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T6MTAT 

Benh ca tim phi dai (BCTPD) la 1 benh 
tim m^ch dugc dac trung boi r6i loan su phat 
trien cac sgi to ca ciCia ca tim din den phi 
dai hh. thucmg co th4t trai. Su phi dai nay co 
thi a thanh tam thit trai {d6ng tam) hoac a 
vach lien that (lech tam). Ty le mic benh uac 
tinh khoang 1/500-1000 nguoi. Benh nhan bi 
BCTPD CO nguy co bi cac roi loan nhip tim 
nhu tira nhanh that hay rung thit, co Ihk din 
den dot tu ma khong co dau hieu bao truoc. 
Tren cac benh nhan BCTPD hoac nghi nga 
BCTPD CO tinh chit gia dinh, 50-60% truang 
hgp tim thay dot biin mot trong cac gen mS 
ho^ c^c thanh phan tao ra sgi to ca. Muc tieu: 
Phat hien dot bien gen MYH7 ciia benh nhan 
mac ca tim phi dai. Doi tircmg nghien cihi: 
Benh nhan nam, 36 tuoi, chan doan BCTPD. 
CO con choang ngat thoang qua. Phyoiig 
phap nghien ciiii: Phan tich gen MYH7 
bing ky thuat di truyin phan tii. Ket qua: 
Phat hien dot biin Arg403Glu tai exon 13 cua 
gen MYH7. Ket luan: Nhan truang hgp phat 
hien dot biin Arg403Glu gen MYH7 a benh 
nhan BCTPD da lam sang to them ve co che 
BCTPD tai Viet Nam, mcr them huong chin 
doan d6i vai BCTPD, giiip nguai thiy thu6c 
tim soat benh tot hon. 

Tir khoa: MYH7. Co tira phi dai. 

DAT V A N D ^ 

Benh ca tim phi dai (BCTPD) la 1 benh 
tim mach dugc dac trung boi roi loan sir phat 
trien cac sgi to co cua co tim dan den phi dai 
bat thuang co that trai. Sir phi dai nay co the 
a thanh tam that trai (dong tam) hoac a vach 
lien that (lech tam). Ty le mic benh udc tinh 
khoang 1/500-1000 nguai [1]. Benh nhan bi 
BCTPD CO nguy ca bi cac roi loan nhip tim 
nhu tim nhanh that hay rung that, co the din 
den dot tii ma khong co dau hieu bao truac. 
Day la mot nguyen nhan hang dau dan den dot 
tir 6 cac benh nhan duoi 35 tuoi [16]. Su phi 
dai that trai hay gap nhat la phi dai vach lien 
that, chiem td'i 46% [9], co the co hay Idiong 
kem theo su tac nghen duong ra that trai. Lam 
sang ciia benh ngheo nan va thay doi tuy thugc 
vao tuoi phat hien benh, miic do nang nhe 
ciia qua trinh tien trien benh. BCTPD co the 
bilu hien d tre nho mac dd ngudi ta thudng 
phat hien benh d tuoi thilu nien ho^c d ngudi 
trudng thanh [16], [9]. Nhiing quan tam gin 
day ve gen di truyen ciia benh ly nay da md 
ra nhilu hudng mdi trong tien lugng. theo doi 
va dieu tri. 

Tren cac benh nhan BCTPD hoac nghi ngd 
BCTPD CO tinh chat gia dinh, 50-60% trudng 
hgp tim thiy dot bien mot trong cac gen ma 
hoa cac thanh phan tao ra sgi to co. BCTPD 
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duoc xac dinh tuan theo quy luat di truyen trpi 
tren nhiem sac the thuong, Cac nha khoa hoc 
da tim thay tren 900 dot biSn thuoc 20 gen 
lien quan den benh. Tat ca cac gen deu tham 
gia ma hoa c^u tnic cho cac protein cua te bao 
CO tim. Thanh phan chu yeu cua co tim la xo 
actin va xo myosin. Xo myosin sip xgp voi 
xo actin thanh don vi co du6i co. Tren mSi 
don vi CO duoi co myosin - actin con co gan 
them cac phan tu troponin gom 3 tieu don vi 
la A, C va T. Cac dot biSn gay BCTPD thucmg 
lien quan den gen tong hgp protein c4u tao xo 
myosm (MYH7) va troponin (TNNT, TPMA, 
MYBPC, TNNI3...), trong s6 nay, dot bien 
gen lVfYH7 chiSm tdi 30 - 45% cac truong 
hpp. [16], [9], [21]. 

