W FERT[E]

}( + .%Ey ')_; K L{'ﬂ 4/{ 7

XIANGYA HOSPITAL CENTRAL SOUTH LII'I.IWEHEIT‘I’

EE EREE ORISR ADSS  EBERT R MW

Q Ep/E: 8§ > HiiEshE - EREE

I BASKIEEIRA 43 B SRS S EIPARIARIESIBEPA S (E, £ (Movement Rl 28] i
Disorde I'S)) Eﬁﬁlﬁﬁﬁﬁﬁﬁ%ﬁﬁ% B REFIEEFEMartin J. Evansg 1.

2023-05-08
Efmbta: 20230508 =E%: HBHE: (EE: IFE =8 R22

FerémhhERIBoEEE—ATHREE.
iTH, fEAFRRERAEARLIEEERND SEESE (PETHL) SMEEF MR AFE—ElR 2023-05-08
JUEIREREROZERA o BIS1E, £ {Movement Disorders} LAEEED,, o8lAZ%E T &8 Synaptic Loss in
Spinocerebellar Ataxia Type 3 Revealed by SV2A Positron Emission Tomography #1°CAG Repeat Expansion in

i LshZUE B3 3 S ARz EBARIRE.

THAP11 Is Associated with a Novel Spinocerebellar Ataxia’BIiFsSIE N, BIEHSATISV2A-PETO{ERi & R
HSCAIMIDIRFRSEERHENSEF TR, hEWFREE 7 EENIMEESTERE (SCA) FERER FRIMNIEER TR IMRTREEE
THAP1, XBEEFR L204EREINN — M ESEAaBER (polyQiR) BEiRER. 2023-05-07
(=)

E8/\ITEEETET (SCA) B EREERNIEFBES RN B teE R, BeoRY FRAFIEERAZRTEEAH.
SOMIESRIRE, Hb, S5MNREEREE/DESUELR (SCAIYMID) SEMEMATE, SR e
Z R S B R B RS S mNa R e T AR n AL SN EEREE. chig e E AR E FFER100E

BIEERRZE AN, SV2ATMEARI B = Ean S2igin, (LA UEE FIAmEISE&1E, BT 5023-05-06
SCA3/MJDBISV2A-PETIGFBAZ!I, ITIGFETER, [GFREREETIIERERTEEHT 7 18F-SynVesT-1 PETHRAEIA.
HsATL, SCAIMIDEERAFEFIGAFREIR NEFRTAISUVR{ERIEE T HRE(E, %ﬁmﬁﬁ?ﬁw LAV | e R HEEEEERERTR=. .
MIEFSIEE, BT, EEZSARATIICARSIES SSUVRESMIEE, ELVINEEHEEEES, =08/ s e

O eE R A ENEMHIEEmHEMmINE, hmsvzﬂ-PETEIL,H’E;':-Jﬁﬂ;&amasmmﬁﬁlﬁﬁﬁﬂﬁw@ﬂrmﬁ
w7, sk, /NERESIER. Bt FIEESERYSUVRIEDIEREERISCAIMIDRFBIEEFIIRFEESE, M MSNLESaT

P AFREER AR T —Er=. .

2023-05-05
AEIEHRIX oREE,
ﬁﬁﬁ%' RESV2A-PETEAR T 15 SRR TSCAIMID E S B TTEMTENES, NEETEER
NIRRT R IR T RS, (IAEEE. SAMEUSH R EERIMMC N EREENEE, FE8 SFAFERIT ===z
HISHNE RARMEREEE, PEAERER NS —aFEE—ETS.
RESEARCH ARTICLE TS AR ENEEERE
2023-05-10

Synaptic Loss in Spinocerebellar Ataxia Type 3 Revealed by SV2A
Positron Emission Tomography

HATE E R R T RN P ThE TT/ NI
Zhao Chen, MD,'224 Guang Liao, MS,* Ma Wan, MD," Zhiyou He, MS.* Daji Chan, MS,' Zhichao Tang, MD,'

Znhe Long, MO, PhD," Guangdong Zou, MD, " Linfiu Peng, MD," Linfin Wan, MD," © Chunrong Wang, MD,” 2023-05-08
Huirong Pemng, MD,' “Yuting Shi, I'.II'_'I- Yongxiang Tang MD,* Jian Li, MD,® "|"IJ|EI.|L| MD,* Tlngtlng L+:|-n-|;| MD,”
¥uan Hou, MD, Ler»_ElHEr MD,” Rong Qiu, PhD,” Dangming Chen, ME & Junling Wang, MD,"*34 0
Jitang Guo, MD,' =240 Lu E:hlan MID, 234 @ Yiyun Huang, PhD.® Tetsuo Ashizawa, MD,"™ ©

Thomas Klockgether, MD, PhD,’ Eﬁm;ingg r::l:l:nj ‘iﬁ ‘B r-.-'lm,lﬂ'u:uu MS.5" Shuo Hu, MD,53'9 ang ﬁﬁ?ﬂiﬁ’[ﬁﬁﬁﬂ?ﬁﬁ]—%iﬁﬁﬁ 3

Ataxia Stage vs HC Ataxia Stage vs Preataxic stage 2023-05-08

MRS SEE =R M =a T

2023-05-07

HEEREEE PEERER TIEZN.

