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[ Abstract)

Short tandem repeat (STR) is a component of the human genome, the number of repeats

of STR is prone to change during DNA replication, and when it exceeds a certain threshold, it will lead to

the occurrence of diseases, most of which involve the nervous system.
wide application of the third generation long read long

neuromuscular diseases have been confirmed to be related to STR variation.

With the rapid development and

sequencing technology, more and more

This article reviews the

clinical and mechanism research progress on STR-related neuromuscular diseases, so as to provide guidance

for clinical research.

[Key words] Neuromuscular diseases; Microsatellite repeats; Review

This study was supported by the National Natural Science Foundation of China (No. 82071409,
U20A20356, 82171846), Beijing Science and Technology New Star Program (No. 2022018), and Capital
Health Development Research Special Youth Talent Project (No. 2022-4-40716).

Conflicts of interest: none declared

S BB H P H) (STR) X FR 3 L2 DNA, 2T

doi: 10.3969/j.issn.1672-6731.2023.09.002
FEETH E KRR F A I (5H 4% :82071409) 5
H %R A AR E L2 B H (3 H 4% : U20A20356) 5 [/ K H AR
Ik R (T H 255 . 82171846) 5 Jb 5 T BHE B 2 350 (i H
45 :2022018) 5 1 #B 1A K R BHIE % 100 R AR 0L A 10 H (35 H 4i 5
B % 2022-4-40716)
VEA B : 100034 U 50 K255 — BEBE ol 28 W RL (O 2%, TAE
B, AR SC, FRIEE ) 5330006 [ B K2 BiEIE 55— 5 BE 28 R (it
R
TIRAE % E 8, Email: drwangzx@163. com ; 3t i 2 , Email ;

hongdaojun@hotmail.com

CAETEZAEYEFAA TR SEZSENE
DNA EE P, K2 ~6 MEH IR, i AR 4
6.77% " . HHI, NS %€ i@ 150 774
STR, H: 5 & YCBAE A R ) R ] R RE 9 SO TR
AN B A AE A S, NI A B STR & K] 3 19 st 1% £
AP, STR K B DNA & il i # vh 5 & A= 48 4k
X J& T 5515 30 (strand slippage) & & 45 iR & — 9%
K I ST BB o W STR K BE AR X A Fae , H
WG AE y N A A% 7R S R i T ORI .
J& , Y HELE STR 5 A RO I — & 1 (8 I ]I AT 5 2L
YRR o 14k E A I 60 Fl STR AHICEE A ,
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Table 1. STR-related neuromuscular diseases
PERTARR SR LA IR WHEFI R i AR
OPDM LRPI2 5'UTR CGG  MUAFEF A 4w MLAESIEAT DU L 6 e FR S JULRRI LT LT W 3 R
GIPCI 5’UTR Ioele DR
NOTCH2NLC 5'UTR CGG
RILPLI ~ 5’UTREJMEFIX  CGG
NIID-M  NIOTCH2NLC 5’ UTR CGG AWK IR AT I R 9 ) A JILTE 7, A S £ B 1 UL TG UL O 6 JUL TS
1, o] R R A
OPML LOC6423 5'UTR CGG  HPIEER LW T T RER T 22 R 7R I IR K B DUBCILE T, K
LRy I 25 4 LA B B s I 58 Ak 1 5 i s
KD AR Hh T IX CAG  HAEIN &% Hiﬁiﬂiﬁ“ﬁ%‘ﬁ%ﬁﬂ%ﬂﬂiﬂf PESATHETC ) LR 45, fF s Sk
1IN ﬂi%ﬁﬂ%% E RN E (B RE .
ESEF N i&ﬁ BT %)
OPMD PABPNI AR FIX GCN  J4E I &% GG AT LS 2 O PR X R R AN PR i LG g
ALS/FTD HTT ST IX CAG "B AR LT g shph & oot s , # F1 iR
NIPAIL AT X GCG AR AN
ATXN2 5'UTR CAG W EBFEH &N
C9orf72 W FIX GGGGCC HAEH &%
CANVAS RFCI NEFIX AAGGG AR &% NP BE I (TR T ujauFﬂiH:f“ﬁWﬁ BEA A
P SR b, T S AR e ik
DM2 %! CNBP M T X CCTG  MUAF 1 &% £§UHIL§§§&HJUDJ’J}J£ LR 527 52 DA 30 i b 3, 6 A
R 12 WL DY
DM1 %! DMPK 3’ UTR CTG  HAFWE B R &m WLSE B WLTE ) AR R P B (= BRAE ) | TSR J2e ity T8 UL ML g

