EAGEZEIC X B PR RERE S & AR AR O IR B R
Wb, RIVVLIZS7 4 —3HiRED 5 I HEEORRFEITEORBICHNTH 5.
F 72, HEHT RS X B 1 2 MR IR IR VP A A AS RPN S T B ), A6 T o B MR e -0
DAZ ) == ZICHEHEINT WS, FXGERZEIC X 2 IR E OB I ISR N B b A
MTH5H., MR DL ZMEME 21 BICRY VY A ) 797 4 —, HEREBL O
JIREE T COMRBHINSE 2 17 o 7278 Tld, 361 (15%) 12 Cheyne-Stokes W), FEHEIRTE T 3 #
(14%), JWHEET T 9B (45%) I2B W CRmAMRIRE 2 7872, S 512, 1161 (55%) Triny LAk
DAL T O FFGEHZE % 7D, WKL (floppy epiglottis) DMHIZH HH ThHh -7 (TEFT
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Y ALANIL Vb)Y,
TEB)LFRE I IR, restless leg syndrome, L A BEHREE 5 70 Lhk 4 2R BRIRFE E 2GRS 5 2
DD, TNOHOFMIIZS R VL 7T 74 =0 TH S (TET VAL Nb)®.

N ot

1) Langmore SE. Evaluation of oropharyngeal dysphagia: which diagnostic tool is superior? Curr Opin Oto-
laryngol Head Neck Surg 2003; 11: 485489

2) Higo R, Tayama N, Watanabe T, et al. Videofluoroscopic and manometric evaluation of swallowing func-
tion in patients with multiple system atrophy. Ann Otol Rhinol Laryngol 2003; 112: 630-636

3) Isono C, Hirano M, Sakamoto H, et al. Differences in dysphagia between spinocerebellar ataxia type 3 and
type 6. Dysphagia 2013; 28: 413-418

4) Shimohata T, Shinoda H, Nakayama H, et al. DAytime hypoxemia, sleep-disordered breathing, and laryn-
gopharyngeal findings in multiple system atrophy. Arch Neurol 2007; 64: 856-861

5) Pedroso JL, Braga-Neto P, Felicio AC, et al. Sleep disorders in cerebellar ataxias. Arq Neuropsiquiatr 2011;
69: 253-257

N gms - sEICLEDRER

PubMed (#:%% 2015 4 12 H 29 H)

(((((("Diagnostic Techniques and Procedures'[Mesh])) AND "Cerebellar Ataxia/complications"[Mesh])) AND
(dysphagia OR dysarthria OR swallow* OR deglutition OR sleep* OR respirat* OR apnea))) OR ((ataxia [Title])
AND (((((("scale"[Title] OR "examination"[Title] OR "evaluation"[Title] OR test*[Title] OR measure*[Title]))) OR
(videofluoroscopy OR videofluoroscopic OR videoendoscopy OR videoendoscopic OR polysomnography OR
polysomnographic))) AND (dysphagia OR dysarthria OR swallow* OR deglutition OR sleep* OR respirat* OR
apnea))) 97 f

Eohis (3201641 H 8 H)

(GEBYJSHAE /TH or EBH) 231 / AL)) and (HEIR-KY 7 F 7 4 — /TH or polysomnography/AL)) or (VideoFluo-
roscopy/AL) or (Video/ AL and (X ##:& B4 # / TH or Fluoroscopy/AL)))) or ((((GEB 2 FE / TH or 3 82 iR
/AL)) and ((W& F /TH or & F /AL) or (F-%/TH or ’F% /AL) or (IR /TH or EHE /AL)) and (#:45/AL or &Pl
/AL or 24— )V /AL)))) and (PT=5ikkkx <)) 94 1

EPICEE R LA N Ry —F Tl 72
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Clinical Question 5-1

AR/ MU HE © ZRREAREDEBIPRBICIEED XS
BHEOLHHD

O AREDOHR/PHEMEIS, FIREEDOKBEZRINTS (CQ 4-2). BHER
ELTOFRNMNREEEIS, DMEOXKFERDADBILDE D (Wi il) &,
NS DREDIERDEAS DICINH S E O GERR/IRED) ICKRIEhD.

OREEHZMEE, BREMREREZHAESSIMEREZRD. ETEK EIERE
ICATREMEIC DWW TR EDP U ETHS. MUD/SCA3, SCAB, SCA8, SCA31 &
EF—RMREEOHMP/ N DRKIERZRT ZEHDHD

OREEHLHBHIHEIE, WR/NHETHNIIL, SACE6, SCA31. IR/ TH
X MJUD/SCAS DFJEEENELY. BIEFEENIL, +REHADEHETD. hd
DEBHRAEN, PONEERISBEILOBREIE, REWDMNSFHELSHIND

%E

BR- 88

FR NI - 2 RZEHE O F B OV TR 5.

B - TEFYR
BRI ERE BRI, O JGREEIRD AATH D b o (ko MxA) &, AMELA
DIFEDFEIRAH S 52N % b O GEFR/NEED) ITKB SN D, ERaARSERmEO—H
THEMOFRERZ RT IO L. 205 b, FHND, EIWE, i B, REEOXK
2, W, MEEE, HOREMEREL SIS0, EREE L CQROETRERT % (CQ
5-2). /ANEIIEENZOWTHHNCEH LS (CQ2-14, CQ2-15, CQ2-42). Z DI TILH AISIE
B DOAIEDF BN DN TIHBRD,

AIENE, EETH 3 HAOEZSTBY, 2/3 I3, 1/3 @B EETH S Y KEOBIO
RA VML, WBOSIEDOH M, NEIERDA DO FRIER O G B, EHMi RO /NN RO A4
DIHETHA.

WHOTHIEDSTR T E R VIA, EMRIICIE, £ RMBEMIEDO TR V. ARETIE,
I, RO NERZ RS E b H A, LA L, HEMEEIREZ W S RIS 72
9, AR R PR EE ORI LI TH 5 (CQ2-20). F-MGMATIE, MMZEMICI
LC, GOEMOZE CREN—NEE) 2550, BASIRSEIR & /MBERA & Thiud, A%

BN HEE L < 2\, SCAL7 REATHERE LPER 22 ESIRA LTV 2 W igtEdH 5 29

—, #MRNRE ORI, MBlORENS TR TE % < & MJD/SCA3, SCA6, SCAS,
SCA31 % & OB EMEFR/MREMEOWEELEDSH 5. §512 MJD/SCA3 OEfEE X, —FH,
MR MR 2 RS Z e DD D RAETRETH S Y MBI L THREBISTROEFREIR 2 380,

v 194 »



f§ClE, —MIZ SCA6 % SCA3L TIAIBEDZEHiATH D25, SCA3 TIEAKRELTILAED
ELTw2 % FRIICIZARR, a5 A~ ORBGESHIR 2% SO 28 5. KIREO 2w
FEFNR LBIEFZM 24T Baid, oy, RBUREBSR 2R 38 Je OBt (ki
ThHY, RANOHRPKRBIEDMBEE L HEBL 5252 ZEL, R ToRdlHrsLE
Thb. TNHLOREBHEILS N, »o/NEZEMDHIZOBEE, HOREEOBRER % it
L7299 2C, BEM/NREENGE L WS N5 (CQ5-2 BHH).

BIEME O % 2 Tl H Gt R B E O b DA% <, Machado-Joseph 3% (MJD/SCA3),
SCA6, SCA31, DRPLA OHEEDSE Vo7 FERDVMMFEIRICBRIR 3 2 B Gk MEE!,  autoso-
mal dominant cerebellar ataxia type ) &, Z DD FHEAIMRAEIR, A FFRRE S, HEARRSRER 2
Ex A %R (JERFE /MR autosomal dominant cerebellar ataxia type 1) IR S5 ®.
MM NMRELCIE, HARTIE, —#IZ, $EE2 S MJD/SCA3, SCAL, SCA2, DRPLA ## %
5. L, #iELZOT, FHMOFEFEZEET L. SCA213W - ) & LEETER
BRGESY, MJD/SCA3 W, UL LT, WA S BB EDIHI D 2 L AU TH
%. DRPLA \ZEFEF TIEERERER I+ 70— A, BATIEIERHT7 7 b —ErkEs), 240
FEZEPEIET 5. MK/ MNA T SCA6, SCA3L #HUMI#E Z B, THOIZAMIA S/, FFIC
HIBE IR 2 380 % 0L JERO — B ORE & R, SCA6 R A MM RIRIE 2 RIE§ 5
MLt SRS VEAE % BF D 5313 SCAT 2R ¥ 5. WAL MR O FRUNHA TR, H
RTEDRGH, KPR TH ), BRREFEZHE) HEFL V. BIEFZWCHEE I N
Friedreich (7 V) — F 7 £ &) @8 LJE (FRDA) &, HATIE, #EshTniwv, FRak
HUBIEET S — AR NREL 2 RSB H Y, Z0EF) B FHRIEI V. B 1 ICEEEOFH
ANINAETERE DI 7 0 —F v — b &R

N ot

1) Tsuji S, Onodera O, Goto J, Nishizawa M; Study Group on Ataxic D. Sporadic ataxias in Japan: a popula-
tion-based epidemiological study. Cerebellum 2008; 7: 189-197

2) Kanazawa M, Tada M, Onodera O, et al. Early clinical features of patients with progressive supranuclear
palsy with predominant cerebellar ataxia. Parkinsonism Relat Disord 2013; 19: 1149-1151

3) Kim H]J, Jeon BS, Shin J, et al. Should genetic testing for SCAs be included in the diagnostic workup for
MSA? Neurology 2014; 83: 1733-1738

4) Tshikawa K, Mizusawa H, Igarashi S, et al. Pure cerebellar ataxia phenotype in Machado-Joseph disease.
Neurology 1996; 46: 1776-1777

5) Reetz K, Costa AS, Mirzazade S, et al. Genotype-specific patterns of atrophy progression are more sensi-
tive than clinical decline in SCA1, SCA3 and SCAG6. Brain 2013; 136: 905-917

6) Schols L, Bauer P, Schmidt T, et al. Autosomal dominant cerebellar ataxias: clinical features, genetics, and
pathogenesis. Lancet Neurol 2004; 3: 291-304

7) Sato N, Amino T, Kobayashi K, et al. Spinocerebellar ataxia type 31 is associated with "inserted" penta-
nucleotide repeats containing (TGGAA)n. Am ] Hum Genet 2009; 85: 544-557

8) Harding AE. Classification of the hereditary ataxias and paraplegias. Lancet 1983; 321: 1151-1155

N & - sZCLEDRER

PubMed (i3 2016 47 3 1 H)

ataxia|MeSH Terms] AND diagnosis|[MeSH Terms]) Filters: reviews; published in the last 5 years; English 98
{8
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5. Wi iERIZHT
/
EWAR Y 7 X N$EME, FREE
& Em-SEVWER, B
KEMd &M E@mi-$548, £
» 5 TISREIRICECH
121y 71kis, EizTFEoM
DA TCEEN—-ZXTThN
YES NO TUWEVWRE.
BFIEAFBTDIRE N TER T
ETVWEWERE
Luz N AR R B ErSTF, RLAYIINT
FEDSAICSEENIZ W
NO NO
SCAB, SCA31, [|[MJD/SCA3, DRPLA,|| SCA6, SCA31,
MJD/SCA3 SCA1, SCA2, SCA7, MJD/SCA3
(EEE) SCA17 (EEhE)
|| || ||
R NFAEDI BHEREN R NFAEDI
SCA8 SCA8 SCA8
SCAR8 NO
telangiectasia
GSS NO
SCA5 AOA1/EAOH others
SCAT11 SCA27| |SCA12 - ARSACS,
others SCA13 elagiectasia-
like disorder
SCABIFRSH SNV E— MIDERTER T EIIREETHY), BEL2DEEHEICH T 2MORERRD
EOEEANERERFEIPEESI N TS (CQ 4-16SHR)
HiE, &<ICREB, HLLIE, AAE, B0ELUTLS, FTROEROWVWThrY, BHSH 355,
VERR, BEEH#IE ERZARE KEE, HEEGCFKEME, RKRTE RIRKEBEE, HBER
FURBRHERERTE, BIFRIRMSEEETE, MAET, BEMNEE 40mLUT),
EEMIFIO0—-X R, /|NEHE
MELAS, MERRF # & X ha> KU FPEEZFDX I —=29
FEEfR, EHREE, BHEEEL /NERE
CACNATADR ) —=> %5
\
1 ECHERI\KNESE SrnFEho70—Fv—b

FEHRALGI L EEEDRRD TIFELIDT, R —I TV AHZEET D.
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Clinical Question 5-2

#);JEIE‘I& ;):ZE'IE) O/MEPHEENFGRAEICIE ED K S EED
3 6 Y

OLITORRAIC KBAEMRE (ZRYE) OEFEBRBEHLHS - MNEREE, BH 73—
g, EZIV BB, EBRZ, FFM(TIZ M 2RE), RE [#iEHE

5, ZRURLE EESYE, RRNEEDIRE BERRE, JIV7 O KHBE N
.
15 GAD fiff/ii%)], BIKRRHEE TELR L.

OFR/NREMEIL, EBRFEIRERETHHRELERBOMM] EEHIND
ZEPS, MtV LEREDOESRAZE L S HEMRME (ZRHE) OKEBZER
THIEREREEDDDIATEETHS (J/L—K10).

B= - 88

FEMETE (M) ICEBRREZ L ) 2RI OV THREZ T 5.

s - TEFTYR

[ O R 03 5 RIS 3 A i) 12360 (IR libnG & L CoRBI/IMNAYEE O REE
WCERBEE LT, BN (SN oME JGE %2 &5 2 LESH ), ToBkikiEoE
BZHEHOOEDE LT, [DTFOBERIC X 2 Rk MERH/NMRETEZ 853 % © Bk, HE
Be, TVI—)ViHE;, Y ¥ I VB By EMRZ, HHME (7= My k), E R
B, SRVERMUIE, BENEEE, SENTEM N SE (REAIGE, 7 Vv T » JGE, Bt GAD dtf/h
Wge) ], FURBBEREAC TER & | LRlilishTw s,

RCFE B (TR ) SEED I FRE (X ERR T S O JE, 3B B JCERE LAY O BFAE 3 2 FiIE fok,
HEATOMES), PR RRAA AT R0 45 S0 720 AR AT T S - I BT L 22 212 X 0 4871
2119 (CQ4-1 ZM). JEMEME (W) BEIGRIED 221, WY 2R EHFR A A X 0 EB) IR
SEOUENSIFCE 2L B 0, [EHW e @B RIE ] & L CEIRINCAED T 5 2 L8
T&5L(F1).

FENE S P/ I IR (L, /NI ISR 28 Bk ~ R R (BT 3 2 s SRR N IR S M E & o 8B ) A
ThY, TORKNE %2 EMES & Ui, JREF - MiZNIIRE - FUEOBE T, SR
T Yo Bufk, Bli/VHILHE Cladt Hu Pifk, FLE CRILRIPUEZEDOL LD Y, B
EHEIE. 2, BEENNERETH 5 2 EAHRICHEL ST, TORETE
MRS OFAEDTHERTE LRV L HHDOT, TOBRRIMAET O~ — 7 — WG T
HEERVEBBISENEETH ), HRTDRETHO MBS EEERE S L OZKE b2 L b
b5,

FERESVE D I AEN N ITRE, T b B ) 7 ¥ v Bk NN ISRAE (277 V 7 > il
JiE), Bt GAD BriRR /N ISR, BT EDRBRBTAR P/ SR (NI 2 0 BUAG A INAE ) 23FnE &

v 197«
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5. ZWTe SRRz

=1 EEE (CRY) ESLFEZET SEINER

O M MmEREE

O B fEs

OFIOA—IPHEDEY - (tFHEICLDHE (VT b1, UFTL, BEARIRKE)

O TIZVIRE (EXI> B, RZfE)

OFRMEAMEREME (KEXI> By RZIE)

OFDMDERIVRZAE (EXIVE - EfE)

O FPIRFEAR RREE (FRMBER &)

oY 7T - ¥IAT%

OfBEMZRR (ZHRMBLE 2MEBFEEMEEER)

ON—F 1TV NE, £8UITUTFYN—FTR, ZOMOBRR

O EREEE/NMARRE (Bh/ MRS - DREIE - FUBICHED 2 &ML

O Gy /M TEME/INBSRTRANE ()L 7 >S50, 51 GAD HUABR /NS ERE, IBANRE, 7« v > v —
FE1ZRE)

O FRIRARMEREIR T AE

M, g7 0 7) O REFHERDE R EORIBEROANEIME SN TV L2 (TETVALA
JU V) V2 H & ORAZER/NRZETEC BT 250770 7V Y HURBER (TEF > A LA V)3
MJD/SCA3 & ki S T 2 FLHIRB PRSI (TEF VAL V) ? R & MG ST
D, TNSOPURE NRIGTEFRB L OREMEICOWTIZE SR AP LETDH 5.

N ot

1) Nanri K, Okuma M, Sato S, et al. Prevalence of Autoantibodies and the Efficacy of Immunotherapy for
Autoimmune Cerebellar Ataxia. Intern Med 2016; 55: 449-454

2) Nanri K, Okita M, Takeguchi M, et al. Intravenous immunoglobulin therapy for autoantibody-positive
cerebellar ataxia. Intern Med 2009; 48: 783-790

3) Almaguer-Mederos LE, Almira YR, Géngora EM, et al. Antigliadin antibodies in Cuban patients with
spinocerebellar ataxia type 2. ] Neurol Neurosurg Psychiatry 2008; 79: 315-317

4) Abele M, Schéls L, Schwartz S, Klockgether T. Prevalence of antigliadin antibodies in ataxia patients. Neu-
rology 2003; 60: 1674-1675

N B3zt - sEICLRTRER

PubMed (#:%% 2015412 A 22 H)
("cerebellar ataxia/complications"[MeSH Terms]) AND ((secondary[tiab] OR symptomatic[tiab])) 32 f}:
EPICEBELR LR E N Y Fh—FTBLz
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6. 8K T 7

Clinical Question 6-1 OREENAE (BLFhE, BEEREAT)

INIFGRAE IC0 I SImREBE AR E CF THATHS
tr

(@] OB AT, FLABREInL. ERICK > TREFLEBMERVTAEED
= BWEDSBRAEINTOEEDDHS.

N E=s-8n

R DMEATRHIE S L IIBEREIE 2 b 72 59 FH72 2L L LTEH S TW 5.

Wms- TEFYR

ANIESRRAE X 77V 3 2 T & 15 S/ MR AL O AR X 0 FEEET B RE DR T
BB, MMM RERE E A SHIIEICE S —HOBARIZ L 2 DT XTHTENL.
MR 2 RAET 2 T & LCid, BIEA LA, 3270270 7IHHALICHE S Mg deiE, = — b
77V —ROEE, TurTV—LAEELRE, kAo TEEORGAEES 5TV,

PREEFEIIME o T, AL O 739 2 MR EW E AR L & 7 F WALEDBRES A e
U, B L7AREWE ) WRERH 5. ThHid HERYGEGRH] LIFEh, S—F
YV UIRIZBT S VAR N TR E e EREONERTH S, L L, SEIRSGEE R TR
HZDHDORIYEEET, FERISERICESTT 5. TS L, MEEEO#ET Db O 2k
I HWRED BB TH Y, WANBREEZ SN TS, NEKRTREII %5
REASARE, IR, BB L OHAERRE SOMERESITTbL TV RIS
%. 2016 4 8 AlFriT, IREREZHICB W TR MMM T& 2 WBBHREIRB ST
B, BWETIVICEBMEEZHET, b FEdRICLZBRIE S HihshooH 2% 72

N ot

1) LiY, Yokota T, Matsumura R, et al. Sequence-dependent and independent inhibition specific for mutant
ataxin-3 by small interfering RNA. Ann Neurol 2004; 56: 124-129

2) Keiser MS, Geoghegan JC, Boudreau RL, et al. RNAi or overexpression: alternative therapies for Spin-
ocerebellar Ataxia Type 1. Neurobiol Dis 2013; 56: 6-13

3) Ramachandran PS, Boudreau RL, Schaefer KA, et al. Nonallele specific silencing of ataxin-7 improves dis-
ease phenotypes in a mouse model of SCA7. Mol Ther 2014; 22: 1635-1642

4) Torashima T, Koyama C, Tizuka A, et al. Lentivector-mediated rescue from cerebellar ataxia in a mouse
model of spinocerebellar ataxia. EMBO Rep 2008; 9: 393-399

5) Ito H, Fujita K, Tagawa K, et al. HMGBI facilitates repair of mitochondrial DNA damage and extends the
lifespan of mutant ataxin-1 knock-in mice. EMBO Mol Med 2014; 7: 78-101

6) Stemberger S, Jamnig A, Stefanova N, et al. Mesenchymal stem cells in a transgenic mouse model of multi-
ple system atrophy: immunomodulation and neuroprotection. Plos One 2012; 6: 19808
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7)
8)

9)

10)
11)

12)

OmEEmeR (Bh3eR BEERZST)

Park H-J, Bang G, Lee BR, et al. Neuroprotective effect of human mesenchymal stem cells in an animal
model of double toxin-induced multiple system atrophy parkinsonism. Cell Transplant 2012; 20: 827-835
Chang YK, Chen MH, Chiang YH, et al. Mesenchymal stem cell transplantation ameliorates motor func-
tion deterioration of spinocerebellar ataxia by rescuing cerebellar Purkinje cells. ] Biomed Res 2012; 18: 54
Dongmei H, Jing L, Mei X, et al. Clinical analysis of the treatment of spinocerebellar ataxia and multiple
system atrophy-cerebellar type with umbilical cord mesenchymal stromal cells. Cytotherapy 2011; 13: 913—
917

Lee PH, Lee JE, Kim HS, et al. A randomized trial of mesenchymal stem cells in multiple system atrophy.
Ann Neurol 2012; 72: 32-40

Jin JL, Liu Z, Lu ZJ, et al. Safety and efficacy of umbilical cord mesenchymal stem cell therapy in heredi-
tary spinocerebellar ataxia. Curr Neurovasc Res 2013; 10: 11-20

Wu SH, Yang HX, Jiang GH, et al. Preliminary results of cord blood mononuclear cell therapy for multiple
system atrophy: a report of three cases. Med Prin Pract 2014; 23: 282-285

N gzt - sEICLEDREN

PubMed(#:%% 2015 4 12 A 11 H)

("cerebellar ataxia/therapy'[MH]) AND (("nerve degeneration/therapy'[MH]) OR modif*[TIAB]) 41 i

EdEs (M3 20154 12 A 18 H)

(NP IFRAE / AL or 3EBYSHRAE-/Mix 1 / TH or /N 38 B 2 73 / AL) and ((F#EZ51% / TH or 251/ AL) or
modif/TA or J#RE5H /TA or DMT/TA) and (({&# /TH or ¥/ AL) or #i%:/AL)) 27 f
ZOREPEELRTEE N B —FTilEnL 7z
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Clinical Question 6-2 OREENAE (BLFhE, BLEREAT)

/M RFE K I SaERIEHRIE ED L S ICHEHNHD

%E

O/NRFRIEICXT T BIBRBRISERDA > 51 VT —EINX—ATRERTE 3.

