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HAAIC$H 1T 3 SCA27B DEEFHEE % fREA

BEMIZKFZHERRE BE-F2ER SRR FERE. BRZHBEARTE - HEFES
THEREHE., BRESHER. ARFAEREFHARE BT ENCIEFHE RAES
B, ABEBRFERFREZHR SMRARFHRE KOMBEAEZIR, REB—BHIR O OH
TII—T1E IBNETRE L D 1 D& L TREME S N7z SCA2TB (FGFI4E=F D GAA
JE—MERARE) (COWT, EEFHNRETHO/NNEREICEEL TWSEAADSE
EIAL0HFIE, BELTWAWLWARA 1,022 flZERIC, #FED PCR Z#HW-REEL
FT/RTY =T RBITEGFAL TEMICRET L. BARAICE(IFS SCA27TB DEEFHI
B, BLUSCA2TB DFEED L EWVMEICOWTOHF /AR ZRHEL L7,

AR AEIL [Journal of Neurology, Neurosurgery and Psychiatry] (CIB8EF S £ 7,
(B4R 2024 ££5 B 31 H 8 &)

MERRDFEAL >~ b

® FGF14 ®) E— MaREFIE LT, UMY 7Ly b GIEE) EBFITH S GAA UL
N GCANBHEEICER SN D, GCAUE—FRIZ. GAAU E— FR LY EWMEAD
HHH. GAA YU E— b elFRInRFTFERA DNA ICHEK T 2 IEHEIIECT I TH %,

@ VE—FAERELTLWAWLWTLATIE, UE—MRIIOERIZHEDT / LEEFIZEL
PEFEELTHEY, VE— MERZIHI T 2HMENIREIND,

® TNETGAAUE— AN 250 EIZBR 2 EHEEBHREDY RINBRICELHED L
EZHNTWEA, SRIOKET THRED L = VMEIL 200 [ERRE & "B S 7z,

MRER

SCA27B IZ/INIMEFAFED—BL & LT, 2023 FICERKD IO THESNF L1z, ZDE
BRIV E—-MRFE 2D 1 D2THY., FGFI4BIZFDA > FAVEBICH S GAA BEEHIA
& *%“SOIEK LWETERL TITLATLWEEZA, 250U EICHRET 2L, REEZRET

EEANBERICEES L IN, KT, EBIEE N SWEELEEZONTWET, &
_%#\Eﬁk?;@Ut—F%W%ﬁNT&%L(MAH%@%@#@ELTb%;&
H% L, EARBIDENCSWVERLTWLWRERBEREBBRLTVLWDZDONZDOWTIE LKL
bhoTWEHATLE,



0« BEETV A S 0 BB R SRR

Y
YOKOHAMA CITY UNIVERSITY —.J;— HOKKAIDO UNIVERSITY HOSPITAL

Press Release
MERE  AARRFEI 2024 &5 B 31 H8KF-31 BT

SEANEN

AR TIE,. BEFNRERRFTHO/NGETE & ZHSNT-BARADEEI A 460 f&
AEERICEBELTCOWAVWARADY FA—IL 1,022 flEIHRIC, PCRR—XDFE£E, A
VIV =R =Y —D1DTHDIST /RT3 %A EDE T, FGFI4:&
EFVE— bERINZ®RETL £ L7

BAATIE GAALANDY E— FEEFI & LT, £I1C GCA BHIMREZE ICA LN E L7z, GCA
VE—=MIGAA Y E—F L YRWMEAAH Y, €KDY E— MERFDEZFICHTIEDH
5 EmPESNoRlgEEAEZ oNEFT, LHL. GAAUE—FbE GCAYVE—FDAREB L
% 50kb DFEIH D DNA EEF % IS & 2 A, GAA EZhll& GCA E2HId R4 mES%EH
B DNA A HieZ > 72EFIE‘LTH Y. mMEFITH S GAA BRFIN S HICERL7-H D
TlrAEWZ EMNTRENE L, BIZIE U E— FERIIDOERIC rs534066520 & L5 L]
NOWIEENH Y, COBEEFIARKE T (FIv) chVFET, #Bitd 5V E— MEEHIA
GAA DIFA, T ZIFARDES] (T) ICh->TWETH. %k 5 Y E— ~EH GCA D
G ZIPA(TTZV) ICEfkLTVWET, ERICGAAYE—FE GCA Y E—bT, i
BICHFEET2EBEONRZ -V ABRLEZHUIAEmAD Y. 25 LEMRIIZ L DIHFE. £
nEnnl e— RN E - TW B REER DNA A5)4 @*H?EL:EEI%E?% e LE
ERS