L2 2,00 5 F O HE PR SGE THAL RS AT IR SE L P AR
SEGRF

OPDM, oculopharyngodistal myopathy, H M 378 %t %4 )L 9% ; NIID-M , neuronal intranuclear inclusion disease muscle weakness-dominant type , fill £
JUAZ AL 8 A% - LG 7 8 ; OPML, oculopharyngeal myopathy with leukoencephalopathy , £ i (5 5% 3% 28 (1) B WH LA ; KD, Kennedy's disease,
1 JE i J5 ; OPMD , oculopharyngeal muscular dystroph , {2 W8 %1 JJ1 7 % A8 K ; ALS/FTD, amyotrophic lateral sclerosis/frontotemporal dementia, JJl
5 455 ) 2% R Ak R0 %50 30 1 951 28 s CANVAS, cerebellar ataxia, neuropathy, vestibular areflexia syndrome, 70N P B AR U R 2 AL I T RE R
345 G 1E ; DM, myotonic dysthophy, 58 H P L# F2 A R ; UTR , untranslated region, 3F B i3 X

HRZHBRMZ RS, iR S AR S8UR T
ALY IG I3 A XA 5 A OB IR
TR G AL B 2 M 5 50 50 B S A AR ot L
G  STRARYN MR FaE . B 5 AR F
HAR(NGS) FEE = AR S 4 W P B AR /9 3 JH , STR
AH OGP 28 L PR 9 3 R AR N T R, R T U, AR S
UG R R AL 354512 W IR YT 5 48 BILAE Jy T X STR
ST R 0 2 LR R T 2R, DU
Il PR 12 Wy B 5 R 4 5 i s 4 ik 48 =
— \STRAH & 28 L PR 9 e AR 3 72
H B, STRAH & i 28 L IR o3 7T 35 550 b, A0 45 R
W 325 v 24 JULS (OPDM) , i 28 ST A% A A T8k 44 - L TG
J3 AL (NIID-M) , £ i 1 52995 22 14 HR W L %6 (OPMIL)
2 (KD) , MR A %YL 3% A8 B (OPMD) |, /il
Y SR NG 2 T N 1 Pl R e e 13
(CANVAS) , C9orf72 A 3¢ L 2 45 M 2= i £, 01 %50 3850
i (ALS/FTD) , DA e it L E R AN R (DM) 1 &Y
M2 REE  SEAEA I B, FEWHRE (HD) B

