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BAGBR AR M (BHRER S
HRREMR BT 2R ENZEEE (548)

LRI FE % 3E)
WS &

SOD1 ZE ALS v 7 AR RNEESEIZBIT 5
2 WILESIKE S 0T 4 I 7 REH

ooy sk

T NE LR,
BRKFEYT

P, L,
HRE LR IR R R RS BT

AEinsEEr, ekt

75 8 S0D1 O B9 5 F M ALS |

protein 27 & aB-crystallin #[EE L7-.
FALEIaTYT) TORBRBHERINE.

WEEE
IBWT, BHORNEESETEMD LMK T T 2EADRIE &/ A
T2 ALS ET N~ T AL~ T ANLRBLEFHOREDE % 2 R tBEXKE L, ZloRo5n-&E
BHARy b&iEiEs a~< 75 7/5 07 LG & (LC-MS/MS) f#g#fr TRIE L 7=.
R LT ARy & LT glial fibrillary acidic protein (GFAP),
R REF TR T,

HIE% D ALS ~ 7 A2 THEM
vimentin, heat shock

W OERR b IR (7 b e

keratin,

A BFFEEH)

Cu/Zn superoxide dismutase (SOD1) DZEE|Z L 5
FIE M Ze M AR SR (L JE (FALS) D FAE (G & L

T EEEN T-o0FNEMESIRD. L

ML, B L7 SOD1 BENHREEL T ON,
SOD1 DEFEIT & & 72 5 MM LAEADOKR T O &
B - HH R RE DSR2 ERE T 200 L
TITARZHME TIZ/2V . FALS OFRREIZ BT L THEE
DR THEINT 2 EAMSY %, 2 RTERK
B0 T A I 7 AfRHTCRGT L7z,

B. BF e 5tk

150 BEROD h 7 AP > = & SODIM24ETT < 7 2
(D) & SOD1H20delTTFAC < 7 2 (DF), B L O E LT
FLAG fTANEF#£RY &k SOD1 A3 A L 7= SOD1'T 4 < 7
A (WF) & Bp47R4 C57BL/6 ~ 7 A (NTG) O2F#E (£
NEfn=4) ZHEEBLZ (B1). D~ ARIX250 A
W CHIE, DF~ 7 A% 140 HETRIET H7-, D

~ U AVLFEAER], DF ~ U A VI FIER OfRT & 2 7.

1% triton X-100 A& (150 mM NaCl, 10 mM Tris-HCI
pH 7.5, 1% triton X-100, 35 X OF protease inhibitor
cocktail), 8 M Urea AJ¥% 4 (8 M Urea, 4% CHAPS, 60
mM DTT, 10 mM Tris-HC1 pH 7.4) O4y# Zxt& & L

7o, 2IRTERIKEN % (TR ERHE & BB T 2 50 |k

DERDEHD ARy baiRiksa~ T T 7/48
7 NE B (LC-MS/MS) ST CRIE L7, DF v & &
SOD1** = 7 2 D E D FefZ kAL 7 T, B DR
e ARy ML CHEEFEMICRET L.

#HHL % DNA 8, B ESRS LOEHOEY Fu
WAL T, BRKFEOUZEEESTOEREH/T
INEBETFL T,

B1. D, DFRBEUWF & SOD1 DL I = L— 3

b NEFARY SODL 2 FLAG A% (IR) A fTA0L 7= WF 25 2 &1k
BT AHADIZRL, D& DFITHERTHEETDLEEZS
N5, EOESIIREICESTT I BRI R A4S
759, D, DF, WF~ 7 XL 245D SOD1 & [ 4 @ 55
THRNI VAV 2=y I T RAERT.

