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BEBSLGV2E2ZEHT . HINGE HEBA
EEMNR SN (Sakai H, et al. Neurogenetics
11: 409-415, 2010) ,

—7. SCA3l OREMFICEL TIX. &R
ELTTFRALGRAMNZ L, SCA3l DEEEFER
FEI—FEEBETHEIA O FOVADEAE
RTHL-O . BENDEBDEEREZE-T
LEDTRHGEVEEZEZAOND  TDORERFLE L
T. EEGHEARS ZSTHATERAE mRNA [2&

5 RNAHEEEBDOHIIR. HEHVXRELEA
B KRB ADEEZELZNL T, hDE
EFORRELL (BROH. RT3/ 058
BRE) 2E-IAEENEZOND, £ZT
SCA3l DREICEAETHINESFERRT S
C & EBMIC SCA3l BEICEITHELTFHRE
DOELERBHICRET LT

B. HARAE

SCA31 BE3 &, BLUREREE 3 & (L
Tht B, F£H#1X65-73 %) OFKAYME mER
M52 RNA ZH#itH L. Whole Human Genome
Oligo Microarray (Agilent 1) ZRAWTEEF
REZLBREL-.AELERNHY TSR
BHEECFITOVTIE, IREFZHEOLT

(SCA31 BE. BREMBEZTLEN 104, 11
£). SYBR®Green Reagents % FAL\/= real-time
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FE i CER AR LA mER TREIC
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(TGGAA) n &#EETHEEND
serine/arginine-rich splicing factor 1 (SFRS1), &
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DR TEM > 1=,

LRDOEERIZ. SCA3l OFREMFICEHLT
[&. Friedreich &FAEICER S5 DK 5% gene
silencing FIXIBEHNTHIZ LETET S,

Sato  (FRELAIEEAR mRNA N F)LF> i
DA T RNA foci 2T 5 L E#HEL
T# Y. RNA toxic gain-of-function #F & X #+
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SCA31 OIS EIXIFF/MKIZBHELTWLS
RNKELRLE S, . SCA3l DREEAR
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EEFBHErMRERANE@AMRERBHAEER
EERIEICE T HREMRI

Target capture & KR BB FIFHTIC LD

posterior column ataxia with retinitis pigmentosa O JF[K & (= T#5R

SHEWRE T AR FORRFRFBEEF R0 R A ik = S B iR N

MRBHE M 1EZ FRRFRF L E T RO FER i B 22 i R
Bl BT FORKRFRFEEF R TR iR B F i A
=H# M RO RFRFEGE R TR et = iR N A
R RERE FRRFRFRR EF R ZER iR E S RN
Budrul Ahsan  HRURZER 2R E TR A F0RH i 1R = R B AR R N A
[T - FOR KRR FBTE F R SR iR R A AR A R
Hll BEF FERKRFRFEBEZRIZR R E S E R RN
g %R FIR KRR E R A 08 b ek R S AR R
%iE A R RFRF R E R A FE R AR E B R
EH 365 B TP e Ao R PR R

MREE

Posterior column ataxia with retinitis pigmentosa (PCARP)IZ# 72 B MR BT, EHERIE DMK
BFEEMIE S B REFEL TIERE THBELETL2RROBREN RSN, HLaELEEREEL,
R BEFEN 1932 IZREINTWA A, REEEFIIRHATH 72, 4E., K#H1rL PCARP JE
&2 R L., EEET21To7-& 2 A, BEED PCARP BinFE~DOEH N R Sz, AEHIZOW
T. target capture i &, R —4 P —IZ &k B KRBEHEEE SN 2175 2 & T FLVCRI &
BFICHHRT I /BB p.G493R 238D, &KiLIZ/2Y, 4 U ¥ 7D PCARP 5% TH FLVCRI
BEFEENFEET DI ENREN, FLVCRI 73 PCARP ODJERBELEFTHDH I LB RT I ENTE
o

A BIREN

Posterior column ataxia with retinitis

XHRIL, EHERIEDOMBEAREMIE & %
REMEZZ L. BRRAIC PCARP &3

pigmentosa (PCARP)1#& 72 MK B T,
FEERIE ORI AREME & %R REFEZ
FEWRE TS, BEET2RROB|EN
Sh, BReELSHEEYEL, KRERE
FEEM 1932 IZRIE SN TW D2, RREE
f5FIFREHTH -7 (Higgins et al., 1999,
Higgins et al., 2000),

AE, K HEHR PCARP 4% R
Lizie®, RRBEFERET H7-DDOH
REATT,

SNSRI, mBITWE ZIETH o7,
WL, RIEE Ok, £ EREE ORI 1
B DE S5 BITOWTHT 2T T2,

(R EE ~DEE)
AHFFEIL 3 B4 28 L, ERKFE
EFHHEREBZESOERBDO G &FIT
L7-.
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WESFENT 21T 5 7212, Affymetrix £ D Ishiura H, Fukuda Y, Mitsui J,