0 Es- B

FBUBIE OISR Z S 2 &N TE S,

Wms-TEFYR

HER BRI M OB SR - RFIZOWTIE, BRENA T RAZHE, PRFE ORI 2 BLE O Bl
M End, TOLEEIRD LNTWIz, 2004 IS FERRERMZEOREL 0O 7R DIEF
MERETR 4 F IS % H 2 (International Committee of Medical Journal Editors : ICMJE) &5 3C#%
FARI JCMJE &8kt v & — ICEIRABRIE MO B A E b Lo 225 Lz, 7z, ERRSE
H{A3H# 4 2% (International Federation of Pharmaceutical Manufacturers & Association : IFPMA)
b BAAH DT ET RO MBI ICAKL, ENRom 2R L 2EY Lz C
N%& 27T, WHO IZEIBESERIRRERE %77 v I 7 + — A4 (International Clinical Trials Registry
Platform : ICTRP) ZH§3 L CTH k& RBIOMEA 2 Fda L 72 "

HARTIE, EZREEBRRABED E N OGRER - BRFZEORITI 2Rk 2 HiY & L TRFET
ANER=FZ VT AL ) OEHERIHB LAY ZOH A bTIE, UMIN BRREBRES Y 27 4
(UMIN-CTR), —## M A HAREEERE ~ & — (JAPIC), HARKM&HBIEEL V& —
(JMACCT) D 32Dt ¥ ¥ —Hh 85 ENTWw 5B 35 Pl 28 4E 12 AHFEICB W T, EHNTIZ
TRH-FER TN F L) ¥ (KPS-0373) & = 3 F ¥ ZRARERGEBFE N L = 27 1) ¥ DRERA B
ENTWVS. F72, 2OKR=FVHA b EFCTROBEBIRI S MR TH 5. KEOH
Bud, NIH OBRBRERT A b5 sk - WA TH S % 2o A M & ICTRPIZ& ) it
RCETL TR ERIEREHET 2 22 TE L. COBOREIZOWTIE, RIOOKHIC
LTIV

N ot

1) International Clinical Trials Registry Platform (ICTRP) <http://www.who.int/ictrp/en/>

2) BEPMERNERE BRRBFZERTEAR — 2 V4 A b <http:/ /rctportal.niph.gojp/s/ >

3)  RERBEEFE A v b7 — 2 F%Ek ~ ¥ — (UMIN-CTR) <http://www.umin.ac.jp/ctr/index-j.htm >
4) —RAEREAN HAREEEH Y >4 — (JAPIC) <http://www japic.or.jp>

5) AAEALRIEAN B AEMSREIGE L > 5 — JMACCT) <http://www.jmacct.med.orjp>

6) Clincal Trials. gov<https:/ /www.clinicaltrials.gov /ct2/home >
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OmEEmeR (Bh3eR BEERZST)

7) MRS ERREERI 31T B IRNEZE GRED) DT IZ DWW T, ffEEERRHF 2011; 60: 13-17

N gmst - sEICLEDREN

EARBR Y = 7 1 b

+ ClinicalTrials.gov (NLM)
https:/ /www.clinicaltrials.gov/ct2/home

- BRRWEFERG AR — 5 VA b (ELLAREEE SRR bE)

¥UMIN-CTR JAPIC,JMACCT O3, ICTRP b #RZEn]

http:/ /rctportal.niph.go.jp/s/

- International Clinical Trials Registry Platform (WHO)
http:/ /apps.who.int/trialsearch/

ZOERPTEELLWE NV F—FTBINL
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Clinical Question 6-3 OREBILE (BhThE BHEERAT)

HE OB PREOEIEEC T TEATHLS0OD UMK
FRREIC BT HRLICDO L O)

%E

ORFRTIRELEREINAEZLDRERVD, EREICECIT TERMENEATNS

A

0 Es- B

T EH I HER E IR 28 LW FEOEANKRFT I N TWA, BT HBERPEEERED
FOOEDTHSL. BEIPSLOPHEDIRZVDOT, FNOOBEKBREOBIRICOWTHEM L T
BLZEDPDLETH B,

Wms- TEFYR

BT HRBEB X OBBIERICET 2RI B WV Tid, 2016 4E 8 HERM TR b 2 0h 5190 <
N7ZERIFZE I v, BT VEM 2 LB W CE S N8R TS X OBBIEHICET %
IO WTUTICREN L L DZM\AT S, TNOLOEIR, b MEdge L Tids
WOT, IR IEF Y A LVEHMINZIZEE Y L v

BERHREIZ DV TIE, Machado-Joseph i D5 K T d % 225 ATXNS OFEBIR AR 2 #IH] 3 %
small interfering RNA (siRNA) 23R SN2 4 &, WBHRERENORESFREFI N TS Y /h
MZEFHAE 1 B (SCAL) P Y AV 22w 7T AZBWT, TF /) A VARIERZ ¥ —12X %
ATXNl1-like & FBRIZIHIC X A HHRE, B LU RNA THIC L 2ER ATXNI ORI
& BEBRN R DG S T b. SCAL EFIV= 7 Z/MMIZ ATXN1-like 7 4 VAR T & —
W& ZaREFEH L, AL microRNA (miR) % v 72 RNA T X 225 ATXNIT OF$EA
DWTFNDOHFEIIBWTY, EFICTVF v THA~FE L, EEFERE 0L & MR-
DHRETEE DS LY oM, B 2-0-AF )V FAFTFF T — b (CUG) n =HEFET
VFRVAFYVTRZLFF FERWT, NUF U UIREERROBMESEMB L ) v o83EBR
(2517 % huntingtin 255 X OEH LNV ZRRWISHD E L 2 EHRALNTVS. &b
RN LT v FyAF Y TR 7 LA F F(CUG) (7)1, huntingtin D7 53, 25 ataxin-
1 &5 ataxin-3 ® mRNA LNV & A S8, BEREEARBRE BV A PRZEHE B SR 3
Mg TE R atrophin-1 ® mRNA LNV 2 RAEEL. ZOT7 Y FEAFVITX 7L FFF
X, N F U VRO huntingtin LAV E A S €A R BEHRTRICILE ST, oR
JZNE I VIO IRATRETH AW REEAVREN TS ® SCATET VI T AIZBVTDH,
RNA ¥ & BEF R TR SN TS Y

BRI OWTIE, EERH %2 5 LN 2 R ORBLEISR ) 7V 8 3 2 OkEDs
flE72 X N T % Machado-Joseph i E 7N~ 225 L, KU ZI ¥ I v EEREN AR
ST b CRAM-Associated GTPase (CRAG) #fnF%, Ly FIANVARY ¥ —=12X D, /M
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OmEEmeR (Bh3eR BEERZST)

WEALZ. Zo#R, EEIERPRIRICUET 2 2 LAMER IR, K 7y I VEERDS
KIEZHA L, R RE s mE T 2 2 & RSN TV 5 2,

ZOM, MWRNELDEERMN (7074 3 7 AN 2 WT, SCALBXUNYF VMY
i O AREME £ 7V Tl L TRA T 2 & H & LT A & L7z High-mobility group box 1
(HMGBI) #fzt %77 Btk A W AXRZ & =125 1) SCAL EFN< 7 AD/NRIZEAT S 2
LX), By BERENEFICUE TSI EPHHEEN TS, 512, HMGBL 12133
Fa2 Y Y7 DNAHEGZBET 2 W) HilzeliEgrH 52 L b)), HMGBL #7EIC &
DEDNA DAL LTI MY N7 DNA OHBBEBEEXNTL I EICL-> THHREHEER
3 2B RIZ ST WD ©

0 sk
D
2)
3)
4)
5)

6)

Li Y, Yokota T, Matsumura R, et al. Sequence-dependent and independent inhibition specific for mutant
ataxin-3 by small interfering RNA. Ann Neurol 2004; 56: 124-129

Keiser MS, Geoghegan JC, Boudreau RL, et al. RNAi or overexpression: alternative therapies for spin-
ocerebellar ataxia type 1. Neurobiol Dis 2013; 56: 6-13

Evers MM, Pepers BA, van Deutekom JC, et al. Targeting several CAG expansion diseases by a single anti-
sense oligonucleotide. PLoS One 2011; 6: 24308

Ramachandran PS, Boudreau RL, Schaefer KA, et al. Nonallele specific silencing of ataxin-7 improves dis-
ease phenotypes in a mouse model of SCA7. Mol Ther 2014; 22: 1635-1642

Torashima T, Koyama C, lizuka A, et al. Lentivector-mediated rescue from cerebellar ataxia in a mouse
model of spinocerebellar ataxia. EMBO Rep 2008; 9: 393-399

Ito H, Fujita K, Tagawa K, et al. HMGBI facilitates repair of mitochondrial DNA damage and extends the
lifespan of mutant ataxin-1 knock-in mice. EMBO Mol Med 2014; 7: 78-101

N g#Es - sZCLEDRER

PubMed (#i%% 2015 412 A 25 H)

(("cerebellar ataxia/genetics"[MeSH Terms] OR "cerebellar ataxia/therapy"[MeSH Terms]) AND "Gene Silenc-
ing"[Mesh]) OR (('cerebellar ataxia/therapy"[MeSH Terms]) AND "genetic therapy'[MeSH Terms]) 48 I
Erhis (M3 2015 4 12 H 24 H)

(NI ZRFRAE / AL or #EB)JEFHIE -/ / TH or /N EB) JFHAE / AL) and ((GEAZ5196%/ TH or B TR
/AL) or RNA T#/TH) 18

FOEIERELRLEE N N —FTHEIML 7
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Clinical Question 6-4 OREENAE (BLFhE BEEREAT)

BYEEEIEC T TEATHLSEDN UMUERREIC ST
BELICOLT)

(@] O IRBHADMEBEICET EMRIBEA TS, LL, SE/INMEMEICRT
= BBEESEMEICOVTIEVEZEANEREIZTTUOARL.

N E=s-8n
AR B BT A EEROBISBREOHIRZ R 5.

Wms- TEFYR

FHEBRSICH T 2BV TE, EFVEWEZ AW 2ET, b badge LzBR
Wb EHEINTWD., UFICZNSEIRFIZEO —E A3 5. TS IXRBSH T CE i
WEERGHTIE VO T, HEREFHMEHICEHE S L. LT, “BHRICHT Moy
T YAV ORFLET B.

% SRR/ (MSA-C) & i AR T2 /Mo ARAE SR 7 56 G L2 i i, EH >k o o] 38 3 s
Jfa (umbilical cord mesenchymal stromal cell : UC-MSC) D&t & R A BT 24— 7~
T NVIRERDSHE STV A, 2009 4F 10 H A5 2010 4F 9 HIZ2HC, sARM/NRAERAE 14
& MSA-C 10 #iZ 1x10°/kg > UC-MSC %458 1 [l, Ft4 mz 1 27— & L CREBENTES L
72, &HEE6~15» ARMERL, B & A0 (QOL) % T2 ICARS & HHW /ARG
B REE TRVl L 724558, biaa2 5 1 » A2 ICARS & HH ARG EI R DA B2 L
72 (p<0.01). AEEABAT & AMERE, RIBEE, LROEEIHE, HFEE, TR L0
FEIRDS, 1B ZBRNTHRY) OBBAITXTTYFHF L. BEAE LT, v @ f), &b @2
B), BEIE (1 60) 23380 Hir7z28, 1~3 HEWPIZH R L7z, BB T, 10 B2 P4E DL R e
LCw7z2s, 1185 1~14 » H CF5 3 » H) DINISEFRTORBIR > - L i shTn s (T
EFVALANIL V)Y

FRIRIIC MSA-C &gl L7283 33 42 W4 & LT MSC - E MR S T
5% ZHITE B L, MSCHAGREL 77 L AR GRCIAE L ZH D AT i S, BIRIES T
Peh- N7z EREHlIE H 1385 360 H % unified MSA rating scale (UMSARS) D2k & L,
BIREFMZE H (X UMSARS part 2, WP 27 v 3 — 240#, IKEVE O, bkt s L.
Z ORGSR, MSC #5813 77 & R & L L € UMSARS OAFHHliA (p=0.047) B L U part 2
A 2L (p=0.008) DA E <, HEATHEAEN T EAVUR S iz, MSC 51 HBFR L 72
AERGIASNL Do 7255, BIIRESFC X 5 & EbN 5 MMM RITZ A MRT CHERR S 7z
FEBIAEAE L7z (TETVALAIL T2 ARRFZEE 2012 4RI K RE X ) i Szl
EF UV ADBW_EHERAB CTH 275, ZOBoBRAMERLMED S OFEOHE X R INT
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OmEEmeR (Bh3eR BEERZST)

W\,

EARVERB/NRZTHE B E 129 % & b UCMSC #iko%atk, ARtEicowTdifissn
TWa. BRI THEEZIT S W2 N YERE 16 I [SCAL SCA2, Machado-Joseph i
(MJD)] Z %% & L, UCMSCs % #illkNds & OREEICH: 5 L7z 2 L C, ZoRattzBR
FbL, RRATFTRL, AR W2 S EFE L, %1% % Berg Balance Scale (BBS) 3 & U Interna-
tional Cooperative Ataxia Rating Scale (ICARS) (2 & - CaMii L7z. #4555 12 » HiZh725
FEBgE T, EELAFEFLIIROSNT, BBSBIUICARS 227134 %< L b 6 » HH
FEBEIICSHE L T2 e i S Tna (TET VAL V)2

% SRR FEARRE N0 3 2 BT L MR R AL O R 2R b Wi ST 2. B I HO A (1~
2x10°%cells/6mL) %, 2 % D%REEMIELF ISR T, 1 HOLRMEREL S 121
KGR TEA L2, B 2 F 220V TE, BRI S 30 HI#D R LERS N, 7EIZD
W, 2 BoAET SN MBS » AL 6 » H#&D UMSARS #Hli Tld, 3 NTOH
FT3» HEORETYUEPHREINTE Y, ROMFLUHR, RESELSBTRIOHEE T
Holz. 67 AERIIBVWTIELLZWUHELZ RO EHMESNTVDL (TETVALANIL V)Y

N et

1) Dongmei H, Jing L, Mei X, et al. Clinical analysis of the treatment of spinocerebellar ataxia and multiple
system atrophy-cerebellar type with umbilical cord mesenchymal stromal cells. Cytotherapy 2011; 13: 913—
917

2) Lee PH, Lee JE, Kim HS, et al. A randomized trial of mesenchymal stem cells in multiple system atrophy.
Ann Neurol 2012; 72: 32-40

3) Jin]JL, Liu Z, Lu ZJ, et al. Safety and efficacy of umbilical cord mesenchymal stem cell therapy in heredi-
tary spinocerebellar ataxia. Curr Neurovas Res 2013; 10: 11-20

4) WuSH, Yang HX, Jiang GH, et al. Preliminary results of cord blood mononuclear cell therapy for multiple
system atrophy: a report of three cases. Med Prin Pract 2014; 23: 282-285

N #%x - sBICLEDRER

PubMed (#i%% 2015 4 12 A 26 H)

"cerebellar ataxia/therapy"[MH] AND ("Stem Cells"[MH] OR "Stem Cell Transplantation"[MH] OR "Tissue
Transplantation'[MH]) 35 {4

Echit (W 20154 12 A 26 H)

(NI JEIAE / AL or SEB)JTRE-/IMINPE / TH or MEPEES) 2:F05E / AL) and ((FFA:BE%%/TH or FHEBEH / AL) or
(M e & MLk / TH) or Ml #EAE/ TH) and (PT=2kd#bk <) 91
ZOEDPEE L LA N Y P —F Tl 7z
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Clinical Question 6-5 QMRS

EENIGH I3t U C, sk uRlAuaRIS axn

AR

OREBTRH/NE EORBESERETRMICKY, NMNyEESHRALPAETSHE
WOREDHD. INETORERIDARTD v LRIHZMRE L TORVFRRED
ZLSEOBRFADPBETHY, REFRTIIEEIHILILTOEW(JL—F 2C)

N E=2.8n

JSC AR, S 5 X0 e B . L O P SRS D S B % FRE ~ D W 2R 2 BRI S %

Wms- TEFYR

SRR ST ((TMS) 1, R I AR 2 I L, RISER (e 3 2 s 2 L
(TIPERRZAL) BT 2 EAHMSNT WS, T OBAEZAL 2 T H/NNZE R DO BTl 2
BOPHE I N TS, MBI A Va2 gk s (Iz) & 1z O 4em IF A& LT
CNIRRIE) B8R K H T 0 100% ORIl #EEE T 0.2Hz T 10 M3 > o &M %2 21 HF#H
198, AT - VPR H/B L2 ERESINTWE (TEFTVALANIL ) V2 B4 A2 E
[ B/ NN VERE O WA W - EEEICB 5 20178 ] CFRE 14-15 4R ) I B W T frbi 7z,
T ZHEE, NS, SEBERIROME TS, Wb BN S E BE T
ARERYHEIIADLNT, SCA6 BHITW - 7285412, EEVFPRIBUC X 0 > v 2008, /NI
WCHERTHBIERPBR SN (TEFVALNIL IS fEksE ST u /Ml
HREGARIIREN o7 T2, FIOREHED rTMS 2 V72 0TI, ¥ 7va—r
a4 VTN %E 04Hz B L <1 0.8Hz Hili#% 500 M 6 HZ 2 BT b v R, Wil FiH
HI¥PIC 0.3Hz 445 30 Bl 3 mIEH10 W4T 9 D °, WIS DAKTY v AR TIE W
(ZEFVALANIL V)49,

T/, MR EICREFERESIMZ 525 L, PAKA9 N) O/NutEETEREICB T
P I ICARS 53 L 722 &A%, Z“HEMR Y v 2N R CHis s hTw s (ZET
ANV C

WIEN L RA LA, BEHMOREMEICET 274 K94 » R 7 B & ORRAR AR A
HELZOFA FFA4 )Y, ZiRoMBERSZELZ) 2T

N ot

1) Shimizu H, Tsuda T, Shiga Y, et al. Therapeutic efficacy of transcranial magnetic stimulation for hereditary
spinocerebellar degeneration. Tohoku J Exp Med 1999; 189: 203-211
2) Shiga Y, Tsuda T, Itoyama Y, et al. Transcranial magnetic stimulation alleviates truncal ataxia in spinocere-
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3)

5)
6)

7)

QOBRIBUEER

bellar degeneration. ] Neurol Neurosurg Psychiatry 2002; 72: 124-126

i EfR AN AR O W RIS WA EE B S B ISR SRR 15 SRS - eSS
FRAFFE R W) SRR 4 B SR ZE 2, 2003

HASHELE, AR, SRS E A B - 5 T B o B R —AESE N E e A S T & B AN ZE
HENOTRHE. RN 2002; 44: 518-523

HIEEE. REFERSAIBOBRIST—TMS OMERNOFE. UK 7= a Y [EF2002; 39: 777-
779

Benussi A, Koch G, Cotelli M, et al. Cerebellar transcranial direct current stimulation in patients with atax-
ia: A double-blind, randomized, sham-controlled study. Mov Disord 2015; 30: 1701-1705

Rossi S, Hallett M, Rossini PM, Pascual-Leone A; Safety of TMS Consensus Group. Safety, ethical consid-
erations, and application guidelines for the use of transcranial magnetic stimulation in clinical practice and
research. Clin Neurophysiol 2009; 120: 2008-2039

N gmst - sEICLEDREN

ErhsE (M3 201641 H6 H)

(5% / TH or 2500/ AL) and (G BE/IMIRZERE / TH or F#6/MNMZEMESE / AL) or ((MRPEISHRIE / AL or 1E8)
JEIRIE-/ NI / TH or /NRPEEB) 2 J09E / AL)) and (PT=43k8kFR <) 58 4

PubMed (#% 2016 4E1 H 6 H)

(cerebellar ataxia:ti,ab,kw and transcranial magnetic stimulation:ti,ab,kw) 4 7

EPICEER LW E NV Fh—FTEML7
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Clinical Question 6-0 QBRI
EEZAICH U C, ZRabREE A (DBS) 3Bxhh

PR

ORZERH##% (deep brain stimulation : DBS) (&, ZEEEHFEICHT BRI,
555 X BERE/ KBRS (FXTAS) D 1 FIOATHIRLKWL (VL — K D).

OLTB/NNEMEICHESIREEICKT LT, K DBS OFMMEISBREEZINTVS (L —
K 2C). %7/, BR/NMNREREICEH U, N—F2 UiREsrHREICH L TR
KTF#%DBSH (/L —K2C), 258U A M= 7ICx L TRERRAI® (GPI)
DBS OEMMEDEFRENHS (J L— K 2C). DBS BEE XN B—EBOER
DPEEBRIFEICEH LGS ICIIEREE U ThESBRIBEEZZBL THLL
EEZBNS.

BR- 88

DBS D BB JHAE S & OFF B/ INMHZEVERE LA D AR EGEB ~ DR R 2 BH§ 5.