C. AR FERE R

D, DF, WF, NTG ¥ 7 R & X5 2 IRocEBERIKEN &
WiAT L7=. X 212 DF & WF O HeE AT OfE BA R L
7o, 2RTEXIKENOHBIZ T, EREHFTDIF ~
TATOREMTH 5 ODOEAARY &, FiEH
DDF L FIEFMDOD TE HITWEMT D1 2DAR Y b
Z[EE L7 (Table 1).
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beriin
3512,
< o -
daw 1726 ° "
2379
o -
2521
-]
2636
o
S

2. DF & WF O _RTEKIKEN O LB

o

Ve

— 250
- 150

— 100

-

FRTH 72 ARy hASWF & b LT DF THM L 72 ARy b&RT. WF & HE LT DF TRV ZRBOIZAR Y MIBHRH

7.

LC-MS/MS f#4T1Z T, DF DZ THAM L TV /2 5 AR
v Mid keratin, vimentin, heat shock protein 27
(Hsp27) & aB-crystallin(ABC) Td# -7z (Table 2) .
F7-D & DF TEHITHEML TV ARy bt GFAP
ThHo7- (Table 2).

IO OFER T MBI ERNICRET LIZ. TR
fayA b7V TO~—I—LTENE
AL GFAP Hifk & BT Ibal HUfkAfEH L7z, GFAP
vimentin 38 XY Hsp27 [£ DF = 7 AL L OVEHEH D
SODI*** pZ AV z =y /=T RIZEBWVWTT A b
rH A P TERICEMLTEY, ABC 1I7 A bud
A &I ar7) T ToEMBEHD LA (K3).

Tablel

Spot OF D WF NTG DEME OFMNTE e s, ONTG
ratic ratio ratio

1882 059 0192 o2 0142 254 380 0o 135
7% 0176 0o% 0015 0016 " 1o 225 225
Z78 0240 0089 o057 0054 421 444 128 128
22 08 007 0079 0062 228 28 127 127
X% 0257 oom 00w 0.003 12850 8567 100 100
»12 1.30 0794 0510 0567 255 22 140 140

Table2
Spat Reference Abbreviation  Accession P(pre)  Coverage Mw p:‘;"s‘“
1682 Glial fbrillary acidic protein GFAP PO9I5  280E10 5580 498997 =
172 Glial fbnllary acidic protein GFAP POI9S  523E09  B/I 4997 19
2379 Heat shock protein 27 HMsp27,HepB1  P14B02  933E-14 6555 23137 %
2521 aBcrystalin HepB5 P23327  206E-08 44 67 20068 7 1"
BH  Keratin 061781 188E-11 1963 52667 6
312 Vimentin P0152 222615 6245 53873 62

D. B

GFAP, keratin 38 £ O vimentin 39 R ARHEE B
Th VIR, T A hat A FTRETS.
Hsp27 & ABC IR/ FB\ Y 3 v 7 B AREICE LR
REEREET DL EIND. AR CRE SNIE
Bi%, 18212 Lewy body-like hyaline inclusion
(LBHI) & 3 FTE, SOD1 L OEHEOFEE, FHAE
PESYE T O e E DR S Tue.

GFAP #{n T2 &IZ L W 4 U % Alexander J DR EE
HLRkfe TR LD Rosenthal fiber TIE, GFAPIZ
B0 Z vimentin, Hsp27, ABC 25 RIS BN 2 /TET
LI ENHMOLNTEHEY, EEA LOARKT & O
P FEES S AL EZX bR, EHI
Rosenthal fiber | Alexander %D A7 b fHfR A
PHRBIZRIT 5 BEMBRIEETHOHE IR D LS,
GFAP Zth.(»& LT, vimentin, Hsp27, ABC 233/H7E
T HAREM A RIET B B Z Lz, Alexander 9%
TiE, FHRIR#EN7: Hsp27, ABC 23, GFAP & FHIZR
BB ~BITT D 2 EDRIEICR 5T 5 & OfRER
WHY, ALSIZBWTHRERRABEFAERICH DA
REHEIHLIEEZ LN
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3. RAEMRRE
DF, G93A ~ 7 AT\ T NTG & b LC GFAP, Hsp27, ABC, Ibal MFEERIEERFEY B

