434

WARLSSEESEAGE 2022 4R £528 % AES M)

TTN LN 2 S AERS ALY 5K ALO UK

SIFONBUEEA 2 1 ]

XNE FRY Gl

b KFRFEFEIERFE RS o8 94, 3K 430030

KR FIRECIE; SMEFRE; AR E; TIN AR

FESHES R42.2 XEkFRIRES D

P RLC LG (dilated cardiomyopathy , DCM) |, £
HAENAEPAIRFRLI N 1/250 ~ 500, Sty /) 22
R i DL PR 22—, AR o 5t A S B vk b 8 30
FIRFAE, DCM A7 Z FhBUp it LA, A K
TRV, 32 B e o A BV SO A
DCM RIS D RE IR | O 2 4 AL I i H
B A HIBTER 0 TR R R AR FoRFn, HATE
I DCM A S ER LR 2235 80 A TIN 4
PRI TS 2 DCM B DL A, 25% 1R K1k
DCM ZZ 155 151 F11 18% (1) 3 i 1 197 e A= FILEER 28 1
(Titin, TTN) I 57E ™ o ASCHRGE 1 ) TIN JEP 2%
BRALE DCM SIFOIEBEEA 2, B8 F 5 HE0R
G KO ASKHE IS W B

BF 46 2 IR 1 H A, i 5 R
ABto. 8E 1A ARG 305 B e, JChe 9 |
O, ToR A ZIK %R, O A AN . fRE L
SPEPIETT AT M. DU A RUER A BB, 2T
PRI B A 5 KT 32 3 1 o e PR 5 i o o,
PR BB B BE K b B85 R ORI T
W o BRATSD A 2 AUBEARE S 1S IR A 51 5555
J60 mg,2 Yo/ d iR — . A BRIDPE IS5 %0
S NIMG TR ISR, T AR B 24 Wt
S AIAFMGE S (ACEHETE, RN OIER R IR L) .
A2 . T 36.3°C , R 20 ¥X/min, P 105 ¥X/min, BP
112/88 mmHg, A5 MBI A E o A T Bilivef e &
AR, 8O il ] (o) S D VRIS D TR, 0 3R 105
P/ min, DEESE ORI, 298 =T 2 X ]
5] k2 3/6 G A IHWCXRE 2% 5, -2, o s M i
7 S N Y11 O N S 1 L 1R e 77
Bl AUE XTI , BN IR Bl Bh G A

DOI  10. 11768/ nkjwzzzz20220520

N A3 il 44 8K BT 442 ( NT-proBNP) 7200 pg/mL, ki fb
ML 1 (HbAIC) 7. 7% , IfiL % 80 BT B Thig  L4r
A JIUBR B R [R) T CK-MB | BEHL I W | o i R
CER AR SEH5) LIAR | LT 35E i 2y B (€ il i L s
[) PR I P S 06 30 B AT 4E R ) TR B D RE 4
B (EHVIRIR R e T3 s T4) KR 28 (Hi
oAk PUOEE DNA HiTik Pz e il 5t RNP A
HUIK BT RNP 68 Hik 41 SM Hitik Hit SSA Hiik Hit
SSB H4A HT Ro-52 Hifk Bt Scl-70 Hiik it Jo-1 #t
K B E 22 5 B AP SUR A P B bUE) |
B 2 (TgG TgA [ TgM, €3, C4 ) L0 B T 1
(IgA TgG IgM) | Il 5AHC H BT (uh P2 i
FRSEHTAR ISR AR A A BT R 3 ok Pt A
RYIBEDTA PR/ ISR BRI ) A WL b 6 o 3K
HH(24.7 /L) IEH . LR OFEMEO8hid #;
QOHTIEE T RE T s, OHER IR 2O K, A2
O (EPIRARI6. 5 om WG AI 5.8 cm) , 7255 (4.9 em
x4.9 cm x5.4 em) ,E[RFFHAE(0.7 em) | IE 3 JGEEAN
E(0.7cem) , G5 (4.9ecm x5.1 cm) , 45 %4.8 cm; /£
DI RS I 434X (ejection fraction ,EF) {H 17% , /2%
4545 2R (fractional shortening, FS) {8 8% ;.0>423 0] I,
RZAR WG, ] WL /INAS S5 TR B s, &F
KRR SR OIS OB DIURE LR T 2, 24
e = IR I o3 )32 Bl A ] 7S O W4
D - R R A S S A, ULET 1, SO
Kl SO ahid i, P03 110 Y/ min, % b7
PR, BB TN IR 2 4540 Rk
Pk JHREZ R B JBREREK i 2 AR, B CT
PETR A R R AR TR B A it b R IR 42, 4
Jiti b D VRS R, RYECE T RE , RS R

