IR R 2026 4F 3 A% 43 B4 3 ] T Clin Intern Med, March 2026, Vol.43 No.3 - 255 -

[ DOI]10.3969/j. issn. 1001-9057.2026. 03. 021

I ¥ %hRaF sset &4
[XHEIR] WEFRAR; REWEK; FEEN
[HESZES] R746.2 [ X#fERiRES] B

B, 24 % W TZ T 6 45 IMEER IR H 47 F

2024 4F 1 A 22 HUGA TR A ERR & MR i & 55 — B B KO
IR, B AR 6 AFRTICH B R T B B IE LA
WT B ZE R Az Eh R8I A7 B, T S ol 57 e, A fig
KB RIATE , Tovk B S8 AR B 163, (H B H AT EARARZ IR,
FIARTEM, 2024 41 A 15 HHE“ 20N R 752 TR S
DR M b5 (CCU) A2 LRI ( CK) > 10 000 U/L, £ B A
[ B FR O ML IR S RESFIRYT , B4 CK TREE 4 647.0 U/L,
SRR G B, PR O IRERIR h S5 Ath ik i 4 RI697 , B
BT TG T 0 S (R B R NS PR PE B R BT T2 B &
CK 6952.00 U/L, LA“ Z A& HENLHE (PM) " oA KGR S e ®l . BE
N FHELTORAR . A GRS AL AR AR AT AR O il B (A A
KA R, REIER, SRS MG, B A
TeWiIE . W ERLTT 4 9, BT B LT 3 4%, LBk J7 1E 8 T
JETCoK M, A R AR R ST R B, SERR =R AT R R
HLPRANAEAE B LLANMETTRE R AR BT C SOV AR L ILEE 5 I
(T o A D i) 995 A 8 409 L T T ) 968 afh R ST ) | £ 4 2R
HIE D-ZRK) Ig BE AME ZERGREF iR R R kSt
e PLOBEIE PR A S R e T RPUR I IE® , A iRE.
AST 108.0 U/L, FL& I &/ 447.0 U/L,CK 6 952. 0 U/L(40 ~
200 U/L, 55 N R IEH S5 EEH, LIS AR | LR % R T
fitf MB( CK-MB)248.8 U/L(10 ~24 U/L), Il & #. WBC i+%k
8.06 x 10°/L,Hb 134 /L, PLT 1%k 375 x 10°/L, > ULFE . CK

HETH . ERARPAE AN LIH (82271844) ;T HA K2y
B & B4 T I H (MS2022106)  HEZETH [ B fuie Mg i w5 S2 10
GBI H (HAP202302)

VB B0 223300 LIRUEDE , 7 o B Rh 2 B I 7 22 55 — B5 B KL
G R (TN FABET R VTIOR8 — N RIEBE A MR (IRE T )
5 H R MR AL s e BB (R 44 )

HHAES  FfE4T , E-mail : deqian03 @ 126. com

- R Pl

http ://www. lenkzz. com/CN/10.3969/]. issn. 1001-9057.2026. 03. 021

[5] T/ 149. 30 ng/ml ( <4. 87 ng/ml) , PJLE5EE H 0. 024 ng/ml
(0 ~0.014 ng/ml) , JNIZLFE 1 134. 00 pg/L(28.00 ~72.00 we/L),
IR F:CD19* 19.70% IL-6 8. 11 pg/ml IL-10 5. 54 pg/ml,
PURHUARTE . PT PM-Scl BUIRSIBHYE( + ) , APUiR I Y, 4h
EIMAYUATE 16 BB, BES CT 43 Ko v [ 34K T8
R, BUNCER MRI A0 K BRIDLA k5 T1 & T2 S8 (5
S, BN (B 1) o WL E . 2 R ML AT Rk,
W2 W . PM, RS e LS it — 20 o, iR Jh 4
AEBEHH BT F SR 0 500 mg @ik vy (IR 0.4 ¢ - kg™
d'HA3 H BREE0 g fH 3R MFEREF 2 mg BH 11K
SEXREVRYT i LARM B AN 2024 4F 2 ] 8 H B F R
GfRIE B, HBEE TR + RBEMEIR T 897, (A T
= J7 BN E S R e SR AE R, 2024 4 5 A 30 H FR EXIR
GRERMERE , A BE 1 1) S0 3% LS 32 A8 R 35 Panel £ $2 7R
CACNALS ¢.936C > G .DYSF ¢. 5830C > T XU 5 5878 | FAC Bl ok
T J5 s it — L WIS W AR YT, 772024 45 11 H 26 H
HE B RFERNERAERE, 7T 2024 4511 A 29 HRK F154
1 =Sk IUATL PR R ARG A | AR J 2 205 B 5 7 LT 24 2 JBE /N
NGB OLIRFE A LET 4E s Dysferlin 28 1 58 28R 2538 /2
WL =S AT G Dysferlin 25 VR R BRERAE (B 2) . A2
TR BINLE TS BAE (LGMD)

it it

Dysferlinopathy ( Dysferlin JJL %5 ) J& — 2 WL A6 A9 & FK, LA
DYSF FERZEAEE VLT 4 Dysferlin &5 [ 3R 0055 sk 2%, 51
WLTE 3 55 Z2 i R A AR AE, Il PR I 78 32 %2430 LGMD2B 7Y
(LGMD2B/LGMDR2) Miyoshi AL 1 % ( MMD1) 2 fif L 5
FE LR ( DMAT) 250 LGMD &2 I R RN 845 S5 vk
H AN , 767 A BE LB h B 56 4 i, &
BREGRN 1.63 ~5.00/10 T FEFRIN B IJA 1 WU %L
LB AT S s L JG 10 AR 845 20 ol e £tk
PEBAE I LGMD (LGMD 1 BY) Jz 5 G (0 44 f i 382 1% M LGMD