E. & i G. HFFERER

MRIREHEER LIRS TR 3 v 7 EAOZ{EA, 217 International Symposium on ALS/MND, Orlando
FEIEEN PR AR 51T D R PR IR TR B A SRS
BLOTHBEOMN, Hep2l % ABC OFGEHEpB~0 L FHPTTREOIERKE

BT L DRI O—ET Th 2 ODIEABOB Lﬁ%zi e (L)

. . ) FIENER E M R R AE (L AE (FALS) FJET 5 b

MBLEEER LA TFUAT sy Iw A B TS (BEE
4590638%) .
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JBAEFBH A RIS (EatER BRI ZEE )

AR MR BT D AT FCBE

(R TER S

HAGERR UHDRS OS5 MR

WEsEE REN—TV

HroE 11E

NXE Y, T4 2, Japan UHDRS study group

1) 7B A E T R
9) HIBERKERRENR

MREE
NF o B UIRDBEIERDEBLERONREH D LT, i~ LEREPLETHD. N Fr
kR OV T idHES Tl UHDRS unified Huntington’s disease rating scales 23 H 41TV 5 723,
FHHBETIE UHDRS IIFHIREN TV A L 00, GEEREIRER CTH-7/-. RFETIE, HAE
UHDRS D@8 € % Japan UHDRS study group (2K 0V 1To7=. B LN RIC OV THEHET
BRIl I A, TRTONA—MIBWTEWEEREEZBLZ LN TEL. ZofE, EXET
t, H AGEM UHDRS % AW 7 ERIREER, BRI mlge b o7z,

ABFZEREY

N F b EELT HD)OER R AR E O ER
FR IR B T OEM O RHIE (T I3H— L 727
RERVLETHD. ZOBHODITHINTEM
TN TV HEAKRFFMARE L L T unified
Huntington’ disease rating scale: UHDRS 728 &
5. WHPETIIRESICE Y BABREZINT
WD, EHEMBRENPREF CThole. 2D,
A AFEh UHDRS OEFEMERE LT > 72, (588
BHEEINDZ LIZ LY, RO A ATEE & 722
D, M5, BLUOEYORESERT L Z L HH
FFEhsd.

B.#F3E 5k

A AFERR UHDRS DREXITH %70, HD
DOEERREDEFILL EH 5 R AR BREN
ZHHLE 72 & NI £ O BERT O MR EME &
AR RE R I S ae A KSR L EE AT, BRIR LEE L,

FEtDHEZEIZ L Y HD study group ZHER L 7-.

FFIZ, BESICOAIEEOBRE ZH L, K
AT BN ER L. RROEHFOBEIL

JE 8 & LT HD study group @&z TIT-72.

H #<3EA% UHDRS % UHDRS FSRDOER O Af
ZHEENE, T TICEHRM T TV, ®
FRIR (B2 —BRREME) ZfEM L.

EE N — MZOWTHIFHRO Fol& 2 b i
ML, BT AREICL V&L, REGES)C
OWTIE S RFHmA TERVESIZE R T,
IREKESNRE, BLOEROREICOWTET A
MRIRE 2 W CTRE L.

EENERE LA X — R LIS DR — MoV TR
REAHREM & BROEEN PO 2o T, S
ECRBEICOWTHRE L. ZORER, AsAEs
BRAIZOWTIHEHBARPMEFETH 2 & v ) RS
DY, BIMREZOTERATH ENTE A
Wiz, BICRFEFERE SR TR ICMHE
AL, o, ERiEEEORHIN TV L3E%E
BT AN EA M =TT A NEFERATSHZ
Ll AM—TT R FOEAIZOWTIE,
MR ICERMEE R, BATERBLLE.

TFEE@IZSVTIE, 7R - UF R MEF X
FORNFIZZE DR WD, BEbmEIzL Y
UHDRS DATENFHI /S — & /7RIS — F,
GHQ28, NPI #REK.LE L 25 CR—EFIZD
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WTATY, 2EM O —BE 2 fRE L7z, 1TEhaFf
CONTIRTR TN OFHl O RBELEIEE 2 &

WZOWTIE, 6 COEMKL TRl 21T > /2.