BEHEOAV IO LBICBIT D, FGFI4Y E— FEETIDO DT EFARTHD &, GCA Y
E—MMARIZEEFH O PO LHTHEEEZ TG, MROBRL LV E— MERTH
ZEDNDHMY F LI £72GAA Y E— MREEFIIC DWW T, 200 B EICfE L 7= GAA
BN EER CHERICSHEICFET DI bl ERERED L EWMEE LT, itk
AN TWZ260E&LVEL, 200 BIFBETHB Z & bh ) £ L7z, £/, GAAUE—
kA 250 BRI EnfRE GAA U E— k2 200-249 BlOFHREIEZ, WINEHERTOD
rs534066520 #° T(F 2 ) TR LH%F A DNA EHETH D ATREM 2 335 L. 250 Bk
DR & 200-249 IEIO)@EUM‘;&FWTH?]%@@TK%E’J*E%75@“Za EEmRELETS,

FGF14 ) & — pECFIDMER L TULWAWEA, U E— MRS DO ERTICEE OEHIZL (GAA
U &— FEEHIDERTD GAAGAAAGAAA & W5 FEF A Rk L T, TAGTCATAGTACCCCAA &
WD 17 BEDOEINICEE b 5 & WIS EIIEAL) BB D EDRKRADYT / LOBERHN S
BEInTHY, VE—PRIDEB > TERELTLE) DZHSCUREFDEIITH S 1]
REEMAEZONTVWET, ZOEFIE. SERE LI-BRADY E— MERARWT / LT
HEAKRICERIN, REZHEZTREoNZbeEZoNE LT,

SED#®ET T, SCA2TB L 2WaN/-BEIADS B, HEDERBFRENL & LME(Y K
— M 250 B E)EBRX AN 8 AL UE—FL200 B EZ 572 AN 14 AWE L=,
BAAICHTS SCA2TB DIEE I FEERED L E\WMEZ 250 RIUETEZD L 1.7%TH
. KB (ACRRICEYERY A 13-61%EMESINTULET) ICHE~EEAEW
EEZLNE LT,
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K1 HFEAAY FA—LEMREADBESAD FGFI4 VE— RO+ —2—7+—N7AY b
ANlE. ZOWBD SHEHRKT 2 FGFI4ELF% 2 2F>TWADT, FGFI4D Y E— RIS 2 2% > T
W2, ZD 2253V E—tDo5b, 12AERBEMRELIHEICSCA2TB 2 RIET 5, ANIE, FGFI4Y)
E— FOEVWAAPEED L0 EZBITVWEAICOVWT, ZDRINE T+ —2—T7+—L7Ay FTRL
72 2205 BEVWIE—FRINZTLILL, RWIE—FEEINETLIIL 2 EIFTWDS, 77 7 D
FYUE— PR ftEEIEADY E— R, fitd 1 TIC2E—AD Y E— FEAIZEL DRICEA > Tk
T, VE=PFRORWVIBIZCTASEAEFTCRRLTWS, BAADY FE—IL E/NRKAEDOBE X
ADTLILLIE, 1 fIZBREEZR) - FMZBATELT. 20 1HlzREENY £~ MBRINFIE
5 (B> 273 LIRIRE) % GAA Y E— hE2S (B8) OEBERNICK > TW5, BARADY bA—IL &/
KFAEDBEIADTLIL2%R% . GAABRES LY. GCARRRY (FLroE) TUE—FRY
RWamA'H Y, GCABREMNZELLOER (HAAIY FO— L E/MHARAEEESAOER) II6
WTH, BEDOLZEWED 200 @]2KZELBRADLDNEZCREoNSE, GAA BREFOERIC GAA B
fegle U > o 55 (FEikt. rs534066520 NAKDIEETH S T I >TW5B) A GCA BREFID
BERIIC GCABERSIE U > 7 F 2E5 (Frea, rsb34066520 A A ICZLLTW3) AEEL TH Y., GAA
fRRECS) & GCA BREINIERI DML REEMAR DNA ICHER T 2 ATREMLA TR I NS,
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A v XL (95% EfEXR ) pfE

