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Abstract:
caused by CAG triplet expansion in the atrophin 1 (ATN1) gene. Up to now, the pathogenesis of DRPLA remains unclear.

Dentatorubral-pallidoluysian atrophy (DRPLA) is a rare autosomal dominant neurodegenerative disease

The main clinical features of DRPLA include myoclonus, epilepsy, ataxia, choreoathetosis, and cognitive impairment.
DRPLA has great clinical heterogeneity, and the number of CAG repeats is negatively correlated with age of onset and dis-
ease severity. Some patients with late-onset DRPLA may have atypical manifestations without typical imaging changes,
which brings challenges to the diagnosis of the disease. This article reviews the pathogenesis, pathological features, clini-
cal and imaging manifestations, diagnosis, and potential treatment of DRPLA, in order to deepen the understanding of this
disease.
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WIRAZ LA 15 BRI 5 A 25 45 9 ( dentatorubral -
pallidoluysian atrophy, DRPLA ) f&—F 2% UL %) 7 e 5
TR B HRE R M2 RGBTSR . HOW Z A &
J#% (polyglutamine , polyQ ) Fi 2 — , 1428 /N P
3% 2 U4 (spinocerebellar ataxias, SCAs ) H g — Ffi 2>
UL B, DRPLA Y BUM 2 7 T 4 @ 1
12p13. 31, H ATNT L 26 54541 i i g Wi - i e
W - SIS (CAG) =R 1 IR B 2 9714 5 B i &
A Titica Ml Bogaert T 1946 4F 15 IR 7F — F & 4
RT 2 DRPLA FB 5, Hoilm PR 3 9 6 455 SR I T 2 13
ZAE NIRPEILHE R A . 1982 4F, Naito 11 Oy-
anagi BUR AR OB B DU BB E B0 i 44 M i
P£ DRPLA : (1) e 0 i M35t 4% 5 (2) LR ZE M
iR 235 MERE O P /NI P 2 ) B T R AR 3D
i 5 (3) W RAZLLAZ A R B ) K R GEHR RS 1
DRPLA fiz 0] J2 AN AR R A, LA H AT A4k
I B R 2 WL, R 4 2/100 J7~7/100 75 0 KT,
H 8 A 75 2 DRPLA £ HH 5036 [ 9 09 & 0 %20,
DRPLA [ %93 3 TC I 01 22 57, FTAEAT AT 4R 44 By
Bl F X AR R 31 2, MR R AR IR AN
[G] 7] 73 S DRPLA GRAR 4R >20 %7 ) FI A4
T4 DRPLA GE R 4F k<20 %) o A DRPLA 3]

2053 R RN B R AR 20~40 22) FTIEA
W A B (R A >40 2 ) PIZH™ . DRPLA 141l R 5
JRPEAR K, CAG 5 5 BRI 28 95 4F e FIB o 7™
R R AR C . A DRPLA i 5 3 3 ok 3L 35
VR BRI T AR SIE PR, T AR AL 22 R
SRR RN LR 2R o Sk B A G 3 PR B AR (magnetic
resonance imaging, MR1) B 45 B T DRPLA 27, {H 1%
I R SR 7 22 SR AR O, TR 7L 40 B Be i — L6 S
LR R U TS A s o G [ S i
i T,WI/FLAIR 3 15 5 LA~ F7N ik 22 45 0N
J& DRPLA WY FRRIEMESZ AR R . B HIZ A 3L
RITFB . —SEXT polyQ B9 I YARYT IEZE IR IR X
gorp, 4 424500 (Huntington disease, HD) . HTFi%
PR 2 )7 FE ALY |, £F X HD 1 98 18 16 1R )7
O REf DRPLA S35 32 4 . AU DRPLA 1Y &
o L I BEARAE Il PRI SEAR 5 R I 2 W M i e
BNEYTT 5 A TR DU IR RHZ R 1A
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1 ZRHLEH

