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Cognitive impairment in a complex family with AAGGG and ACAGG repeat
expansions in RFCI detected by ExpansionHunter Denovo

(ExpansionHunter Denovo (T & - THitt & 4172 RFC1 Ein 1D AAGGG B LV}
ACAGG RIEESI R & A9 D BHEZR ZR IS U £ AR RERE )
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BARTEF #E/ MM PESE  (Spinocerebellar degeneration, SCD) 3R E D ¥ FEJFA
BAR T ORISR L, /MM E7213ZF ORI O M2 K 2 ES) il %
HEEIR & T DRERETH D, BUWESI ALY (Short tandem repeat, STR) &
3 3~6 iR DORIE~L =y FEAITH U B FPO STR FEH R A= SCD
DERIFHNY 7T hELTH B TS, Cerebellar ataxia neuropathy and
vestibular areflexia syndrome (CANVAS) [FEEIGH, R ME= 2 —a"XF— #i
JE I B Wi 5 2 PARAEIR & 3 B A5 SCD O ONE D TH Y | RFCI i1 DA
Fry 2128172 2 D STR (AAGGG %7213 ACAGG) O FH {1 AR
K& 722 Z & Shlz, CANVAS 5Ty RFCI BIEZE T, /AINMIER D
EDZHK, B AR, SRR E R E R RERE R T L2 b o
TETWD, IMEfE L FREBERE R E O BE#E I DUV TRt L 729813 Ze vy, AR
FFECIL, 3 HARICH =D FENE SCD O 1 FHRakIG e L, 7/ AMEFTICE D
FHI XU T S ORI KON & BB RERE T D BRI DWW TIRET 21T o
7=
(B2 5 ONTHIE]

AWFFEITIRR ER R oM PR B 0GR OKRE S 19-339) #45T
W17 L7z,

3 RIS 72 D B AR NG SCD D 15557 11 A (R 6 N RSN 1A,
FEMEIBAE 4 N) ZxtGe L L, MeiBE OB FA T RIS R N B E DS R 247 -
720 7 N DB ARG I H & DNA % F V> C Exome sequencing (ES) } T Whole genome
sequencing (WGS) ZHifT L7z, BS 7 — X ZHWeAREHEEE~Y vy E L 7B &
N WGS 7 —# % H\ 7= ExpansionHunter Denovo (Z L% STR [HEDRIEE1T-
72 i &7z STR B EALHIIE repeat primed PCR {EK O 7w hong 7
VEAB—Ta EEHOTHRGEZIT 70, 3 AOBFEITR LT, 2xa9725
FREEE D FFM & L C Mini mental state examination (MMSE) . RijSHZERERE D FEAR &
L C Frontal assessment battery (FAB) %177z, sRFEEEMR A 1T > 7= 3 ANITxf
L MRI ® =&t T1 SR % % L | voxel-based specific regional analysis system
for Alzheimer’s disease (VSRAD) T K 2 MZEHME DT 21T > 72, 1 NDOMREFEIZ



N-isopropyl-'#I-p-iodoamphetamine ('*I-IMP) il > > 727 7 7  — & hafT L,
2 NDWHEEFIZ BF-fluorodeoxyglucose ('®F-FDG) Positron emission tomography

(PET) % HEfT L7z,
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ES KX WGS TIIHRHIANY 7 FERIETE T, REHEGME~Y Yy L7 TH
JRIRENL 2 AL 0 IA D T2 x> T2 3 \WGS D7 — % % H\ 7= ExpansionHunter Denovo
12X D STR fEHTIC K » T RFCI BIn DA > b 212 STR BEMENHH S
17, Repeat primed PCR &V Ty g T U XA E—T 3 U OfER, 4
A AAGGG & ACAGG EZBE~T a#E#SIKTH L, 3 A2 ACAGG iR
EIREHEAIKRTH L TWD Z &R SN, BERIERIZ DUV CTREHRES ( Cortese
A 5. 2020. TraschiitzA &, 2021. Scriba CK %5, 2020. TsuchiyaM &, 2020. ) %
&8 STR OFEHE Z L ICHEt 21T o712 & 2 A, FIEAEESC, Wk, BEtt==2—
1 8T — J ONEBN S DO A RERIC STR OFRFEIC L A A EREIT R > T-, Kl
PEEE) = o — 1 VEEZ AR T 5 UECRIE O ZEf 2 23 2 HE X, BE#RO
AAGGG HEZREHSIRTHET 2 BE TIX20.37%(11/54) THo7=DITHF L,
ACAGG % 1 DU LT LIV THT 5 EEH TIX 77.7% (BE#H 66.7% (2/3) .
ARG 83.3% (5/6)) & EZRIZFRD BT, ARAEREMA CTlL. 3 B2 MMSE
IZIEEHEN CE¥ 27, 1y b4 7 23/30) THHo7=DIZx L, FAB (3241 TIK
T CEH 113, By A7 12/18) M biiz, BEEMITCIX, 3 A 1 Al
BWTIE ey 2RJEA P OFTEREDIK B E OZEAE BL b AT OB
RTFNEDBNTZ—F T, fhod 2 ATBW T RMOZENT AL 729, Fi/h
I D A ZEE F6 L OWEAREHME T & 72 13 imimi F 23388 vz,

[Z42]

IT4F ExpansionHunter 72 E DX 7 LY B — MY — VORI L > Ty a—
M) — Ry =272 25 —% % Hi= STR T N aJRE & 72 o 7=, Lo>L STR %
FAMEILES CTlXRHREE/ = & WY v — MEER 2 —F ¢ > ZE LIS
FETDEAEN DD ZENH WGSICE AT NLE LWV AFRICBNTH,
RFCI&GF DA > b UESING STR B HENRBIRN TH 722 &b,
SCD DELMHTIZHE W TIE WGS & X 5 A B— MY — Ui X 5 it &
HELEF RE LB 2 5, RFCI BEEBORIKFTR L STR OFEFE & OBEIZ O
THGET L7 R, 1 DLl ED ACAGG iR 2 FF > 13, AAGGG R % ARE#H
HETHT BT AR MEE R EE 2 2 LT WHAP R SN, i
JRATR. & STR DY E'— MO TIEZ, 2 2DOT7 LVZEBIT DY E— Mans
T ZANE B TIXFESEAR IR HY BV ME R 23R8 X7z, FRANBEEERRAL Cld, MMSE
(ZH FAB BN T 2338 60 v, ATEHEEMENL AR R B RE PR 23 R S T,
MR A Tl 1 BHIRTEEEREE N 522 Th 0 | AISHZEENL OB RS
EEE LT, UL, o 2 JEFIORKMEE R CILRTERE DR E X 6 02Tl
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FIWZX DL O TR, ADNERETEBVEERE /R & O RigHIER LMW)%I@
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