(ff 28 i ~ D Bt )

MFFREANEIC OV THEFRFREOmEEES >
ZHL, MEOERER/IZ. [R LIS TEMIL
UHDRS study group O# sk B O hak DIERF], T
LLIZTHD BEZDFETH DD, A FEHEEZHRS
T OEEEOH Y E TR WVERK OE BRI
DWW THAZITY, FRENEDIVIERIZ DUV T
D B AzEMR UHDRS TEHl 24T > 72. I
7o o TITEANE I iReEisE, BRRMTIEICE T 258
ZESF L7z,

C.HFZeHE R

FrIZf 72 <, UHDRS HAGEROEF#EMERE
T LT

EB) N — MZOWTT L YA 2 ED LD >
leEZlAh, REREFIOODERHoTZ. 2D,
D CRHIO MBI A2 ED, ff h—X AL OIEE
IZDOWT, 3 A\OMREMEICLI D ETAHELY
1oz, FHiitR, A&7~ OMBEREEZ RO

FOFRGE, HANHBEGREIL 0974, FEE D«
REGIFHMIE MR & O (R BRI O
BIERTRE /R [EIE /2 &) TiEm <, FEMivEA R
HO (VA =T RBEEBORE R Y) TIHE
Mol LL, TXTO k REOMEILT T fair
to good DFERNTF LI, EEWEEE S— MO
T, toEEErsELN. (R, 2)

K 1. EHRHE 34 OFHEE OS5 FEE

& 1. EEHERERT M OFe & 7RIS B D RF A R
{SFEPREL

B | O5%IEMEKE | A
B TR IR %

B

979 .962 .989 .000
i
T 19

1993 987 996 .000
il

EE S — R LUADOE T ONTIZENEFND
I DOWNT, ST AN v I RTEEBRA
L, UHDRSUEE “#£E) & GHQ, NPI Of5m%
BHH L7 BT, 2T~ OMBEZRE )% H
WTHEST L7, ZO/RR, ThZho c RET
0.70 LA EE 720, FHlEE O—BRITHoICEmn &
RECTE, HAFEMNR UHDRS OES)/ S— kLIS

DOWNTH, FFEMESRE TS,

(%3,

5)

® 3. TERHEOAIE B O O HEME

P fE R = n
FEmE A 57.32 27.435 31
FH#E B 59.58 26.264 31
FHim#E C 61.45 26.697 31

HH k Rf (1 - 2BEA G
ALTHEH)

BELRR S FRE MK | .836/.836

HO#EMR - JRERK FREL | 1789/.946

/BEE

R R MR .755/.828

BREER RBEHE | ---/927

BRERAY F 7o (T HCEAIITEY | ---/1.00

REE

WHWE LEITE) BE | /-

S HEE

A - maEls fRE | .729/.788

R

SRETTEY RREBEE | /-

B ORREHEE 1.00/1.00

R BE/EE ---/1.00

W BREEE .832/.781

—105—




F 4. {TEETE ; FHMEEREOERE (o FRE)

18 BEDGFE | 28 BEOREHE
(FF ffi | < :.9881 (ZF {fh | & : .9915
HAX | HEOGHE | C X | HEOGHTE
B) A 9873 D) A .9704
R5. TERHEICEEIT 2% %M

