B 4
JEA TR AR i B & (EEIEMER B BORATTE S 3E)
PR ZE MRS RIS O SRR JEBE (S HDRTFEE S &
PREAT R M BRAE 2 B9~ D WF5E

WHoEo s P e

ENLRFE NIRRT - AN EE i ke R - 2%
MREEE

PR AR MLERSE & 13ARRE M & AR i BRIE 2 OF B R DIR BB IR L CRlfErIcE ] S5 FGE T
H Y. PEEEEIL A BRI ER 2 M5 9%  (Chorea-acanthocytosis; ChAc) & McLeod JiE % Bf (McLeod
syndrome; MLS) T Hivs, WAL ICHVEETH Y, BREAR SIZHLNIZI TR,
AIEEICH & HiE . ChAc DJFKTH 5 VPS13A BIE AR L MLS OJFK Th 5 XK EHin 4RI
ST B —#25 5 (Copy Number Variation; CNV) fEAT % & & 7= @G R 28 BARNT 21TV, OF
HCHRMERRE S5 18] % N 72 VPS13A s 1Y) CTd % chorein & XK B & FEE TN THDH XK ¥
YRIEDY AR T ay MENTIZ X 55 FRIRZ2K 21T > 72, AlEl. ChAc (Z2381T 52 2kt
FIER O TTANADIERIZER LTHlE L, SHELZHLNI L, BmERIZBWNT, TANALH
FEMERFERLFE L, £72, BIREZIE S 70 OFPRA BR M ERE BB A2 2 (ERL L, FF

ROBIRTA BT A DIEpE BEET,

AWERB

MR BR MERAE (Neuroacanthocytosis; NA)
& TR S & AR ILERSE 2 F SR DR AR I
XL TR SN HFETH Y, £oh
¥;#1X(Chorea-acanthocytosis; ChAc) &
McLeod JEEERE(McLeod syndrome; MLS) T 5%
bd, MHEAEEL BICHDLTHY . ChAc iZoW
TIZRE LS T 1000 FEFFR, MLS 13505
BIRREE EHEE STV D, HAAN ChAc (220
TUE 100 JERILL Eow 3 & v iR O TIEH
ARNTHEHZVRIB E ST 5, IS
gl&EfiE, Fxld ChAc DJRIKTH 5 VPS13A
B FAEHE L MLS OJFKTH 5 XK Bin 2857
2oV Ta B —#Z 5% (Copy Number
Variation; CNV) fif#f 4 & o 7o el SR s 4
BT 21TV OFE TR ER Sy 18 2 VN 72
VPS13A BIs 1M T % chorein & XK #Ein
FHEMTHL XKEREOY 2 A X 71y k
FRMTIC X 2 0 FRIRZ I 21T - T2,

Fo. Wl L7 NA B ICx L CH
SN2 BT 5 72 IR A R A /ERL L 72, ChAc
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BT D TADADBEEITE < ETEERES T4
OHEERFLE L TRET LI LB TN,

A ENX Sy F2WifEE L7z ChAc I8 5 TA
AN OWTEEICHHAE L7z, ChAc ET /L~
ZNETCAMARIEERZAET L Z LT Tho T
D, RIS TAPATEE BN A U D5 %R
MHBLL, ZDO~ U AGRITERIT DIEREAE
(B FAT DU TR L 7=,

B 5tk

NA LBRRZEr S BT L, CEICED
P L RIE 2R TR 2R L, ZRIMEKD) B IR
MERMES T, [ IERD & gDNA Z i, F7-
RNA Z i L, cDNA 25k L7z, £/, 7Rifl
IR S N H e V2 A X T 0y MET
iR L. eI &LV chorein &% /X E &
XK % /37 xERGE LT,

Yo H—ECL D=2 IR 5T
VPS13A Hin & XK BinFDoeETr Y kit
IR S W CE A F AR 21T o T2,
long range PCR % #l74& 108 T CNV fiffr 217




Trolz, Eio, FIERE & BUE D RIERIZ OV
THOEFR AT S 2 72 0 OFRREA AR M EOESE B
RS AR LTz, AFEENRE LTS 77
4 @ ChAc & DEERIEIRZEEE L. TANA
OIRWMEFE LT, 72, TAMAEHERNTAE
L% ChAc 7NV~ U AFZREMNTET / L
BEFIEAT IZ X DB s+ AR 21T > 1o,

