RN AR 2021 4£9 A 38 FH55 9 #]  J Clin Intern Med, September 2021, Vol. 38, No. 9 « 627 -

SHLIEMISE, RUIHAE CRF S5 1k i 2 4~ 2 v
EEEAEH . SRR T HUR MU N Msx2 32326 Y
I, 7 AL Al REE i T R WS SO B
Fex A7 CBFal, fie 2t T8 i F1 (BMP) Y33k, 4%
1L 8 R Ui R Msx2 9263k, {H B 4 52 i AL
FURUIE 18 RG4S A 15 T i — 2 i S 4R

2R AR RIS T T IS v R A R O B
MBE5E CRE IV 546 B 157 vk CRE I 85 16 2
— RS T B R, Msx2 155 T CRF i %
PEALTT AL 04 AR R A R, T g W IALAE 23 i CRF
IS A5 AL AR L, AL n] BB 1 B SR [ 1~ Misx2 Y36
BT A K

£ £ x W

[1] London GM, Marchais SJ, Guein AP, et al. Arteriosclerosis vascular
calcifications and cardiovascular disease in uremia [ J ]. Curr Opin
Nephrol Hypertens,2015,14(6) :525-531.

(2] Z3EE, X 5 B A A 1 7 05 B U I 425 A A 10F 50 0 e
L] IR B e 2 5 ,2019,19(3) :218-222.

[3] Persy V, D’ Haese P. Vascular calcification and bone disease in the
calcification paradox[ J]. Trends Mol Med,2016,15(3) :405416.

(4] SKART =, A, SRS, T30 SETS J4y i 25 ¥ ILAR i 3%
i TR RS [T ] PR SR {4k ,2018,26 (1) <4145,

[5] #400F BRI, FIRRE , 55 AV P ) %% 15 T PIT-1 76 & B K
EPREFAE RO ML F A9 E L) ]. AR B e 24 75, 2013, 29
(9) :687-691.

(6] FEMm, /NG Lo, 55 L W 0 V8 o X Pk €3 I 2k 1) Sl

PRAEHERE/ IS BUF ) B4 AL ity 2 [ 1] b AP e 2% 75,2019 ,35
(9) :690-698.

[7] Ciceri P, Falleni M, Tosi D, et al. High-phosphate induced vascular
calcification is reduced by iron citrate through inhibition of extracellular
matrix osteo-chondrogenic shift in VSMCs[ J]. Int J Cardiol ,2019,297 ;
94-103.

[8] Esrts, v H T, Kb AL 1814 B e - ) o i A S 3 Sh
TN R [T] . hAEBE 4k ,2018 ,98 (10) :798-800.

[9] Agharazii M,St-Louis R, Gautier-Bastien A ,Z¢. %4 41 fifd R 1 A1 3%
ST PR A B AP A DG I I B A i I T R (] b i e
& ,2015,23(9) .898.

[10]Claramunt D, Gil-Pefia H, Fuente R, et al. Effects of growth hormone
treatment on growth plate, bone, and mineral metabolism of young rats
with uremia induced by adenine [ J]. Pediatr Res, 2017,82 (1)
148-154.

(1] i, 340, T AR, 45 IR IGEnS B hg i P ol e ety oK SRURE B o
PeASHEAARAL T]. R AR ,2020,37 (1) :49-52.

[12] EB RB, TRELER, 55 Akt/mTOR 76 =B 55 19 1L 48 F- 1 JUL20
B4k ik B RO EE A I FIE AT [T shAREE A2k, 2018,
98(18) :1446-1451.

(13147 &, B0, XIVEAE. A B 20 MO 7 A8 A5 A e AR O PR LD ] W PR
5BIZ4E ,2020,40(1) :130-135.

[14]Chavkin NW, Chia JJ, Crouthamel MH, et al. Phosphate uptake-
independent signaling functions of the type IlI sodium-dependent
phosphate transporter, PiT-1,in vascular smooth muscle cells[ J]. Exp
Cell Res,2015,333(1) :3948.

[15]Liu H, Chen B, Li Y. microRNA-203 promotes proliferation,
differentiation, and migration of osteoblasts by upregulation of Msh
homeobox 2[ J].J Cell Physiol ,2019,234(10) ;17639-17648.