JIN P e 5 e 8 (SCA ) 2 Bl il 3 5 NIPAT 45 5L A 3
AAE 5 B RRE R DL Bk B R b 22 L IR 7
%%*E%ﬁ%%l STR 5% 4 14 P76 X 38 [ 5 9F
PEX(5’UTR) S8 F X & 7 XA 37 e # i X
(3’UTR) |, B 5 B3R F 3R -+ %0Fh LA STR AH DG Hf 22
WL Z R AR (R 1),
13 2 ] STR S % ¥ 3 7 T 5 UTR X 5§
(1) HR MR 3 s 78 UL < 2 — b 2% DL A9 BOATE 30 &
o 1Y) 35 A% 1 T 2 UL IR s DR 8 30 A A8 1 A7 P XL
W) b 6 R A LRR S L T AL TG g A g R AR
JB A 32 3 L TIC 7 Ry 32 BERRALE , 5 R 0AR 5 JULEF 4E Y
N S A N AR . B 1977 4F HOA
Satoyoshi Fl Kinoshita " ¥ ¥ 41 44 HR W 372 35 79 AL 555 LA
b/ = I NI R E5 I E R B = = M S E R T
B R ORI 4 [ R B 4 3 300 A B R E O AR
A G o A B M st A R g o AR B M 8t A S
W& M 2019 4F  Tshiura 55 V38 5 4 J PR 410
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618299)5’ UTR X CGG T & " 14 /2 R M izt oy 74 L5
PO LA 5 e JE 3 AR PR A AR R
W F AR XA 4k & B GIPCT (MIM: 6605072) |
NOTCH2NLC (MIM: 618025) Ml RILPLI (MIM:
614092) FE K 5° UTR X 55 3l F X CGG HEZ ¥ H IR
Z 5800, g 5 2 58 3RS 4 S st A5 1 B0w
SR R e 5 P RO ] AT DK HR A
vip B9 WL 4> O 4 Fp O R, B OPDM1 %4 (MIM:
164310) . OPDM2 % (MIM: 618940) . OPDM3 %
(MIM: 619473) Fil OPDM4 %! (MIM : 619790) . 4
bty W N I (EN SR E SN E O S RS P
A5 BT, HR R S v AL B i PR A DG BiF o 3
EF AL AR, HA oOPDMI A OPDM2 #Y i
OPDM3 Y £ 25 43 1] b 32 DR ARG 00 A 2 HIR WA 32 sy 25 UL
Jog HB B ) 78.31% 13.25% F1 8.43% -1 SR i v [
BAFAF 5% & B, OPDM1 & . OPDM2 %4 .OPDM3 %! FlI
opPDM4 # & # 43 il 5 3.9%. 37.3%. 13.7% Hl
21.6% A5 H 29 20% [ & BOR L HARBT 7 %R
[ BF 5 19 43 A 22 W1, OPDM 1 B0 % WL T H A {H 7
T [ A1 2 & AR A Y SE Y 5 1 OPDM2 A U 7 o [
NHBEF T 7 bl e, H AR D UL $27R CGG &
ST HGAR G P RT R HL AT BE R AN . HET, AR
B 75 B, OPDM2 B 55 & YR A 5 & s 4F i & 7 AH
K FEAE Al W Y f AF 5 o R 4 3 B A
SRR AN T A B0 B R GE R A B (R
&EWE) 451 R , OPDMT A 13 ~ 45 %k (3 85 ~
289 YK ) .OPDM2 &l 12 ~ 32 K (H & 73 ~ 164 1K) .
OPDM3 % 6~26 YK (FR 35 128 ~198 1K) .OPDM4 #I 9 ~
16 K (FRFH 139~ 197 %) "', HHFFE A, AR Bw
B PR AT DL 5 BORE [ B4 I PR R L 1 AT Ok 0 EOR
LN CGG B A2 3 8 A HIZ WA 2 i 750 JULAS 1) & 9 L il
R FECHER AP W RNA FI () 8 (1 ik
B Y REFRASF (GOF) AL, 1 4 2k [ (1) 8 &
P3G T 3 BB P P R, B R HY  4F
PR CGG H & B ST Bk, R I i 30 40 3 3R 70
TG i IR 48 4 & o (2) B Il 1 J5 o 22 1) IR I UL - R
Ishiura 25 "' 2019 4F 2 YR 15 A9 — Ff g 20 ) HR i
JULIP . DY i TE 77 R 5T G 99 R AR IE 7 st A% M
H AT A 3K H A E — K & 4 0RE I B B A2 &R
WLOZRR P THEE B LR RS ZE A
W PRI X ) e 5 R D BTG g E AR 0 A 5 (]
P Al R G0 0 I PR R A 45 )™ 5 15 il 8 Bl
fig W I 5 v | L5 G R LB bR T e A LR R