[15 MTH4 AR RV, R N B am T SR X HE B AL A5~
HISWIIE 52T [ )], P RS R 224, 2020,36(9) :859-861.

(16 ]k, XIBeRd , 25 KA. 8 7 PUBT R 5 2 LIRS 12 W7 L Tl i 2 i
T [1]. B AR =45 ,2017,26(11) :1273-1277.

(17 4325, L. AR 2R R 78 N BT 5 0808 CT e B4 B B R
T2 W B (B [ T]. R R R 2R ( H R B IR)
2017,37(12) :1608-1610.

(18] XIZR 28, AxoR |, . B 7 P BE Xt W i 3 1 BTG 12 Wi A (I 25 4%

SAHTLT]. RS 5508k, 2022,17 (1) :63-69.
[19TASIRFY B 05 | A IREaRE , 45 15 T 308 405 A 1k 2 A4 T e %) DA 28
SIMTIESCIRE 2T [ 1] IR AN 258 PR 24 24 7 ,2020,19(2) 1 169-173.
(20 JAIIGA5 , P mee , 6 17 BE. 5 e 2 00 A2 7 SR T (B 1 BT
[J]. ILZKEEZY 2022 ,62(24) :64-66.

(ki B 3:2025-03-24)
(A« i 05



« 256 - IR R4 2026 4F 3 A% 43 55 3 ] T Clin Intern Med, March 2026, Vol. 43 ,No. 3

1 2024 4E2 A1 HEH MRIKASE R (A A ;B A5
WLEF it B K/NANEE B A i ] 5 B N AS 42 BE 3 22 | WL T A 25 45 2 23 R DL A 5 A DL ISR P A A 4 32 i ko S 22 4 R 42 5 HE
Yuft, | % 100 ;B JJUFEF4EMIA% REE % ; NADH 440, | x 100 ; C ; Dysferlin U LA 458 Ak s 40 YL (5, x 200)

(LGMD 2 &) | J53& & k% W', LGMD2B J2& Dysferlin HILIG Y
LI R A I PR AR AE A 45 B 30 it B R R 5 & DL P TG
1, SEURSS i J5 M DA ST, B B R R T LY
AL Lt P RE A7 BB (EIEDR A e T 30 2003500 AR -3 AL A 3
WAZ T PM & —Fh 40 G A 8 B e
9, B LA ACAE AR B G JILTE 1 CK THE %7, LGMD2B 5
PM TEIG RZFEIN I A 224 FRAE L JE AR AL, 8 S 3090 3 A2 I IR
THERE,

A F 24 % Lotk IR FI EZ HIUALZ J1 CK F+
= WL E s DUE S . B E B Wi PM L (RIE +
SR RIFA YT G I FRAE IR B CK K- TE W] 8ok 3% | 22 LA IR
K B JL PR AT | e 012 8 LGMD, LGMD2B & —Fh i DYSF
SR AE S R H Yo LR B R 3 A5 95 . DYSF 32 PR 4 A 4 F
K 2p13 1119 dysferlin 25 1, A28 VX4 F0 5 R 7 v & #¢
FEF, DME S LR 28, RAL T 72 4778 8 s LD O WL 400
e RAEAE T AR LA 4 41 (40 A% 40 ) A e | dysferlin
B B D RE 2 S LOMD2B (%005 BIRAE S |

BCRTA JSRUHRTE , — 1175 4 g P R 3 LA M 30 it S A4 TG g
AN, CK BB 34 SUNUNL A IE % JE LR e e H M R 58
Z B WURPUR R LS AR PM 2 W, S s 200
PRV R RO PR A 32 S LGMD2BY | R[] 142 , %461 e 3 L
W B B IT A AL, R AT B R EE R LS RN RAR
FE PRG£S 28 28 6 15 43 ol B R ALK, 55 dysferlin
WL 8 Y AR B AL 1) 7 SUARAF . LOMD # #R124 PM, %
F R 2 A AE DU BILTIE H1 , CK KT, WUE Bk 28 48w
WUIEPES S, BEAh B L 230 27 e BG4 350 222 B ) 7
HINLET defl LA SESRBEAT AN AR 78 SPRIf R T A
Hh I PR B T TAT B AS R 308 de R bR B A 7 19 55 56 2 4 A v 1 1Y)
XArmis . BT, %0 3 AR SE LS KA Dysferlin 25 1 50528
Pt KWK LGMD B E WU Dysferlin £ 11 1) 1 25 9820 5 B
KB TERER BRI AR S Wi R R B E AR
LRI 40T, T A SRR I EA T RS R, kAh  LGMD &
Y5 Duchenne )L ’E 2 A B (DMD) } Becker L& A R
(BMD) %5, DMD K BMD 2 & i F Xp21 B DMD F [F 548
1M 4 A X B s s LSRG PR S 4 AR
PEER LR , L% CK A1 LDH W35 715, Hoh DMD %
S DR E T R S T AR I R B K
FEER , JAYF L, PM R —Fp A B S Be e, X A
R0 B R RAF PRk, PM AR o B IR 3R e o 3R ok
il gt U A F LGMD B 167 R R