B | FMEE |[fEE - | GHQE | NP1 &

B L] DFAEBA

1 AEEA | BE | 785%F .645%*
MEEB | R | .766%* T16%*
AEEE A | B | 734%* B78%*
FMEEB | MR | 691 683**

2 FmEC | BE | 512F 555%
FEED | FREE | 488% 628**
FHMEEC | HE | 653** 606**
HMEED | BE | 646 B05**

I%KETHE S KETHE

D.EZ

UHDRS i HD JEFI ORI &2 HE, HRmic
DWTHIEE L, FECRARR THAMbAE L
LTHRIATESE D12 1996 FlonF = A ¥ —K
FTHBINT. 0% 1999 FILHEEN, K
% 52 £ Y KE Huntington Study group (ZHIiR
DOFF A& 15, BERE X O back translation 7372 &
iz, AENIEEER B AFER UHDRS 25\ T
UHDRS study group 2MEfEMEA R E L=, HiE
FRBAFER UHDRS TiIsBai#aE — M
LHZRER S oT=lh, B RKEFHEZHEDOR
BiE/T, AM—TT A, BERBET A b
(IBIGh 2 2D % F UHDRS THEMT 2 Z LI
TAERY, BHEIZEMD Do, 2, T8N
—k, BEHA—= MZOWT LRSI E 41T,
EHMREZIT I Z L BAHKRZ.
ZFOMRT R TO/NN— N TEVEFEME R
THIENTEL. EH - b TREERER

(DWW T ORIl CIFE WV k RERICE Y E o7
WL D fair to good LLETH Y, HANFEEETIX
BO—BEAE LT

4, UHDRS HAGER Z 3O ERDOF5| &
Nz TH A OVERL L7-MIBNZTE> TRIFA L, B
ERBOMEICHAL TV ZER2END. B
R THTTIZ, FEINTVWD HDIZXT Dk
R ER T HAGERM UHDRS BERAEXNATFTET
b5, DRETIEHEKANCLE L THD OFRE
PME S, B CIIER PR EREBR A3 Fhln S 72V FTRENE
bhd. IO, B ED T a— VR ERRR
BREBEEICAN TN ZEBIFEE VLS.

E. /&%
UHDRS HAGEROBRESKL T L=, MAIF A
L0, T_CON—- N TEVEEEZELZ L0
T&7z.

FREAERER
L.

GAFFERK

1B HER
EB/)—T : ~>F o b9 pp302-316 KEE
DO EDOBRIK E AT 4 v =—X DATA
BOOK Hfiirf§#i= 2010

2FERR
EA)I—F & :UHDRS OFFEVER E DEER L.

5 51 [\ B MR A RS

HARFEEOBARI (FEXZEE)

1EFFRE 2L
2EAFERR oL
3.7 Ofh 7L
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RAESBR AR RM S (HEMRETIRMZE S 3)
MR ZEMER BICEE HENTIEEE (R E &

AR L ER BEBA T DR A5y T 22 M

WHoEt s R Y
SRR VR AN S A

1) BB RZFRFBLE 75 S W LR RS A B RE T 5240 BF
2) FERBRZFETE - HFEMEHET A > 2 Vo 7' v ¥ — iR R

BB RMEREERH (Chac) 1L, HHARERLUEBREXOR 2 EEEMRERETH S, BIKE
HANT Huntington RO ABEEES) & AHY A BRI ERIE 2 & U, AR B A 1T DR 5
KOMREME LR E T 5. F72, ChAc IZIXRDEESLHIBIER e & DOEZRIEMIER & &I
O ZEDNMESNTWVD. BIEIETICHR A 1Y, BEEEERYIREEEIE —$/ U7 2 MONV) T
(28D VPSI3A BT AERMATIZINZ, U RZ 7 0y MEIC LA B G T FEY chorein DR I RNT A 1T
IZEILE ST, HERETORIETITRESIN T AIREME RO AR E R A R TEDRIHIThoT-. 4
B, FAERIZEAT 21T o7 H AN ChAc SWEEIIRTL CTE RO S AT LTI-E25, exonb0 61 K4k
2R H(31.8%)%° R1471X R Q7.3 IHEE m< A L QMO ZE BIZ BRI - TN =280, H
AN ChAc DERIZZFRTH Y, B—RAIEEBRK T W I LB\ L e 572, &512, ChAc
BESERREREIIIRGEE L P OBMIEREZEDY Z L23% 2 £ 05, common disease-rare
variants RAUCEDE, K EERFE 85 A2 xR & LT Chaic DIFEEL S VPSI3A 125\ T
resequencing 3 LU CNV i 2 5 O E RN A/ TVVREEE H S B L. TORE, SofEE
FIZBWTREEIZIIZRBD NI A U AEROERER P~ T o BEAMIZAT L ON