5K B0 LI 5 3k 3 MRT nJ UL G 28 4 . Rz B Jo 58 4k
FIE A5 5 5 0 20 AR 3 B B LA 00 A S R e S
WL AR B AE Y Ak T 5T 1A BAGE i WGS B dE
oy AT, BB E LT G 1R 10922 1 LOC642361/
NUTM2B-AS1 5 5’ UTR [X. CGG T & 9" 14 2 % i
F4 T A2 1) HIR R UL B0 SE 1 (3)NTID-M : #i1 48
TCA% AL IR A T 1968 4F 1 R4l s B T 24 1f i2
Wi T Bt 3 EARKEE K, R I AR Bl S 40 A% 4F B A ER AT
HHE 40 A B 0, F 2011 4F, B Bk 4H 4L A 0
IO FH (5 122 95 975 14 32 T S i O {5 (R B #2019 48
4 A AN R 5T 14T BA 43 0 Al or 4 E N 2SR S Pk
NOTCH2NLC ¥:H1E 5’ UTR X Ay GGC EHEZ P4, )7
2 PR P28 T A N R AR s A R R R
JE X0 A 12 G 2, i R 3R B A DA D) R AR
P 95 A A% 2 1 v X bl 28 R 4 a2 R T L P 4
KHEMEI R E ¥R 2 E AW (PD) A
PTERR W (ET) . 2 & 48 % 45 (MSA) BT /R o 16 B3R
(AD) B R 27 (FTD) LZE 45 I & B8 4k (ALS ) A
NIID-M 4 24 Hidh NTID-M A 3= 52 5% 58k JR] B 22
9 T S0 TR R O S L W AL g ek s i AR L (R AR A
DR R LR R e B ILTE T E AR AL A
OPDM3 #Y | FLIIfG PR AR AE Ry 15 AF 10 % s 1) 108 47 1 i 4k
WLTE T, A BAS 1 IR L 1w 3 R e LG . b
R LG 78 A A — g TG Rl 2 ST A P B R AR
B, X — NIID-M B 5K 5 4 24 ) 51 47 3k &8 MRIAS £
HYAIFFE Hr A L 91 R0 A I 1 T 72 5 R RE Y B
B A 456 75 1 22 BRIy Be A5 AL ) R 55 1 RNA Ty g
AATHLE
2. B B STR 5% ¥ 3 47 T4 B F X 1
(1) J& i : IR AR A B R AE 36 L2 455 (OMIM
313200) , & — A 55 0L 1Y X 34 B8 15 7 T 38 sh i 4ot
P, 1B RV R KOCH B R AR A0 AN T iz 3l &
% 5 W R LA S2E P LG g g PR ER 28 R B A IR
K, 30U L BB R v L2 A R R, T PR
FVEFL 5 & H B FE RE )T B S R R N U R
B AR SEH T g A% A8 S BERG Y CAG EE Y1 >
37 YR M BOR AE S 2, RN AR 2R T
A Sz B T LA T RE . 1968 4F , Kennedy
SRR R R 1L JE e R I KRR AE , & B
Hos e i o X # gkt mfe . BRizshmatiXk
AhBE ARG A AR AE Y PR BN el
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I RE e, bR AIL R BT A R S R B 5
PEFLD KB EF R N RS MR o (2) IR
W 7R L3 75 N R R — G ke TR A% M L, DL 2%
18 JEAT M 106 T 3 A M PR AN A S s ILTE K
B AR, R4 PABPNT JE [ A B F 1 N & R % 5
(GCN)n EE Y W (B HEHZRECN 11~ 18K, IEH
NN 109K J2& HL B0 B 2, Bl & 1 HE R, iR T
BT IR B B R B AR R . B
W, & A AR 1 R 1A 0T T R I EL A A0 R A T
PR LR, 5 2 D) mT 400 o) 45 R SR I L4 T AR B
FIRNA 4545 8 H D, 4k i i B A 740 i i i %
MR E S AL A BR 25 & B 1 (PABPN 1) Rk 7K P
FEAR , e 450 W 1% 26 1 R 15 1R T g Y
3. A STR R ® ¥ 34 0 F N & F X 3
(1)CANVAS : R A J% 50 5 2 1 20 /08 il P 3 355 2K
B I B 17 BE I 28 A R (0 R AL, 0AT 2 3 8 3K o
Il PR 254 1iF 5 X CANVAS; I IR %6 B vh 2 4F &
I ) T TR I SRR B S T R ORI B o A
B SURER A 2 RFCT B AAGGG B 4 1
di G RAEHRAE Y, BHAtd F RFCIFEFER Y
B0 BOR L A TR R A AR
CANVAS MY fil 5 95 30 ok A2 S b 2850 & 5%, 6 BAVZD
Jili BT R A B A Ol 0 o R I b 2R A B O e
I B BRI R TS K AR I 2 /N AR AT BE 4T 4
B KA Bk b, (e B S A% A 28 AR RS Y
(2) C9orf72 AH 5 JIL 25 45 ] 5% A 14 085380 - i 4% - UL
22 4 R B A2 R 2R T N I Bl 48 3R e AR PR
AR, EER N [T I8 B ki & T A 3
177 4 K 2 50(90% ) L5 45 M 2 1 6 9 191] 3 St
B AUINES 53 (10% ) 55 B C9orf72 \FUS .SOD1 4%
RN AT, Corf72 FH GCCGCC A % H R
FEY HONEORAR S, 5 X A 2 ~ 30 A4
FNAZAT R HE T S A L, UL ZE 46 R R AL R E T A
100 ~ 1600 A4~ F & 741 . JILZE 45 0 22 B Ak S — Fh
82PN, KR HILT i A T RNA AR 58 (kL
(R G A= R AR O DTV A % C3 VAN 1| RS
B A RE SN B A R A R IT SRR E NS S
PSR Y & AR kYL (3)DM2 B . DM1 B H DM2 Y
B O A PR AR VE 2 R G L 4 ) i DMPK
I CNBP(BEA:FR A ZNF9 3 K ) 36 R AN B8 1)
EYRnIE, o, AL T Y@k 321 1 CNBP g
BN F 1 CCTGC EE Y M2 HBUR K ', R
PERLE FRA RJE N8 WIS = A R, AR