(BRI~ D ELE)

AR N7 L - BRI R A B T T

O, BIREBRPEFHBRE A HREZAEST
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(ZATESE 101 7)., BFEBRICERIL Cid, Ak
IRIMERBESH €7 NV~ 7 AR 5 5 - H
ZEMWI DY M HOWTIE, Es T2 A

Wy At A DI % AW O SAEVE DO TR

(ZRET D95 Pk 1545 6 A 18 HiEHAH 97

7)) ROBET BT - Srickox, BIR

BERFICBWTT CILAREZ T ETiTo 2

RGBS 195024), AHEA BRAR fLERAESE DR BB
A A T2 B RS FRAIT IOV T, AN

K FEMEEERICHETETH D,

C.HFoEmE R
0 2 4RI 3 Bild ChAce, 1610 MLS %431
RN E LTz, 2R b0 ) bhb 3208
B VPS13A BIn AR ZFE LI, ARSFH)
(ZZWAEE L7z 3 Bil> ChAc @ VPS13A i#{x
T2 1L exon 16 205 exon 61 (2534 LTV
72o 235 3 510> ChAc DR MLERIE Sy [ >
chorein 7V = A% 7 v v MENTIZEBWT
chorein /N> NI - T2,

£/, AlEO MLS O7R iLERIE 55 B & 7z
XK Z o R_IBE Y = AR 7wy MEHTTIE XK
2N BEONR Y RITRORNo T,
IBPRRA T, FIERF R, AIFIEIR, FIR2HF
EBUEDITFEEE, ATERDL, PR FRIE RS,
FORERE ., REARERIC O W CHRAE B 2 1/ERk L
7=

o
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ChAc BE TT4DH L, TANAEFRFOHDIX
354 (45.5%) ToH V| HIFIEIRD TAMNAFIE
TholzbDN 214 (27.3%) Tholo, HIE
RNCBIT HREMERN H 5 BE 124 %, —ktE
AT RMIENEN 84 (66.7%) | FEMIARHOE
EIN 2 40 (16.7%) EHEES 36 1F & 50 F6 A
MENTN 14 (8.3%) Tholz, FIEFH%
T D & TANARIER D OFE) 28.5+7.4
k. LA 31.3ET6 M CThHoT,
ThAMNARIEZBEFICAET D ChAe T L~
AZRING, TADATIE L HET 2 FllEis
TR 2 [FE L7z, ChAc Z 5 L HHlLRD
W B A o~ 7 AN TAMDAFIEE R
WCELDZ EEMmR LT,

D.B%

AARNNA OBIEFERIZE THD, IR
FEAR & O BEELZ DU TIIAEWT RO 722 FE B2 Tl 2
N2 | AR RR I ERE AE R 1B A 2 %
MW TAH &M Z2BEERA 21T 5 BENRH D,
TADAIZHOWTIE, ChAc TITHAER < LS
. FRHFHAEZIT 2V OO, Huntington
i 7 £ OO MFRZ MR BRI T A ATIE
EHT D ERIEFERMBEFLT B MR 2R
=, A~ 2B W CRIE LI B2 2
ChAc &5 /L~ 7 2D T AN AT DIEIRE A
KT ThDIENRBIN, SHITEEHED
L. bk ChAc T8I} 5 TAMA & OBTE % fif
Hrd 2,

E f&im

HA N ChAc B2 R 5 VPS13A &5 74
HRIIZE CRE T EICRIA< 5343 %, ChAc &
FH D% A TBIEREDIK T % 5 O 2 H 72 i HIE
WEAT D, SH%ITEBEIWER U 7oA iR i
ERFESESR BB A ZE A2 VT r2Wic kv
W3t L7 BB OFEMZ2 AR A8V, Rk
DB A BT A OIERZE BT,
ChAC IZB W T TANA DS XE < FEIEIC L



T 5 BARHMERGR 1 2MFEAET D ATREMED R &
N, =T RZEBWTREE LT TADASERE
iR R 12OV T, 5713t b ChAc
& DR Z 5 O CREM 2T 217 5 TETH
Do
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