STEE ORI G35 aTREME A RS S LT

FE L TE Y, ABRMERERHIR KBS 7 CTh D VPSI3A OEREZ~T uHEAEICHETEE, K

AMFFEEH

A R I ER ZE B (chorea—acanthocytosis; ChAc)
X, FICHREEERLSHEOBER XL LB RN
MREMERBTHD. TOHEKFHA L Huntington
J ARl OO AN Bl Eh & A 1f O A kAR I ERAE A 52
L, WL ERNTII I DORRGAR DO MR I A FE M
%. wit, 4 13 ChAc DJF K& (= F(Vacuolar
protein, sorting 13A; VPSISA)D % RAICRRIHL, &
{ZFPEM % chorein &4 LT, VPSISA BI5T1T,
£ 244kb, cDNA TH 10kb B2 5 E K285
Thd. FATHRETIE, ChAc DELETFERIT
VPSI3A EITIRS 3L TUens, ~T kst —
DU BB RODBRVEFID 16945,

— I E R EAREMOBEERA LD ATREM DR

ESI T, BIEIE TR 4 1L, BB R HIR
FEikEE CNV EATIC LD VPS13A R4 RAFRHTIC
Mz, DxRA& 7y MEIZED chorein 1 HfRHTZ
ITHZEIZES T, RETOHIETITREES LT
ToRIREME DN D DRI Rt TED IS/ o7,
A, I 21T >72 B AN ChAc BV VB IZ
XL TERD i~

BT, Parkinson 52 Lewy /MATIZREIE 12350 T
Gaucher % D& BIF K& THD
glucosylceramide B —glucosidase D725 BB 25 S )8
FRIIAT RSB ENHALIS,
“multiple rare variants—common disease {755
AESHL, RSN TV D, ChAc TR EEMIE
SER72E ORSHIERZ S RIS N MBI TEY,
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T 4 1% VPSI3A BRA~T oS >RESE

WCERIIKSEEL 245 ChAc FRENZEBLE.

TDXORE RS, VPSI3A B FRRSEEED
FECBE S L TWARTHE A B 2, [HEERE S
SHRELUTE R EIT T

BRItk

20 4 @ HA A ChAc 58\ VEF] D B M ERAH RNA
H/cDNA & RkdDUNE gDNA 2L, Fheh
VPS13A OBFRAEEH DV NT VPSISA £ 73 D
Exon B UV FHICBEE T AMEIIC L TEREY —7
T TEILE S TCEBETFAERERE L. ~T e
BEEMHIC— 2L EETEENRONLDIZDONT
% Tagman probe Z AV /- E &R PCR kLo 7L
»¥ PCR 52L& - T CNV f@tr &47 o707, Fi2, #v
ARG RAORENSAF TEIZbOITH L TR
T AF T oy MEIZLS chorein B H A& HETiTo
7. KROBEBRE 8540 A MK LI L7 gDNA

RV TRIERIZ VPSI3A Ein F OB R 21T 7=

FESNEERIZOWTRERSENOHE L
gDNA ZAVWVTHEE A RO, FELNTERIC
DWTCIA L TALDEBERTR 0 /5 A
polyphenll # W CEBEED TR 21T 7.
(fRERmE~ DB RE)
ARHFFEREILE b b - BIETFRITHREZ ST
D, NEOBEBRIKOAELE—LL, TE T A -
BRI ET D fmEiEs) (ERl16 43 A
29 BICHEIEE - BATBE - RFEEEETH 1
5 BLO Te b7/ A - BEFRITFEICETS
REIES OMITEIC OV T CERK 134 3 A 29 A
JICHBFEMRIREER - RETBHEREERERE
ARFERRE - RIFEXLANEEERE 1 E485H)
WCEDSWTHFEZER L. £/, ZOHEIZ-O,
TIHBRBRFRFREHFR TR FITE
MBLZES TOEELR THELITHIAREB/ L
TIT 7z,