Phan tich gen dot biSn cho phep phat hien 
va chan doan nhiing truong hop co nguy co 
cao bi BCTPD truoc khi co bilu hien lam 
saiig. Co dot bien gen MYH7 khjng dinh 
chic chin BCTPD khi co cac hieu chiing lam 
sang. Neu dot bi& gen dupc phat Men thiy o 
nhimg benh nhSn chua co bika hien lam sang 
thi nhifng truong hpp nay bit bupc phai theo 
doi djnh ky. 

0 Viet Nam, lin diu tien chung toi tiSn 
htah nghien ciiu gen MYH7 o cac benh nhan 
BCTPD voi mong mudn tim hiSu m6i lien 
quan toi viec biin d6i kiSu gen va dac diim 
lam sang cua BCTPD, ding thoi du doan truoc 
nguy CO mic benh cung nhu tu vin du phong 
bien co tim mach nhu rii loan nhip, ngit, dot 
tu, kha nang di truyen benh,...Chiing t6i xin 
bao cao mpt truang hop BCTPD da phat hien 
thiy CO dot biin gen MYH7. 

B6\ Tl/pNG VA PHl/ONG PHAP 
NGHIEN cOru 

Boi tuwng nghien cmi: 

Benh nhan nam, 36 tudi, nhap vien ngj. 

05/9/2011 vi CO cac con choang va dau that ngui 

Benh nhan co tiin sii da duoc chin Joan 
BCTPD tit 2003, nhung diiu hi khong ^ 
Nhung din 2007 ngoai dau nguc, benh nhan 
thiy kho tho khi ging siic. Vi vay, benh nhin 
da chii dpng di kham va dupc theo d6i djnh 
ky va diiu tri diu hang thang (tildiera 60 mg 
u6ng 2 vien/l ngay). Khoang miy thang tnioc 
khi nhap vien, benh nhan xuit Men cac cm 
choang thoang qua. 

Trong gia dinh benh nhan: Me, 2 chi va 
anh trai ciing duoc chin doan BCTPD. 

Benh nhan dupc tham kham va sieu am 
Doppler tim va cac tham do chiic nang khac 
de chan doan xac dinh va danh gia miic do 
BCTPD. Benh nhan duoc iiy mau lam cac 
xet nghiem can Iam sang, ding thai phan tich 
gen MYH7 tai Bo mon Y sinh hoc - Di trayin, 
Truang Dai hpe Y Ha Npi. 

Phirong phap nghien cuu: 

Thdm khdm lam sdng. 

Chan dodn hinh dnh: 

• Chup tim phoi thing. 

• Sieu am Doppler tun. 

Thong tim ing Ion va Chup dpng mach , 
vanh: danh gia miic chenh ap o duong ra thi 
trai, iniic d6 ho van hai la, he dpng mach vanh: 
xet dit vach lien thit. 

Xet nghiem can ldm sdng: 

Cac xet nghiem: cong thiic mau, sinh 
hoa mau 

• Dien tam di. 
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Phan tich gen MYH7 

DNA dugc tach chilt tii tl bao bach ciu 
lympho mau ngoai vi bing kit Phenol/ChC13. 
Cac exon chiia cac dot bien co nguy co gay 
BCTPD (exon 13 va 14) dugc nhan len bing 
phan ling PCR vdi 40 chu ki luan nhiet (95''C-
5 phut/55"C-30 giay/72''C-30 giay). Thi tich 
phan ling 50 ^l, bao gdm cac thanh phin; 
DNA mSu, mdi, va cac thanh phin cho phan 
ling PCR (Taq DNA polymer a se, dNTP, 
MgCl,, dH^O). 