TABAEME G Ao, E-mail : zenghs@ tjh. tjmu. edu. cn, KX T A O X fEk K iE 1095 5



WRSfEEIEAGE 2022 4F 528 % s )

EA)ERRBMAELF ML HFSIFEILKT 2,8
FOLEBEMARA;B) =R MAE =R BRFRIASES
Al CEREEE
YT 0T AR BB AR A A S A A
TR g RO D BN 2 SN TR, O Dy aE T4
(NYHA) , A5 fifi b o iR , 45 TP/ R R (i
OAEXREIRYY , B 5B KA. O IE MRT SP-49 K
Tk s 220 B3R, IR DI RE A 4, % IR
DCM, .0 WLEF A4 IE 1, 220 3 3 /N Rk, =
SO AN G, LI 2 ek R LB S R

EA)EACERET K, FRRAHPLETNEG6.8em;B) %
EAT KT R R AR TN A T T BEE RSP 2L
AR IRAL | F2 T ILLF e 4l
B2 oG ik P4 ROE R B 0 A
fE A5 B3 R &, WO A0 JR] i 4 3 A 1
DNA iz H12 3R ey 38 & A0y 77 i (PGM 7
A30) AT O U -2 Tl B BUR SRR B R (142 4>
FL PR AR i I R e X)) i A AR AL A
SOPHFRE ST A TIN LI BE 1 N4
A ABR RS (¢. 40121 dup, p. Argl3375Lysfs =
26) , WK 3, ZRAR KA UEAR bR BE AR ST I gt
X, R PR LA A 2EAE , T30 TTN F PR 78 28 A8 v/ 551
Ja M SAERS |, Al & B i B Y™ B D RE A 2R

435

e KA i 3575, 76 Exome Apgregation
Consortium ( ExAC) , Genome Aggregation Database
(gnomAD ) 45 1E H AW % B R sk, 78 ClinVar
Human Gene Mutation Database ( HGMD ) 45 i 28 4%
LS HE PN e

550 S A BE R A S5 0L 12 W% 18 DCM, .0
IREM L (NYHA) o S 0ERR e O WU %00 . & B
Hh B s BE A (S R B S Ae B R REX O 0.7 em) 0
JEY R (A EFRARM 6.5 em ), S8 IR g 72
O, W PR s 0 WL 7 391 22 Ay IR o o JUL o 3R B
5 RO LA B Y 4 B s AL P e (T B
GEMEVERI AL [ TTN SEAEAHSCHLE FRA R B L AL
i) % BEBRE P A R (24.7 /L) WILLE A K&
CK-MB 525 11 . TV BRI LR LR

B 25 T PR FI R 5RO G O %
MERIRYY . BEREIRB S B . B Je LA
R 5O 25 W) L 7 e 0. 125 mg, 1 R/ d, R IR 25)
WEZEK J1 20 mg,2 Y/d RAHER A 20 mg,2 ¥/d, 2L
LW vh R ATV 0. 05 ¢,2 tR/d, & BRI
RIG/R A 1.25 mg, 1 Y/ d, EhHEA TR E R S mg,
2 W/d, A B E, N AT e IR (1 A
3.6 1), BT A8 B M e AR B
TN IBOK IR B e 22 A, TG shint R R G . PR
F B MELE 90 ~ 100/50 ~ 60 mmHg, S 34.0 3 1] 4
FAIE 55 ~ 60 R/min, - 4F J5 &£ & NT-proBNP
546 pg/mL, OIEE IR ZEOEH K (5.4 cm) 72
OIIRE EF 53% |, Y nir B ok .