2023-05-06

HiEEREFFETHEAMSRETE

2023-05-05

PEAFHEERENERFLESE.

2023-05-05

R Ak EEH2023FE XE=Ea0 ..

2023-05-05
ST RAUERR SiBREUEEIRAE (Movement Disorders) & W A&IMSCAIMJIDIHIE SRS
L Ag SEES
(=)
SCAE— A EEESENIEFIIEtEEEREESELE, SEENCERTS0MITEMRE, BT PRSI ER A
ER100FE

REZFREBNEE, BERNEErNErRERERR AT, RIS ER SEERUEERS1E, 1588016
ESCAEETEAHRR TENNCEH=TEL,, BUEiisiE16922.1/8.4 Mb KigFRiS2 A LODIE3.994, &
HoKEKNFRE TEEERERTHAP, HEB— 1 E=FHRENIE. BEFLSNAT, E55E5E
THAPMERECAGCEERFFIHENE45-1008, MIEEAFEERFZIENHNTISR, e, ZATETEE
THAPMEEARECAGCGES NHAIHEK294HEFIN2AHEER!, EITHAP11-(CAG)54, THAP11-(CAG)10089
MEEER O HUBEAEEY, SESEMHACTHERNSEE—F, FETHAPMERCAGESY Ea 4B EHH
REZRIEEE == 7 polyQiERIERIE.

125258 10fpolyQiEi ZHl, =AM 7S 11 7 polyQ iF——SCAS1, HRETEFIRER
THAP11, XEETFEKEENFRAATAS polyQ &, EiNTIT205E1AE polyQ WATIRI=H, HRERr
SCA HiEEEMIRE 7 EikiE.

FEASEIERER LR, IR AEE—ERREEREE. SEANN A EHRIGEMA AT EEIE it
HEEEAES, tFEARE—ERiaaEL. 855 FEN. PR ERGFESEEIE hERE—F
&,

FTEERERSE T\
BIREEREINE
2021 FERTIEEN

~EHIG R Ean

RESEARCH ARTICLE

CAG Repeat Expansion in THAP117 Is Associated with a Novel
Spinocerebellar Ataxia

Dandan Tan, PhD," Cuijie Wei, MD," Zhao Chen, MD.® Yu Huang, PhD,? Jarmwen Deng, PhD,* Jingjing L, PhD.®
Yidan Liu, M5," Xinhua Beao, MO, PhD. " Jin Xu, BS,” Phengrman Hu, PhD," Susia Wang. PhD,” Yenkbin Fan, PhD,'
Yizheng Jiang, PhD," Ye Wu, MD, PhD,"* Yuan Wu, MD," Shuang Wang, MD, " Panyan Liy, PhD,®
Yuehua Fhang, MD, PRD,"® Fhikian Yang, PRD,'® Yy Jisng, MD, PhD,'® Hong Zhang, PhD,®
Dacjun Hang, MO, PRD,"" 0 Manber Zhong, PRD,""" Hong Jiang, M0D,“% 751370 and Hui Xiong, MD, PRD'H 0

1 | _—*.HF.:—

a THAPL1 (NM_020457.3)
Chrl6:67,876,213-67,878,098 (GRCh3 7/ hgl®) T T T
(CAE e ..' N == .
m ve : — ra .E-Illl"lrr
c
Family 1 = w0 e e o e o o e e e ow am w iw
[11-44 '::
(cAGs = l

V-5 - | |

£l IH

ST RAEERIPA 'ﬁﬁﬁﬁﬂ}ﬂﬂ II,H_ EMcwement Disorders)) &V & ESCATEIHREE

== mmE=E += DEHEER 0D

F—/: ErgmmEalBictiEE—rEIEEEREN
TR P FREERAIIEREE e EEREEEA T IR ESE IR

® Efdsi: PEsEEPTHHEEESTS B SR [ #f%s (Zip Code) : 410008
o) 24/MEHEIEIEREE: 0731-89753999

Woa 7a B . A
* &% K50 A ESHiE  EARETES =5RERSS =snE

XIANGYA HOSPITAL CENTRAL SOUTH UNIVERSITY

Rl WesihE  EETD o) A REE 430105020007665