R - TEFTYR

PRI (deep brain stimulation © DBS) 1, HURRIREER, HUR FH%% & ORELEAZIC
EMFRENC X ) B A L, FEBALICREREN 2 3 O AR 2 5 2 CTHReIG B 2 il
UK FHZ XS5 5D TH D, HARTIE 2002 4E5585—F ¥V V[ & IRER I3 L TO AR
W EhTWB

SEB) IS ﬂ«tz,w% 2DV TIE FXTAS 1 B CHUR DBS 175 72 & & ARIE DA 7% 3550
FERDBEFE L2220 1HIHE (TEFVALNIL V)Y 23 5%, ZhUEokitizshTtw
W,

TREYJSIRE (2 A BF L 73Rk 097 % DBS OF R K 2208 ST b, NIRIGHHKH
PO EFE O MBARHEO R - BRIk A 2 UREEN DAL 2L E 2 517 SCA2 BF IS

W RBLRIE A% (Vim) DBS 217\, FEWHRIREOWE & HFBIESEE D S NIz ORI D
WMETHH L FO%k, WIRGEIDUEO 45 OHIK 7 LEE; - BfERERE S A RIREZ 2 L7z
AR /NS VR W ALK DBS 2 AT W RN R AT S T % 0 555 X BE MR R / 2 T A g B
(FXTAS) OHRIERIZR LTH, Vim DBS ORRAEFIHE STV 8 DLE, EBRHREIC S
WT LIZUIEAE BT 23RS L THUR DBS 3R A 5 & & A BB DSBS AVRE L Tw
5200, NWIGGEEIRPIE CEEORKROEFIITEIL L LTEELTH LI wEEZ LN
5 (IEFVALANIL V).

F 72, WHIBLR 4% (subthalamic nucleus STN) DBS %, 73— ¥V O F IR IR RER
i (re-emergent tremor) % £ L 72 MJD/SCA3 3% 1 BlI247Tv, RkDB X O A E Lz &
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QOBRIBUEER

WihEhdH b (TEFALANIL V)Y,

—, @MUY A b=T7EE L7 SCAL BHITH LT, FEEKMNMEE (GPI) DBS 25T A =
T OWEDIT AR RN LT L EIRN RS D o> EHESINTWE (TEF VAL V)1,

DX IHEREERMLD DBS IZ X VIR H 5 EHMOENTVEN=F VY VIERS VA b=
TR LTIZ SCA BEICBOTHRIEND 5 LT HEFAREDLALNDL. TNODOEHHAEIC L
D) ADL SN RAD S & IR TR E2ER T2 L BRIV THvnEEZ5h5. H
ARTIIN—=F 0V V9B L ORI LTI, DBS OAEBGEH 2580 SN TwWab. FNLSHE
BB TH ) FHOMARE X ORBILETH 5.

N
1)
2)
3)

4)

5)
6)
7)
8)
9)

10)

Senova S, Jarraya B, Iwamuro H, et al. Unilateral thalamic stimulation safely improved fragile X-associat-
ed tremor ataxia: a case report. Mov Disord 2012; 27: 797-799

Pirker W, Back C, Gerschlager W, et al. Chronic thalamic stimulation in a patient with spinocerebellar
ataxia type 2. Mov Disord 2003; 18: 221-225

Shimojima Y, Hashimoto T, Kaneko K, et al. Thalamic stimulation for disabling tremor in a patient with
spinocerebellar degeneration. Stereotact Funct Neurosurg 2005; 83: 131-134

Hamel W, Herzog ], Kopper F, et al. Deep brain stimulation in the subthalamic area is more effective than
nucleus ventralis intermedius stimulation for bilateral intention tremor. Acta Neurochir (Wien) 2007; 149:
749-758

Freund H]J, Barnikol UB, Nolte D, et al. Subthalamic-thalamic DBS in a case with spinocerebellar ataxia
type 2 and severe tremor-A unusual clinical benefit. Mov Disord 2007; 22: 732-735

Ferrara JM, Adam OR, Ondo WG. Treatment of fragile X associated tremor/ataxia syndrome with deep
brain stimulation. Mov Disord 2009; 24: 149-151

Xie T, Goodman R, Browner N, et al. Treatment of fragile X-associated tremor/ataxia syndrome with uni-
lateral deep brain stimulation. Mov Disord 2012; 27: 799-800

Ondo WG, Almaguer M, Cohen H. Computerized posturography balance assessment of patients with
bilateral ventralis intermedius nuclei deep brain stimulation. Mov Disord 2006; 21: 2243-2247

Anzak A, Little S, Hulse N, et al. Excessive neural synchrony in Machado-Joseph disease responsive to
subthalamic nucleus stimulation. Mov Disord 2015; 30: 437-438

Copeland BJ, Fenoy A, Ellmore TM, et al. Deep brain stimulation of the internal globus pallidus for gener-
alized dystonia associated with spinocerebellar ataxia type 1: a case report. Neuromodulation 2014; 17:
389-392

N gzmst - sEICLEDREN

EEHEE (MK 2016 421 H 5 H)
(INIATEZEIAE / AL or B JFAE-/ ML/ TH or /M EEB) J<HIE / AL) and (BRI TH or ZRERINHIH/ AL)

4

PubMed (#% 2016 41 H 6 H)

(Deep Brain Stimulation[MH] AND ("Cerebellar Ataxia"[MH] OR "Spinocerebellar Degenerations"[MH]) AND
(Eng[LA] ORJpn[LA])) 13 fF

BEELLMZE N Y FYy—FTlnLz
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Clinical Question 6-7  GfiEtkiiEAE—a. SBELRER
EHFADOWEEEICIEEDE D LBEDH H DD

OFRIRBRFIB AR E A EY (TRH) FEEFEOT7OF L) VEGEIEKNY (B
WHRZD)EHBEEAUNF LI (RLPA N RREOAD, BATIIER/NREYE
EDZEBHRFICK LIRBRERDBOH SN TVWBREATHS (FL— K 1A).

W OtO = VHBEME, U=, VFIL, FEFIVALVZFY, FiIE#ET7 I/

Y B (BCAA) B ERDPANBD S 2 X LMEZEER T 7 AR RHER T/ IRKRERD
BEHFEONZEVWDIHRERHD. £ BEITAEOY, D-YroOtUY, 7
LANY B EDRERHHREIN TS,

OFDIED, BEINEUT—2a > ORARBOMRDITENTNS (JL— K 1B).

A

BR- 88

SEE) I RIE (209 2 3R ) N E )N X B ERR I T BUES 5.

R - TEFTYR

FARBRRSR V€ VI A VE ¥ (TRH) FEARTH L TaF L) v (kv b= &y LT
LY Y (2L YA M) PHARTITEELTE IS T 5 EH L L CTRBGEH SE > Tw5, TaF
LY ¥ 05~2mg % MHTEF 7213 FIRNTES 2~3 B HAT 9. 20k, 2~3 AR oRIENH %
BEMEST A%, A2H55 3HOMREFHEZITH. FVFLY) YiE1H5mg 2 1 H 20l (],
A)EBICRAT 5. s VvFL) Y OfERERET7TEFva) v, F83 Y, JVT KLY
v, kwu b= MR EEML S, BRI EER, MRERERTRER, B va—
ZAHIEEE 2 &2 & ), EERRAE S5 LB ERTEZ SR TWS ' JaFL
) CIRERERIE TS AR a v b g — v T EERERERD NN GE B2 SR E B 256 B RT L
Tirbh, HESETILRIVBEDONL (TETVALNIL MY ZVF LY »Th Lk
L7 T R EER 7 0 A+ — N —RERAS, FRNRENE 427 BlICx LT by v
F L) ¥ OFERAEST ORRILRIH 2 5 PITIEROGFER AR EN/ (TEF VAL ) ©

AARTREBE 2 2 WEHITH 505, UTOL ) i CisEsaohs.,

o b= VEIERE ORI OV TOMEIIERED D, 5-e FaFxT MY T 7 7 v ol
PR (L-5-HT) 1& 30 A0 fathds L ORI e /Nin B S E B 2T v ¥ ML ZEE M2
O AF == T 4 7 ARG 2TVHESRBO SN2 W) HE (TEF VAL )7 &,
RIRDB e prolz ) (TET VALV S Wi oHE23H 5. Wi D TOMETH
5. %572, k0 b= U REYOERE T AT V)19 A CCA @7 5 & R ERER THFREIR D BB
GRBRGEENE LN VI HE (TET VAL D ? &, R MEMEICRG LT v 5 A

v 212 %



OfERHE R

bt —7 2 5 XNVERERT ICARS DHENI MG LN VI WMENH L (TEF VAL ) V.

FoM, TEFTVALNIL DoMZeE LTY LY =)L W2 g2 B [ 7LF)LhL=F
v ST I 2 (BCAA) O 3 h. VY —ViET Y LT EEM T T L R IR ER
T40 NOfi 2 ORI & 2 BB JGRIERE 2RI G- 81, ICARS THER BB A LN
T Y R, EEVET RN ST EE 60 A TGN T T LRI LT SARA A AL
BEholzb ) T v ME_EEMRT 7 L RGBS HME SN Tws 2 ) F 741360 A
? MJD/SCA3 R RIZ L7238 12 & 16 A SCA2 & X RIC L72IIEDH 5251, K OMER
A = WIIZA B RYGE IO o7z L-7 & F IV H IV =F » i Freidreich (7Y — K5 1 &)
B HIE (FRDA) & BB M/ IMNINZEME, SCA2 Z X RICHFZE X, 10 AR M/ MK ZEAiiE
TR A 27 ORBMAARREN TS P BCAA X 16 AOFRU/MNEMREICHS X h
ICARS DEEN G SLN EMESINTNWD 0,

F72, MJD/SCA3ZH T /N0 7 a5 1CBT A& LT, 3505 afbr—70 35
NNV ZEHEM T T b R x2S MJD/SCA3 @ 36 A Tirb i, /3L 7 u i (800mg,
1,200mg) Wk T 7 7 £ RIZHE L T SARA OFATOHHOLENHE LN Lt shTwb
(ZEFVALN)L D)7

D-#47aty v (TEFVALNILV)SE FLANY Y (TEFVALNILID Y 7%
VIIF(ZETFVALNIL V)Y, SERM)FV (ZEFVALANIL V) D 7 & S8 E) R 12
L CRIR DS W REE 2 RIZ STV 5.

IR L LTI, BHRUANE Y F—3 3 LI2E ) EHMRT, ADL OWEIE S ik
THEREEINTWE (TEFVALAN I, 2P (CQT7-1, CQ7-2%M). F72, Whole
body vibration (WBV) (LEF > ZALANJL I THREDIRE SN TV 5.

TR MR 2 B2 oW TR BIHZ I (CQ 6-5)

N ek

1) Kinoshita K, Fujitsuka T, Yamamura M, Matsuoka Y. Effects of TA-0910, a novel orally active thyrotropin-
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Eohss (MZ 2016 41 H 13 H)

((GEBIFIE-/NTE/ TH and (SH={GHE S H: SVRIE:, B M ahise s, BURMD: B, ) e ) 7 —
T a v, Thi) or (FHI/NEZEMEAE/ TH and (SH=1¥E, 39500 SVRHIOREE, S guitids R it s, It ieids, i, )
NEY F— g v FB)) and GEB)JFAE /TH or B 23R /AL))) and (('Thyrotropin-Releasing Hormone"/TH
or Varenicline/TH or [Insulin-Like Growth Factor I]/TH or [ %% % # #ll 18 # 4l /TH or "Serotonin Uptake
Inhibitors"/TH or Rifampicin/TH or Taltirelin/TH or Gabapentin/TH or Idebenone/TH or [Prolactin]/TH or
[UNEY) 5= 3 Y]/TH or [MHE#EE:]/TH)))) and (PT=)53% 73, #3 and CK=t ) 53 4

PubMed (i 2016 4% 1 J 13 H)

(("spinocerebellar degenerations/therapy'[MH] AND "ataxia") OR "ataxia /therapy'[MH]) AND (varenicline
OR insulin-like growth factor i OR serotonin uptake inhibitors[PA] OR rifampin OR thyrotropin releasing hor-
mone OR TRH OR TRF OR TA 0910 OR idebenone OR riluzole OR gabapentin OR prolactin OR buspirone OR
physostigmine OR biopterin OR sulfamethoxazole OR excitatory amino acid antagonists OR "anti-dyskinesia
agents"[PA] OR vibration OR 1i chiam carbonate OR betamethasone OR ondansetron OR acetylcarnitine OR
prednisolone OR serotonin receptor agonists OR 5-Hydroxytryptophan OR "palliative care"[MH] OR "exercise
therapy"[MH]) AND Humans[MH] AND (Eng[LA] OR Jpn[LA]) AND Review[PT] 45 i

CL-T (201641 H 13 H)

(cerebellar ataxia:ti,ab,kw OR (spinocerebellar degeneration:ti,abkw AND ataxia:ti,ab,kw)) AND (therap* OR
rehabilitation OR palliative care) 76 1
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ﬁﬁ'@l\ﬂi&'%‘ﬁﬁd)@ﬁﬁﬂ)ﬁ ERAICIEED X ST EOD
50

W OFR/NREEDERICHELIEBUED HEHERIELV. RERDOERRK TIXERED
Y WHEFREE LT, MBHWEPRYYXRAZERTS(JL—K 1B).

N E=2-8n
BRI ESE O R HE O RHRERE S 2 B 4.

W TEFY2R

/NI ZE PEE DR IS 2 IBIEE O BIRITRIZIZ L A EfTbhTu v,

LIZLIE, HR/NNMEME CREESMEICZ258EHY), STERONZ M5 3 ¥
(Bactrim) 7%, MJD/SCA3 DL DIREGISRIHFAH ) AT L7z & v ) BB T o)
W OMPARLNDL (ZEFTVALANIL V)Y Lo L, Shelute 513 22 AOJAEM O _FEHEWR T
TR ARG B AF = N—WRTIE, RV RHERL 2V ERE LTS (ZEF VAL
m)*

F72, KUY XA AFFE BTX) {EHTA MJD/SCA3 O F i ORI & A5 AR -
T2 VI FERIFRERASND (TEFTVALANIL V)P,

WH OEBRTIE, BRI S X OB X 2 EEA OIS & RIS T 5.

WHIFREE, FobaLbyF M)A (F Y N oA, NoaTzy () FLHF—)L® Fx
gy, FHZI U (FNERY V), ITENRL (VYU FY VO % EOYR S E
W5,

ROSFF DA O FHAE, RV Y X Z2HHE (R by 7 2°) OFGRN 7 0 7 o bk
(ITB #5:) I N 5L, KV Y X AHH Ky 7 %) OEFHIEHRE OB AR & S M
B TV A, FRUNRETEE L L7228 ) X ZAHFZEOEFSIRICE T 2 M5 2.

ITB ¥ LT, 3 BDL AMEEMIERE I ITB k2 TV EREIRO#ETZIEL L2k
W EDDH B (TEFTVALNIL V)Y, mEORMI L CIdiamEE e L CRBuEN b il -
TBORfTEZEBLTD v, LaL, #ITEoZMREICHT 2 ITB #EO RN R AR
DELR EOMENITHTIE R, ERLTHITT 208N H 5.
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N g%t - sECLEDRER

Erhes (M3 2016451 H 18 H)

(B B/MINZESE / TH and (SEfRE /TH or 81K/ AL)) and (PT=23ik8RER <) 48 1

PubMed (1% 2016 4E 1 H 18 H)

("spinocerebellar degenerations"[MH] AND "Pyramidal Tracts"[MH]) AND Humans[MH] AND (Eng[LA] OR
Jpn[LA]) 35
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OFBRENREEEICEVTN—F 2V VERDPEFRDIZEICIE, TUN—F2 mE
ICEBMBEEHASD. LHPL, N—F2 VBRIV EEIREDP LV EZEET
% (JL—k2B).

=288

FREMINZENEIE (2B D 28— 2 Y VIR OIEYEHE B & OISR E 2 P 5.

W TEFY2R

IN—=F U VIEBER LD BN EMREIC L, £ RMEME (MSA-P) 258 5. MSA-P O/¥—
F UV UREBIZIEYS—F 2V YIREORRIRIIL L, VR RIS ER R T D D% 30~
T0%FEETH Y, %L OBHBEBIETISHEDRALNLL b EvbTWw5S ™9 LR KRG
PEERECHNITHHE T TRLTHLHET 2 DAFAVT7TORWEHRDRWE S5
W, PN =NERNEVARA VT R2EEETET LN =T 5 L HEINTVDE, 20
%, VA7 BRCHERO) THHEEZ LN, LR NASORWERE L CHESTOARREE
EHOMBICHENVLETHL Y FRIVTITZA MOUSEZRTHDIIEE 51245
AL I N TR, TEES Y TF 2 10~80mg/ Hi%5-TL R FASRREEZ R T 4%
MEMIERE B ANRIEDS D o 72 I IEY 5B 51370, LR RIS E RS Bh oz
BT T INRF Y — VTR L7z & W OIEBERE D H 545, BRIIZEIIITbhTwiwn (T
EFVALANIL V)Y F72, ZRMEMIEL SGH/N—F 0V VIEREO L A MEIRSTE) R 1S
Lo =a— Vit 247-72& 25, &fRKTUPDRSI A 27 OWENA SNz LEHRESINT
WAEPR(ZEFTVALANIL V)T, SRMBERIED ADRNTIITbRTwiw, $2, 735
VT IR G s u At —N—illkL LT 8 AD MSA-P BEIIiAAT: & 2 A UPDRSII7F
WA HMEMED o e DH BRI R o7z V) WEDH L (TETVALANIL V) Lizhis
T, MSA-P O/8—F vV VIEBIIKT 2 3WiaHt e LCid, 3R F2SREEZRA, BIET
HAED A SN o 2 BAREER B ICIIMET 5. FI V7T bR EERAR
ThH I,

e & LC, HUR FRESHIEE: (STN-DBS) %%, L AR KSRtk % 7R3 MSA-P ©
I—=F ) VEREISH L CTHEMME R R TEFREAA LN TS (CQ6-6 i) (TEF VAL
NILV)?Y LaL, LARFSTYUHET BHEIRICIESTN-DBS ZAXTH - 7205 T B X O
e TS, HNZEIWUED o2z E I L s W) @B 0 2, LR AR
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ARMEPERTRIC X DT L2 W MY 3H 0, #ISICIIEELRFE S LETH L. MW N E
W & 2 BB IR D MSA-P5 A TRALNTWEAS, FERIZELAENEZE SN e 572
(TEFTVALANIL V)2

(UNEVHREOREICE L TIE, CQ7-1, CQT-2BMnZ &)

F 72, SCA2 OIEMTIR 5 4 TL LT—F VY VEREBMOBImLNTBY ¥ LERF
NEOSEZRTREFADHRE Y ShTwbzn, LRNSEZRALZLREIOONE (TETY
ALANIL V).
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N B3t - sEICLEDRER

ErhiE (M 20164E 1 A 15 H)

(@=F>¥V=XL/THor ¥—F ¥V = XL /TAor 73— F ¥V Vil /TA) and (CFRE/MEZEEE/TH or %5%
SEFHRIE / TH) and (CWHE#EE: / TH or SHEREE /AL) or (U NE Y F—3 3 ¥ /THor Y/NEY F—3 3 ¥ /AL) or
(BEWYp9ie: / TH or &9/ AL))) AND (CK=t ) and (PT=F 30 Ba) 23 14

Eohss (M2 2016 451 H 15 H)

(@3S—F >V = A5 /THor /8—F YV = X5 /TA or 78— F ¥V VHiEf# /TA) and (FRI/MNEZYE /TH or £ %
FRFEHMAAE /TH)) and (BT Parkinson 5 #] /TH)) and (PT=%i#%#kkx  and CK=t b) 45
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PubMed (I3 2016 451 1 15 H)

("Spinocerebellar Degenerations"[MH] OR "Multiple System Atrophy"[MH]) AND (((parkinsonism|[TIAB] OR
"parkinson syndrome"[TIAB]) AND ("palliative care"[MH] OR "exercise therapy"[MH Terms] OR "drug thera-
py'[MH])) OR ("Parkinsonian Disorders/therapy'[MH:NoExp])) 24 i

PubMed (13 2016 4= 1 H 18 H)

(("Parkinsonian Disorders/drug therapy"[MH:NoExp] OR parkinsonism[TIAB] OR "parkinson syndrome"
[TIAB]) AND ("Multiple System Atrophy'[MH] OR "Spinocerebellar Degenerations"[MH]) AND ("antiparkin-
son agents/ therapeutic use’[MH])) AND ("humans'[MH] AND (Engfla] OR Jpn[la])) 39

CL-T (#2016 4E 1 H 15 H)

(parkinsonism:ti,ab,kw OR parkinson syndrome:ti,ab,kw) AND (spinocerebellar degeneration:ti,ab,kw OR mul-
tiple system atrophy:ti,ab,kw) AND (palliative care:ti,ab,kw OR rehabilitation:ti,ab,kw OR drug therapy:ti,
abkw) 16

CL-T (M3 201641 H 15 H)

(antiparkinson drug:ti,ab,kw OR MeSH descriptor: [Antiparkinson Agents] explode all trees OR antiparkinson-
ism drug:ti,abkw OR antiparkinsonian:ti,ab,kw) AND (parkinsonism:ti,ab,kw OR parkinson syndrome:ti,ab,
kw) AND (spinocerebellar degeneration:ti,ab,kw OR multiple system atrophy:ti,ab,kw) 3 {4
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Clinical Question 6-10  GfEkdEiAE—c. SHAAKIER
AEEEZEEDOMAEBAICIEED L DB EDD H H D

OPARZ7IEMJID/SCA3 HETHSN, BTX(JL—b 2C) LK RN(TL—
b 2C) RSB, REICH L THRIK DBS HERENB (JL— |k C2).
OIA/O0-XAICREZERLICRBRERDH Y SCA2 BEDIF/O—XAICH
}é MEVWSREDHD (JL—H20). IF/7O-XRICHLTLAFIELZLDE
RO/ EDHBD (VL — b 20) (RIRERAS). BERRBTIXIF /70— RIS
LToar€nhs, N7O0BFMNITLBEDRTADPAEEZERTSHIENE
BICIEZVDRIRERNTH .

N E=2.-8n
BRI EIET A2 VAN T, I+ 70— A% EORMEEBI~ O BRI % PF
5.

N TEFYR

BRUMBEMIED 7 4 712X ) VA =7, Rk, I+ 70— A, #EGEE L o4 0
AHEETDHEZ D 9 205, IO ORMERBOFERZIZ OV TUIEFREDOATH 5.