DRPLA & — P Ju (8 1 Mt 1% 50 , il
12p13. 31 XA ATNT HE R 45 55 4) i+ CAG 5
B HETECY, 1993 4 IR s EATNT L, Ho gt
atrophin-1 25 1, ATN17EON S 520U FIo R G 4
JIs R R UL XA R R e Ak T AE K Y 3R A
— AR R . EAAAZ R AT Bl rh
P R AR HE T, 6 16 ki b mT DL = KB AT 3
ik, X 27N atrophin-1 AT BEAE TP IR R R A &
R AEMEHS . atrophin-1 2 —FP i 1 190 % FE 2
AWM EN, > TN 125 kDa, HEZEEWIT .
polyQ {37 F atrophin-1 A RIS 5 S8 T N s — A=
22 Z TR A & R 1 X 35 (polyS/P) 5 55 3T C ¥ A
PN E SR 2R AR 2R3y (REE R )P 4)) f
— K% 32 ARORE EAE 45 R 38 (NRT 45 #4350 5 Il 3
polyQ it 4 5/~ PY HJ¥ . M4, atrophin-1 H1 £ 7E 2
FENAE S (DAL F NI e G S ()0 FC
ui A% S A5 5 . BIE AT MR, %A 4 T R
atrophin-1 FJ TN B o & W IA A & — ol s S5 2l 0 i) 1K)
T, Z25E2ZKGE5HSY . DIEMRER, atro-
phin-1 2 5 HH 4 04 20 AR 1 I8 4 R e S 4 ),
5 IL4E - U L0 5 1) AEAS 7. DRPLA #9431
Ho AL AR B . A A TA WL s & ATNT 1Y 1E
W IIRE T R I AN F B0 0 SR R &, 5848
atrophin-1 %9 R 45 M 5 P AE BN Ry & iz 1) 22
BRI E ., FEY B CAGC T2 polyQ ZE K |, it
— Ao RE AT B RE BRI, Al
BEA AR ZRRHLT & A IEIE
Bk Jw e LT 2 F-EAH RS .
H WE-S B AR R G

2 JRIBKE

J K & 3 DRPLA B 5 119 i Rl B 48 R A8 /)N
N 1IN S DAY R 22 A U S D v/ O 7 TR T e
FER IR F IR A% 2240, I = R B Y 9k
i i s g N (T D R Vi A T R LSRN
LI AS BRI 5y 1R R Gk & A8 PR J& DRPLA (19 &
TG FARAE , PN #h Zor B g | B IE A0 i
Ao B HERIMIES b 28 0 2 O 5 1 T 20 R )
EIE RSB A b e R R . FE IR
L BRAE PR 20T 5 I I B 2 A B R AR (K
) I 2 1 11 W R AR 4 Joit R SR T A 4 L R AR 58 )
Rl ) 100 Rk B B 2 o0 ) B0 S AR el R A,
B BRI, T AR BRI A 4E R DRPLA #f 2855 B
B ELESIF 9T 1 AR TE o FEXT— R R L& WL T 1R
FRAFSE AR, 75 /D AF AL 1Y DRPLA &3S BH I 1)
R 2= 4 L XA R S R B E A AT RE
TRERR A OC . — kU, > 4E R DRPLA
Y ERARYE BE 3 R AR 21 A2 AR P B A BH A i A
AR R RUMAH L o FEHE 28 B A 2% 78 DRPLA 1, 7%
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T8 M B A A 10 P A e T 34 A AE i 11 5 P e AR B
o HAt A X n] fE A2 252 uk b B R R (PR
BEAZ | o A7 A% 0 o Ao 284 (B T i e i 22 4% ) DA 5
G0 p 2 TER% N A AR (neuronal intranuclear in-
clusions, NIIs) /& DRPLA iz 3= 5 % 5 #4518 |, 78
DRPLA 35 AR 22 R G0 R T I A7 18 IR e AL
1A N & L8 75 14 atrophin-1, NIIs 42 Fg R 7 51 1 4%
¥, 5 iz R s bR H . NIls B 42 204 10~
20 nm, A AEBEZE A A AN H B 5 FUREIR RN 22 4R 25
FRRA I o NIls B g A 2 5 35032 5 i X
P28 0 41 L BE T B 1 PR 25 A T R S A B ST R
NIls A B B T BEAS B e —Fh B eI AR T H &
P 3 PR RN, B 4 S . #E DRPLA H A6
NIIs () IX 3 1e B 4 IR A% LEA% 6 BRI S R R 40, X
Al e T DRPLA 5 I R F LA A

