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Abstract

DCM (Dilated Cardiomyopathy, DCM) is a kind of disease with the characteristics of onset hidden
and slow progress, which plays serious damage to the people’s health and life quality. The early
clinical symptom is not obvious, so early diagnosis is very difficult! Once somebody gets the ob-
vious clinical symptoms, the disease always has entered the stage of irreversible. As a result, it is
extremely important to look for a kind of effective method of early diagnosis to establish primary
prevention mechanism quickly. Through the study and exploration of the DCM related titin and
Rbm20, we can discuss the locus mutation sequence, do intervention early, to provide important
basis in the early diagnosis of patients who have got DCM, has broad application prospects.
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¥ 7K &0 1% (Dilated Cardiomyopathy, DCM)& —Fi = E a5 A1 S F @R M AEE R ERER, H
RRBE, #REZE, IHEKERAHE, RHEHBoARE B — BEHINBEEHERER, &
BEACHEARTHNE. Bk, FRH—FFRMEH S %, UEAREBLE —ZTBVLH 2
BREEBEEIHF AT 5§ KEONHEFE R VERE 3 (titin) XRNAZ &5 E H20 (RBM20), #
WHREBFFIALA, FHTH, BT KELIURBEENEHEHREEENKE, BE RN
J2): 1=

KA
FRELONIE, DBES, RNAGAEA20, HRERE

1. 53|

O YL AL i B Co I JR MBS v IS PO U Sl R Sk P oo I 2 R o JE G Rt A2 o JUFE 6

FH T IS0 SN L U A8 2R I — 5 o 0 N B R M WU AN gk & MO LT o 375K AL G L
J7i(Dilated cardiomyopathy, DCM) & T J5 & 1t CoLp , - i S0 sl 285 XU O i 47 KA JUL AL 4 A Dy e SZ 45 1)
5 1 WL (1diopathic cardiomyopathy, IDC), & fEAG /0 /)5 Bt O 2 5 FIRESE, 5 B O UL
1) 60% [1], HIBRHEZFhZAE, AT LLRREARMER . b, WieiRgy. FORBEEE, TR sl a8k
BB AR 345 . MR 2006 4 3 H SO0 E 2> (American Heart Association, AHA)H H 1.0 LIRS 18T ) 5E X
F532[2], ¥ DCM JHZEARA RGN, 2l DCM BUk N 1R B R IA 22 R BE N & 5
R 5 . Sty 5K 0 L (Familial Dilated Cardiomyopathy, FDCM)%) 5 DCM [ 35%~48%. R
2007 4 R AR PR S O ML 5 23 23 B b L Co UL 2 W S5 R 7 W AR AR AT b [ UL 12 K 5097
HUWOY FEEERIZbRAE: 1) IRRE L= K, WK AR(LVED) > 5.0 cm(Z PE)Ek > 5.5 cm (55 14);
2) oG H(LVEF) < 45%5K .0 2 45 Fi 1 5 (FS)<25%;  3) S AR £ 12 /£ E &F ik K42 (LVEDd) > 2.7
cm/m?, AR IR = 0.0061 x & #(cm) +0.0128 x {4 H (kg) — 0.1529, H MRS HIVEM LVED K F4E ik
FR R A TR A 117%, EPTRIME R 2 6% SD + 5% [3]. fEATA QAL S, ¥ ik AL UR X0 B
sk, HBFHFWGZE, 5~10 F4EAELFRICN 30%~40% [4]. K, BEATH 7R ALO R K RHLEI
BT ARG L

2. DCM WIlgFK, REBSATT
2.1. DCM HIIls R RN A B &

O, DR, BZE, BICAFERI, —RERWEE, IR, FEwRiEKRE, v
SR =ANH B B — W BORICRE RN, A4 Co I RT IE BRSO B, O e B IR BARRE R ST-T 20,
TN ST BUK-FIEAC, TBIE. (CFeim ~: RO AoLOE, A%, 28, ZUEM =T
Wi, JERIRRERCEMESNL I AL FERG, RN B IR CE -1 B, =N WS R O
ZFNEJE . DCM H O BUGS I A A O 3h B R e B i e, Dt et n] R O IEd K = B I 5l 5
W, RS B(LVER) R . BB O IIRERACE, RIS R, =T, M
M, KBRS, LVEF N 30%~40%, 7 =&F5KARKE N 6.0cm LA E, E=FrBoApm™EE, RN
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ALIDIREAS, LVEF 0 20%/c 4, (O BBNRL T OIS RS AL, U P BB AR A 2 T R
AW, BOREMARBE, GER0H, B, N, B, R R A A 2