MJD/SCA3 ICBWTHRY A b= 7 LITLIETHB L, REASICHE L THE YA =71
5 LTI BTX 2% S 455, BR/MEEMEICF L L -2 ¥ 7~ X134 \vw. MJD/SCA3 Tl
BTX 44112, BEEOME TR EEA A U525 ) HEIZT ) LEXH L (TEF A LANIL
V)2 F7:, MJD/SCA3 TlE, VAR XIS EZRT FHROVAM=T2ET52L0HD,
LR RS Z — MR T 2IEI LW EEZZ5NL (TEFTVALNIL V)Y $/2, K
RO T, BRI APM=TIKELTCIIAF T T2 IV (T—T VO 2fifishbsZ L
VLW, YTV AR,

F7z, SRMEMIEDH 7 F TV 37 (camptocormia) (2 L AR F/SHH RN T I o 729 Bl
bHH(TETVALANIL V)P,

PRIk IE, i % D SCA R FXTAS Th 5N 2 H4ER 2 G HE O BRI ZE IE#E S Tw .
SCA2 DI+ LSRRI RN DRI ORI R DI - 72 &\ ) FEGIFRE 23D 5 (CQ
66 W) (TEFVALANILV)E.

IF 7 —=X R LTI, SCA2RBEDIF 70 —RXRIZET LT ANRER L OMEDD 5
(TEFVALNIL V)Y ¥E50 72133470 — X A0 L TIRBEH 2SS > Twa (TEF
VALY F72, SCAIS BEDIF 7O —X AL ARF T T APERTH o729
FEBIFRE DA SND 10 2%, I+ 70— XA L TRBGEHYNCTH 5. Zofl,, DRPLA E#H
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THLIF 7 U—XAZRTHIENH A7, DRPLA DI F 70— X AT HHEIE R, £
BMBMIED I AV AITIIH LT, PIANFT T INPRIED - 728 ) IEFREDDH
AW OEROBLETIII A 70— AH LTI, Z2aF¥Ra, NV FufEF by ail
DILTANAREZHI T 5 2 L A% (PRBRETAL).

DRPLA & T BEHEE 2 2350605 545, FHEEI~ORBEHE I 2w, N F v
b BERSIR ORI T 5T NI RF TV (AL T YY) D BEREEN PR 258 - T
HME—DFEANTH L. NOXY F= VDN F ¥ b Y EBROBEEF~OE? 2, 7+
LRI OV 7O BANED D LT AHE Y 3D Y, BKREETIMEA S Tw s EnT
EF AR (REERAY) (TETALANIL V).
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((CWHE#EE: /TH or AHEFEE /AL) or (W NEY) F—3 3 ¥ /THor Y NE) 57— 3 ¥ /AL) or W /TH or
FEWFEE /AL) or (I6¥# /TH or i /AL)) and ((F#/MEZEME / TH or HH/MEZETEAE /AL) or (% R ZEHIE
/TH or % R e / AL)) and (ASBEREE) / TH or AREREESH) /AL)) and (CK=t ) and (PT=)53 5 3 #35)
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PubMed (#% 2016 4:1 19 H)

("dyskinesias/therapy"[Major] AND ("spinocerebellar degenerations/therapy"[MH] OR "multiple system atro-
phy/therapy"[MH]) AND ("palliative care"[MH] OR "exercise therapy'[MH] OR "drug therapy"[SH])) AND
Humans[MH] AND (Eng{LA] OR Jpn[LA]) 81 fi
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Clinical Question 6-11  GfipikeEEAE—d. BERRAR

s HHEMAEDOMEEAICIEED L I EEDOH H B D

AR

OEMEEL LTI, FOFYIRNBRUOI NI VICEZaEERAAD (JL—F
1B).

OF0ftIE, REBERNTIEHEH, EVRAFIIY, IMLAFHN, ITT71IFR
D>, Z0RAaNFIHEEEERTS (JL—K10).

OFItRERNX b/ O7F I NZEIMHEMEEREBCE L ZAIEESHS

OFEEMBEE L TIE, TRAOHEEIFTORE, KOBEREDOEINS I HEME
ERZWETIHRPHS (JL—K 10).

N E=s-8n

% BN B 2 HAMEAEIR & L CoRYIRIIE (OH) 13, Jik b il & FAIEAHS
C, BRHESIEBEOHHEEEHRT 5K 2ENE 55, 22T, SRHEMED OH
DA IIRT 5 2 L HEETH D,

Wms- TEFYR

% R ZEAAE T, 68~75% THREVIFEMRR D F WKL EOREBENE OH S8 bh b & Eh
Tw3 "2 OH 25| &I 3mEE LT, A BAMEEES AR TH ), IEREIMmE EE)
WOREEIC X ) EZEREZAL T, MEZ LA 382 KRN EI2ME T L, OH #5] %
T EEZLNRTWS Y T2, BTN S L, HiGREREMREEL b 20I12, S5
W2 OHJERDEAL T 5 LHEEINTWAE Y Lo T, LRHEEMIED OH IR 5 iR I,
R O BRERENE OH & 72138 D F WIERAE O OHJERPHEWEFETHERITH ), EITH o
BN 2 80 BT & 9 R BE T, BROBEFAASDETHBEICHESET 22 0%
W,

YL LTIk, FarF Y F28(L-threo-DOPS) & 3 F K1) V2B W THMME % MR L 72
AL, FaF Y F8TlR, £RMBEMIEL WIS L-EERILEGERClad 275, 26 Hlo
% RAREME B H T OH FERDTE L, AV ABOMTEIRTE LS Lz HEShTnws (T
EFVALANI )Y £72, ZRMEMREICMR T, 7S—F >V ¥ (PD) & pure autonomic
failure (PAF) & % & & &t 162 Flo MR EYE OH B TO ZEERIEBRBOMELDH 1,
T ARBELELCNa Y FAATECTIHRZES X OO MAEEFZIC LA L, OHJE
RAIT7TIAFICYHE L2 ENTVWE (TEFYALANIL )Y ZHBIToORBIEFZE TR
Wb OO, ZRMBEE 11 Bl PAFS BB 2 (TET VALY, % 2%
JiE 6 Bl & PAF 4 FIIC B 2HE TH RO EI R ONTH L (TEFVALANIL D)8 =7
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Y INIVEERTIE, £ RMENE 2 & TREYE OH B3 101 flicks T, OH BEERITLEE
L7278, ENRFME T EICIE 7 I e R L AEESALN P> 72 L OHE b H 5 (TET >
AL

IRRY TR, ERMEHIERE I A T PAF & EOZFofiofie)sit: OH BE b &AL
3ODEHKRRBROMENRDH Y, WInd ZEHEMILEEEIC X ) EZREOIME 7 & OH B
JERDYEDS A SN2 L ENTWE (TEFT VAL )1 EREMEIIEDERETH S
TEeFNa) YT AT T — EHEEIE B AR X ) OH EIRZ 853 51T
REVEDSHS SN B X 91T o7z, ZRMEMIE 7 B & PD 3 Bl % & &M EYE OH B 15 Blo
Bt clid, ¥V FAFZ 3 ¥ 60mg WIRERISEVFFOME EA2E0 b, BAMLICB 2 HE
BIE LRI R0z b BB XN THWE (TETVALNIL VD) B S 512, ZRMEHIE 17 61
& PAF 15 il % & &5 58 FlomitEN: OH B CoO_EHFMRILEGBROMErH Y, TI¢
AL LTYEY FAF 7 I VHETIIEVROMERTEIIAREICEEL, MICBIT 510
ELABT TR RBLEER ol ENTWE (TEF AL T Y

Z MDD THI T o 72381, ZRMEHIE 9 BITE 7 b LA F FETFEFNC & D&
KEd & OB EE O E DS A L7223 (TEFT >V ALANIL Vb) 9, £ R ZA0iE 4 B & PAF 4 1
WCBWTIZ7 = FY YWIREIS OIS & SEMIMTE O LR/ 2 B0 sk & 05d 5 (TETF VAL
NI ND) Y, —FT, HIEDA MO 753 FIZonwTid, LRHEEHE6FZ2EL 1140
FIRTE S 3R 2 R ERETE TR LR O WIME T 2SR Sz L G S TH Y, OH
FER A BAL XS TREEDH DT, MHICBWTIIEEIVLETRE LORENH L (TEF
VALY EREaVFaf RThiH 7NV FaalvFy ok, HEREETIE OH EhEf)
THDbNLZ DD DA, BRI BIDOLRMENEEE T S LA O
WU X B FIIME O T EEARES L7z & OFENDH ) (TEFT VAL VD), KA ) 7 4
IfAE 2 & OBIWERNC T EE L TE ) LWEDRH 5.

SR & LTI, OH 23 % 2 R ZEMHE 6 BIICK LC, W FROMMEEmEEIc Ly, B
PEREOIME N IR 7 <, OH BIESEIR DY % 7 72 L O (TET VALV Vb) ),
KT DERR VRN 2E Lz & O#HERH L (TEFT ALV Nb) 220

N ot

1) Wenning GK, Shlomo YB, Magalhaes M, et al. Clinical features and natural history of multiple system
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2) Metzler M, Duerr S, Granata R, et al. Neurogenic orthostatic hypotension: pathophysiology, evaluation,
and management. ] Neurol 2013; 260: 2212-2219

3) Kollensperger M, Geser F, Ndayisaba J-P, et al. Presentation, diagnosis, and management of multiple sys-
tem atrophy in Europe: Final analysis of the European multiple system atrophy registry. Mov Disord 2010;
25: 2604-2612
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Transm 2005; 112: 1695-1704

5) Mathias CJ, Senard JM, Braune S, et al. L-threo-dihydroxyphenylserine (L-threo-DOPS; droxidopa) in the
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8) FPreeman R, Landsberg L, Young J. The treatment of neurogenic orthostatic hypotension with 3,4-DL-
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14)
15)

16)

17)

18)

19)

20)

21)

P
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N gmst - 82 (CUETRER

PubMed (¥i% 2016 4 4 J1 21 H)

( orthostatic hypotension) AND multiple system atrophy AND therapy [Majr]), Limits: Humans, English,
Japanese, Publication Data from 1983 to 2016/04/05 188 4

E2MZE DS, JMEDPlus Tb MFE%2 47 - 72.
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Clinical Question 6-12  GERMEAE—d. BRI
BEREMHMEMAEDOWMEEEICIEEDESLEEDH H DD

OEEMEEE LTI, RERNR - REAROIX, REMHEMESERT 5 RET
DEHFIRE /- ISEAKRRE, REFOBKOMITHIHREENS (JL—K 10).
e OEWEELL TR, FOF RN (JL—K1B), a-7VaAPE—EREE, B. 7!
BEE aRIBROHA, NVTLYPUREBE, 77 MAF RRTESH, BIK
BRRIBURIVE VHEIRERDIRS (LLE, JL— K 1C) HPH#RINS.

N ER-8n
f (f%) PHRIE (postprandial hypotension : PPH) (3 VAT & & H IZAETEOE &K
TEHEROVEDE LTEETH Y, PPH IS 245 % BfFT 5.

W TEFY2R

PPH (&, RFHEINHE 2 REHLAINIC, DUEIIIEAS 20mmHg L EIK T35, F720%, DUE
IMEAY 100mmHg PLETH o728 12 90mmHg PLFICIKTF§2 & ZICPPH B Y LHE S
ZENLNDY

PPH 1, 1977 4£® Seyer-Hansen (2 X e *) [CX DEH SN D X9l o7z HKHEL
LTI, ROOWEDA ¥ A VBRGMOARSNIEFTH o722 &0, 4 ¥R VIZIEE
ZEROBZIE R T S AN H 5 L 05 PPH OFFREE 4 ¥ 2 ¥ & OBMiAHH
ENT&7. LaL, PPHIRERKEETHALNLZ L, RREOEOEBITLALNS
2k, TRYREOBHETIKFRINGZNT LR ENS, BETIEA YA Y OEFEN LG
BEMTHDEEZLNT WD W2 AT, ABROIEIBIEER MR OB - 4R MK
OITIZH L, DA E OB ML O BOSHEIMA I IC & 0 MEDS—@ IS h s, L
L, ZRMEMIE Cld HAMRRREC X 2 MEMEFRRE O E IS T, HLEXTF FoR
HRWHRE L7202, LRMEFETIE PPHAEIH LRI 25b0LifEEINT D V34,

PPH IZx 3 2 IESMiaHE & LCiE, BFNEBLUOERABOTREDIFONE. TFRNAE
WX o TMED N EEIZEDH S & S, RAWENE TE 27204 % 3562 L LREN
BRI NTVE (ZETVALNIL VD) W IEFVALNILVD Y, F72, AFL ] HEz
B KHEME L, 1 HOBEREHIELTE2HBLIVE SN (TET VAL VD) ®, &g,

B, h 7 oA YEEHO I - -2k 2 k%%“éﬂfwé(lt?/zvmwwwﬁ
PPH &, IPHKIMT & BEMFAE LD EZAHDHY, FABICASNLZEH TN TIERL,
AR ILE AYHE R 3 2 BRI GBI 1% 30~60 43%) BBl ¥ 7213 L EURD 2 £ L v
(TEFVALANILVD. T2, SHGOHBKOMEZME LME2H Y, 2R EHEEY
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LETHREZ B TEHABOIME % R L CHERIE EFSA SN &3 G
s (TETVALNILND) " kK ) iR )T PPH 25 FFHiT& 5 2 L IdATX
WP EZ 2 5N BD, EHERIC 350~500mL DK ZE kT Z &I X B EFRADPBERLHE T
BB X 2R ) 2 7 O EZEBT 2LESDH Y, SHOBELH L LEDND.

PPH IZXP T 28t & LTI, e 7NV IV ¥ —¥HERDO RS R—AR T H VK= AN
Y, FEE2 ARG THZEICE ) PPHIC X AMERFER L7228 ShTwns (TEF
VALNIL VD)3 A3, R K= Z2D1F ) BEIWER & L COBEIERI D e ShTnd 8
T2, BN T ) 83 vk o FIHEED I F R OERIBEHEG 2, &R ENERE
® PPH DIUERE T 2 L7z L ofEzd b (TETVALNIL VD) Y 7783 YiI2X 50
FAMER, I FFY X 2 RKMIMmEDGEEH I X 0 #EE Ao ZHROMATEIREIZ VIR
L PPH 2 FFid % L STV 275, 5HBOLEBITORENC X 2R ROMERIVE L
bz, EIMHEMEOHEBEE LTHHHINS Fud s KU TH AT S
NTBY (ZEFVALANIL V) "(ZEFVALANIL Nb) 2, F—7 75 XVEREBUANC b4
Bl e 256 “EEMUEBGEROME DD 1, FEEE G2 X ) AFHEEOFEIMEAS L5 L PPH
WCAHH Tho 2 EMEENRTWE (ZEFVALANIL )2

Zofizix, NV Ty ¥V IHROEMEORELND ) (TEFTALANIL Vb)), FkE
NTIEH L2 BIEIHCHEHTRETH Y, BIERICER L OO/ 2R, A H % EHR ORI
DOED LR LWRMRH L EEZONS. T2, F7 PLFF FORTEN (IEFVALAN
JU Vb)), HURBORIE AV E & N IRESE O FIRES O G301 2 iR L 72503 5 (TET
AL D) ©)

N ot

1) Luciano GL, Brennan MJ, Rothberg MB. Postprandial hypotension. Am ] Med 2010; 123: 281.e1-¢281.e6
2) Seyer-Hansen K. Postprandial hypotension. Br Med ] 1977; 12: 1262
3) Takamori M, Hirayama M, Kobayashi R, et al. Altered venous capacitance as a cause of postprandial
hypotension in multiple system atrophy. Clin Auton Res 2007; 17: 20-25
4) RAENEEM. 2R BRI L J RS OB ER— RS R M - BRI / AR .
ffETGHE 1996; 13: 229-236
5) Puvi-Rajasingham S, Mathias CJ. Effect of meal size on post-prandial blood pressure and on postural
hypotension in primary autonomic failure. Clin Auoton Res 1996; 6: 111-114
6) Jordan J, Shannon JR, Black BK, et al. The pressor response to water drinking in humans: a sympathetic
reflex? Circulation 2000; 101: 504-509
7) Deguchi K, Ikeda K, Sasaki I, et al. Effects of daily water drinking on orthostatic and postprandial
hypotension in patients with multiple system atrophy. ] Neurol 2007; 254: 735-740
8) Maruta T, Komai K, Takamori M, et al. Voglibose inhibits postprandial hypotension in neurologic disor-
ders and elderly people. Neurology 2006; 66: 1432-1434
9) Fukushima T, Asahina M, Fujinuma Y, et al. Role of intestinal peptides and the autonomic nervous system
in postprandial hypotension in patients with multiple system atrophy. ] Neurol 2013; 260: 475483
10) TILIER, b BEE SAREEIEA. HHEREE A A I B A AR B ORE (3) LA
L ol BB & B weah A, BEEE 1992; 29: 282-288
11)  EAVIHE, di i, RARSE2132. Shy-Drager S B:fi o B UKL (259 % #5171 droxidopa D %)
R AEOT B BEAATERIC X M. H AR 1991; 28: 75-81
12) Freeman R, Young ], Landsberg L, et al. The treatment of postprandial hypotension in autonomic failure
with 3,4-DL-threo-dihydroxyphenylserine. Neurology 1996; 47: 1414-1420
13) FUKER, @itG 0, ILEEHIEA. Vasopressin QXA & A7z EHEARIIE OFFRE.  ERARANEE 1990; 30:
672674
14) Hoeldtke RD, Dworkin GE, Gaspar SR, et al. Effect of the somatostatin analogue SMS-201-995 on the
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adrenergic response to glucose ingestion in patients with postprandial hypotension. Am J Med 1989; 86:
673-677

15) Armstrong E, Mathias CJ. The effects of the somatostatin analogue, octreotide, on postural hypotension,
before and after food ingestion, in primary autonomic failure. Clin Auton Res 1991; 1: 135-140

16) ¥z, RIGEHA, FEEFIME 3. Postprandial hypotension (2 TRH A3 %) T & - 72 % ik 4 i
(Shy-Drager JiE ) @ 3 . H AR 1994; 31: 124-129

N gmst - sEICLEDREN

PubMed (#i%% 2016 44 H 23 H)

(postprandial hypotension) AND Multiple System Atrophy OR Cerebellar Ataxia, Limits: Humans, English,
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Clinical Question 6-13  GfipkecEAE—d. BEMRER
BEEEZEOWNFELICIEIEDLE S LEEDH H DD

OFERICH L TIE, £9RWEHCKIOBENZRTEFETZ1TD (JL—K10).

OFEMFEE LTI, EYTURNIIVE, KEPB, KUDIWKRT AN A
PEMTHS (JL—F 1B).

OEBMEDOERICERASNBZBRILY IRV L, EFIFA -2/ DK, ETO
AN HEBEHICAVLSNIS (JL—K 10).

AR

&80
BN ETEE - 26 R EHE O BB E O MER D 2 5 (K 1).

Nms - TEFYR

PHERRGEIE, ONED ol BEIMIC L %), @B, ITMco&HfME, Owk, ITMH»s
DYEE (BB & I8 125007 S, BB MRS (558 0 Auerbach i, R T @ Meiss-
ner fii#%#%) VR E KBS LTW5. ZRMEMMETIX, BEAMERE L TOMED 60~70%
OHETAHALNS L3N, HLEEBOMAIT I & U T RN s o J24E, 10 A7 U
DIXT2EHEICRO L EMEINTHE 2 T/, ML Cd =%y v (PD) &
D DL RMEMIEDIZ D HHED R, EREEDRETH D LMEIN TS Y L RMEMIE
EHHAREAS EICREE SN BATH D, BEAREREE SR = = — 0 0L T
HKTHbH., —K, HEEIENMEEOTLPREVIERTH Y, PRHECLY) EDLH %
B CHALERRERE 2 27230, & 5ICE RMBEHE OFHE R E O BRI oW T,
ENI20=viAEARE

— A E BRI ER DY S, ZROKE EDITIHFETRAPENTH LS. TN THRRD
P, BB TR ER WS (TEF ALV VD, HERICET 2 KRR TIE, £5%
MEMIEREZE TR E PDEETHOEY 7Y V7 T Y BNIRORYE R L 720 HE 23S
0D, RBsmaieg i 2 20 S, PHMEREIGIGHZ L2 & ShTnd Y NS TO R TIE
& 57H, videomanometry THERICEHTT L CTH Y, LR B8 OBEERIE R L, 73—
F UV ZAAPEAL L ERNE R K, TOREWE AT —EDFHiZETwE. /2, K
BPEOMEE PD6 B, ZRMEMAE 4B, 2> ba—)b 10 FlZB W THRE L 22K T
13, ZRMEME BV TR BN O, EEIGEOM A2 RBD i snTnws (T
EF VALY BEY#HER OBBWETH LK) ANVET7 A VT 2d, B
BNIZEEF Y, KO - BHEEEECC X W FEEL RS, BEELMETSZ
L2 D, L RMEHMELE TS LY O R @R % 0 S S5 R0H 5 2 L S
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ey

R DIREL
K5 D
EEPRA

A\ 4

EMiA
Bt~ 7 %L (B%1~3@, 1H0.5~3g), €27 (0.5~1gmEm)
/YK (12~24mg BLERT)
EYTURIICEE(1B15mg, #3), XE+& (1 H15g #3)
RYAIWKT VALY L (1.56~3g, $3)
JIEZTOX b (24~48ug, »2)

& J
B EROEETIVTU XL

NTWE (ZEFTVALNILS vEFaA b ridzas 4 FFx 2V eic Xy, B
SWMERAET B E V) T o7 B A A XN LEMIETDH Y, KRR TR
PEAEAME LS L CHMMEDSRD S TEBY 7, WE AL oAb TiETH 2 (TEF VAL
VI).

PR & L DITHETT N &SR E LCIE, SRR OB, K5 0BI (5 1,500mL/ H)
B L O EWSMEOREL (30~35g/ H) # &3 2 A58, SEWEERIGET & 2 VI3 3R HE
EPEHT B 2 & THISEREAWIF SN (TEFT VALV, L L, BHR/MEENE - £
FMEMERE TOBEBREEICNT 2R 2 MR L-HEE, ChEFTaONT, SHROME
VBLETH 5.

HERZERICAVSEDIEER

BRUNKEMIE - £ RZMERIEOEIN T 2 T 7 ¥ 2ADRWIZEI D v, BN
T2+ =7 BT, BT R UB, ORERE, RUAILVETZL VANV T T AIIBW
T, ZRMEMIEEE OEROLEHEIGRDO HNT WD,

0 ik .