3 IMeRRHI

DRPLA [91Ifi R & 5 5 it M 5 CAG B & AU
Ko HEFEATER) CAG HEE A 7~35 K Z 0], 4
CAG & WA 35~47 Z BB ATN1 FE K 5878 AN 58
AN 5E 4 A B CAG 1Y B B OBCEH R i 48,
W HTE 49~88 YR Z ]2 AL LA b g8 AR L A
W BB B OB A O . TEE SR IR, CAG
FEEREGRZ B I AR BUER . il
/D AERI DRPLA % CAG T & B R, 1E1E>70
Wo RDIEH T M 90 UK, X 28 g T A A=
Ja WETJLAS A e AR . DRPLA 2GR FR
PRALHE LT S R IUREZE 0 SRS T e AR 8h
JE RS RICREAR 2L i D 4E R DRPLA A9 32 B2 R
PR LR 2 R0 , o 7 0 F T 3 DU &
YEVE R AAEAR , SR 5 POk e I H A AR 3t
VEO I o 2 I IR AT LR 2RI 11 HAth
PIR VLTS5, Anhr AR H0% (Lafora disease ) XI5
JUL I 25 90 0 £ 0 R R LT 27 4 . I DRPLA J %
ZRIN IR BRI T AR SIIE R ARG E
o ZALRE R K, 55 7 &0 s H A 2 A
SCAs IR A . M, ZAF 56 DRPLA B & (&%
AR >60 %) 7 R T AL LA /N i e 3 5 O R R 32
BLIG R FRAE , 100 G BH 0 | 5% B AR 0 VR A I
i1, DRPLA WX R4 31 % S BI5ET-4F 1
549 % (FET-AFE WAV - 18~80 %) , N AW EIFET- /Y
H [ A 15 4. T A 5 CAG T2 AU T
FHE, DRPLA BB fie e UL IR FE T 5L R Ay il 5 1
WO R LIRS . BeAh , A D HOw #4218 T DRPLA
A S B2 B, o 5, 0, 355 2 MR | e S PO s B 52 B ok HIR 2
H R AR A T Ry BRGS0

4 HBEERU

DRPLA U MR AG F R 25 1K, 7R3 -
HIRY B nl fE 2 IR e R S M AR e LAY
SEAGARAIE S R 5T i A i T,WI/FLAIR =515



XS MR 2025 4E 7] 42k T

S UL T RN ZE 480 il R R S R R
AIDRPLA fEH W N Z 0L  (HIZ A2 R BRI R mT I
FIEF LN WIS 00 f 7E 3 3 A S 1 o
A8 22 40 A T R T IX (A % 5% ), i 70N i L
A2 B T,WI/FLAIR 15 =115 5 . 7€ DRPLA &
o JLAP-2 B0 B BN 5 S 1 S, ki
AR FE /NI R 5 AN, FE HA 2 A SCAs H
R & BN A B R o R, /N B R A
A LUK DRPLA 5 %5 22 R G il 1 5 748 A H At i 22
IBAT PRSI X A3 P . DRPLA H 3% B i T 5 e fA
Z5, DL A T 0 A AT e 5 S R i A7 3 IR S
o BEAERY CACHEEZ IREUR /NS DRPLA B35 ik
T NG ZE A B R AR R AR OC I, ARk
IR A G R0 /0N i 25 4 ), 22 3 52 25 45 (multiple sys-
tem atrophy , MSA )t B 55 B4 1] o b i R i T 5
WS 5 & DRPLA MURRE M RAR £ B, A B T 1X 43
DRPLA M AR 2 R G AR PR . (EAS e 1
— BB AR ) DRPLA J b 5324 T R A 1
BT o011 R (== | 2 AN [ N D i =18 (==
PRz W 8 mEEH . DR AE XTF
DRPLA [ D RE#H LR AGF 5T o — 100 [ Bt 1Pk A 5 44
A 14 5] DRPLA 35, Hori g 4 2 35 D AFERL, At
13k 3 MRIA L2 GO 25 45 , JC A S 10 11 T = 15 o
{EH A 2 (9177 - 18- I3t 42046 28 - 10 L & S T
(18F-FDG-PET) fisf & BRI SORARAR A, $2 7R 1%
BB K A P AR