2.2. FRIEETE

HE BB D ET R, WO EARRES R, OREARM, MRIEHORER A, A0S NAL
FWEREAE, UAOEERZREL. LHET, WAROCULUEEAgEW N T, B/ IR, Ol
HMA A FREEERIER, 248, AL Ve E, LRI R 2 4R 2R, i ot LRI B
JZHT, KNSR BT YR AR AR LA BRI o R R T DL T 4 S D, SRR ORI 2, L
KPP oKk, HEEEZ, ZIK, ZERE. L. WEEEAKE, RRAEEZ . GEFET K
o SIS PR AR AT 063 B 3R 2 Lo L SR R PR SRR R 3, R B TR M G 8 R G b e DO RE AL e
ot BEEL YA ZEIL AN I, AR)E BT R A0 LRI AR 1, SRZEAN G AN B Bk i, s H B
EStIVE/ AN

2.3. &J7
BIFBRRNE, BETERE, MBS, A REA.

2.3.1. BiaTr

F R 1 JC R 2 JeJg ik, DRV e PR _E 6 36 77 (10 32 22 FARRIAE T B8 AER . 1B I R e AR i 5%
EEIRIGHERE . Sem EAr R, WREHUL 13885 PUO R HE K M i 28 (O BLRHA T 55 I F SOERIIRIT .
LIERE DCM HEEREIR, T O IR B 2RI B, IR AR sl R BOE T — D R A,
SR YT B M R K BB R (ACEN S, AR e S 2458 o S VO AR AN A R
DCM [AH WAER, THS B S2AARH AR, REERG YT, AR S8R AR WIF A, NI =] DLAK, iR
HRAT TR . ACEN 2K B S ARRBHIM AISE 254, JRIAIEE] “ HARFIR” o« “ HARFIE" B & e
RG], HEE AR R G AR, fElmR BRIz R, BEE AR T
71735 35 I W PRI RCR -

2.3.2. ILBEBEEH AT (Cardiac Resynchronization Therapy, CRT)

2001 4F Cazeau 5[ 71411l F 2 A7 s WU L4 85 107 T B O D B ML S L%, CRT A GE O
fik. 2004 4 Komura %5 [8]4}iE H A& DCM ZH0LE5E, N CRT J&¥R77 IDCM = H ORI 1 IEIR 7T . 4%
LRTR, R HT DCM B Zia T E G R KEERE, {H DCM B #ATS 10 7 35 58 B 10 R 08 S A9 4T
R, ISR BTG R, REZHFFREY, CRT )7 Al o3 O )1 3858 & 4 i 3h i & A1 AR 35 i
IR B A R O 7 3 v 1) B B R AR AL R CRT VAT . AR CRT 1E N EH O
BHEE BT .

2.33. RETMES R BEWMHM
H & %% C N g DCM AR 22 FZNLH] 2 —, DCM B kA Rerill v 2 8 S huik, prilgt
Xt B ST G BT T G e M S ONTR YT DCM I — Rl ik

2.3.4. ILIEBERTHRBE

MRS ARG ] DCM B35 I BORIT JTiEZ — . MREANGERLE R, ORI 5 5% R4 65%,
AFET I E] A 9.4 4E[9], VAT DCM A B & A AU FBL, (BRI R S BRI/ h 2B BIR £ 1),
FFEGARIE . S5 A%, AR . TARBELS S IMHRE T AT IR L Sy 5k, 1 hnsa
JERE, RELZCIEMIERE, &R YT SR [10].
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2.35. EEATT