1) Yamamoto T, Sakakibara R, Uchiyama T, et al. Questionnaire-based assessment of pelvic organ dysfunc-
tion in multiple system atrophy. Mov Disord 2009; 24: 972-978

2) Sakakibara R. Odaka T, Uchiyama T, et al. Colonic Transit time, sphincter EMG and rectoanal video-
manometry in multiple system atrophy. Mov Disord 2004; 19: 924-929

3) Yamamoto T, Sakakibara R, Uchiyama T, et al. Pelvic organ dysfunction is more prevalent and severe in
MSA-P compared to Parkinson’s disease. Neurourol Urodyn 2011; 30: 102-107

4) Liu Z, Sakakibara R, Odaka T, et al. Mosapride citrate, a novel 5-HT4 agonist and partial 5-HT3 antagonist,
ameliorates constipation in parkinsonian patients. Mov Disord 2005; 20: 680-686

5) Sakakibara R, Odaka T, Liu Z, et al. Dietary herb extract dai-kenchu-to ameliorates constipation in parkin-
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sonian patients (Parkinson’s disease and multiple system atrophy). Mov Disord 2005; 20: 261-262

Sakakibara R, Yamaguchi T, Uchiyama T, et al. Calcium polycarbophil improves constipation in primary

autonomic failure and multiple system atrophy subjects. Mov Disord 2007; 22: 1672-1673

7 ORENER WL F & REh BUARREMEERMEIN T A LT a A b L OERRAFE. B L ik
2012; 61: 2471-2487

8) HAMBEFRGRAA FTA 2 8=F 2V VIHEHRAT A N T4 APRERE. ARMEFSXGHITA BT

A2 =%V VIFHHEFTA BT A > 2011, 2011: p.182-184

6)

N #3%==t - sECLEDRER

PubMed (#:%% 2016 44 H 18 H)

(constipation) AND multiple system atrophy [Majr]) AND (fecal incontinence) AND multiple system atrophy
[Majr]), Limits: Humans, English, Japanese, Publication Data from 1980 to 2016/04/18 42 f}-

I F2CBEPEE, JMEDPlus T b WAt %247 - 72
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Clinical Question 6-14  GfiikeELE—d. BIEMRAER
AR MEROWMEEEICIEED LS LEEDH H DD

OHRIEZE DM - BRICIIHZHERTDHS.
OEBREEICIE, ROV EWBERAFTFZ, BRTOEXY Y, aNIEJY
71y, BREB M TODY) PEMTHBH, REAICIKEIEIUETHY, Bs

H BRMMERE (I5AJOY, 13I471F00) bERARDHSERESATVS
LY (4L—K10).

OFIHREEIDY Y I AT S—EHER (N O-JUER(Y, SAFITIVEREY),
a, 70y H—(ZLZAOYVERIE, > OYY, FT7REDL) BEPALSH
375, BIERISERLDODEEICRETHUENHS (JL— K 10).

B= - 88

B RN TEE - 2 RRZEMAE O e R PEBEIDE O i 5 2 B 5 5.

s - TEFTVYR

% ZREMIE T, MREETEEEDE (NB) 12 & 2HERBEEDR RIS A SRR L, BED
QOL X F S22 RKELENDOVEDTH A Y. PERESEIX, QOLIKTF%E &9 LAY, x
B gL WO o - AR, MEIREEER EOFERTICL 2L, T2, LIELIEERE - Hri#gEo
A, PR, RENRAHEBED 20, FOJERICE U72#E) 2 i A ETdh 5 2

% SRR ZEAE B D) 80% (B WiRED 2 VB W AT I F SRR EIEIRDSRED H b 13 gk
Pl LTI, ZRMEMNEIC X 2 PACRREEE 2 X 0 PR B AR I L C o B 25k & €
BIRBEENLEL D ESNTWD L 2072012, WIRERIREEE, SR, WarREs):
% L, WIRDPHEATT B 12O TERABEDOBEED D - TREREHHEED AONDL L )2k
DHEREESSHILL, REICR D g n b

% RIREMIED NB I X 2 HHREEIZH T 2EBMIE T E T Y AL RNV OFH WA IZIZEA L
v, WMRERHERER E ORI D7D, o BEARSEIR L BRI 2 & & BERIEIR & DB
HWEE G, FEMEEZIERETH L.

1. BREECXT 2%

fthd NB 12 & 2 @i BB LB E & MAICHi ) Y EPFHE SN TwE (TETVALANIL
VD >0 7z, HEfEHWREE 2o 72 By ZEREBE DA EZ L oML WMEDVDH S (TET>
ALANIVND Y 72721, ZRMEMIERF WIRDHET & & B ICHRBBEED b > TL 2720
(2, P ) VRGBT SR A 7 2R ESE L. ZRMENIELRE 2B W
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T ) Y253 LB GENIFRIREA 100mL LFTHh 5 Z L 2ffsl L, 525 &l
iZF =y 7 L, 100mL L EiZ7% o7z 5o - hik 2 ZET 2080 H 5. L winkke
LCid, BEm~oRY ) 2 AHEOIEAN (RBGERN) 35 0, ZRMEMELE 20258
6 FlOEZIZ BN TEBPEREE2MA L, ADLAa7 —dWHELLoHENH 5 (TET
YALNILND) Y Fie, EHONY Ty Y 3G (REBGEAL) & H OPER I WS 5
RN D L EHESINTVD (TEFT ALV Y

2. HIHEEICHT DaE

YRR L LT, BRIGE D 2S¢ 2 3) Y AT 5 —BRIESE L R B % g
X% 0,70y h—0H5(TEFTVALNILVDZ a) 255 —BIERL, BERDE
NEWHE LT D720, FRFEEZELSEL L, HERRE % oML EE IR EI1EH 25
HHZLIIZEEPLETHA. o 72y H—IiE, REZPESSRERIZET 598
% AIRBEHIE B G TE L AN LREHKINTEZ B SEL 2 eWH 5 49 LizdoT, KA
BB N MU 8 O FR3E R 22 R O #7237 &2 47V 2 A3 O (B E (S8 G-kt 2 F b
FTHLUEND L. FRIREHN 100mL LLEOEEE, REEGD) A7 2@ 5372012, BRXH
CHER % E2 AT, BRIREZMOTIEDET LW, REWICIIRED 7T —T VB EICR S
T ENLV, BRIREEWS TN REHORAL LT, FEB~ORSE 5252 L
I2& D, ZRBMEMERE 4 1% &1 NB OB 36 FlCHIEMZ SRR EZ LoD TSRS32
EWTELLOHEDLDH L (TEFTVALANIL VD)™

N ot

1) Sakakibara R, Hattori T, Uchiyama T, et al. Urinary dysfunction and orthostatic hypotension in multiple
system atrophy: which is the more common and earlier manifestation? ] Neurol Neurosurg Psychiatry
2000; 68: 65-69

2) Yamamoto T, Sakakibara R, Uchiyama T, et al. Questionnaire-based assessment of pelvic organ dysfunc-
tion in multiple system atrophy. Mov Disord 2009; 24: 972-978

3) Bloch F, Pichon B, Bonnet A-M, et al. Urodynamic analysis in multiple system atrophy: characterization of
detrusor-sphincter dyssynergia. ] Neurol 2010; 257: 1986-1991

4)  Winge K, Fowler CJ. Bladder dysfunction in parkinsonism: mechanism, prevalence, symptoms, and man-
agement. Mov Disord 2006; 21: 737-745

5) Ito T, Skakibara R, Yasuda K, et al. Incomplete emptying and urinary retention in multiple-system atro-
phy: when does it occur and how do we manage it? Mov Disord 2006; 21: 816-823

6) Giannantoni a, Rossi A, Mearini E, et al. Botulinum toxin A for overactive bladder and detrusor muscle
overactivity in patients with Parkinson’s disease and multiple system atrophy. J Urol 2009; 182: 1453-1457

7) Dasgupta P, Haslam C, Goodwin R, et al. The ‘Queen Square bladder stimulator’: a device for assisting
emptying of the neurogenic bladder. Br ] Urol 1997; 80: 234-237

N g%t - sZCUETRER

PubMed (#3& 2016 4 4 J1 20 H)

"Spinocerebellar Degenerations/epidemiology"[majr] OR "Multiple System Atrophy/epidemiology"[majr])
AND (prevalence OR incidence OR phenotype* OR genotype* OR spordic* OR family OR familial) Filters: Eng-
lish; Japanese 227 -
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Clinical Question 6-15  GJERMEAE—d. BEMREE

PRI S OXMAERAICIEED L 3B EDH H 5D

OZRAEMETIE, HHRERZIIRMDSROSNBERDVEDTHY, ftD/N—
FUOIUVEREEHRETHIRRKREB L) GEES LUEEEN L.

OiaklE, BHEICHITBBEREE (ED) ICHLTIIITF T4, NVTFT71L, &
85714 (WTHhERRBERSN) DEHTHB D, ELREMEZBLE LB ETHE
EHHBDT, FRICIETRISEETIULENHS (JL—K 10).

OFDMD ED DREELT, PRELT 1 VORTIRETHRE, BEBREAD
NN VEER EDQERZHRT ZREIEH S D, BHEICOVTIIHEEIIT
Wl (JL—k 20).

B= - 88

B RN - 2 RRZEIE O VE IR RE R E O X E R L 2 B 5 5.

s - TEFTVYR

% FMEMIERZ O HEBBIIB VT, HARTIHETHWICEZ OMERAEIC E THAAAT
WG - BMAEEZIT) L IIMDTh %L, SRMEMIEERZ ICB W THRRERE OMHERRED
FHIIAH OB S . HERIZBWT, £RMEMRESRE 256 B & FFER 0T H 158 A
AL TR RERE IO W TR 21T o 7o/ R, 2 RMEME B AT CIIPLEL <, MK
T, MREBEOBA % EOHEN 84~95% T, HELEIVDARBICE P oEHESINTVDS
(ZEFYALNILND) Y F72, BULREEMIEES TIL ED OBEIX 8% Tho7zt Sh
(TEFVALNIL VD) Y MR EDRZ IS, N—F 0V VIHRE L OB TIIA &S
FZALNGE ol E3NTWE (TEFVALNIL V)2

—77, BRRTIHMIEBOE NI XD, HRERERE RGO - % R0 7 D IR ISR TR
SHAMERDO O E D EBIMENTBY, NS  OFRENIIEL X CTHEHFHORAIZOWTH
BENTVD, VBB E AR O IL 74~96% & X, FHRARELCTERIL T OME I E W &
WEESNTVDL (TETFVALNILND) P, F72, FERER 5132 R EEME S 05 5 32
DONBFEIRDOEDTHY, MO/S—F 2 ViEREZ FRETALEWUERBI ) QHEEB IO
FREFEATE W & SNT W5 7 WO L RHEMIELZ 1B VT, FEIEOKEA T 5519
Bl 8 Bl (47%) TRRD B, N—F ¥V VIHBFIIBTHHE (4%) L) bARICEr o728
DHENRH L (TEFT VAL Nb)®.

HEE LTI, BB EDISH LTI VTS 74 VO EHEMEBERBOHE»H D,
6 Pl CHMMEDER T, RALHAIMEDELAS 3 61 (50%) ICRD SN TWE (TEFVALAN
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6. 8K T 7

VDY AEBITORETTH Y, BRI 2EAL S 2 BIVEH OHEEDSE <, FAEA O]
REHRAGIEZAT) 2L, TOICERLTHAT 2L 05 5.

ZTOMITIE, B review DLW, HN=F 2V VTRV D 072 ENDTRENT 4
YORFERE TG, BRI O/SOIN) Vg, TRy 7T Y Y E REOHHE
LS BRLHA D 50300, EBICE RMEMIEEE CHA L2 L oG %<, ZOHEMEI
DVTRIEREN TRV (TEFALANIL V).

DB R NRZEMERE T, FHOERBHERIRIED spastic ataxia (ARSACS) DFERD % A2 ED
DHRLNIEBINREGENT VL L OWMEND L DOHRTY, HHEEREEAERSZVORLEHFDT,
A OVWTIRANTH Y, HoaTEry Ao TR,

N ot

1) Yamamoto T, Sakakibara R, Uchiyama T, et al. Questionnaire-based assessment of pelvic organ dysfunc-
tion in multiple system atrophy. Mov Disord 2009; 24: 972-978

2) Yamamoto T, Sakakibara R, Uchiyama T, et al. Pelvic organ dysfunction is more prevalent and severe in
MSA-P compared to Parkinson’s disease. Neurourol Urodyn 2011; 30: 102-107

3) Wenning GK, Shlomo YB, Magalhaes M, et al. Clinical features and natural history of multiple system
atrophy: an analysis of 100 cases. Brain 1994; 117: 835-845

4) Beck RO, Betts CD, Fowler C. Genitourinary dysfunction in multiple system atrophy: clinical features and
treatment in 62 cases. ] Urol 1994; 151: 1336-1341

5) Kirchhof K, Apostolidis AN, Mathias CJ, et al. Erectile and urinary dysfunction may be the presenting fea-
tures in patients with multiple system atrophy: a retrospective study. Int ] Impot Res 2003; 15: 293-298

6) Colosimo C, Tiple D, Wenning GK. Management of multiple system atrophy: state of the art. ] Neural
Transm 2005; 112: 1695-1704

7) Bae H-J, Cheon S-M, Kim JW. Autonomic dysfunctions in parkinsonian disorders. ] Mov Disord 2009; 2:
72-T7

8) Oertel WH, Wachter T, Quinn NP, et al. Reduced genital sensitivity in female patients with multiple sys-
tem atrophy of parkinsonian type. Mov Disord 2002; 18: 430432

9) Hussain IF, Brady CM, Swinn M]J, et al. Treatment of erectile dysfunction with sildenafil citrate (Viagra) in
parkinsonism due to Parkinson’s disease or multiple system atrophy with observations on orthostatic
hypotension. ] Neurol Neurosurg Psychiatry 2001; 71: 371-374

10) Papatsoris AG, Papapetropoulos S, Singer C, et al. Urinary and erectile dysfunction in multiple system
atrophy (MSA). Neurourol Urodyn 2008; 27: 22-27
11) Synofzik M, Soehn AS, Gburek-Augustat J, et al. Autosomal recessive spastic ataxia of Charlevoix Sague-

nay (ARSACS): expanding the genetic, clinical and imaging spectrum. Orphanet ] Rare Dis 2013; 8: 41

N #3%==t - sEICLEDRER

PubMed (H% 2016 4:4 H 5 H)

((sexual dysfunction) OR impotence) AND multiple system atrophy [Majr]) AND (((sexual dysfunction) OR
erectile dysfunction) OR impotence) AND cerebellar ataxia [majr]), Limits: Humans, English, Japanese, Publica-
tion Data from 1983 to 2016,/04/05 66 {1

IIAICEREE, JMEDPlus T M2 1T - 72.

EPICEER LR E N Fh—F Tl
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Clinical Question 6-16  GfipkiELE—d. BIEMRAER
FABZEDOWEEEICIEEDE S LBEDH H DD

ORTEREZOHEICODRCKVIKE LR 2 E /=720, /U IDPERTHS (J

i7 OFBHHPEETHY, RIFER BR BELEOHABICI>THIETS (JL—F
1D).

OBEDPEHL TV SRR TRICESBEDHB.

N E=2-88
T NINZEMEAE « 26 SRR ZEHE DO I B E O X ERR 2 B3 5.

W TEFY2R

BRI X B RIFREDRIEIC 2 5 &, REOMHED RESIh ) DBE &2, 5D
BT X 2R B, BB EEEROK T 2 & 729 L &L ICHAMRIERR DN T Y A E 5
NS R EEFNENRE V. Lzd o T, BHoxes ko5, 2 EIZKimo EAL
TWLRETREIERELI ) LEVFH L. ETHoa I a=r—3 a Y WEERFINC 3%
BIILEAEETH 5.

L RMEMIEIC BV TIE, ARETHEIMUBE Z £72 2 AL E U CRIFREESEL Y &E
BERARRIEDS Db 2 L OGS B B 2. ZRMEMAEIC BT BHTFREL, BERAEFEIIC sym-
pathetic sweat response 2YX F L T\ % Z £ % % thermoreguratory sweat test % &12 & 1) 38)&
MAEERTREE DS EARTH 2 b 0D 7 EiRMEIIFRREREE S RSN, N=F vy Yk L
R EREINTW S (TEF VALV VD). Bifr b, S s iaeieE & g A
HEEROMBEDLREINTEY & IR RENONIEPELTH 5.

FFREEILTRCE D BATL, ELL T AT O IRREIZ 72 2 RN AR B DB E A 5 9 D
Bl LR EAZ & 73 FITRCEDS R O 1200 CEBT 5 2 LidhvnE Enbp?,
ADL DX T % Z 72§ 720 ) DBUIR L /O S HETH 5. FIFHER ) D2 HAMIZ
WET LR, EYHHEE LT TRH 258G 7225, BIRIE—#%TH L Licdts
TEGMEs =) 7RO AMTHL. BICET T a Y 2 BT 2, AKX #HLO
A, KRB, AFOREOMELR EOTHRINIEPELTH L. £z, BENEEOSE
CIBASEDE R DL TH 5.

» 2350
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3)

4)
5)
6)
7)

8)

Kihara M, Sugenoya ], Takahashi A. The assessment of sudomotor dysfunction in multiple system atro-
phy. Clini Auton Res 1991; 1: 297-302

Benarroch EE, Smithson IL, Low PA, et al. Depletion of catecholaminergic neurons of the rostral ventrolat-
eral medulla in multiple systems atrophy with autonomic failure. Ann Neurol 1998; 43: 156-163

Asahina M, Akaogi Y, Yamanaka Y, et al. Differences in skin sympathetic involvements between two
chronic autonomic disorders: multiple system atrophy and pure autonomic failure. Parkinsonism relat
Disord 2009; 15: 347-350

Cohen |, Low P, Fealey R, et al. Somatic and autonomic function in progressive autonomic failure and
multiple system atrophy. Ann Neurol 1987; 22: 692-699

Donadio V, Nolano M, Elam M, et al. Anhidrosis in multiple system atrophy: a preganglionic sudomotor
dysfunction?. Mov Disord 2008; 23: 885-838

Lipp A, Sandroni P, Ahlskog JE, et al. Prospective differentiation of multiple system atrophy from Parkin-
son disease, with and without autonomic failure. Arch Neurol 2009; 66: 742-750

Kimpinski K, Iodice V, Burton DD, et al. The role of autonomic testing in the differentiation of Parkinson’s
disease from multiple system atrophy. ] Neurol Sci, 2012; 317: 92-96

Iodice V, Lipp A, Ahlskog JE, et al. Autopsy confirmed multiple system atrophy cases: Mayo experience
and role of autonomic function tests. ] Neurol Neurosurg Psychiatry 2012; 83: 453-459

Figueroa JJ, Singer W, Parsaik A, et al. Multiple system atrophy: prognostic indicators of survival. Mov
Disord 2014; 29: 1151-1157

N B3zt - sBICLRDRER

PubMed (% 2014 4 4 J§ 23 H)

((muliple system atrophy OR Shy-Drager syndrome OR striatonigral degenerateon OR olivopontocerebellar
atrophy OR spinocerebellar degeneration OR spinocerebellar ataxia) AND (sweating OR hidrosis OR dyshidro-
sis OR anhidrosis)) AND (Japanese OR English) 60

[E 2 AFREE, JMEDPlus Th Mk %475 72

EPICEBELRRE N R —F Tl
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Clinical Question 6-17 QREREBE—e. W TREE
ik FEEDOMAEEEEOLD « FDOLEIHICTS DD

QML SEARTHAZIMEL, HE, RYHEOZTEPUNEYF—2 3 %
i3 5 (JL—K10).
F  OROERSEEICLOLBHEICIE, BEXBLEICIIRBBIEETV, RHICE
BiERzRE TS (JL— K 20).

N E=2-88
W B E O SHERR D X BRT 5.

W TEFY2R

FRUNNEYHE - 2 3MBEMIEICB VT, e PRSI RRINM e g AR E L L T 5
TR SHE T REE 2 R0 5 BH D WAHTD, FIH L OHETRHIiIZEZETH 5 (CQ4-19 &)
(TEFVALANIL Nb) 2

BRUNMNAEMEAE - 2 RMEMAEIC BT, e FIZBIE T 2 AN L TWw b & asih
ENTBY, L OFR/NNEIE - £ RMEMREBE DRI K2 50E L, ERERE %>
TWwh. STNHIH L CHET AR 25 O F B % 2o et b i S hTw b (CQ 74
ZlR) (LEF>VALNIL Nb) 2,

T/, AYEEELEET LI L CTRIEIDTHE T2 L) i dd ), WTREEZIIZEY
EREOLZEH ZE I, BEETHEELANTHL (TET VAL ND)?Y (CQT7-4 ).

BRUNMNAMEE - £ RMEMIEEZ ICBIT 2 WMETII RS, 7 U o4 7 v ¥ MBS H
EHIHTAY VAP OMREHET L LICLY, BRFDEHETLIIEMONTEY,
AIFTTINGEDT »IF T vy VEMEER SIS T 28G5 L, Rk o5tk
ALz S Tws (RBERZN) (TEF>ALANIL VD) °.