GAA JE— 22503 - —— 6.012 (1.802-21.03)  0.005
GAA JE— bk =200 B —e— 6.385 (2.246-16.18)  0.0001
GAA-GCA IJEE— | =200 [E] *ﬁ* 0.8010 (0.4558-1.399) 06
JE— b (BFRI49) =200 2] *?H 1.385(0.8764-2.212) 0.2
I | 1
101 10° 10" 102
#Aw Atk

2 FGF14Y) v— MECHI & /MK REREDOREEIC>WT DA v XL
GAAUE—MAEA 200 BUEICHRDZ E. BEICKREDOY RIS X 5,
GCAVUE—FMERETIERED Y X7 ICENR LNA L,

‘%’?&CDEF#J
APRICE Y SCA2TBIZH T2 Y E— PRI, BLVY E— b EERBOBEEAN RIS
7Y E Lo AERBDOELFHIEMARE S & £ B2, SCA2TB D IEHELERFHIFZHT D 72
DICEARER (VE—MOATHEL, VE— MIRZHER L TV AE5ZHERT 2 0E
M) ZRET2HDTT,

MmRE
RARIE, EIMRRFEEANBRERMRRAEESE (AMED) BAMARBERIAREE
[REFERBOAY 7Y — P/ 272 RBRIEGI DR FARAKE  BMAER) |
BEEHEREHREMBT AR BBERMREER ESLBEDERKE, BE QOL D
[ LEICET SR AAZMRES, REMPREME, BLUOBERIRFOXIEE
RIFTERENE LT,

ECB AR

2 4 kJL : Complete nanopore repeat sequencing of SCA27B (GAA-FGF14 ataxia) in
Japanese

Z# : Satoko Miyatake, Hiroshi Doi, Hiroaki Yaguchi, Eriko Koshimizu, Naoki Kihara,
Tomoyasu Matsubara, Yasuko Mori, Kenjiro Kunieda, Yusaku Shimizu, Tomoko Toyota,
Shinichi Shirai, Masaaki Matsushima, Masaki Okubo, Taishi Wada, Misako Kunii, Ken
Johkura, Ryosuke Miyamoto, Yusuke Osaki, Takabumi Miyama, Mai Satoh, Atsushi
Fujita, Yuri Uchiyama, Naomi Tsuchida, Kazuharu Misawa, Kohei Hamanaka, Haruka

Hamanoue, Takeshi Mizuguchi, Hiroyuki Morino, Yuishin lzumi, Takayoshi Shimohata,
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Kunihiro Yoshida, Hiroaki Adachi, Fumiaki Tanaka, Ichiro Yabe, Naomichi Matsumoto
BEMES © Journal of Neurology, Neurosurgery, and Psychiatry
DOI : 10.1136/jnnp-2024-333541

SUSTAINABLE ﬁﬁﬁﬁk?—‘i\ TATOAE Ettﬁﬁw
DEVELOPMENT #4 %HXY A% [l et

GTALS Sicnsy R B3

FAREEREA

*1 INBRFRIE ¢ IS/ E M IIN DD —EBDFEFIC L > T, FITHDIHDE, HUED
BIRNGEFGORE, AN 0 EoGV L ZEICRALYVHEVWERLILYT S, AL
DIER & E 1o 9RER

2 ) E— MARRE CBEOEERINOEYRL (VE— MRS Z<IE30 6 6BEDK
BEazZy bEHIT, Ya—FEYTLYE—FELFEEIND) A E%fl’&ﬁz’(fﬁ“ Z{#
RIDIETRIESRISNDEEE, BEOBEREDKREREY ©— MEREVIAER
INTWLEN, ZOLZIFERHEBORERICED Z LMD >TWE, YE—FRALY
RWIE FHEFVE—-FRIAERDODRZ—V EBR>TERRLTWS LS BIGE. BN
THDBHIENZWEEZLND,

B3/ RT=Y—119FDYS /L DNABYOBEIFTAREERA Y F X 74— K- F
JRTHOR VS =Ry =0T Y —, F/RTELIENDE R NI EORE, E—R—

2N EEAFIML - DNA D FHBBT 2KIC, +/ RT7HPEDAENTZALEREZ /NS

BREOZEICE > T, DNA DIBEFRINZ Y TIL XA LICEITT 52 &N TE S,