B 7E A 53§ /KT EXE DCM RIFHLHIAIR RN, ZEBRTT S RCNIRT DCM [ — N8 B4 .
FEPRIVR T A 48 FH 1E 5 Bl A R 5 DR b 7o el B 45 0 R D] DA™= A6 7 1R e Y 1 — it 7 AT 817 9 0 1) 7 %
Rad ek B R R B R SE, B RS 2IRIE, B, BUUIEUREE 1) mRNA, Ik BI6 97 250 1
HEo L +RERI D T RIL, £ DCM 58 & F R ik g 38 D] 0 25 AU 8 o A S e 1 17
26 NGRS SR AHOC[11], FRRIh Y A 20 PSR 8RR AR T 2 8 FDCM [12], ¥ 2 B[]
Y4 i & 22 5 1 (Cytoskeletal protein) F1 L/ 15 & [ (sareomerie protein). LAY actin(ACTc) 7R & —F L
ANTTER B AR g i R R ) R AR AL A ), Wi ) B AN R BUz sh G R AT 5] % DCM [13] titin (TTN),
metavineulin (VCL), phospholamban (PLN), lamina-A/C (LMNA)Zs tH 7 4R LN IE 5 S5 A1 Thie,
TR Ca®*, CRFEFAZI R My TR AR, R A R W S5 FDCM [14] [15]. Staudt %#[16]
FH 5 LR NP A A R 7 B R N 12 L TO-2 i &R A B DCM A (-5 B L0 L, 1557 12 X TO-2
it F A BRVE XS I, 25 SR O IO P 44 2 K DR LI 2 B A K R KT A A I A B = B SR AT
MR B2 190, [R]IE B A S /N ) 21 A Ak BB RN B s 1Y) B 4 I A 86 B . et m D0, P PR SR ALV R RS T 4
KRR T NThEE, DRSS TOONLES, 2R RIeIT s BERGYT DCM 3 EE R H K
T AL P S e BE DR ok PR B AP 78— SO AR O B, 2 — TR AR AT IR YT T .

3.HEEH
3.1. BXERRNE B EY

3.1.1. 4IBLEH

WU FZIE S N I Fr R I s KB F R, 478 3000~3700 kDa, AILE:HEE FAZERI7E NS e T
Jutifk 2931, HHERIERRAG[17]. HFH 363 MNAMET. 38,138 NMRAFEM I SME T UAF P
XA FEMIAY[18]. MBCEAREEAIUNT, B Z 82 M 4, KKy Z f0EERS. | XK. A
i X IR L e M ZEBSRE T B 5 Z SRS MU FT R N oK T, E5 Z 8 B Teap 8
Z54[19] [20], M5 M ZRMERST S MR AR C R, ESNEREALSEED CHEIEM. HxT
L2,

3.1.2. 71

EBASNIIEGT, WA A AL TRASIRES, |3 XA LB E B 7 A T B 8RS . B
WLAZ B RiAd, 1| DX A LB i, (R — M. P AR ahik . X e AR BN R,
Ig FELEHA3SE T PVEK XA N2A, N2B J& 7 IR . SR 742 PVEK X1 N2A/N2B J7 51 1) et |
W ZRAEETS A WA RAGEMIE . TSI 2B RS, TR RS R, B 2 m Z 877 1R
A, WUBCEE = AR R . B Z A EE R . Rl OUVUBCER U — N rDRUa T e, il
WUNTAEFRFERS RS K. © AN, Sk 0= 4 R ERMBCE A [21]. Rl UL
BV 3Gy, B Ig FERBCEE X, PEVK [X, N2B [X a5k iR sl i &, roEgsh
iK71. @ CLGRMIAE S AE 5 R EF IR R, AR R B A B TS I 2 AHARL22 1 Bl i, 38
BFEKE IIER . OV M dErT, FEBEILN T I4E%, WL SRR, P o> B 2 A
WLE2 VR R AR 4RI | Aoy am ek, FoARsk ), AMZEETIKIEAE T, O AR R GE Ik &
AHRT O A, RLO IR R AT g AF — 0 e A T 87 ki #5[22] . Cazofla S5 [23]7EXT /) B 2 15
Co UL RIE T R B, FEE VNS, #ahik i, Lz ) s 2 TE) ekl iU AR )
ek 3N, J1— pCa Mk A ks, XA MKMIHEBhTK J1i Ca® Uik, Wil A B RE R4 shak S

©,
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TORVEANTIREE 2T 4k, TRIHIR AR It B D LR 2 7 A B B 3l 5k 77 B AR
3.2. BXEB S AESFKINEER X &