WE N BEEAGEST LRI, MR s, PIRIREITRAS e ae, B L ORI iRt
FREE L LCEI T =W 2 EAHVW LN 5.

e R AR RFIR AR O RIAR ], B X OEEEZOEIIIOWTIE, W7 v Ak
VS, BRMEEVERI RO 0720, FEIE S NIUTEOICREREZRIGT S, fighdbh
EEEREOAIHEE NS 5720, RoICHEEHREEET 5. L ERT B, EE
%O U THED D 5 BERA L T, BITEREOEAD TR THL L L EET LLE
Vb, Fiz, KERLEWEN, WEKESMM 22179 2 LI10XD, FREED ) R 7 % 0]k
LT, ROERAWREL 2255055 (CQ6-23 M) (TEF VAL V)™
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6. 8K T 7

REFIRF B IIREREVT R VLY, BEMITERINS (TEF AL VD).
IO DR REBRHHIRKE L, BFICHTIRLARZE) I LIIhLD, BEBLID
KIGIZE D RE UL EE Y, ZORTICERAREZTOREIZNS. £/, 2hoo
%%ﬁ&%ﬁﬁéhéﬁA%%h ZORAIEIIS Ui, AEIT).
BHEERICBV T, SHEDMESINTEBY, EEMICIZELEB L ORE~NOHHZ -5
Kﬁo%%#&b

N et

1) Isono C, Hirano M, Sakamoto H, et al. Differences in dysphagia between spinocerebellar ataxia type 3 and
type 6. Dysphagia 2013; 28: 413-418

2) Alfonsi E, Versino M, Merlo IM, et al. Electrophysiologic patterns of oral-pharyngeal swallowing in
parkinsonian syndromes. Neurology 2007; 68: 533-589

3) Higo R, Nito T, Tayama N. Swallowing function in patients with multiple-system atrophy with a clinical
predominance of cerebellar symptoms (MSA-C). Eur Arch Otorhinolaryngol. 2005; 46: 26-30

4) Rub U, Brunt ER, Petrasch-Parwez E, et al. Degeneration of ingestion-related brainstem nuclei in spin-
ocerebellar ataxia type 2, 3, 6 and 7. Neuropathol Appl Neurobiol 2006; 32: 635-649

5) EREENE, I, IWHF (34, Videofluorography (& % H#/NMZSVEAE B35 OWE T BYRERFAf.  F
PRAHES: 1995; 35: 486-491

6) Arai T, Yasuda Y, Takaya T, et al. ACE inhibitors and symptomless dysphagia. Lancet 1998; 352 (9122):
115-116

7)) RalFi. FAMERS A 2 AT L 72 i R O IRIRRRE.  H & AL T 2014; 20 (2): 49-51

N gzmst - sEICLEDRERN

PubMed (#%# 2016 45 1 H 28 H)

(("Multiple System Atrophy'[Mesh] OR "Spinocerebellar Degenerations'[Mesh])) AND "Deglutition Disor-
ders"[Mesh] Filters: Humans; English; Japanese 38 f}:

EPICEE 2 L E N K —F Tl L7
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Clinical Question 6-18 @fiekeEBE—f. FIREE
IR EEREREE OMAEE AL D « ED LD ICTH DD

OZZRHMEMETIE, VEADLSIWBRAARKRI) YL/ TFT7 14—, MREESRZRAUFR
HEesHli o 5. FREIREFEITIEIREE, REBRFREMEERT, FRIGEELEZR
HBEEIZIE CPAP (continuous positive airway pressure), A+9Thh
¥ BPAP (Bilevel Positive Airway Pressure) ZF( 3. CPAP X° BPAP

*E DBAICEY, TEREDIEEL, FRIREDSBILTIEGNLHZ7H, +545FE
ﬁ BEPVETHS(JL—K10).

OFEENGREELSTELREE CPAP, BPAP THEOHBST+ALIERIIRE
PIRAPEEEI NS (VL — K 20).

OZZRREMELN DO ET/NRNEEETIE, MRIEEEZENBEILIDI &R,
MM ZRYBTIBARETIE, [EVRIPEREINZBEEHD (JL—FK
2C).

B= 88

IR R I 5 D eHE R & & DfERRiEic> S B 5.

W - TEFYR

ZRMMBEMIEIZBWT, KBOWARGEREFINLEHOWOE (RIS &, 7S HEA
GR L, FERAMEARAIC X 5 EAGEMZEDSRIREDER L STz

L Lt bHAETIE, KBEORAERHERF T OATEL TV LD TR, ERER, &I
PR, WEHE L &, A R TAEL TR I EDRHLENII R 5> T, F 72, floppy
epiglottis & MHIN 2 FEBIN 2 EHHZE OWSRIF D5 | & AA b FBO LML (TET VALV Vb) V2.

F72, ZRMEMEIC B W THEIRFFHEIFE S 2 <80 b, SGEAZEC X 2 PSR E R ik
I-WE B #E (obstructive sleep apnea syndrome : OSAS) O &7z 37, HK Y I I 05 I W A £
#if (central sleep apnea syndrome : CSAS) b &F9 5 Z L ITEESLETH 5.

SIS OIPRIRF Z5Hli$ 2 72D IZMET AR ) Y L) 757 4 —, WHER Lo %
179

% SRR EEMARE DIPIRFE E 0 LT, <= A 712 X 2 F iy &8 s 13 (continuous positive air-
way pressure : CPAP) 258 A S5 Z LA TW5AY, WiEZREARIR IO Y 7 213
2\,

CPAPBEADH%Z & LT, MEMRIEMPIE R 2 5 LT 2 3h, RHIRFEARAEET 2520
TV 26, FadHsHl R Z 2O Tw A5G, ZEPHVWLRTWS (TEFT VAL V)2
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6. 8K T 7

CPAP # A%, CSAS 5 BLT 2 FEFIR RN LRI oSG b H Y °, ZGEHIZEDS floppy
epiglottis IZ & D AE U TWAGE, IEE 2T 5 2 1K ) REMEIEAT 2 WD H 5 V)
Z®D7:®, CPAP EAMRICIE, FEMENTE L, NRRESYGE L Tw5b Z & ZERRE
BT BLENRH B (LEFTVALNIL VD).

CPAP & At b KEE F MUIE O U2 157 % ¥ 451, BPAP (Bilevel Positive Airway Pres-
sure) ICEET 5 (TEFALANIL VD).

CPAP 8 A%, W EBIGER F K OFFE T & R WIFR A4, CPAP Z#FAETE 20 ED
PR 2> 54 13 » ARREET 66% DIEF TS TE Lo/ TrHEDH L (TEFT VAL
NI NDb) 2

FAMEPENN 2 2 8 0 R T E R0, B R MO & RO A AL, JEVREZITO LS, W
T3 AR R BRI ED T ¥ 7 > 203 v, AEWIRIRICS CSAS 28 BL, HEE§ 5 2 & Ay
ENTHEY, [REVHBLIPILRESSEZE L TWAZ E2EERTILENH L. T2, [EY
BZEITo COLRIERERICTFHTAZ 2R TELZW (ZEFTVALANIL VD)2,

% R ZEAIE DA OB R NREMIEIC B W T, FFIRBRGEREATIEIRE 22 5 2 LT NS
L%, SCAL TR EDS HILDLEN D 5. FRE/ANINE T O W B 209 % BIAE 72
LY TV ANE R\ S, BRI R Z D BTG R ETIE, JEVURPZEI NS GLH 5
(ZEFVALANIL V).

N ot

1) Shimohata T, Shinoda H, Nakayama H, et al. Daytime hypoxemia, sleep-disordered breathing, and laryn-
gopharyngeal findings in multiple system atrophy. Arch Neurol 2007; 64: 856-861

2) WEIEE TMER. ZRMEREORIK. BRARESE 2009; 49: 249-253

3) Ghorayeb I, Yekhlef F, Bioulac B, Tison F. Continuous positive airway pressure for sleep-related breathing
disorders in multiple system atrophy: long-term acceptance. Sleep Med 2005; 6: 359-362

4) Shimohata T, Nakayama H, Aizawa N, Nishizawa M. Discontinuation of continuous positive airway pres-
sure treatment in multiple system atrophy. Sleep Med 2014; 15: 1147-1149

5) Jin K, Okabe S, Chida K, et al. Tracheostomy can fatally exacerbate sleep-disordered breathing in multiple
system atrophy. Neurology 2007; 68: 1618-1621

N B3zt - sEICLRTRER

PubMed (Bt 2016 4¢ 1 A 28 H)

(("Multiple System Atrophy"[Mesh] OR "Spinocerebellar Degenerations"[Mesh])) AND (("Respiration Disor-
ders/therapy'[Mesh]) OR "Tracheotomy"[Mesh]) Filters: Humans; English; Japanese 36

EPICER LR E N> R —F Tl 72
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Clinical Question 6-19 QIERELE—g. EREE
EIREEZDfE ESHEELICIIED LSO BEDD H DD

OFH/NHNEMIE TIXEREMBES* restless leg syndrome (RLS) #5283
ZEDDHBD, TOHEEIFREICKVRLTHS.

OZZAEMETIE, BEFOWRE, ERFEFERKE REMERTI3EEIE,
RLS, BilR%A EMRAREBREEDRH SNB7H, D SIMEHARKRY Y

ig L) JZ771—RkEZRVWFHEZITD (JL—K 1C).

OINSDREREEZICK LT, BH/NHEHRE - 2RUEMWEICF LI N LIEIT
B\, TNEFIhOREREEICH U OHEREZIT o> TOSDHDERIKTHS.

OZ R HREMEDBRBFETTHEIC CPAP 28 AT 315481, TUBREHNEEL,
WERARED BT BEFIDH B 720, TARIEBEPVETHS (JL—K 10).

B= - 88

W HRE 2 555 00 R & e RR 2D S B 2.

s - TEFTVYR

RN EYERE T, MU ES) R restless leg syndrome (RLS) 23k 4 I TA L,
SRR AREBICE oo T WEPALNL (TETALANIL Vb) 2

% SRARAMAAE T, MEIREF O WG, [ ARES MEFPIE 5E(E, REM IEIRATE) R FAE, H iR,
RLS 7% LHk4 ZIRIREEED RO SN b, E5I12, BFITHITE 2380, 42% Thils%, 37% T
I R SE P S 2 5200, IEHRING O PI9 IR FHBIMIEAY 92.7% T, M b o 72013 86% &\
WEDH 5. T, TNTOEH T REM ERITEY R 2380, 88% T MITEIIBGES) (periodic
limb movements : PLM) Z 8O Tz L iy SN Tw 5 (TEFT ALV Vb) “.

25 SRR ZEMARE D IENRIRF I L, SGEPAZEIC X % PZERY I IRIN S ITIGRE B0 (obstructive sleep
apnea syndrome : OSAS) ® & 7 59, HORK P I IR 5 4 - JiE 52 7 (central sleep apnea syn-
drome : CSAS) &3 2 Z L ITIERASLETH 5.

ESS (Epworth Sleepiness Scale) %% 10 5L EO#EED H ORI L Rk 2T D 28 % 12788
5, RLS & 28%ICiBO LN LT HHMENDH L (TET AL Vb)?.

% RMEMAE I BT 5 VO E ORI TIMEA I X 5. ZRMERE Tl A sm A4
DAMCSH, SRS, ks, P2, W L, BRa R CRBEMESE LT Tn L 2 e
IS M7 o THY floppy epiglottis & IEN S, FREY 2 WIHE DWW S D5 Z AA DD 5
5 (CQ2-23zM) (TEFVALANIL Vb)®.

2 SRR ZEME O ME IR LI FEVE IS CPAP 238 AT 205818, SGBRZEDHIE L, FPICIKRE

v 241 »
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MEALT BIEBIA D 5720, T REEILETH D (CQ2-23 B TEF VAL Vb) 7.

BBNMEVEE - 2R MBMIEICPE D RIS IZxF LT, — M7 RLS L MARIZT T I RF Y —
VR0 FIF R EDORNRI 7T A MY (T NOBRBEER) RN F Y T F ANV
(PEBEH), VAR M) —v (BB R EPHwWeRb 235 (TEF VALV VD).

% ZARFEHAE D REM FEIRATEY B REIL, BRI AE L TWA I E DL L, HEISRELRS
BV EBLZWEY HEBRELTYRIN) = ADBHCEND 20D 505, MIIREL HE S5
b dH 0, FHICITEELILETHL (TEFT VAL VD).

ZOM, MJD/SCA3 I LT ¥ FAYR Y 2HKE L8 hH, BIRR D D% EDRERICK)
RERBOe 38555 (TEFTVALANIL VD)

BRUMMZME - £ R/EMIEIC BT, AiRZ EOMERRE S0 L Cliiiad e, i
INBRZETEAE « 2 R ZEAE AL S N7 LIS ST e vz, ENENOEIRREE
W2 L COHEREZ T o TR OPBIRTH L (TEF VAL V).

N ot

1) Abele M, Biirk K, Laccone F, et al. Restless legs syndrome in spinocerebellar ataxia types 1, 2, and 3. ] Neu-
rol 2001; 248: 311-314

2) Velazquez-Pérez L, Voss U, Rodriguez-Labrada R, et al. Sleep disorders in spinocerebellar ataxia type 2
patients. Neurodegener Dis 2011; 8: 447-54

3) Schéls L, Haan J, Riess O, et al. Sleep disturbance in spinocerebellar ataxias: is the SCA3 mutation a cause
of restless legs syndrome? Neurology 1998; 51: 1603-1607

4) Vetrugno R, Provini F, Cortelli P, et al. Sleep disorders in multiple system atrophy: a correlative video-
polysomnographic study. Sleep Med 2004; 5: 21-30

5) Moreno-Lépez C, Santamaria J, Salamero M, et al. Excessive daytime sleepiness in multiple system atro-
phy (SLEEMSA study). Arch Neurol 2011; 68: 223-230

6) Shimohata T, Shinoda H, Nakayama H, et al. Daytime hypoxemia, sleep-disordered breathing, and laryn-
gopharyngeal findings in multiple system atrophy. Arch Neurol 2007; 64: 856-861

7) Shimohata T, Nakayama H, Aizawa N, Nishizawa M. Discontinuation of continuous positive airway pres-
sure treatment in multiple system atrophy. Sleep Med 2014; 15: 1147-1149

8) Nomura T, Inoue Y, H6gl B, et al. Comparison of the clinical features of rapid eye movement sleep behav-
ior disorder in patients with Parkinson’s disease and multiple system atrophy. Psychiatry Clin Neurosci
2011; 65: 264-271

9) Takei A, Fukazawa T, Hamada T, et al. Effects of tandospirone on "5-HT1A receptor-associated symp-
toms" in patients with Machado-Josephe disease: an open-label study. Clin Neuropharmacol 2004; 27: 9-13

N gmst - sZICLEDRER

PubMed (i 2016 4% 1 J 28 H)

(("Multiple System Atrophy"[Mesh] OR "Spinocerebellar Degenerations"[Mesh])) AND ((Sleep Wake Disor-
ders/therapy[Mesh]) OR (("Sleep"[Mesh]) AND "Respiration Disorders"[Mesh])) Filters: Humans; English;
Japanese 49 f}

EPICEEL R E N Y P —F Tl 7
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GERAE BE

Clinical Question 6-20  GERBEBE—h. RASaERE

s NIERERREDMAEEAICIE ED L D EEDH H BN

OFR/NREME - ZRUEFME CIIEISERREPRITHERS 220 5.
OINSORMBREREEZICX LT, FEE/PMREMLE - ZRBESFWEICF LI AL

O—MRMARBIELFRIC, BEDPHNETEFINIAVIATI—EHEEERIT I

FEIEERN,

2 XV NMDA SBHRNEREZRAVSZELHHB (JL— K 2D).

N E=2-88
PRI RERE E D XHERREIZ O W THE T 5.

o mrss

c IEFYR

BHUNRETESE - ZR/MBEMAEICBVTH, KNSEESNL I LTk, —iy %Rk
REREEZ AL 22 b H 505, HE, DMEIEEERIEO AL ST, BARKIEICL 20boTw
BT ENERENTVS (CQ3-10BM) (TEFTVALNIL Vb)Y

BN TEAE - 2 RMEMIIE T, FIHEEREER R TR E 2 & O ER R = %
BODLETIMESNTVAL (ZEFTALANIL Vb)),

TR MEAE - 2 R EME 12 B W CRRAERER E ORI I T 2 3513 % <, b
IMZEVEAE - 2 RMEEEMIRE | B L S M2 L I3 . ST vz, BEIS LT, —i#km
GEMEE RS, TEFNVT) YT AT 5 —PHERES /LY I U NMDA Z 4K HidE
RERPVLEZLLH L BRBREAN) (TEFT AL V).

N ot

D
2)

3)
4)
5)

6)

Schmahmann JD, Sherman JC. The cerebellar cognitive affective syndrome. Brain 1998; 121 (Pt 4): 561-579
Klinke I, Minnerop M, Schmitz-Hiibsch T, et al. Neuropsychological features of patients with spinocere-
bellar ataxia (SCA) types 1, 2, 3, and 6. Cerebellum 2010; 9: 433442

Ma J, Wu C, Lei J, Zhang X. Cognitive impairments in patients with spinocerebellar ataxia types 1, 2 and 3
are positively correlated to the clinical severity of ataxia symptoms. Int ] Clin Exp Med 2014; 7: 5765-5771
Kawai Y, Takeda A, Abe Y, et al. Cognitive impairments in Machado-Joseph disease. Arch Neurol 2004;
61: 1757-1760

Chang CC, Chang YY, Chang WN, et al. Cognitive deficits in multiple system atrophy correlate with
frontal atrophy and disease duration. Eur ] Neurol 2009; 16: 1144-1150

Brown RG, Lacomblez L, Landwehrmeyer BG, et al. Cognitive impairment in patients with multiple sys-
tem atrophy and progressive supranuclear palsy. Brain 2010; 133 (Pt 8): 2382-2393

» 243

NN - W@ o



(©)]
o
P
g
N

N g - sECLEDRER

PubMed (#2016 41 H 28 H)
((("Multiple System Atrophy"[Mesh] OR "Spinocerebellar Degenerations"[Mesh]))) AND (("Cognition Disor-

ders/therapy"'[Mesh]) OR "Dementia/therapy"[Mesh]) Filters: Humans; English; Japanese 34 fI-
EPICHEELR LR E N R —FTlmL 7
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Clinical Question 6-21  GfpikuGEEAE—I. ARSMREE

AAHPEIEE OIMEEAICIEED L S BEEDD H S D

OEFFH/NINERE CIREICEREESEDRSEREHIZEZTZROHZ L, B
(2 MUD/SCA3 Tld i cramp PR RBE LV BRZRDBZZEDHZ LD,
MJD/SCAS3 DOff cramp HREZLONREICAF S LFODEM THo/ETHS

HE REDHB (JL—K 10).
B OSIHEREICHIERERREVEERE <AL,
OFR/NHEME - SRHEMEDFEMEREICH L TS hHLEIR U,
EBOBOMEAIC, —BOLKNMEBECFERIC, ZBRASDE, JLANY
U, HIRUF Y, RS K=, EX A RRENLREDBLSIS (FL—F 10).
.
B= - B89

AR ARHE R T DO FHERE DV TEF S 2.

s - TEFTVYR

TR/ IMINZE EAE 12 B W TR AR E X SISO DN & T2 HEDL VD, #HiFIC X
N F ORI —RETIZZ% L, SCA6 2L, SCAl, SCA2, MJD/SCA3 IZH T M TAE
T2 ETHHENL W (CQ3-11 M) (TEFTVALANIL NVb) 2

$EIZ MJD/SCA3 TIdifi cramp RARENE ) LUNEEZRD LI DL, INHITAFY
LFUBENTH o7 HHEVRH L (TETALANIL Nb)?.

FHRENZEIE « 2 RMEMHE B W ORI RS OB ICE$ 2 85134 % <, Fiih
WHEVESE « 2 B BME | S 2 LR I3RS ST e wiz o, BB U T, —#&%K
7o KA PIRERE O XHERE L & AR W L2 4T) 2 & H % (TEFVALANIL VD).

PERADTR A, ARERE VRS 103 A N #RF 2 @ 2010 4FET A4 K94 VIZIEL,
LRV A OHESRIER & L CEBRG0) 23k (REBLEHAL), 7L AN o kRS 5w & L
TERBER), HNXeF v (RBOEEN), b~ F—v (&R & UCRBER), Y44

FRIEY) (B A O—HITEBEAR L LCRBOER), 7aaftF s (RBEHN), Xv 5
7 7%y (BRBETAN) 2 EOWIREE, ) KA A ORI, H 74 Y oMitdEED L<
270 =2 ERBHIFSNTWE(ZEFT ALV 1)%

N ot

1) Linnemann C, Tezenas du Montcel S, Rakowicz M, et al. Peripheral Neuropathy in Spinocerebellar Ataxia
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Type 1, 2, 3, and 6. Cerebellum 2016; 15: 165-173

2) Kubis N, Diirr A, Gugenheim M, et al Polyneuropathy in autosomal dominant cerebellar ataxias: pheno-
type-genotype correlation. Muscle Nerve 1999; 22: 712-717

3) Abele M, Biirk K, Andres F, et al. Autosomal dominant cerebellar ataxia type L. Nerve conduction and
evoked potential studies in families with SCA1, SCAZ2 and SCA3. Brain 1997; 120: 2141-2148

4) Kanai K, Kuwabara S, Arai K, et al. Muscle cramp in Machado-Joseph disease: altered motor axonal
excitability properties and mexiletine treatment. Brain 2003; 126 (Pt 4): 965-973

5) Attal N, Cruccu G, Baron R, et al. European Federation of Neurological Societies; EFNS guidelines on the
pharmacological treatment of neuropathic pain: 2010 revision. Eur ] Neurol 2010; 17: 1113-e88

N #3%==t - sECLEDRER

PubMed (#2016 41 H 28 H)

(("Multiple System Atrophy"[Mesh] OR "Spinocerebellar Degenerations"[Mesh])) AND "Peripheral Nervous
System Diseases/ therapy"[Mesh] Filters: Humans; English; Japanese 10 -

I NCEE L E N Y R —F L 7z
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Clinical Question 6-22 QKU BE—]. TR

T/ MU MHEICHS O CEHH NS I DREICE ED K
IS LIZH6 &L

OFR/PRERE - SRMEMEICEOVTODOREZRDBZIEDHS.
OINSDSDREICK LT, FH/PMREME - SREFMWIEICFHES M LIEE
<, —MREIE S DIREERRIC, SSRI® SNRI, ZRFRSDELEHALS

W ha(JL—K10).

B OEFHEMETRLAR DERASNBZEEH5 (JL—K 20).
OUNEVIEZThBNDS DREEBNT B HS (5L — K 2C).
OZNEDAEBEIIDST, SDREHHET BBEIE, BHEAOIHILT—

SavEEETS(JL—K1D).
A
B= - B89

I OREEDI BT DOV THYRET 5.

s - TEFTVYR

FRUNNEMERE - ZR/MBMIEICB VT, IOREZRDL I VDY, Hi) DML S
NTw3 (CQ3-13zM) (TEFVALNIL NVb) .