5 LEFETT

H Al 14 AR B 37 DRPLA 111 12 Wi br o, 12 Wi ik
9 BH P SR s AN [ A i B B 1) BRI R R IR R
HEE Sk 38 MRI 25 BLFI CAG 3 587 41 114 J5 R AS: )
DRPLA B2 W s A« (195 BRAERE : O IR AZ 4L
¥t Bk s 5 R BB AR 1 s @4 F BRAMI R ™ 5 4
2RI TP S T AN B G A i 1A DR AZ RN o iR IS
1% 5% A % s M2 T A PN AL T A L 1 1A IR A%
P2 TT , AL AR N 1T LSS 7 Y atrophin-1 4. (2) I
PRI . O AR DRPLA (520 % )3 H 2 P00 LR
as LGS H BEEE T L AR S AR s @ AR A
DRPLA (<20 % )il H 2% BRRUR | L3R B A g b
15 o (3)MRIFFAF : OG5 A T F1Ee ik T,WI/FLAIR
(S RO i R (AN T P e e S P R N
1A% SR s LI R 2 30 R DA R B A /D i 1 e 5 2
PN SR B T 2 R shoRE () BB, A T 2R RGN . X
TFHB4> M % 7 DRPLA 1 75, i 1 Hol ARAY 3
SR OS5 2 A T AR A A R I R I 25 4
XFEN T RS #1212 A HAb h X i 22 R G074
PERG , 4 H A ZE R SCAs MSA . IR B R A K
TP s, B0 25 2 92 RS h iR e . KW
B IR R EAR 2 E B D AR T2 FERE 7 i R v Bt
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0 1 T A%, D0 R /N 15 5% = A S B R OR
DRPLA .

H B b 3% A8 T B 55 B 1F DRPLA % 5 UE R i 6
STk o T B3 2 R IR SR AR A ATNT 566 [R5 ik 7
B LJEIRIT DRPLA e AU k2 —. —S B
B Xt At poly Q 97 1Y) B 422 DT 38K 28 AR JL R R 3k 1 3R
W 1E AEAIF & A, SR ok A5 W] BB A AF DRPLA
tr. fii ] CRISPR-Cas9 457 AR A] B 845 H T 58 A8 5L A
) DNA FP 51 . 2875 il 356 R R BEnT LAAE 3 9% 0 7 9t
S A 0 B DAL o R BA L, DT B 58 A8 2 1 |y
Ao BEAR, IR LLE o R TP RNA e AT
1R RIS 43 —F 5 By R0 SRR T 548 2 s, AT
s S SR A I BRI BB e Hofth oy
[ DRPLA J6Y7 WAL A2 5 & rh 7 (1) 1 F atro-
phin-1 3 8554 S 08, FH 418 11 2% 2 1k il A )
FCANT FREN ) AT LA 5 5 Sl o W9 o, TR
FHAE 3 2 Atro-118Q B 3EPR/INR 1942 B D, 4k
K NERBY -2 75 4y o (2) BELIBT 28 22 atrophin-1 25 1 1)
YIEI AT HAL 58 TR F AT ] el DRPLA i
MR o (3) 38 8 1% fb INK #1057 8 atrophin-1 A9 B % 1k
T AR, DI SE R 4 22 JTAET

£ X DRPLA B9 48 BE 32 B30 J2& XA SZF5 1R 97 -
X F LB 25 95 7] DA FH R 5 P S ol oK 2 95, X6
T4 T MU 2 A T 58 PR SG IR B M 2 T 25 R e
JEVP 03 X T B EE T R A Sl E ALK ) BRERS AT
DL FH T 2808 R R 75 P P AL s T Rk
D5 B TC e 9 A Anfa] A 458 (100 mg/d) 7T R
@ NG R S AT NI 1 2 Bl | B
(300 mg/d)IGI7 I R VHFIEE A2 550 . T
HRIGIT T-B DRPLA R FH R TG 2%, —#Bor
H LT ERIE , Ko A 5 K B ENR
WA PRI XEE BT T il R ol 2 AN WL A5 4 B Mg . AR
U RS T AL ) R A B R

6 RESREE

H R b R 584 T it DRPLA Y & %% HL I #1 atro-
phin-1fJZIEE. DRPLA B35 B & on B M2 — g
KM 22 18, 52 A8 88 B B NITs A 2 B
s K R ME — PR 28 1200 1) B B0 R 2 AT RE %
A% atrophin-1 A ARAFPEBEEAE . DRPLA (WG R 3%
5 CAG B RBUH G, CAG 5 REGHK , 7] fig
Tl 2 B [ R 5 ™ B P AR EE . G 15T L
T F0 Fe i T,WI/FLAIR (515 5 LA R T 70N il 25 4
J& DRPLA fRFIEPE AR R I, (H R 53 W 1Y i 25 m]
el R A LAY H TG RRIEPE SR MR | 3 25 50
Wl R . H TR A RGR T T B, —Se 4t
X polyQ i (U HD ) 67 IEAE IR AR ge . il
Tk PR A7 AE AU R 7R Y7 SR W ik 18 FH
DRPLA ¥4 .
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