Trinh tumdi sii dung cho exon 13-14: iVIdi 
xuoi: 5'-CAG GCA TGA ACC ACA CAC 
CTG - 3') Mdi nguge: 5'- TCT CAT CCC 
ACC ATG CCA GT-3'. Doan gen MYH7 
dugc nhan len co Icich thudc 488 bp. 

San pham PCR dugc tinh sach bing kit 
PureLinkTM (Invitrogen). 

Xac dinh trinh tu gen FGB dugc thuc hien 
tten may ABI PRISM 3100 Genetic Analyzer. 
Cac thdng so va chat lugng dinh dugc thu 
thap. kiem dinh bang cac phan mem ABI 
Data Collection v2.0 va Sequencing Analysis 
Sotwave v5.3. Trinh tu doan gen MYH7 dugc 
so sanh vdi trinh tu tham chilu cdng bo tren 
GenBank thdng qua sii dung phan mem phan 
tich Chromas Lite v2.1.1 va Seaview de xac 
dinh dot biin. 

KETQUA NGHIEN cau 

ck/ph, true xu hudng trai, day thit trai, ST 
chenh xudng nhe d cac chuyen giao D2, aVF, 
V5-6. 

Cdc xet nghiem cong thirc mdu, dong 
mdu, sinh hod mdu: deu trong gidi han binh 
thudng. Khong co bing chiing cua: nh6i mau 
ca tim, suy tim, tieu dudng. 

Sieu dm Doppler tim: Hinh anh BCTPD 
lech tam, chiic nSng tam thu that trai binh 
thudng, giam chiic nang tam truang that trai, 
tang ap luc do day that trai, hd hai la nhe. Cu 
th6 nhu sau: dudng kinh that trai cuoi tam 
truang Dd =35 mm; dudng kinh that trai cuoi 
tam thu Ds = 24 mm; the tich that trai cuoi tam 
truang Vd = 50 ml; the tich thit trai cudi tam 
thu Vs = 20,6 mm; cac thanh thit trai day (tam 
truang 12 mm, tam thu 13 mm); phi dai toan 
bg vach lien that (tam truang 23 mm; tam thu 
24 mm), cd dau hieu SAM; hd hai nhe (dien 
tich hd hai la 2,4 cm-); khong co tang chenh 
ap d dudng ra that trai (max 8 mmHg, trung 
bmh 4 mmHg); E/A - 74/54; E/E' - 24,66; Dt 
= 243 ms. 

Thong tim ong l&n vd chup dong mach 
vdnh kiem tra: Khdng thay cd tang chenh ap 
d dudng ra that trai; he dong mach vanh binh 
thudng. 

Benh nhdn duffc dieu tri thuoc: 
Metoprolol (Betaloc zok 50 mg/1 ngay) va ra 
vien 03 ngay sau do (08/9-2011). 

Bac diem lam sang va can Iam sang cua 
benh nhan. Dac diem gen MYH7 cua bfnh nhan 

Liic nhap vien, benh nhan tinh tao, dau Nhan gen MYH7 bdng ky thudt PCR 
nguc trai khdng ro rang, khdng khd thd, tin 
s6 tim 120 ck/phiit. huylt ap 2 tay 120/70 DNA tong s6 dugc chilt tach dung lam 
mmHg, hai ph6i khong co rale, gan khong to. khuon de nhan cac doan exon 13-14 

Bi^n tdm do: Van la nhip xoang diu 120 
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Benh nhan 

A ^ V 

h thun.-

Hinh 3 1 Dieii di san pham PCR cua benh nhdnM 
Thang DSA chudn lOObp 

Kit qua dien di san pham PCR (Hinh 3.1) 
cho thay san pham PCR dac hieu \"a ro nei 

GaiBak }rfH"Exl3 :-; 
Si -MYHVExis-r:-: 

M!ffl7Eil3-R :-C-3 

d mau nghien ciiu. gen MYH7 co kich thup; 
488bp. phu hgp \ai thiet ke nghien cihi. 