MJD/SCA3 IZBWT 6 » ABESEREO U Y 23 fibi, KL QOL IIAETH - 7275,
NIV V) OREHIEA 2 7 (HAM-D) 13803 L728SE05d ), ) ) o Ald ) 23RBS
L THRTH 2WHEMELRH 2 (TEFTVALANIL VD)2,

%72, MJD/SCA310 %1278 % > FA¥ T ¥ % 15~30mg/ H TH5- L, #19) DIREZ
WD7265D)H 3HHSDS DI TFE2EDIZLTLHAPLOHELH 5 °

% SRARBIE Tld, MSA-P I2B\WT HAM-D T DIREZ A0, LA K354 HAM-D »°
AREICEELZE VI HMERDH L (TETVALANIL Vb)Y,

FRUNNATERE - 2R BEMIEIC B VT DRBOBRICE T 2 HE 13D 7% <, FHUMK
BVEIE © 2 R BIE L S N oxbLBid s ShCn e wizo, LEIS LT, — bk
I DIREE & AR AL Z AT 5 Z L A% L, SSRI X SNRI, =BLRIT) D3 &AW NS 7,
2 SRR EEHRE TP ) DFE, FRICZBLRIU) 2E 2 O BIRICEESLETH L (TET
ALV VDD,

SCA IZBWTHREEIZOWTIIABTORENRALNDE DR TH L7, SCA TIIRPFEIZ
HESENA SN, MJD/SCA3 TIX 65%I12d KA ETHMED H 5720, HBRRLMELIT OB
WRMTH N OBERLEE S LETH L (TET VAL Nb) 2.

INOLDHEWCEHb ST, 9 DRESHE T 2G5 M~y vF—va v %
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6. 8K T 7

ZRT L5 (TETVALANIL V.

N
1)
2)
3)
4)

5)

Schmitz-Hiibsch T, Coudert M, Tezenas du Montcel S, et al. Depression comorbidity in spinocerebellar
ataxia. Mov Disord 2011; 26: 870-876

Silva RC, Saute JA, Silva AC, et al. Occupational therapy in spinocerebellar ataxia type 3: an open-label
trial. Braz ] Med Biol Res 2010; 43: 537-542

Takei A, Fukazawa T, Hamada T, et al. Effects of tandospirone on "5-HT1A receptor-associated symp-
toms" in patients with Machado-Josephe disease: an open-label study. Clin Neuropharmacol 2004; 27: 9-13
Fetoni V, Soliveri P, Monza D, et al. Affective symptoms in multiple system atrophy and Parkinson’s dis-
ease: response to levodopa therapy. ] Neurol Neurosurg Psychiatry 1999; 66: 541-544

Lo RY, Figueroa KP, Pulst SM, et al. Depression and clinical progression in spinocerebellar ataxias. Parkin-
sonism Relat Disord 2016; 22: 87-92

N g%t - sECLEDRER

PubMed (#2016 41 H 28 H)
((("Multiple System Atrophy"[Mesh] OR "Spinocerebellar Degenerations"[Mesh]))) AND (("Depression/thera-
py'[Mesh]) OR "Depressive Disorder/therapy"[Mesh]) Filters: Humans; English; Japanese 14 ff-
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OEBHET - 8%
Clinical Question 6-23  OABHETH: « BiE—a. SEMi%
ST D FRICIE D & 5 LA S B

OB THEEE - ZWREEMET LAABSICE, DT 7, BREBOIX, HHRL i)
RIGFEITL, BEMEMAOFRZHEL, SERELTZIDLWT - FRIEEDHN
i ADPERTHS (JL— K 10).
OERLSHIREHSZALBEICE, [EVRMLTTELS, BREREIMMNLE
DFRHEFG M DBEISERE T S (J L— K 2D).

N E=2-88
SREEVENT 22 DT B, i oW THRT 5.

W TEFY2R

R NAEVERE - 2 AMBHE TIIME T REE, FRHEVERI R OB R W20, T 5 O
HRRERTM 35 X OME THREALETH B (CQ6-17 ).

% SRREHE DIERNI ZRIEDEN G A <, 78— F 2 VIRIZH LTl e RIC L o % )
FE5~10%FRELE E RV ET2HEDVH L (TET VALV VD) Y2 —J, [AEWR%E
WaAT L7 o 72REBIOFENIG, B EL, SAESE, MR TH oL OFED HLH (TET VAL

Vb)?.
BARTEF RN ZMERE I B W T, BN 28 EEAER E H|E S Twa (TETVALA
JLb)*

FISEI 2 W T AR, AR R, &, Peimiihne &3 P RRBIC T 2R3 5. HET
PEREOFINC I, B, WETAZ Y —=0 7, WEFREHRAE, W FNHESEREI T Twnb.
SR TR A 70021, BAROBHEME, ST, AREBOTR, ExXATOLEkEES
FRIERE LN AL TH 5 (TR CQ7-4 M) (TEFT VAL VD ?.

B ) DRI IE% O ¥ — 2 7 1 — (cough peak flow : CPF) Ml L, KT L CWw a4
AR OIRYE, PHELMORER GBI )T T Y AERDIFR I NEY) ORNALHH L%
AbihA.

MEZEL & DM FRESE, BRMEENT R OFREIC LT, ACE FHESE (PREETAL) oA kAT
LM ENTV 2D, FHVNNEMIE - £ RREMAEOWE T REE, LRI PR IZowTo
BEHE R S Tuiwn,

RIS EE 2 5121, BB O QOL ISR LoD, BERBAOY YKL, HHHEEE
205, HERENOYYHEZL BN PO T Y 213 Z L.

KRR E B & L-5E VB HAT S NERI T, WX ARE 7)) 77 v ADE
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6. 8K T 7

WO 20, RHEHARZ P25 EIIWBETH L. FW e, Wk, SRR
i 9 % FEAES HAEGITIL, WRB A, WRETAE 0By, SUEEEW Al & & O RRMER; 1kl 2
BT 256055, BEEORMED D > T b BRI X 0 BMEATHAR L, RELE I kb
TELHEDVHL (TETVALNIL V)Y LaL, EFEEreeIcsk) 2L, @FOLE
VMLV REM T THL e 2 X CHMLZ ) 2 THEIGHEIL 2GS 2 L5V H 5.

N ot

D IR, NRATIED, RIS, ZRMEMRIE 22 BIIC BT 5 TRIC» b 5 W OBEr. fiiE
PE 2008; 69: 577-583

2) Papapetropoulos S, Tuchman A, Laufer D, et al. Causes of death in multiple system atrophy. ] Neurol
Neurosurg Psychiatry 2007; 78: 327-329

3)  RIGHT]. ZRMEHIE O Ly T B A & SR oA I AR AR 1999; 39: 503-507

4) Riib U, Brunt ER, Petrasch-Parwez E, et al. Degeneration of ingestion-related brainstem nuclei in spin-
ocerebellar ataxia type 2, 3, 6 and 7. Neuropathol Appl Neurobiol 2006; 32: 635-649

5) RS, WETRE & A R L £ 7 2006; 12 (2): 13-16

6) _bIlFsh.  FAHER A 2 REAT U 7oA e O IR, BN & AR 7 2014; 20 (2): 49-51

N B3zt - sEICLRDRER

PubMed (#%% 2016 421 H 28 H)

("Multiple System Atrophy"[Mesh] OR "Spinocerebellar Degenerations"[Mesh]) AND aspiration pneumonia Fil-
ters: Humans; English; Japanese 17 4

EEAREs (R 2016 421 H 28 H)

(GBI ZEVEIE / TH or TRV / AL)) or (B RMZEME/ TH or £ REZEHE/ AL))) and (i Z&-HET
P /TH or R&MEENi 25 / AL)) and (SH="TF})) or (5B 7EME /TH or 75ME/AL) and FFii/AL)))) and (PT=%ikéx
fi < and CK=t 1)

20 1

PubMed (Bt 2016 4F 6 /I 23 H)

(((("Multiple System Atrophy"[Mesh]) OR "Spinocerebellar Degenerations"[Mesh])) AND "cause of death") AND
Pneumonia Filters: English; Japanese 4 ff

ErREE (MR 2016 456 H 23 H)

(A BE/NHATEIE / TH or B RlI/NNZPESE / AL)) or (% RMZEAAE/ TH or 2 A ZEHiE /AL))) and (JEH/TH
or 5EH /AL)) and ((Mi%¢/TH or it/ AL)))) and (PT=5ik8kFk <) 2

(3CHK 2) 3) 1B XK 4) 3T FH—F)

ZOEPEELRLEE N FH—F TBIL

SE Xk

- IARH SN2, WETRRHEIRTA P74~
- HET RS, OABAWT U NE Y 57— 3 5%, OABTEYS
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@EHETR - 6%

Clinical Question 6-24 QBBHETD - JAE—D. 1BE

RO TIhEDFEICIIEDE IBHENHSHD

OFH/PHEMRE - SRREWEOETHTIIERY S SH/-EEBMEDZ LRI

H ERIENEL, BEREV AR, FH/NREMHE - SRMEMWEICHLL

7 7=F05, BREIIRVD, ABRBELIREICESLIFAICIE, BBROLEETFHI S

BT, REREBEE, A¥X277, hEFHETD. WEZRELLESICIE, B
EZ0H, BYUERHARE, FLy 2 IiMeRVTERT S (JL—K 1B).

N E=2-88
FRONIREME - 2 2MBEHEZ R CEBAT L2507, HRIZOWTHRET 5

W TEFY2R

B LR PHRNGRR DS A 72 B ASZE L7250k - B R IS Riie 8 7 Eosf 1ashib 5 &
LI D MATAREDRSE L TR 2 BMME0RE - & TR cH 5 1

TR VERE - £ RMEBEHEIC BT 2B 120 W T ORIV RO FERIHE O AT, HE
B L7275 - G RS, AT ARE IR B 72 IR » 7o B/ IMINE IE - £ /5
MiE TIABIETEE ) A 7 A3, EREBIC I STEREOEY A7 IREEE LT, BEOT
Bz ATv, BRE AR IIRB IS U CHEEE 1T .

FEATHIEHE & L Cid, Braden Scale (BS) 234 K IV 5T 5 V2 BS SR OYAICIE
FEV A2 TPk E#L 5.

FHIIE, ZIAECRERR S 2 FE xR F — L Ok, NMEE~OIRY - HEDVPHATH 5.
FERNIIRBIRBOYE, AX 077, WEG#H~ Y U A, B - HFT 2 v 2 a YOl
SR ) N2 By 2 BRI ORI A 2 47 V2

BIEE, BB O+ SR BRIEER T, JER, BHEOAE, SEREEICELL R
Ly v I8, SHHEZHGIZLEZ TS . BBEHROBRE R EOWEEZTOHEbH S V2

N ot

D HAAREEYS SETH - G874 P4 > GESH)  http://www jspu.org/jpn/info/pdf/guide-

line3.pdf (7 7€ 20164E 12 7 27 A1)

2) HAEEFES. #WESHATA N4~ https://www.dermatol.orjp/uploads/uploads/files/ guide-

line/1372912942_2.pdf (##¢7 2 & 2016 4F 12 27 H)
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PubMed (#2016 41 H 28 H)

(("Multiple System Atrophy"[Mesh] OR "Spinocerebellar Degenerations'[Mesh])) AND (('Pressure
Ulcer"[Mesh]) OR decubit*[tiab]) Filters: Humans; English; Japanese 2 fi:

Erpis (B3 2016 451 A 28 H)

(B RNIHZEMERE / TH or BHI/ININZEYERE / AL)) or (%R ZEARIE / TH or 2 RAZEMIAE/ AL))) and (FREVEES;
/TH or #5¥& / AL)))) and (PT=57#8%F% < and CK=t ) 121

v 2520



@EHETR - 6%

Clinical Question 6-25  @ABHETH, - jaE—c. &ETH

il - BOTFEHICIEED L S THED HHD

i
3

S

O/NRAZFDE LIEMEREICKUSTNG VAREPEE LD, SEE
TEHRHEDIPBDHOSND. JEBICIELEZEUNEYT— 3>, STHBEOER, F7
Y, ERFOERLEORFRABPUVETHS. IMEFRHOLYD, BYILPERRE
DERPEIDHS5ND (L — K 10).

5% - B9

FRf - ETOMEE R B L, RENCHE S AMEO PR R BR T 5.

W@ TEFYR

BRUNNEVEE - 2 RMEMIE L DI/MNETIC X 23T v ABERZ G L, WEEICIEE
LI ENHEINTND.

TRUNRZEVERE (FEZ R ZAE) 42 Bl W5 & L7z 7 v — MR TId 12 » HAiz 92% O
TR 24%) A5l L, snBICPE D SMERRER 84%, BT - BFIREER 30% TH ), Bl OILHE L
DRANDE ol b MHEENTWE (TEFVALANIL Nb) Y A IMKEYEE 228 6%
5t & L7z Euro Fall Study @7 ¥ 7 — A CIIFAED & W IR F TF 4.6 45, 12 » HEL
WOBRBEIE 73.6%, AMEEZED 3 73.6%, BITFE264%Th -7z, EHEORE & BHE5 5 K
&, W (MJD/SCA3), Feswmilif, WG ERERE, SRR A 8, FEEEYIHREERD
¥BThol (TEFTVALANIL Na)?

% RMBMIE DV TIE, MO8 —F 0y VIR E /S —F v VIERERE IR LT,
N=F ) ViR & D R WIEING, ATV LR X D BRI 2 R T 5 & & o
Mo (TEFTVALNIL Nb)? £ REEMEOIRE PR & LT, FHOKE rigidity,
HEATWI O FEERE S, W RS, MR EOKEERA S ShTw b (TEF VAL
Vb) *.

TR IIER I LT, NT 2 A, BT i & L7287, mNIES U,
BATER 7 EOBATHBIE, T30 OFE L E ORI, RIS U THEE T oM E 5
N5 (N5 ¥ ZFRE, BT OVWTIZUNE Y F— 3 3 Y HSRE CQT7-1 BH).

7, FIDICHTE 20 Lo BRRFOMMEN 2 LHH L EZETH ), HEIEKTICX
% BEMEREREDSTRO SN D YEE, % & 722508, WEOHREZ HiE LzEE) D
179

e L7256 0ME % FRiT 2720, BEBRENE - Y R—y L LoFHIBO LN 5.
TR MERE - 2R EME TS WIRBBE I L CHIET 28I RIEmd AnZ &2

» 253 %
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6. 8K T 7

Bl 2 anTwad, BHEOKTIZX DAY 27 DAL Twb 2 LA 5142 AERNIZIE
B B N2 CHRERIE D iR 2 BT 5 °)
% SRR ZAE T IR ET R T A ) RIS X 2B S IERALETH 5.

N
1)
2)
3)
4)

5)

van de Warrenburg BP, Steijns JA, Munneke M, et al. Falls in degenerative cerebellar ataxias. Mov Disord
2005; 20: 497-500

Fonteyn EM, Schmitz-Hiibsch T, Verstappen CC, et al. Falls in spinocerebellar ataxias: Results of the
EuroSCA Fall Study. Cerebellum 2010; 9: 232-239

Wenning GK, Ebersbach G, Verny M, et al. Progression of falls in postmortem-confirmed parkinsonian
disorders. Mov Disord 1999; 14: 947-950

Williams DR, Watt HC, Lees AJ. Predictors of falls and fractures in bradykinetic rigid syndromes: a retro-
spective study. ] Neurol Neurosurg Psychiatry 2006; 77: 468-473

HHEAED PP EWHITAA BT A ARERS (). SHEHEO PEI L HHEA A B 7 4 > 2015 i)

N B3zt - sEICLRTRER

PubMed (#2016 41 H 28 H)
(("Multiple System Atrophy'[Mesh] OR "Spinocerebellar Degenerations'[Mesh])) AND (("Accidental
Falls"[Mesh]) OR ((Fracture*[tiab] or "Fractures, Bone"[Mesh]))) Filters: Humans; English; Japanese 27

Erh

55 (BM# 201641 H 28 H)

(F RN EE / TH or BHE/INMZMEIE/ AL)) or (2 RMEHIE/ TH or £ RMZEME/AL))) and (28] - %
¥% /TH or #zf8l /AL)) or (5 ¥7/TH or ¥ /AL))) and ((F#Bli1k/TH or FilcFiik /AL)) or (Bilk /AL or 7l
/AL))))) and (PT=233%#kbk < and CK=t ) 17 f

ZOEPEELRLIENY FH—FTBML2
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Clinical Question 6-26  OABETH « BE—d. 131-7-Ya ke

A1 "5 —2 32w 5FEPEBICEED LS
BHADN S SN, ¢DBEARHIEOLDOD

i
3

=]

QI 1=75—2aVEEETFHTHD, BRANPOSRE - XFAlR, 33125 —
arvihrbBEEIRETL, HikzHIFTS (JL— K 10).

OII 1= 75— a @EBclE, XF8, A vF, EFRASEADRELEDER
=ZR9 % (JL— K 2D).

o &R - en

T2 —a yEEEZOMNGKOBIRZ RS S,

W@ TEFYR

HEATIH NN - 2R ZEME XS EOMTREEL 2T 5. 72, LREMETIE
SEVRIZ X o THRAENRRE 2 AEB D L. FERE LI Z [ U < LTI b iaEkiE 2 & 72
o0, FHROARRELDY, a2 —TYay, HEEEPHEE 2.

REEFRCEDEEE ORI T b KR Mo T EBI D H ), SaREERE - (ERREIC LD,
FERROHT, WFHORAE L % EO72D DO TR OMEFE, /Y a ¥R IT B A TB D
PR, i HAERBIEE (F—F 724 F° Ly v F v v 8, RF v % L) 2855

JEak, VUIBHRREIC miBERE S 2 & 729 M A tE ISR A LAE (ALS) TId, —EfRomihH, [REK
EHOREEN S —EWRR N, BEERERE (RoL % L) 2vicaia=r—va v &2fy
VIEFIDZBIME SN T WD, —77, BFRU/NNETE - 2R Z e Tl B ERHRER R 1) 30k
FUR, FEEMET 2 812X, BEREERKEDO AT DD OMEN - EEIELHER T & 2w iE
Bl nie, BEGLEZERKBEOFMMHIEWNEEZ Z 0% v, 72720, RSO ENR AR EEE) 2%
EIZANAA v FOTRRIEIEOHE, METUREZLZLHHD. FRPWAME - £4
TLEMRE TIX Y ¥ FEWER BHENIEEIEDSR 2 55 03% {, WIS T B ANAL v FE LT 74
YIH=AAL 9 FTHRERENTHL (TETVALANIL V)2 Ly Y F % v b Ver3®IZIZ"E R it
BEDIE R E R S N, RRO D 2 BHENOENZEI T LB H LN TS (TETVA
LI V)2

1. ESmEREDEARH

TRTPWS LR E 2 B L THRIICEAT S 2 LD LW ERRS v, SAfTilins
SOYED B DA, RIHBERER AR RGEE) 2 &1 X 2 B R RERE O AT I X 0 IRk R
TE AP, T A &R & TN 2 58E R U T B CREEBLED TN T 2 5121, &
BREREOEA L o TREMN 2R IHFTE T, BEIFIEEZEE TS HINEICES

v 2550

NN - W@ o



6. 8K T 7

HBWI DLW (TEFTVALANIL V)Y BEY, BEF RN EDE ) a3 a=r—
T a v (NZBIFO720 OB, Yes-No ZIEZ2 720D, FOMEY) OERZ(LZZT2VOD, LiER
SN 2 L 2R L7200k L) 2RO DH, WEERBARERD 2597 L ERLT, B
ZHHCER - HCIRET 2 BAZIRMET 2L OVEALE L. TEREOHCHE L 5%
W9, BEPDLELTLITHNPCRTLEVIEZ T VDS (TEFTVALANIL VIS

N ot

1) [THEEREEHERMERE] BATA P74 Y http://www.resja.orjp/com-gl/ (F#HT 27 £ Z 2016
F12H27H)

2)  HEEFRIg. FRNMNEYE SRS S AMTOA A v F8E L. H95% & ST 7 2007; 12 (11): 58-59

3) MBS, MSA, SCD D AN AA v F D 7oy, #iw &AL 7 2014; 20 (4): 19-22

4)  HEFR. EEREDORIER 4 v FomG. FR/MNVETEE Y = 2 7 Vg, 2015: p.190-192

5) HIM¥FFIER. BEMLEREOLIEEZM S . #5H L L7 7 2014; 20 (4): 15-18

N Bms - sEICLEDRER

PubMed (#:%% 201641 H 28 H)

(("Multiple System Atrophy"[Mesh] OR "Spinocerebellar Degenerations"[Mesh])) AND (("Communication Aids
for Disabled"[Mesh]) OR (("Dysarthria"[Mesh]) AND "Communication"[Mesh])) Filters: Humans; English;
Japanese 23 {4

Erhis (BF 201641 H 28 H)

(CEBNIZEPESE / TH or 8/MIMZEYEAE / AL)) or (2 RIEZEAHE / TH or 2 RiEZEAHIE/ AL))) and (554 T
324/ —varyIq F/THorEHMNII2=r—Y a3y A F/AL)or (T3 2=4—> 3 VJE/THor
a3 2=/ —3 3 ViE/AL)) and (B2 & BRI/ TH or BE#%/ AL))) or (F§ 3 FE s/ TH or Hi 5 FE5E /AL)) and
(332=4—Y3a¥/THor 23 2=/ — 3 ¥/AL)))) and PT=5#5#KR < and CK=t }) 27 fF

(3CHR 2,4, 5 13N B —F)

ZOEPEEL LA N P —FTENL7z
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7. UNEYTF—=Y3Y - Bt —EXR

Clinical Question 7-1 DUNEYT—Y 3 —a, B3

BPEALE L CEDISTRBEITODHLVD, €D
hER IS

HE O/MRikFEEEFHEETZERPREREICH LT, NF2ARKTICHT BIEFFE
iz EEPHICTO &, PMERAPHITHIRETS (JL— K 1B).

N E=s-8n
BRI TEAE -« 2 R ZEHIE R 5 BRER 0 0 BAKI 2 WA R F ORI R IO W T IR
5.