[16]Cai C,Wang J, Huo N, et al. Msx2 plays an important role in BMP6-
induced osteogenic differentiation of two mesenchymal cell lines:

C3HI0T1/2 and C2C12[J]. Regen Ther,2020,14 :245-251.

(ks F 199 :2020-07-27)
(G  RIEE)

[ DOT]10.3969/j. issn. 1001-9057.2021.09. 015

- PR A

http : //www. lenkzz. com/CN/10.3969/j. issn. 1001-9057.2021. 09. 015

BRHEEINEFRAR 2B BiRi2AZ L ENK—H

s ®&% Z# Tk FFE Kz
[R$iIA] BOFRVEFRAR 2B 8L, Dysferlin JUg; 2 RN
[FE4ES] R685.2 [ scHktRiRE] B

L ,30 B AR Z 97 2 48 IR ARAY” T 2020 4F
10 A 31 HAPBE. 2 41 5 JC I 5% B RCF RS o, 3%
BRATHE SN R R B, JC B B, RGBT . AR
I R BAR = A IR 0 R, AT A T B R b R IR
ML EIS T IRGE . BB AR B (A e, A I\ SRR st A% s s
. ABEREK AT 36 °C,P 79 /4>, R 20 /4%, Bp
126/85 mmHg, 4= B JC R 9%, 0 il 4G A JC A &8 52, DU R O6
W IEHAK R T B IE R, T U WU, L LT 5 2%,

YRR AL :430022 TR, A iRl K2 8] 3 12 25 e o Jas B A 2 g
L
HHIAEE 85 , E-mail ; xuyanwxf@ 126. com

WUk 1% SO BT 5 - 9%, WLk 7 16 % 5 Az B 493 1E % A7
R AIAR D o A Bt G 58 5 A K AT - LR A (CK)
13479 U/L(38 ~ 174 U/L, 55 W R IEH S HEEH, LI T A
[&) , 1375 VLR ikt [ 1t ( CK-MB) 157. 0 U/L(0 ~6.6 U/L) ,
ALT 108 U/L(5 ~40 U/L) ,AST 120 U/L(8 ~40 U/L) , 'EIifE.
A & s bk AR IRE HER .C VAR H (CRP) (ZL4H
MITTRER (ESR) B O (S S99 Mg 3 0 A 45 SR 1 #
WLHL B WL 75 18 PT R 56 R AR 2 AN Rs 2 LR L
A AR IWPEEE A, W I8 2 R AEDLR (PM) AT RE, T &
F W3R P 60 mg BT S KM A E MG EXTREIRYT S
BRI ) 5% B BE R 2 CK 3 661 U/L, CK-MB 85 U/L,
e G A FIRGRAHA 60 mg & H 1 YR, TP AI 5 mg, B



- 628 - IR R AR 2021 429 A5 38 %55 9 #]  J Clin Intern Med, September 2021, Vol. 38, No. 9

1 JHEEANEF = ZE 5000 U/L, A4k SE O IR Bz B 234
I7o B 2 JE G B B2 i 2 = 55 me/d, BEIEROBUT BTG
JIINE , 2 BT REER SRR T , B AL BHR R TR 3, B A e
o7, )5 FEAHT R ME , Ry sR i — 251270 F 2020 4F 12 12 H
TRR TIBEIZ , 5 188 X0 R T R Ve T AU ) A, 8 38
JULPA) 2L 2055 BT A 45 R 7 < T A L A A 3 o i il i D s
T, A DL TR 21 £ 28 ol B 10 25 0, oA L o J) 2% 44 o i B 2 4
(E1) o e A Yt 55 R « dysferlin JJLEF 2 5 % i 2%
B30 ; FEHLG AR PESE G R (MHC) -1 #53 JLET 4E B M 5 R
UL CSb-9 PUANTF ML RE ; K ULAA i CD4 " [ CD8 * B4 i ; WLiF
43 CD20" (CD68 " FHYE A A (18] 2) o ik e e 45 3L . i 1 =k
PR e (0, ( ATPase ) 1] L9 5 LZT-Z4E B 48 23 A1 , A DL ] 784 JULST 4
TREZELAb 5 KA e MR8 — % R e €5 (NADH) m DL/ fTLZT 4
JULTEET 2k [va) PR R 5 48 25 6L 5 o R 199 v AR Ty = 483 (MGT) R AL
T AR T £ 2 k30 2 . 5 B F1 R o S Tl 4 £ ( SDH) o DLk e
£ Y o AR RE R Y BN 5 AN A€ 2R SR AL Il e (0 ( COX) oA I it 77
PRV S 3 w5 5 40 A 0, 22 40 Ak i R B 1R A L R L 1
(SDH/COX) A WL 54T 2k 5 3 URR 5 Je e £ (PAS) A& WL I 5 12t
HiZ2 4L O Yt (ORO) 5K DLAR I & f 3 £ ; B2 M i R g ] L
DR AR Y HE— 54T SRR N 45 SR B R, B DYSF
S ETE— A EOR M . 6080G > A (p. Trp2027Ter) I X 7AE F 4
S — BRI EOR M c. 1440_1443del (p. Serd81fs ) B AR S0
HL I IR R4 B B B EACEE, 5 dysferlin L 4 4
R T XA . B REHIZ A dysterlin L