WU EE FE O LRI S5 0 B 1, IO L AE O LA M5 BEARAS TR R 80s, DA R e 503 6f o JUE (1T 52
A LSBT . OB R ) SR EE A B UIAROG, O EREARN], O T 2RSS,
PEBEMLNTT (04655, UUBCER AR 2 USRI N R R g, BB | Al I sk, FeARsk g, A Lk
A AR T APk AR, At O =GPk R BIR E R, AR T 0K RE. ALBiEsk, 4
it B A FEAR R LI B 1 5 I IL/ NS 2 JE B R 2 0 L T08b> 40% [24]. W FLIRIET R, A BRR LT
I SEhak A A R B R WU R (. A BB AN G A 2RSSk LS 0 B
EIRUEREE H N2BA WA R LG . Bz WA 1) o F sl K [25], X AN AR a7k kO WU O
ISR Sk, CESE 5 R AEY K. Gerull [2612564F 78 K& BN titin #h 2T 326 4b4 — 2bp MIH A EE, %
RAH R I TTNA 7, SEHSGHWSE. E5—KZHd. KT TTN B4 CRAE(TrP930Arg), %R
AR RERBIR T AL T Z Ay A | e X0 s BR A 1 v FE DR ST K A% 0 T 41 o AEAS PR 773 JBE AT K B
BRI, O UIERAREERY B, WUBCER (IS R BT, mRNA ACFIEIN; e f5 R B, U
UL 18% [16]. &z, WUBCE AWM G Rk, SR, e 7T ONAR ) R ST
AL, HFEMA UM EES R LR, DN IREIE T AR, H T B R SO s O iR
T3 A2 BEARIAE — L8 5 85 OGO U o VR AR 1 5 DR 0 Rk SR o UG A 3 R 2 —

4. Rbm20

4.1. Rom20 pO4 3B L5 R 451

RNA 45446 K358 32 24055 . RNA R 3114 (RNA Recognition Motif, RRM).KH 45415, £ 48 454 (Zinc
finger) \RGG % .DEAD/DEAH & .Pumilio/FBF (PUF). XU RNA £ 4 45 ¥4 15 (double-stranded RNA binding
domain). & &5 &R B A4 (Arginine-rich motif). Piwi/Argonaute/Zwille (PAZ) domain. Smprotein B {A %,
RNA 256 & AR5 AR a8 CHIER, HIRe s 2 3ok B2 50T . £ EEd S
HIEFF RNA M ES S, 25 RNA BT, ZRIREWIER . JPoI49%E . RNA iz, 4E5F RNA e
Bfd s 20 RPN AL REI PR ) 55 RNA RIS T, AT iz R SR R Rk
4.2. Rom20 B{EFRHLE

FEIEH K B BC IR A BN, LA S 835 8 10 5O SOV B A B i BT U044, DUIE B A [
MTHEE. CERIEOERBIAFME, RNA 4543 0EE 20 (RBM20) n] B4 FH LB (41 5
R, T AN [F] BT D144 . Rbm20 RERS 11 4 fid titin (%5 5% 7T, titin & — KM A[27] [28],
Rbm20 AR KN ARG sk UK A 2%, K Rom20 78 T LR £F 4E 45 /sl g b A EEE I [29] [30].
JUVEER 2 1 PR AS [R) B D)4k Je P8 JE A A e B3 se ma 0 i T IDLIDE 2 1 (R0 Co I I B B 8 ke, g s gm0 1L 2
B RNA RIS, sma BB AANF R TR RIE . B A RBM20 [EEEEFIBEFL, 2
RBM20 ifil#7 (1) KT )T DCM 12 W7 SR 97
5. SHRNERIATT, #HER
5.1. SHNE

DCM f&—Flig i » (8 0 H AR L € I ARG 4 e, i i FOR RE e R e 31 R R Y
T RCR TS 52, BEH DCM &R I B A BOR KA RE i >R A RASA I 1) T B S - R B
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T 3k R4 17 2 OF T T RE AR RE L, A RLHR YT T BE LU R XS LIRS (4 B B4k oS3 o, JERIBR
BEPTECI SRR U IR B AT e MR AL 45 SR AN, T S0 SE B, T DA R A A )
PR FHEDREER, X0y DCM 52 W A R0 7 SR AU Be, JE et 705 MI[311-[33]. N2
IRSE R TARH, MBI A, 2w, Faay7, ST, JCHN T Z0RMES KA O S5 e,
W] LA 5 H AR 75 5 VR AR A RS, R S Jm R, b — PR R AR T, FRIRSE T,
FF AT ARG B LB AR, BEAT R A, At & SR Bk A L 7

5.2. J&IT

ILAERBEA CEIRIR T HOR BT A JE, DCM BRI RBCR IS THMEEY . 16T FBOESE a7 O
FEAEC A AR T« e I OB AR e BN UG BIE A SRR 55 {H DCM B RIR T 2K
RIEABIRE, EFAYELE DCM 6T SEIR E T 3T T AR R, RAZERIGIT T BUAIT
DCM Kb, 7 BT BRI 4 78 S BT DCM A HIL A A BEAE PR 5, AESEIG RS 1 — 52
BOR, PR, TR, SCREERE, FERILTIER.