it i

ARSCHRE 1 BB R Y A DCM & 30 ILEL
WA, BT — P LA AR B B TTN 2
JHIRAL c. 40121 dup, EL T = H A DCM 5 -4
(R0 S5 . R E SRR 0O B S AL, A
SR R F I LA L R A A, ARG 5 15722 57 70 e
HES 1R R T2 DCM, IR 2% S8 S UE 2 nl fE 56
R RIS SR o

Bk TIN A B A/ c.40121dup e bR B (B EHF L), 8L %A A LML A p. (Argl3375Lysfs #26) #H#5% &
F3 TTN [ 30% 2% Sanger I 7 5 3F 45 &



436

30% ~50% DCM F8 3 #7146 Z % 5 4 7R & Al
RESHEIR RAH L . SR A 20% ~30% )
He R MBETESR A . B HAT AL, B4Rk
1 80 A At Bk SR A SC I BOR 3L, R 24
25 5% LYY L 40 B AR e 2 R . TN
DSP, MYH7 . LMNA ., BAG3, TNNT2 , TNNC1 ., PLN
ACTC1 \NEXN ,TPM1 I VCL [ 75 5 /5 5 22 10 B
AR I A R 2 R T RE 2 T8 DCM 1
TGN, 31X 12 A 3 R AG 25 L 350 28 738 ] R M B
T 17% 11112 DCM 5 L B2 26 % 413, & Gt 0
S35 DCM (¥ 5E R 51, EA — e R

TTN J&—Fh 2 % ILEK B (1 A 6, TIN 2878 &
LG WEFN BB LAE N A 28 K L A R 0
W T 3 A AL PRI DL S IR B LB AR A e L
IR AR P AN S K I B T (R4 33,000 >4 3k
MRAN) , 250k 8h J1 L, ZE WL 2L Ik 27 4
AN S SR EZEH. 25 31% 45%
H156% 1) TIN 2875 B E A7 B B S = 10 3
TR S PR % PO B s Y . DCM & — b 5
T UG , AN TR) ) S0 3k PR 28 A8 T 50 I R 2 784
ZSRE R, E—TgIA 8097 fi] DCM [ 5% S K 74 -
FEHUOCHR A 25 2 A 5% & L, LMNA [ PLN il RBM20
FER 578 SR HEAT I DCM, 5 2%, X S5 5 fY
DCM B # AR I 515 5 R 5T 58 2 AL A%
VR H DL F TR AR, 5 L S P AR A
LMNA F1 PLN &4 #5747 0 WEPRBE 0 WE B A o 2=
Pho R A R R R L BT R B A A
DS S5 o DL 3 R 35, TTN 35 PR 2 1 5 73 iy
H RN R I R T A P e A A R
7~ DCM 5 J8% K 3R 1) A7 5 1 501 3B 38 K G
LA, DCM i858 8 1 568 2 158t 4/ 3 W 18t A4 16 1 1Y)
SRAHENA, TTN 2825 H#E3 # DCM (1) 975 2R 22 AT i
WRHE, 95% 1) /B & TE 40 % Rk, 3] 70 % B
100% %9t o BIVEE J2 [ Bf Y 26 PR 98 738 ife PR 2 7R
22 FAART, TTN 28 248 340 1 1) — A SR Tt vl I
JEZ R A R B AR O 2 Rk R
TTN A5 S0, 0] BE 7 8 1 5 AT i ok a2 oy LA 67 B A
I, FOR e SRS n SRAGEE B A OC T D ERE S
R AR B0 2 5 0L 184 580 2 7% 00 UL £F Ak Ak, 1%
T £ A Ak 5 B B A /e 28 F i B 2 o ) B 2= [
KR RE LR SRR AL, A B REVELT Ak i 27 4
PRRFAE R T A ] A E 12005 9] Fh L 81 B 8 )0 B
I B LSRR BB TS P RE AR XA