ST
&

s

2A “ e " 2B
B2 HE LAY G 4 G Y {0 45 5 R PH A Yo 8
(A5 dysferlin & @52k ; B . dysferlin BH X IR, x 200)
L I
Dysferlin L 16 IR 25 90 2 4%, AR 45 & 32 R ILEE 43
325 B s LB B L2 R B BLILE SR AN R 2B T
(LGMD2B) , M NL3Z 2 1) Miyoshi Jit 3 B4 JLE 5% A R/ Miyoshi
o B AL (MM) | B2 B BT REILSZ 2200 B2 i BT LS ( DMAT)
3 Fofeg WA B[R] BRI R 7 R R TR [R], G4 L CK 7K 5 2

?.~

—

e
N1A ’ 5

AR LD TR 25 5 . MM K DMAT 9 6 94k
DR RS PM R, DA 5 % ), T LAY LGMD2B
WAL PM ZESORE AL B T 2 A A, R 5 1R . ™
PG E AT rp 3 AR I R 2R 30 DY R s A AR IR
WG AZESE , CK 3w, LA B S LR PR, LA T A 2 AL
LR AR VE SRFEF A S MR G R . (H PR I R
HARLHE , LGMD2B it f% R H AR ¢, 1 PM H Firs A
AR, AT RES G A% SRR YL A 06, BRI R R S A S B 4R
7 LGMD2B AT REPE . PM R BTG 1 40, SUILIG 3 B ek
i b g i ] R HAM R S, 0] £ ESR .CRP LR PLIE
GFebR SR ;M LGMD2B 3l A B Rl e, HEEE W
R WU TR LA PR B AR 28 R oAt 2R G th AN vl 52 5 HE B
PM 21, it B N — T B PO KEEAR TR S 48 7R, PM AR LR
PR BRI  89.20% ' (HEEA:BF L b PM A LA $t
TRK RN 5% ~59% °  ZRBFFH R BT, PM R
WA IR TR 3 o 1] BRI 4S , R RAL 2 40% T WA
FoAk H PM Pk % CRP 3810 S 5 h 26.8%

BN, IRt A 4 [ IR A bR . YL G K R
B CD8 ™ T ik F4 40 g | 58 76 T 245 1E 3 9 32 3% MHC-T 9 JJL2T 4k
JE L, B2 AR LT i, %P2 1k PMEAT 45 e g
HAA G 8 5 I dysferlin 85 1 38 35 B 25 B AR 5 BE 48R
dysferlin UL . (B 7515 3 At , dysferlin & 1 ol 2 s A AEK th ] AL
FHA AL LR, 4 LGMD2A .LGMD1C 5] I, dysferlin 25 [ 5%
BER#AR , Becker I IL7E 378 K AT WL F dystrophin 2 (H B4k &
F( dysferlin 25 (14K & VB2 . B2 LOMD2B 1) 42 b vl 2 3 X
Rl & 38 DYSF R AR - 7E 5 R P15 B 5k

N V1 Ry = S o O L 9 T ) 5 e N ) = N2
A R MR R 30T 9 R 1R 32 B 3, CK 3 i W 2, SLL A F
W TEWLP R T HA 2R 552 AU UL 40 1R B 7 2 R S 4
PM 21, {HEEE TCE 5 8, F D0 B B R IR T A R R
PM ATRE, 5 IR AR A, i — A 0o G5 3 JUL PR 3 G o
DRI AGI B612 8 LGMD2B,,