GeneChip 100K set T genotyping % 1T Nakahara Y, Ahsan B, Takahashi Y,
7-. =0 . SNP-HiTLink (Fukuda et al., Ichikawa Y, Goto J, Sakai T, Tsuji S.
2009) & Allegro version 2 (Gudbjartsson Posterior column ataxia with retinitis
et al., 2005)% A\ CHERE KL HEETE pigmentosa in a Japanese family with a
F TG A N v 7 % S EARAT & HEfT povel mutation in FLVCR1. Neurogenetics,
Lizb 22 51 Rkl $ 20 RAKICHE 1 Press.
KLOD A=7 1.93 L7z 5B AR, 2. FRE
%1 Rakofficon T, Bamo L
PCARP BEFEL DA ——F v 75

L LSS, BRFERIC OV TIIET gL

30Mb (ZE L, EEANOETOREFEIE
D FECHERFIBI TS Z LIXREE L
Zz bz, £O7=%, NimbleGen 2.1M
capture array # Fi\WCLOD A 27 O@FEW»
FEBEIZ D\ T target capture % 1TV,
Illumina GAIlx 2 L— > % BV TR
RSN 21T > 72, R, 3.4Gb D= v
THEEER Y - FEER LN TE, BH
£V — FiZ2WTik BWA (Li et al., 2009)
ZAVWCSHES hgl8 2774 AV b
41TV, SAMtools (Li et al., 2009) C
basecall 1T 7z, Variant {Z2WTCiX7 /
FT—arEiToltbt Il A, FIRIEREE
Bl LTEE 3 2D, 32D 6, BE
@ PCARP FEIBANIZBFEET HHDIE—
SDOH T, FLVCR1 ¢.1477G>C (p.G493R)
Thote, TAUIRZRRATHRGHEEZT O,
G493 IEEBHVANDRESINTZT I/
BThy, 2 br—/L 192 LEEIZIIFE
HEBRIIRD o, UEEy ., FiE
EiE#HT PCARP DFEERTHBL LEZ LN
7o

D. &&

AHFSE LMLz, AV YA PCARP 2
FH L. FH 1FRCBWT FLVCRI &l
FERPBDODI-EOEBE N EN
(Rajadhyaksha et al., 2010), A&HFZEE &b
2. FLVCR1 Z &) PCARP #53| & -3
ZENHESR I T,

E. IRREX
1. AXRE
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SEMRE ERKX FE

MR HE & BE. EmRmA., XE—AD
Wy R
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e

MREE

s EXEXREREEZMRHEERNESH
LEEREXEREERRHAENT LB
FRXERMRART 2 FABREMESS
DNA Fy TR R

RABREXEREFARBREMBZAR L 5—

ERHEMEMSADR T4 I—h—%FRTIENT. BELREFEOBMBKELLICT(/AT
LAI2&%d mRNA OBEHRBREBNTEZ T oIz, EEBRTHEICREITELTLV = mRNA [ Neuregulin-1
(NRGOAHY, SHE. EOMPREEY UM vF ELISA ITXY, MSA, BERRBE, A—FLU REBED

ZHREITHEBRHLEAS FRERRSUL o

A BIREMN

MSA DR FNLAI—h—EREBATEHNSH
TUWVEW, FRBRBEIERTH-OHI1C. KmB m
HREMWT. 947870 A12&Y mRNA OMAFEM F
BBt E{T>1

B. IRAZE

RERFTORNRIIMSAEE IR, BEE3 4.,
RADHEELTLS “discordant” —BRTEN AR 1
H MABE4RLBETIBETHD. 8. HABHE
ELT=. M &Y leukoLock®(Ambion)E ALVTH
mekz el . RBEBITATAI0FLA Whole
Human Genome 4x44K (Agilent)Z B (VT mRNA @
R RBMAEIT . REHMHBFIZIX
GeneSpring GX, Network fiZHTZi1d GeneGo £t
MetaCore (ver. 6.5) ZML\f-, MFD D NRG1 (E.
YR yF ELUSA RIZTRIELT-, NRGT f1iRE
[CIIHEELHLIOT. SEDOHRIIEABHEDH
EL.aVkA—L 14 B MSAEHE 1548, /3 —F>
YUREER 21 8 THS,
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mEREE L. BRICHEOEEEHALTX
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ITHATI5EDOEHL TS Up Gene (ZIEM#Z
49, WFF8 1277, Down Gene X JEM#ZEE 46, WF
fdl 1340 THot=, Ff-. MFLIEMBEM TRILE
BELDEDILSTHo =, DFELEMBEBTHE
LE=-BREEL5EDIZNRGI AHY ., BF vs BES
T p<0.05(t-test) . P ETIX 1.5 Ll L&, NRG1
mRNA OB MERBAENS BB Ihi-, LHL.
NRG1 1508 TlX. control vs. MSA T p=0.38,
control vs. PD T p=0.19 (t—test)IZBFEY . HIZHE
ZZEDENIE Mo, Network BT Tl JEMmG
B (BEFELEEE) TIL 34 Up Gene & 32 Down Gene.
WFE(BEHELEER) TIEIAHLEOEAA 15 L
THDELFD 28 Up Gene & 35 Down Gene TN
Tzo TDEER NS Up Gene (FHIRRIETE CHIRAIES
B§59 5L, Down Gene (YA hA2 " rEHA
V5T HIELHESINT,

PR RICHEIELTLVS NRGT ([, N Kifi#E
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