5.2.1. HFEE

B IE M BUAE B R R R N BRI I = AR A R BRI T R —

Ji97 2% (adenovirus, Ad)FAE T OV SE R # R, BT DUSGe SR A AN i,  Hofil 2%
WL s ATEACK A B AIAMEYE DNA B ol ik B s 20, eicids s 1 s 2 R BB /R4 (A2 40 i h
A H&EHIIY e/, ALE FREA KRS, B 7 AR RITERIERRAE, R 2 S ol
e e D] ETE Y0 G B AR e, A M 1 A0 NI B DR A IR R T T ) ) B

5.2.2. BE®BSE

SEFRKGE AL DNA R BCS N B S T7iE, AL b IR 3l ks Py B8 (o LS A8 N et bR 3l ik ke
JELR F 00 VB O AT R ) Ao U BB (VR B B DR AR B0 L, O SR ) 1 H O FE R E OO LR T 5
T S R DR A ) Py LA R ¥R AN I R EE 2R T, AR RIA TR B IhEEE A, MR EEA

5.2.3. $MEEEHE

FESERATT IR . HATIAY DCM {775 Co LN B 3 [R5 30K, 3 O LA M B0 2R 1 S
WL M BB K 2T Ak S A0 P9 15 5 55 S R 4 Ca?" TRTT . AR ZE K RNE T L 25 ok A — R A e 2,
SEHHMTHEAA R AESROEY K K EWAH I RERRC. T R — AN AT

5.2.4. BEEATTE DCM FEHEKRH
sarcoglycan 2K €145 o, B, y J& 6. 5-sarcoglycan /& dystrophin #H5¢ 8% 1 & &4 (DGC)H sarcoglycan
WEEVRIHR /. 25K, J-sarcoglycan 2£[K 5 DCM f %,

5.3. iR

WAL PRI RAEY TR AL U R A R R R rh A B AR o V22 5 DRI RAZ Sl L 22 AN [] f o B A B
P AT BAS| S DCM, TG 852 A A7 241K o ERAR GBI N A d5k o 10 5 DR R AT 412 52 B0 1 T R 11 5 TR 5 4
B ANREE LR, X FDCM BE L RRTT, UG 7 — R CR, (HEEDI YL R . ZE e
HRIE MR TE . NS PN 22 A DL R it DR G240 i P 484 5 70 AL 75 A2 W 0 v 75 B e AR Y 0 A AE
BUKFARR Y 5K ALC U BB S AL, € — B At S bRt 0 i dEAT 5L K032 W A PR T
T, el PRI A B B AR R AN R G R, RN S 52 R R MR IR T K 08 DCM JE R RAEHF 7
MIE Rl BEE 2 TRUE A IRAEBOR IR, MERAELS DCM A RIERPRI, AAHEENE

®



ok A0 WL 5 L B T S IR R AR T AT

o W Z AL AL R S R AL UR A O, O™ AE T A58 77 A NIRZ BRI 3 AT e R ok B 0 K
2 FEULEE . RAFERBIR N T 5K A0 U5 B2 W 5 BRI RE VB4R, O/ A R T 3RA T
DCM 4. HEFRIZHT, X DCM BYZERIG YT 4R it 78 2 M AR A A TE 22 R 7 8E ml Je 07 sU L #¢. B8
F DCM i[RI AL A AR AR JE 38 3 SR ARG I 1 B S 7 o LS 2k R 495 i 2 1 A W L T
WPEBPEREEE, N RUR T T B L UG Mg £ (it e B4R . F3 b, kPRI TSy sk M Lo U
S E IR AL R A, W TR R R, AT DS R 07 A 07 VE R SRR R, R
WP B AT IE R PR LI HZE SR, X DCM [ 1SRG R0a 7 S48 10 B8 7 v R 72 7
[A1[34]. H AT EIWT 7 LA SE 1 2R PIRT I RCR AN AT AT E, B 3 I A AN WA ok, B sic e 7 o i
PRAREEAE H s, HIEEA AR K DCM HIZERNR T4 RERC DD MR H] T IR, DCM i 28452 2t

C2 R I CIER B KA BB, RBM20 #)5 AL 75 0E T, w1 E#AE H T WUBC & A i s i LR 22
fIBTY). EEPN, AKX RBM20 RAZT A 51O IR E A 7 A A F R BT UMA R0 Fe kG 8 o 8T
DCM KU FRARIBTFL, ATREA BI T DCM HIFL 2 I Kty , JCH W REA B T FDCM HIfsi &, il
B, 2SR R AT RE .
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