ST — s SCRRHRGE T AR 00 2 1 B 4F Lo s % LAY
TR v IC AR 18 R, A R 3 B, TG R A
Al S, PSR A R PR AT AR R RSB, R
ZApE AL S HE KR 5632 dysferlin WL . AN IR A9 52, 12
FRCE A2 M R TS ER TR YT A L PR B A AR R R AR S
FRRATIRFRIG R R LS SRR R . — G R R 8 8, &
S PIVCHEATILA A S A — SR AL 19. 6% ' L I %

1B

1 BHENA LGB & TR AR -JHL (HE) G @ A0 (UL 4E RN, LA iR 3R 4 WL AN USRI S LA [ 2T 4

it

GURIE AR s A SR B WA AR BE 2845 5 B Wi Sk /n D BUNLET AEAL VIR 5 C o Sk D B AE AN BIAE 7 A 5 % 200)



RN AR 2021 4£9 A 38 FH55 9 #]  J Clin Intern Med, September 2021, Vol. 38, No. 9 - 629 -

MW 5I6Y7 A — B0, AT S 2 A R Rk PRGN R 5

NN W B AT X PM AR T dysferlin JL
o S B ST A7 JE AR L SR &, A4
SRR R BRI T A R, I BR2 o PM, R TE
WOABE B BRIG T AN RE S dysferlin IURTAEAR , (H AL A7 /D
P W S TR R IR T R RO R AR g R
dysferlin JUPTHE R B R VG IT MIT A E R T RES LI T R R A
5K s dysferlin U XT AN [RI b2 O K 503808 B2 I AN TR] 57 BROH B
TR P REXS 23 dysferlin JJURAEIRA £ o — TR TIRIEM JE
iR R DS I B S S e i BRIP4 R o, U SR e e A e
dysferlin 2 1¥) B6A/J /N B ILIE 14 58 ILET 4E80 15 5 18 &1
AE T B TR JUURE AR B U 2l AL g 2 WG S A e 9 4 3
MWL 2, AR B L, Tk SR P e 2 5 Z0 N BRUDLTG I FULET 4 35
s o S — TR P S I B R A9, 11 &
THE B A 5 1 288 ] I BE DR dlyserlin R 2K /)N FRURSE R 19 S E S
17, el /LA ZhRE ™ o A4, JE 25 ST st e — VR o
1] MM L35 R85 B2 32 3t ZE K A 10 mg/d YT 5 K5 38 s
i ARG, B2 MM U 5 45 R B BOROR , 300 1e) o 1
OB o i 55— 151 MM UL A8 42 % /N ik T R U e R
YBYT R R AT A, X AT A J5 & e 4 Dy 1k 4R E
(RO A B BE RS T 644 K Bl 58 DYSF
FEA G ASTEAR S, IX P51 MM L S8 5 o M B B 2 1) s oz
SR, AT RS ik R R AZ AR A 56, (H B Z S Z AT 5 IE W],
A —LEWFFERT ARSI HEAT T R0 (A4 RAS AR, — T g4
AMNIFFE R I, B B 2 i bR dysferlin () 3%35 02 i ILEF 4k
TR0 1) BB LA 4K W B R K AT RE T 9T 4K
dysferlin [ 7535, 8035 dysferlin L5 2 REMR , (H 5 Walter 2572
TEIE RBTFE L EE 2 dysferlin FIRFRAFLLLE dysferlin kG
A2 K R IR T IR LD T S B B R LR S A A
dysferlin (535 515 B¢ BCRIAYT 5 dysferlin JJUAE-BR 0 2 5%
G R R T L — LTI It 538k, dysferlin [ 2T 4k
APk SRFCRY 1R AT LAk % S ks R D R R 3
T GG R AR AL T RE SRR IR I SR A G

e A 38 45 W B B0 3R IR 7 1 A A D S5 PML
dysferlin JJL5 /1) 8 BEAK 5 2 — , (H AR KL dysferlin L £ & 45
SENE R R IR YT 5 RPN R B G . DY I B R
W B TR U BEHEBR dysferlin UL o 412K BE ) I 5 K
IF AT JULPA 6 AL, a0 I IR 5 S B 20 A S RS DN T Af 12 W

Z % x #t

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

[2] Izumi R,Takahashi T,Suzuki N,et al. The genetic profile of dysferlinopathy
in a cohort of 209 cases ; Genotype-phenotype relationship and a hotspot

on the inner DysF domain[ J]. Hum Mutat,2020,41(9) :1540-1554.