2B 2C

B2 2024 4F12 A9 HEENAALRIRK AL R (A LT 4RI,

WA IR T Bl 218 B, s G, fee R B o i B
Drfe! TR, S AT IEBUR S48 LGMD WA Y7 ik, BT
B R 2 A S5 A o L[ P A A T 2 AR D 2 LMD ot Jié
FFIELEFET- A B R G S T B TR S e

Zi b, i T LGMD Bl RSB e S PM B & AR, A
AARMEAS P2 X 3Tk . X T CK KB T /NBRATL P 25
A5 KPR + BB HRRG ST RN AR U A N5 I LGMD
AIRE, RS B BUA YT JC0 B2 AT R R J8 AL 2
PPAG T 25 LOMD2B 1 12 W% i iRis i,

2 % x #t

[1] Bouchard C,Tremblay JP. Portrait of dysferlinopathy : diagnosis and de-
velopment of therapy[ J].J Clin Med,2023,12(18) :6011.

[2] Mah JK,Korngut L, Fiest KM, et al. A systematic review and meta-anal-
ysis on the epidemiology of the muscular dystrophies[ J]. Can J Neurol
Sci,2016,43(1) :163-177.

[3] Johnson NE, Statland JM. The limb-girdle muscular dystrophies[ J].
Continuum ,2022 ,28(6) :1698-1714.

[4] Nigro V,Savarese M. Genetic basis of limb-girdle muscular dystrophies
the 2014 update[ J]. Acta Myol,2014,33(1) :1-12.

[5] Fanin M, Angelini C. Progress and challenges in diagnosis of dysferli-
nopathy[ J]. Muscle Nerve,2016,54(5) :821-835.

[6] Xu S,Hu X,Wang J,et al. Polymyositis and dermatomyositis biomarkers
[1].Clin Chim Acta,2023 547 117443.

[7] Dourmishev LA. Inflammatory myopathies with cutaneous involvement :
from diagnosis to therapy[ J . Folia Med,2017,59(1) :7-21.

[8] Takahashi T,Aoki M, Suzuki N, et al. Clinical features and a mutation
with late onset of limb girdle muscular dystrophy2B[ J]. J Neurol Neuro-
surg Psychiatry,2013,84(4) :433-440.

[9] Bruge C,Bourg N, Pellier E, et al. High-throughput screening identifies
bazedoxifene as a potential therapeutic for dysferlin-deficient limb girdle
muscular dystrophy[ J]. Br J Pharmacol ,2025,182(13) :2930-2949.

(10 MAAR, B4 b, JTH, 55, B BUNE 248 R 2B BiR1Eh 2 &ML
R—I[)]. IERNFAE 2021 ,38(9) :627-629.

IR, ¥ P BT RIS TR A R 5 & i 2 & 2 R[] |
Prph 22 2SR 20,2024 ,51(5) :61-67.

[12]Waldrop MA, Flanigan KM. Update in Duchenne and Becker muscular
dystrophy[ J ]. Curr Opin Neurol ,2019,32(5) :722-727.

[ 13 57k , 5K . Duchenne TUWUE FEAN RUAE 1 5 LI 5 14 G e AL o) B
HARTPHTEL )] e Rl 2016 ,49(7) :574-578.

[ 14 1 Kohsaka H,Mimori T,Kanda T,et al. Treatment consensus for manage-
ment of polymyositis and dermatomyositis among rheumatologists , neurol-
ogists and dermatologists[ J]. Mod Rheumatol ,2019,29(1) ;1-19.

[15] Patel NJ,Van Dyke KW, Espinoza LR. Limb-girdle muscular dystrophy
2B and Miyoshi presentations of dysferlinopathy [ J]. Am J Med Sci,
2017,353(5) :484491.

[16] White Z, Theret M, Milad N, et al. Cholesterol absorption blocker
ezetimibe prevents muscle wasting in severe dysferlin-deficient and mdx
mice[ J].J Cachexia Sarcopenia Muscle,2022,13 (1) :544-560.

[17 ] Turan S, Farruggio AP, Srifa W, et al. Precise correction of disease muta-
tions in induced pluripotent stem cells derived from patients with limb

girdle muscular dystrophy[ J]. Mol Ther,2016,24(4) :685-696.

(Wicki H 197.2025-05-13)
(ARGt = 18)