W TEFYR

AN % AR E § 5 BRIV TR ) NS 2RO R R A Y Y HAR? 7
LEE SN TS, A ARIE 1~2 B/ x 3 3~7 [l x4 A, 70275 AONFITFH NS
YA, BT YA, PR MO MAT, BB AR, AR & DU O IRER),  FEAE R B
P2 BLE L7 iR E) 2 SIS %5 ADL #H, B D200 7 v TH#HE, J§ L FiE
O FBiZe & ThH o 72, dRIFIREEIL SARA, HATHE, NT v XEE, ADL 484 (Functional
Independence Measure) 7 E23SH VS, FHIMIZIE SARA, HfTHEOWEI Lz (TE
TUALANIL D)2 BHIMIZEH SARA, HATHEE L EET 6~12 » AR s Tz (ZE
FUALANI Na) ™

H BRI LT, 20 43/ X 38 4~6 [ X 6 HDO/NT ¥ ZAFEED, BATHE L7 L ot
Wb, T BBRTOERITHEERLIEE, WHCH O8RS Thd (TEFTVALAN
W) NG Y AR, R LTI CTOME, /NT ¥ AR — 7 EREE LT OME,
L L72IRD EOifr, €DIRETO FRZ ERRREllE, D FHR v H, ph i b, EHICA%
R CORBARVAINT VA L, BEOL NIV DR ERENHEHTH A
EDRIEEINTBY, FEHMELMRL 2V OHMEZ RET S EE T Ly, BRI H B
BB LBl A b TR ES5 2 £ 25T & % 9http:/ /scd-msa.net/rehabilitation/ ) .

—77, BEEMEIGRE BT AEMERBICH LTIE, NT ¥ ARE OBAT0 MBI B %)
RIEPHETEI 2V (ZET VAL V)Y BEE7 4 — NNy 7 2HWE L TREEOMA
WHEREEYUET DHEDH 50 HEEE 5 TlE v,

% RARBERIE T B FFIRE ORI BRI OV TR, 1FEAERFEShTwaRvy, EEIZIE,
FERIZIE UC R X 5 /iR S — % v = XA CK§ 288k 2 EiiT 5. X512
FRIRAHEA TS B &, Py OIS OB BT H12 & 0 BRI AME T35 2 L% niz,
NP B 27 i T R B PRl B DA & MRS 5 5.

NG N T 2 BN 2 TR iBR 05 P & E0dME OB IRz oW TiE, #ilh A
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DR BB ESHEN xR TH D, TOflE L CHFIMKH 2 8 3 720 O R 5478
O, BRICZEo72F TV ORE, Tu7 27 5 —OEFEHARELPVEMOMH LR ERHIT S
N5, HEEHVEHK TS X 2RO LN AYAE, WHMEIHoOEALEET L. &
ATIRELZ TR B BT R HSE O A 2 PR 2 LB P UET 5 Z L 2K L TRRT 5 2
ERH LD, WiERIZE T AE %\,

T/, EMMBANONEE~OIED MEAAH LRI T 59 2T, BETHL. T4hbb
AERRF ) N ) T = 3 v OBITTR, BIRREOAB R ST LT, AEEISEE
Y, BETLIEICLY, AEAHEL EORRK, BERIEEERO T 0% 5T
HEMEDH 5.

N et

1) Ilig W, Synofzik M, Brotz D, et al. Intensive coordinative training improves motor performance in degener-
ative cerebellar disease. Neurology 2009; 73: 1823-1830

2) Miyai I, Ito M, Hattori N, et al. Cerebellar ataxia rehabilitation trial in degenerative cerebellar diseases.
Neurorehabil Neural Repair 2012; 26: 515-522

3) Iig W, Brotz D, Burkard S, et al. Long-term effects of coordinative training in degenerative cerebellar dis-
ease. Mov Disord 2010; 25: 2239-2246

4) g W, Bastian AJ, Boesch S, et al. Consensus paper: management of degenerative cerebellar disorders.
Cerebellum 2014; 13: 248-268

5) Keller JL, Bastian AJ. A home balance exercise program improves walking in people with cerebellar ataxia.
Neurorehabil Neural Repair 2014; 28: 770-778

6) EI—HB, MEREEY] BRI, FRUNME TN S KBS U N E ) 7= 3 v ol AT
R AR I MV AR BORRF7E33E BRA TR R BCRRT 7835 MB) AT O BRI 2 B 5 2
AAREIERE PR 27 4REEARNS - /0 IEREZEHEGE, 2016: p.15-18

7) Clopton N, Schultz D, Boren C, et al. Effects of axial weight loading on gait for subjects with cerebellar
ataxia: preliminary findings. Neurology Report 2003; 27: 15-21

N #%x - sBICLEDRER

PubMed (#:%% 201641 H 6 H)

((("Neurodegenerative  Diseases'[MH] =~ AND  "Cerebellar = Diseases'[MH]) OR  "Spinocerebellar
Degenerations"[MH] OR "Multiple System Atrophy'[MH] OR "Spastic Paraplegia, Hereditary"[MH] OR "cere-
bral cortical atrophy"[TIAB] OR ("Postural Balance"[MH] AND "Cerebellar Ataxia"[MH]))) AND ("Physical
Therapy Modalities"[MH] OR (rehabilitation[SH] OR Rehabilitation[MH]))) AND (Humans[MH] AND (Eng-
lish[LA] OR Japanese[LA])) 168 {4
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Clinical Question 7 -2 DUNEYT—Y 3 0—h, {EEEL

FEREALE L TCEDSI S TRMBEITODHLVD, €D
hER IS

W 05N AR EDEFIBERB L ADL HBEMEABDET, ERHINATST
2 Elkl), ADLEEHHRETS (YL —K 10).

N E=s-8n
BRI EAE -« 2 R ZEHIE R B VRS 0 BAKI e WA R F ORI DO W TR
5.

W TEFYR

TNV - 2 R EBEMIE (ST 2R L LTIE, BILotiiES), ADL ##%, 3R
B BB T HN D, SARA 28 15~20 ;AL EIZ7 5 & ADL \ZSZREASH 2 I A%k 720
FWEd B ADL (B L2 BEE 235 2 L1250, ADL OWENE SN L W HEMEITRIE &
NTWE (ZEFVALNIL V) 54bt, BEOWRSFEIIN UT, MAESEEER:
28 > TEED, AEZD QOL D/2DIZERD S HIHEHRBINTH L h%E, BERARRKIE
WCHERR L 729 2C, TEEREO B ED L LENH L. 72 21E, M UVEBEOBR DD
OMFREF D TR, —BIICBRIEMNOEBCWAATH LS. T3 ) OFHRLBEDIGH,
DffiF L, e ORI UL TRE ZOREREICB T 2EETFIHOME RO SN 5.
FARICAHEEICE L CIE, BIEHEZT TR, BIEODOY — R RODIDRA T — 72
FoRMEOfARE, HINIROBHZDDODBABEZETS. NV aroffifizix, 79y
T B OSEEDORIE, 54 T IABIEDODF—FK—FH—F, FJFv 7 RK—Lofl
M7 EDPRISEOHEN D 5.

PR S HNTE 72 FEOEGRAMICB LT, BT 103 2 %4 2 L5
L7200V T = (TEFVALANIL V)Y iiEso#ME & LT, ) —F 8D
MR T4 v, W, BFE, RZSKR=F, HRIESAREML L7220 T AEEOHE
EH, BGTIIFERSNDD, AREICE L TEWETIE 2.

F72, HMMEMOMHEENOIRLEL NMEFAELENT 29 2 THEHETH L. TabbAt
KRFHE N T = 3 YORBRICERESLHEK, M VEIER AREIMERE ORI LT,
ML/ EZZ, BRT5ILICXY, MEAHKOBER, MHLEEFHoFRHch o
LB REEEYD 5.

» 260 »



4)

5)
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Miyai I, Ito M, Hattori N, et al. Cerebellar ataxia rehabilitation trial in degenerative cerebellar diseases.
Neurorehabil Neural Repair 2012; 26: 515-522

Jain S, Dawson ], Quinn NP, Playford ED. Occupational therapy in multiple system atrophy: a pilot ran-
domized controlled trial. Mov Disord 2004; 19: 1360-1364

HIH—RB, MREEY, EARZEWIZA. FRUNNEMEE S 2 EEF N ) 7 — ¥ 3 v Ol JEA 7
BRI e BB A HER R B AR ORI ZE 92 BEEUEp BBORII TR 33, SEE) JCIAE DB IIRIC B 5
AAEGEIE P 27 AR REARES - 0 4EmE R, 2016: p.15-18

Manto M, Godaux E, Jacquy ]. Cerebellar hypermetria is larger when the inertial load is artificially
increased. Ann Neurol 1994; 35: 45-52

Hewer RL, Cooper R, Morgan MH. An investigation into the value of treating intention tremor by weight-
ing the affected limb. Brain 1972; 95: 579-590

N gmst - sEICLEIREN

PubMed (#:% 20154F 12 A 29 H)

((("Neurodegenerative Diseases'[MH] AND "Cerebellar Diseases'[MH]) OR "Spinocerebellar Degenerations"
[MH] OR "Multiple System Atrophy"[MH] OR "Spastic Paraplegia, Hereditary"[MH] OR "cerebral cortical atro-
phy"[TIAB] OR ("Postural Balance"[MH] AND "Cerebellar Ataxia"[MH])) AND ("Occupational Therapy"[MH]
OR ("Activities of Daily Living"[MH] AND rehabilitation[SH]))) AND (Humans[MH] AND (English[LA] OR
Japanese[LA])) 17 f
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Clinical Question 7-3  DUNEYT—¥3>—c. SEEEEEL

Sl REAE L CED S S TTHRB T OO L LD,
¢ DEHRIS

HE OFBR/NRERE - SRRBWEOKAMBZTREZICH LT, SEEERENTON
iz 3P, BANAREERPZOMRICET BRI +ATIIERWL(JL—F 10).

N E=2.-8n
HHNREMEE - £ RMBMAE N3 2 SREE R0 BRI 2 NER Z ORI R IZ oW TH
3 5.

W TEFYR

FRUNMNZ TS - 2R/ EEM0E T, PR, S, TEESomMHOMEIC LY, ¥y FR
T, WG, AUE, ) XA, B TORGORS R EICEREEA LS. BRMICIE, BETEIC
BRELILESB LD L, WoK DEFTHE, VALRFORKLEZ 2B %17 .
IREINZIZENRE R R 2 B0 2 A D H D (TETVALNIL V)Y Sh S ORFEOBGEICE L
T, PERHOBRORT, TEF Y AETHTIEEV. BFEOLDOMPRFRED -1, A
Fa—%ffisTay 7OKIIESRE —EOM S THIME I B R 74— Ny 27HBICR 5.
HEBREOWMEHOME & LT, HROEZW- ) IEMICETHER) X288 b1Th
N5, REEEENEE L 2 ) SEEHREAMET LA, MF o S0 WL 6508
YD — AT, 7, A4 v+, BEEERELZE, RBIOSUTRELZII 2 =7 —
Va VB TEOEADEET L. HHOZOOMECHENLAMEORIE 21T 2L E
FEEE L ORBELREEHOVOEDOTH S (CQ6-26 BH).

—J5, NSRRI RE IS b B Z E B WS h>TETWAS (CQ3-10, CQ6-20 ).
TIa=F—varvBEOERELT, MEOMEIZTT%R, cerebellar cognitive affective
syndrome (/M PERRAMEBYE R D BT 2 LELNH 5 2 HR/NNEVEE B T b B TH6E
BEEDRI SN TH Y, SERBGERCHMENEEZE DR TR E L EEL) 57

N ot

1) Yorkston KM, Hammen VL, Beukelman DR, Traynor CD. The effect of rate control on the intelligibility and
naturalness of dysarthric speech. ] Speech Hear Disord 1990; 55: 550-560

2) Schmahmann JD, Sherman JC. The cerebellar cognitive affective syndrome. Brain 1998; 121: 561-579

3) Bodranghien F, Bastian A, Casali C, et al. Consensus Paper: Revisiting the Symptoms and Signs of Cerebel-
lar Syndrome Cerebellum 2016; 15: 369-391
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N st - sEICLEDREN

PubMed (i3 2016 4£ 1 H 7 H)
((("Neurodegenerative Diseases'[MH] AND "Cerebellar Diseases'[MH]) OR "Spinocerebellar Degenerations"
[MH] OR "Multiple System Atrophy"[MH] OR "Spastic Paraplegia, Hereditary"[MH] OR "cerebral cortical atro-
phy"[TIAB] OR ("Postural Balance"[MH] AND "Cerebellar Ataxia"[MH])) AND (("Rehabilitation of Speech and
Language Disorders"[MH]) OR ("Correction of Hearing Impairment"[MH]))) AND (Humans[MH] AND (Eng-
lish[LA] OR Japanese[LA])) 3
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Clinical Question 7-4  QUNFYT-Y3>—d. BAKTES

BRIEETMEAL L TEDS S TTHREBEETOOH L 0D,
¢ DFHRIE

OFM/NREMRE - SRAZWEDCERETREEICH LT, REMEMRPHKEED

(o) BHEQRVREERBIREBEOHIFZIERICLAED S, BHEOIX, RBOIX,
/-3 RVEBPREMSH EORHREDNTAZ, BHBED QOL ICHEELDD, TH%

EPHB(JL—K10).

N E=2.-8n
HHNREEE - 2 R BMAE IR 3 2 AN M0 BRI 2 NER Z ORI R IO W TH
H3 5.

N @t TEFYR

BRUNMRZTEE - 2 REEHE T, TTEGORIEoME. S, WEPeEEmMI b 4
CIEHNCSREAVE U2 2 EhB v, F72, BERL T2 O AN HHES) S, AFEh/E 5 Ak
THREICDHEE 52 Twh.

BAWFREEICTTAMAL LTIZEAETORENILE 2D, E L BB 2T 5
ZE, R T VAR R M) 2 E AR AWREICOLR LI E L. TR
Z T Chin down (BRI, SR LR HHET, BLORELRAEFRESLKGTD L HHDE
RE2f79 (TEFTVALANIL V)8 IS REREBEL LT, HOoRhTELITRNY
—%3D, LEZRBBEBVWHORY — V2RO DG EVHIFOLNLH, FRORTEEIERT
LTI, BRI ERRE TCOEHENEORIEZ: L, 84 OUFH IS U738
#I19 &, BEPER - FRICE > THME 2D 25720, TEREAR Y 3w, F2, 5
BB OEH LMV R PO 70Oy 7123 AR E L LETH L. W FEEsr L
FABY 70 FPA T RAMEDSH O e B5 i, R RAER B D EIUKICA S (CQ6-17, 6-23 H )
(ZEFVALNIL V) 72720, ZOATHEDELALED QOL NOHEEN S, &
BHEOMHIBEICANS, AAHERROZLMEZ, TEREHALZEDIE Y — R
T &, ERERAD G FIRESRNT WD T b, BN R B Z: EOEIHED WS
R, A OREBITH HREORGENWEETH S, T2, LRMEMIETIE, &7
PEARILE (2 2 BHEBEOLBBORE S LETH 5.

F7z, HMHBMONEENOIRED MHEFAMLERT 29 A TEETHD. Tobbit
RRFHE I NE Y T — ¥ 3 Y OB EE % IR ORI A FRE O H ) H O BIRR et 7 L8
REWCHLT, A#EZEREEZ 2T, BETAHI LX), AEAHEORE, MBS
fii, RMETBIC L OB HEED D B,
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1) de Silva R, Giunti P, Greenfield J, Hunt B. Management of the ataxias towards best clinical practice. Lon-
don (United Kingdom): Ataxia UK, 2009

2) YEPiGA, MESCHE, PSRN YE OB - WETHERE & JI7E. MEDICAL REHABILITA-
TION 2008; 93: 31-36

3 WIARMZ. ZRMBERREDORE - W NS & 2K, I I 227 — 9 YREY 2013; 30: 89-94

N & - sZCLEDRER

PubMed (#:%% 2015 412 A 30 H)

((("Neurodegenerative Diseases"[MH] AND "Cerebellar Diseases'[MH]) OR "Spinocerebellar Degenerations"
[MH] OR "Multiple System Atrophy"[MH] OR "Spastic Paraplegia, Hereditary"[MH] OR "cerebral cortical atro-
phy"[TIAB] OR ("Postural Balance"[MH] AND "Cerebellar Ataxia"[MH])) AND ("Deglutition Disorders"[MH]
OR "Feeding and Eating Disorders"[MH] OR Deglutition[MH] OR Eating[MH])) AND (Humans[MH] AND
(English[LA] OR Japanese[LA])) 53 fI:

ErhsE (32016451 H 7 H)

((CE BN PEE / TH or FFREMMZEMEE / AL) or (% /A2 / TH or 2 /M ZEHiE / AL) or BB E/INZEAIE
/AL or FEVEX IR/ AL or (PR RRM-E {21 / TH or FEEH -85/ AL) or (K837 © A /TH or /NT ¥ A
B / AL) and SEB) 2 FAE-/ N/ TH)) and (G AFERERE /TH or ARKEE%E /TH or #£/TH) and (U /N E )
5—3 3 ¥ /TH) or (SH=#E, U /N E ) 57— 3 ) or (8 F Jk/TH or 1 F i/ AL)))) and (PT=2 k5K
<) 631
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UNEUTF—Y3Y - Bt —EX

Clinical Question /-9 @Y —F 2—a. TR

FEERE (IREHR) SHa58E CZITHhh s —EIC
FEDESEEDDHBHD

[@
L

o

OFR/NRHEME - ZRMEMEISHREOE—RIEE#KICSENTEY, 2HR
EREBROMRERS.

N E=2.-8n

2015 4F 1 F & 0 fadr SN Z-H9REIc X 0, B S B R E 7 LI oW THIR S 5.

Wms- TEFYR

2014 4£ 5 HISHAL L, 2015 45 1 HHfT S sz THER OB E I 5 B2 B9 % s (3
) LISk, EkIFEERE LT 10RO RIS, £ RMEME, BB/ D
HINTVD. BBPHR22TAETH L HPOEREMT L LT, EREMEONRE 2 5IEE
AT 110 IR A B 306 ok & 72 o 72, HEREICIE 300D Y, ORI R BT EOR
BLEEOEOME, QA - BENZREHREMEOMMAORELE, GOFEROIMFOMME & 11
KBMDI=DDORHEDFETHH. QI LTI, RN RE R DERONTIL, B2 HH
DIHG, BRFLE, FHB L OZ0MOEH, BEICBT HHE LOEREB X Z0EHEIC
PO HEEZ DO FE, e 72X~ O ABEB & O F OFAR IS H5G € O F i
Tl LT, BiMEE, MUY 7= a v, [ROREEE IS, MRS —
YR, W#ETHHMERE NETFHHMINCY F—2 3y, HETHRSHESIIEECTH
5L

A OB EEORIERT IS HIGE RS, IR HR IR AR AR S L IERFBBR R S5,
RO, NBERIELT L5720, ABRERTDH I EEREOEI, ERERO
HOAHM Y, S Z0BHEOAM ERABET VW HE 25, 712720, BHEO 28 (BINE
HO—HHTEHEIZ 1 E) A, AHERAEI VIERVWEAE, 28 (F231H) &5, 72720
N T g3 oBME ERAFIL, Fiffc2r2b 59, H 1,000 HTHh 5.

ECHER R E I ABEHE (bW L A8 b AR) 1&,  HRGE I 23 B B R s B 7 &
T, BEOOLNLHMAEMEHTEEH L TEBL TV,
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N ek

1) TP - WREIRA A N P27 4R 1 I, AR IRBREZERT, 2015

N & - sZCLEDRER

Erhit (M 201641 H 4 H)

(B RE/NIMZEE / TH or BRE/NMZMENE / AL) or (% i / TH or £ RMZEME / AL) or KB/ NN ZEHhE
/AL or FEVEL KB/ AL or (PR IFREE-E(R 1/ TH or SR8 =/ AL) or (8% T A /TH or /NT ¥ A
5 / AL) and JEBJLHE-/METE / TH)) and (E9 /TH or 8 22 $E5 / AL or 552 R # / AL or Fe /8 /AL) and
((BEHEHRBY /TH or IRHE BN/ AL)) or (B R /TH or HBIE/AL) or (7 - fHLFE%R/TH or /i - ftki¥ds
/AL)) or (U ZEHE Y — & A /TH or MU IREEHE — € X /AL)) or (#L&HRAL/TH or (#h &1 /TH or #1:
AW /AL))))) and (PT=53ik8k <) 75 1
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Clinical Question 7-6 @ity —FA—bh. BEERATIES

EEERGIRAICIUZITH/ NS —EXICIELED X
DIEEDD H B

OEEZAUZHED—WBHREZN, FH25F4 A 1 BRUBEBRAIREL
LMHPEEEN.. BEEOERICHKRFVEMS N, BRBEICLFHRESETF

g RZFLLES TOEBEEBUMY —EADABEHINB KSICE -7, BEEEON
"’ B EEREER D AFT, HEeeilliE, Bz - miiiEL L, EEEIPOSMERE TZE
ZREY—EADZITE5NS.
.
N &= 8

REEH G SRIEIC L D it SN B FEEMALY — E AR SOV THE S 2.

Nms - TEFYR

P25 4R 4 H 1 B2 [RSEE HV SRR 2 [BEERESHRE] L), MERFOER
ZHERAESEM S, P26 424 H 1 H2 S HEFMAEDONREDIKR, 7T H—2DT
W—THR=EANO—TAbL R EPEREI N T 5. FEERALY — A% EOXG & 7% 2 BH D,
PR 27 4R T H (B RFE M) T 151 A5 332 F & o7z MR HRBEER TIRE
F72% S TOREERBD ONTZERDZT SN D, PR 22 4E O SRR EZ FIRO PR IIHRE
ININZEPESE T 53.1%, ZRMBEMIET 47.8% Th - 72, BARN L - 2121F, it e L
T, s, HmERIMAE FATIRE, Rk, Ak, BEMAPT (Y a—-hATA),
HERCEE Uk, WRAPTSHE, MM AIMRD D S, RN L LT, ERANE
Sy (r7dR—a, PR264E4 ] LY 7 V—Tk—212—58Mb), HIZARE BReIH), B2
i CETEAIRE) , BROFRATSCRR, whormkibe ik A B R HIZY), sborakie i B 8 R AL, Jt
FAGRB) (V=7 R —2) 3% 5. MITIZHZSHRERRLMZE B2 Lo b2 5 2 &
T&5%.

N ot

1) JEAGEA AR — L= http://www.mhlw.go.jp/bunya/shougaihoken/service/naiyou.html
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