C.HIZERER
H 7 A ChAc B8V MERBIZ ST VPS134 25 Bfiibn %
TolfER, ZEAZFTEAMIZL2LON 13

B, BE~T aEAHIIESLON THITH -7z,
Exon60, 61 K LZE %3 SOV EXON3T oD
44110TRUTIX) BEERT Y vt th

31. 8%F LU 27. 3% & HHE & < FFTE L 72, £ Do
IERT VLT 4. 5—2. 3%DHEE T VPSI3A LD
exon9 7> 5 exon72 ¥ TEILIZ5H LT\ . F£ 72,
CNV 47 T exon24 725 45 £ T® duplication %
RIELZY, ZHEy—F v FEOR TR
BHETEXRWERThH . RIMERKESE O F >
SN ERHENTRE TH ROV T TR
2oy NE{TolfER, £FleR chorein I
B SN oT.

KOBEEREDO VPSISBADY —v 7= vy
OFER, I0EEOFROI ALV AERL 17TH
HOFHROYV A L NERZFRE L. £2DOHFT
Polyphenll = L 2 fgtfr D#ER, REE RO WEEM
ZETHHOIEHINR, R20QEETHY, K
SEEBRFIZZNFN 170 X LEGTP 2 508
=T7(1.2%), 170 %I E 5 T H 1 5B 1(0.6%)
FE LEMEERREITIT N D OB RIIIFE
Lighaot=. i, CNV T OFER, [oEEER
FIZChAcKRBRER TH D exonb60_61 KKEEN
170 LT 1 LB R T(0.6%)1F7E L7223,
RH R REIIIFEL R0 T

DEZ

20 4D BAN ChAc BEVBEIZOWTREM S+
LW EIToT. 2FREESED LUIEE~T
DHEASMICERER LT, FIZIX CNV AT
<o chorein RN 2 MX 72 E EREFEETE
2WHDHH Y, Chac DG FR2EICIE—r7 =
L THEIZ ONV AT R2 chorein IR HHAEAT 20 2 7=
MEWM BT BLEBETHD EEZ BN

ChAc (32 R T3 0 0FNT E LrdlED2<,
FOILBLEFFEITEARDEFANED TS,
SRIOHET, BARICBITAERIIZEIZDIZ-
Y, AAA ChAc LB —DAILESE B3k TR
BOLHLDOTIHARNWT EBRALM R o7,
R[TEELRE ISV T VPS13A #{sF EicEs
FIZERO e o HRBERSELLFED O
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REL BRI D REMEN S DA R A ~T AN
IZRFOE RO & 03D, VPS13A BEinFRE
WK EEOHRRIZEE L T 5 alREM A RIR
SNz, LrL, BEEDR DRV, S%iTR
AT HERDH S, SHIZSREIFEE LR
A ABEN L N EREREIZ B 2 DR
DNWTIEILRDIBITBVLETHDL EEZ DN
7-.

E.f&i
20 4D HAN ChAc EWBEIZHOWTREMS T
T IT oI fER, 2FIREESMED LIES
AT aESTEICERAZH L TV, exonb0_61 K
RERSRIATIX BRI EABEE S FEL-
PO ERIIZILIZHTI- >0, HAAN ChAc X
H—DRAEHRTIIRNZ ERHLMNME 2o
7=, FlAOEESEFR|ICBVLT, VPS13A ki
ChAc K BERSBEEIZIIRD NI A 2
BRE~ToBEEHICAETLORFELTEY,
VPS13A Bz F 3R EEICEE T 5 alRetER
MR X7
FfEREfa R s &
7L
GHFERE
(BERMFLES - H - BITFERELRAN)
1. fRXFER

Shimo H, Nakamura M, Tomiyasu A, Ichiba M,
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