FL TR TC A IR 58 AR 5 Al X TS MRy T B

WARLSSEESEAGE 2022 4R £528 % AES M)

B L, FEK DCM JE T 375 2 AN WrR T,

TEHIHETE I PREEZS 5L 12 09 DCM A [ 38 S 5k

DCM YK Z NREATRE A i 2, 30 i e DX 12 B ml A6 £

G RN BOWPERAZ o 1677, 7 DCM B B

(NYHA I ~ ITZ%) Bk 1 s i AR i 1) IR B it i

I7 , ERE A R B X8 e g e 00 1) g B2 B o) =

REAGE (SIEAN 2R GE BRI 58 5 5% - [ ) %

48 HENIK AR SE) B9 =M LW FEHON, KBTS

HESE B SZARBH R 77 ACEL/ ARB/ i [ i 32 1445 i 571

(MRA) | IfiL %8 5 5K 2% 52 44 fili e JEK 7ot 410 #8) 57) ( AR-

NI "2 it [ A0 7 0 SR 14 RO SR AR AT R,

AR BITELE L T HAEARLO T IR )1 R 5 A

Ja B2 A R R R D I RER kG

AT T — D ARBARE Y TTN FE K B %

AR, FE TR R BUR RS TE . ML B0

O JIFEI I B AR BELTR R | I A 5K 3R S AR M K

FEATI A 550 T[] ) 2 (A5 B0 00 R 53 07, P I 2

DCM 3 AR 0 T4 D

2 % X #k

L OREES A R A R R R AR A
g B A [ D] P A R 201947 (3)
175-196.

2 Lek M, Karczewski KJ, Minikel EV et al. Analysis of protein-coding
genetic variation in 60,706 humans[ J]. Nature,2016,536;285-291.

3 Herman DS,Lam L,Taylor MR, et al. Truncations of titin causing di-
lated cardiomyopathy[ J]. N Engl J Med,2012,366:619-628.

4 Akhtar MM, Lorenzini M, Cicerchia M, et al. Clinical phenotypes and
prognosis of dilated cardiomyopathy caused by truncating variants in
the TTN gene[ J]. Circ Heart Fail,2020,13;e006832.

5 Li Z,Chen P,Li C,et al. Genetic arrhythmias complicating patients
with dilated cardiomyopathy[ J]. Heart Rhythm,2020,17 :305-312.

6 EKH,AFF KO F AEEFSEFESHES[I] P
A5 (A AFFE) 2017,47(6) :668-688.

7 Mestroni L, Rocco C, Gregori D, et al. Familial dilated cardiomyopa-
thy ; evidence for genetic and phenotypic heterogeneity. Heart Muscle
Disease Study Group[ J].J Am Coll Cardiol ,1999,34 :181-190.

8 Zimmerman RS, Cox S,Lakdawala NK, et al. A novel custom resequencing
array for dilated cardiomyopathy[ J]. Genet Med,2010,12:268-278.

9 Dellefave L, McNally EM. The genetics of dilated cardiomyopathy|[ J].
Curr Opin Cardiol ,2010,25:198-204.

10 Mazzarotto F,Tayal U,Buchan RJ,et al. Reevaluating the genetic con-
tribution of monogenic dilated cardiomyopathy|[ J]. Circulation,2020,
141:387-398.

11 Kayvanpour E,Sedaghat-Hamedani F,Amr A, et al. Genotype-pheno-
type associations in dilated cardiomyopathy: meta-analysis on more
than 8000 individuals[ J]. Clin Res Cardiol ,2017,106:127-139.

12 Roberts AM,Ware JS, Herman DS, et al. Integrated allelic transcrip-
tional and phenomic dissection of the cardiac effects of titin trunca-
tions in health and disease[ J ]. Sci Transl Med ,2015,7 :270ra6.

13 F AW I RClSTIEETIRES ) RBHFTE EA[T].
A& E g Z & ,2021,27(1) :61-64.

(2021-11-10 kA% 2022-08-16 5= )