NBER IR RAF AR KRS, DM2 R (1/10 J7 ) kI R
AR T DM1BI[ (8~ 11)/10 77 ] ™ fE I PR 3 . >
FALH 95 P AR 45 5 i oA BE R A, DM2 A
BRIy % AT M D R S LTS T, BB T ¢
B AR RRAT A RE J7 L 90 AR v DL WLSK S 8 A5 AL L P
PRI O AR, [ B AR O BB S Re R R R KA
PR (50 % LR ) BN 40 I S0 o B SR T i 2 7Y
I LAILTE I3 A L3R A R AR, {2 DM2 Y (1% 2% 70 Rl
PRIt L DMLY TR 52 | L e P10 4% 3 1 il 7 < L 5
BLHAL L D, H DM2 B E T AR R L
A 52 2 LA o b 35, AR R 1B P L IRDR R o & BIL
I, DM1 %4 5 DM2 BB, B PR 3 5 52 )7 91 A o
AT A AZ 95 kX RNA 25 & 2 AR LBk, U
NUEHE (MBNL) K& H RNAZE G H , S50
AEME MBNL 2 [ #E 51 Al — 28 MBNL AR 4 5% Sk A8 &
A BT IR
4. B FE K STR % & 38 i T 3° UTR X 3
DM1 % gy DMPK £ [H 3’ UTR [X. CTG 5 & 9§ 1 iy
L 5 DM2 BUAH L, 32 RLA B4 A T U A
v, A R R 2 IR SR LE ) . DML AL
I PR 3 B0 52 2 22 0, MR A1 2 0 4 18 mT 43 O S R AR
JUZE I g 78 A 399 i AR (LAY ) R G e AR (B
) e 4 A s R R R I R 2 B LR L
T WUZEGE SRR VE v I HO I S R G
WMHEZRGE HUERGE N WRGLE TFRRGE L
Jok 21 AT 32 B[] I 3 AT L SORG o B ) R e
H AR DM1 A5 DM2 A [N 548 A5 s AN [A], {H & o AL
AR AL, B LA RNA B PEAE I O &, E25@ S LU AL
R FERORA/EM : (1)3° UTR X CTG T & ¥ 14 5 1
Z Fh 37 U1 A F, 40 CUG 45 & & 1 1 (CELF1) 1
MBNLI 7 48 i 4% v g K S 0 (2) 52 i 7 53¢ 5505 5%
Ja T4 0 (3) T8 i HL AT B £ B A ATk
ZIKREW ™
" STR FH i 28 WL A 975 38 1% 12 W
XoF 28 LA 9 BB R AT 2 W Z T, IV T 4 ) 1)
o S, I T A AR A A A S G A A HE R AR A
AL, BRI STR AH G B 28 LA 9 78 11 B A M AL I KRR
A, G HIR AR 3z v 780 UL AR 2 ARUL | UL A Ok UL L g
JHc 3t iy 57 54 T 3 o 5 P P A ) HR AL AR
& R o e L A7 2R, MRT S /% Bz 86 I 58 Ak i 15
55 e U R B ILTC ) e R 2 B 4 W E
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R AEPE IR R AE R o 1 T 48 K 2 80 STR A1 56 #fr & L
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F 240 90 ) 5 T B 4 1 5 R X9 12 i A A i
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S B H AR B R ALK G S B SR B AT
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B, (X 2230 56 P81 07 5 R B B o T 1 B A, i) 5 IR
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TER Y2, AR AT C F AR SE A 32 W7 1Y B
A& B AT A W] 22 i g 2 G A A 95 95 12 I T i A
JH, T 28 50 k% P9 60 1A 95 i A% oA A TR A IR T
T2 ity 780 JIL G R % 4 0 S R A% P9 AL T A (DML AL e
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XFBEIRIZ WA B R 3 X
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BN 24, I R 5% T3 i bR AT 5 4 TR K GnRH 52 14, s /D e
WEZARAR) P STR A & 28 WLIA G 936 7 /i
s g LA A5t A% 1 b 28 UL TR — R, A RIS O 1) Dy
SRR RIBYT R S R 25 W) R ) R R AR A
A NG 2 0 0 25 0 DR 4 o R 4

25 B A PR A A R UL PR ) A
AL, STR AH JC it 28 JIL PR 194 A5 330 0T 8 3 26 7% o ik
o A7 00 K 389 28 G T B, 2 L I A LT
PGB A 0 MR HE O J2 . WG A R DU ik 1
A 2 2o 5 e R 1 0 o0 2 T A B N T A T
A A5 W D B Ol A R A R AR T B R R
HEFRGZ LRSS0 A L
Ay F T R O Bl A B A R b B
LIYRHRE TR YT B FARIEIT

BE & 5 = AR R P B R B kR Bz
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J7 G 2 # H  DRL 1 e 22 UL P S A5 DB B 2 5 I
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