[3] E5, KT, BRI, 5. ZRENR/ RLR B E NI 57
BUR S IG RRFAE AR OGP 4 A7 [ 1] WiV 1S 2, 2020,42 (16) - 1716-
1720.

[4] B kA= B0, 55, ZRMENLR K LR LA B B ik
R G RAFFZEL T ] I PR 15 245 30k i+ 443K, 2017 ,4 (A1) :19830-
19832.

[S] Z=mnvk, SO, £1T, 5. N RE B S PUAIT STt J]. thae
PNRRRE,2017,56(12) :958-961.

[6] SR FrRMERMENFTIZ W AR AR [T]. b E AR &5 e,
2016,16(10) :651-655.

[7] X813, BRaE, = & 55 98 il R MEWLAE | B2 LA I R ARFAE X L
ST AR R 2 2Rk ,2019,41(6) :29-32.

[8] EPHE, EmIE, Vi, 55 ZRMENAE LR 145 FllG RS 55
RITEIASHTLT] . A XU 2 4435 ,2016,20(2) : 116-120.

(91 50, 3K 7 7. UGS 74 A M SR P LSS 12 W Rl PR 43 T2 o 1 41 (1
(] AERUR 2244 (BE2A 0D ,2018,50(6) :949-951.

[ 10] 43¢, (£ 7. Dysferlinopathy 414514 0 £ Z NI — B[ T]. I
RNEF A ,2021,38(1) :63-64.

(115K it s, BEs , 5. WUIAMG (85 56 41 7 52 UL P9 I 1A 2H Uk
[ T]. s &Rk ,2016,49(8) :620-624.

[12] 05 XBFH3E. 2R ML/ B LG ST R ik e [0 ] o [l B kA
2R ,2020,34(3) :338-342.

[13]Xu C,Chen J,Zhang Y, et al. Limb-girdle muscular dystrophy type 2B
misdiagnosed as polymyositis at the early stage[ J]. Medicine,2018,97
(21) :e10539.

(1413055, IMRAR , XA T B RUUE TR R 2B BRI 2 R MENLR
1 BILT]. BEAEfE ,2019,32(2) :189-190.

[15]Wang M,Guo Y,Fu Y, et al. Atypical Miyoshi distal myopathy: A case
report[ J]. Exp Ther Med,2016,12(5) :3068-3072.

[16 ] Takahashi K. Effects of Prednisone on a Patient with Dysferlinopathy
Assessed by Maximal Voluntary Isometric Contraction: Alternate-Day
Low-Dose Administration for a 17-Year Period[ J]. Case Rep Neurol,
2019,11(1) :10-16.

[17 ]Sreetama SC, Chandra G, Van der Meulen JH, et al. Membrane
Stabilization by Modified Steroid Offers a Potential Therapy for Muscular
Dystrophy Due to Dysferlin Deficit[ J]. Mol Ther,2018,26(9) :2231-
2242.

[18]Baudy AR, Reeves EKM, Damsker JM, et al. A-9, 11 Modification of
Glucocorticoids Dissociates Nuclear Factor-kB Inhibitory Efficacy from
Glucocorticoid Response Element-Associated Side Effects [ J ]. J
Pharmacol Exp Ther,2012,343(1) :225-232.

[19]Di L,Guan Y, Shen X, et al. A unique case of dysferlinopathy with a
large-segment duplication mutation who experienced rapid deterioration
after small-dosage corticosteroid treatment[ J ]. J Neurol Sci,2017,376;
35-37.

[20] Belanto JJ, Diaz-Perez SV, Magyar CE, et al. Dexamethasone induces
dysferlin in myoblasts and enhances their myogenic differentiation[ J].
Neuromuscular Disord ,2010,20(2) :111-121.

[21]Walter MC, Reilich P, Thiele S, et al. Treatment of dysferlinopathy with
deflazacort; a double-blind, placebo-controlled clinical trial [ J ].
Orphanet J Rare Dis,2013,8:26.

[22 ] 5K HETT , 2=, JRURK A , 45 Dysferlin JJU P 58 5 = M1 I PR32 20 17 3%
HRAZ BT T]. v E BRI 2B A4 35,2018 ,18(7 ) :514-519.

(W H 491:2021-03-10)
(A 3L - 5K — 1K)



