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Abstract Objective: To research the TNNI3 gene’s mutational site of familial hypertrophic cardiomyopathy
(HCM) in Chinese Han population and to analyze the relationship between genotype and clinical phenotype. Meth-
od: Targeted exons capture sequencing method was used to sequence all exons extending and high through-put of
TNNT2,MYBPC3,MYH7 and TNNI3 gene in 9 cases with familial HCM, and Sanger sequencing method was
used to verify in family. Family research was conducted in those with positive result patients,data included general
clinical symptoms., electrocardiogram,echocardiogram and 3. 0T cardiac magnetic resonance were collected. Regular
outpatient and phone follow-up lasted for 1 years or until death. Result: The Argl186GIn mutation of TNNI3 gene's
exon 8 was identified in one family, the mutation caused the genetic code to change from G to A, which converted
from arginine (Arg) to glutamine (Gln). Moreover, there were 2 HCM patients in the family excepted the proposi-
tus. The propositus had no clinical symptoms,and went to see a doctor because of abnormal electrocardiogram dur-
ing physical examination,his father sometimes suffered chest distress and was sudden death during the research,
while his grandmother suffered chest distress and shortness of breath,obviously. The aforementioned mutation was
not found in health control group. Conclusion: The TNNI3 gene’s mutational site of familial HCM is Argl86Gln,
HCM patients who carried the mutant gene show different clinical phenotypes, the clinical heterogeneity is obvi-
ous.
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Figure 1 The result of gene sequencing

2.2 BiEERREGE

P X R R R EIE W 2. SEiEsd AL
FOMH B HCM B #, ¥ &k 4 TNNI3 %
Argl86GlIn 7 4%, i Hi il 58 F& A& b A i 45 21 oy ]
P, SJEIEE Cl-1 8 30 2 B, 2015 48 9 H Kk
for & B L T S T IR BE AR I2 T R IR R R
12 FELHEEBERSEE LAV, ~V, FH ST Bt 7
WL, T JEIE; 45 0 s KA R HCM £ B,
= PR R FE (IVST) % 21 mm, 2.0 = J5 B2 (LVP-
WD EREZ 9 mm, 2.0 F & 58 K B N 1E (LVDD)
25 45 mm, 220 F FH L3 (LVEF) i 69% ., L2
LU B AT B 5 0 E MR 75 25 8] B O WLAE 7 48 SR
Ak, SEUEFE A E (11-2)2015 4E 11 AWz H
HCM, -0 1 2l J5 A7 76 B fol 5 AR 5 0 B B 7R Vo ~
Vs SBE ST Besewr BT sl s, Vs T PAIEF R %
R RO E R B R TVST 29 19 mm, LVPWT
JEREE#) 10 mm.LVDd 2 46 mm,LVEF J} 62% ,7C
ZE R B AR BE ;0 E MRI 7R 25 18] B& 2O ILAE 75 18
Rk iz B 2016 4E 5 H PR, b #H
FHEECT -1)2003 4E#2 0 HCM, i o] A2 5E Jk B
LIS EIME L OHEEDR V,~V, S8 ST BER W
H T P EE; DR #BEAR IVST 2 16 mm, LVP-
WT EFEZ4 9 mm, LVDd 4 41 mm, LVEF %



W ZE, 4 TNNI3 Z N Argl86Gln 7878 55 5 et AE B 1.0 WL Y AH 52 4 43
TAO Qin,et al. The correlation between Argl86GIn mutation of TNNI3 gene and familial o 447 -

58% . JoAE = i E AR B, S UE A R AR i A
K, TR A 0F MRI 4, ik &, 2K &
HCM A% 51 #  JE # BH % HCM., Iif IR 4 1 L &

3~5,

e

1 2
Il
1 2 3 4
i
1 2

OEsxtt| |Exsk [l 21tss @xitss /%

E 2 HCM #E:#F TNNI3 EF Argl86GIn RER R ik &
Figure 2 The family tree map of HCM

|y

| Cian
| |
i
\

1

ki
"\
B
i

2.3 BHUIZS

Rl 1A KB Z R FR I R E R AN
— HEUE A TG RAE R O L B TE Sh A e AR, AR
Ll E TVST BRIk g , 450 18 K/ K&
O T BE LT 0 B 8 B0 5 FLAC DABRBE Oy 32 216 IR
TIE 5 HLAELB DB o] A2 A 2 B2 0 PR R B, TR AR S K
T A, JCIE R B A
3 g

JULES 85 1152 20 L 22 i /) 1 3 11 22— A6 R 1 L
R r Serskhaed b A EZAEH . S E
HEBAESEA TS EA T LS E A C 410,
Tl RMUES A T A0 HE 5 48 44, L TNNI3
P T Yk 19p13. 2~ql3. 2 b, 4ifi% 210 42 3t
MR 8 MAMNE T .29 5201 HCM J& H X $E 58 48
FITER , Z 8000 T 7 840 W F o KR4 4l LR AR

aﬁ'ﬁiﬂi%‘,b%iﬁﬁfﬁﬁﬂéw%iﬁ%%ﬂo

E 3

(R

Figure 3 Electrocardiograms
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