Trinh tir gen .\fYH7 cua benh nhdn 

San pham PCR sau khi dugc tinh sach 
dugc tien hanh xac dinh trinh tu theo ca hai 
chieu (chieu xuoi - F va chieu nguoc - R)cua 
gen MYH7. 

So sanh vdi trinh ty tham chieu tai ngan 
hang gen (GenBank). chung toi phat hien 
tren exon 13 co dot bien sai nghia do thay the 
nucleotide loai Guanine (G) thanh nucleotide 
loai Adenine (A) tai \\ tri 10164. dan d̂n 

Hinh 1 2 Trmh m micleonJe Joan gen MYH' cmi benh nhdn 

lam thay doi bg ba ma (codon) CGG thanh CAG hay lam tha\ doi axit amin Arginine thanh 
Glutamme tai vi m' 403 (.\rg403Glu hay R403Qj. 

I 

i\ 
i \ 
1 \ 

j 1 

B \ 

. . 0 . 
• -. A 
i\lll\ 

•' 

A 

' \ : ) 
liinhS J Dinh ide diem nucleotide nen uing gen .\n'H7 

A Gen MYH7 ngtrdi binh ihir&ng khong co dot bien: B. Gen .WI7/7 ciia benh nhan bj Ml 
bten G-^.4 lat vi tri 10164. 

BAN LUAN 

Chan doan xac dinh BCTPD tren benh nhan na> la hoan toan ro rang dua tren cac yiu ti 
sieu am Dopier tim co bi da>- \̂ ach lien thit tam truong 23 mm. tam thu"24 mm. Theo tai lieu 
dong thuan v e guideline cho BCTPD giiia .4CC. ESC (2003) khi thanh tam ihit trai bao gim 
ca vach lien that da> Ion hon hoac bing 15 mm thi dupc chan doan la benh co lim phi dai [13]. 
Chan doan the BCTPD tren benh nhan na>- la thi lech tam. khona co tang chenh ap 6 ducmg 
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ra that trai: cac thanh thit ttai day nhe (tam 
truang 12 mm, tim thu 13 mm); chenh ap a 
duang ra thit trai (max 8 mmHg, trung bmh 
4 mmHg). 

SAM la hinh anh bit thuong van dpng dac 
trung nhit cua BCTPD. Hinh anh nay hrong 
ling vai van dpng bit thuang toan bp van hai 
la, ve phia vach lien thit trong thoi tam thu 
dupc giai thich do nang len qua miic cac co 
nho vi thanh truac va thanh sau tang cuong 
van dpng hau qua la lam triing lai day chSng 
van hai l.[13]. 

Trieu chiing co nang cua BCTPD thuong 
ngheo nan. Ba trieu chiing kinh dien thuang 
gap trong BCTPD la: kho tho, dau that nguc va 
ngit [18,26]. Trieu chiing kho tho thuong gap 
nhat , chiem den 90% cac truong hpp, duac 
giai thich do roi loan chiic nang tam truong 
ciia that trai [28]. Miic dp kho tho khong co 
lien quan gi toi tinh trang huyit dpng, hoac 
miic dp chenh dp cila duong ra thit trai cung 
nhu chiic nang tam thu that trai [15]. 

Dau that nguc chiim 70-80% cac fruong 
hpp BCTPD [3] va 15 % co phii hpp nhii 
mau CO tim [10]. Dau nguc khong do nhii 
mau CO tim dupc giai thich la do rii loan 
chuc nang tam truang that trai dan den mat 
can bang cung ciu oxy cua co tim gay so that 
dpng mach vanh [17,28]. 

Ngit chiim 20% BCTPD, nhung 50-55% 
trong so nay thucmg co trieu chiing bao truoc 
[15], thucmg CO lien quan toi ging siic vi khi 
ging stic lam tSng dang ki chenh ap o duong 
ra thit trai [17]. Tuy nhien, nhiiu nghien ciiu 
lai cho thiy ngit lai xay ra ngay liic nghi ngoi 
va khong co tang chenh ap o duang ra thit 
trai. Nhirng truang hap nay dupc giai thich 
la do rii loan nhip, phi biin la rii loan nhip 
thit [4.25]. 

Benh co tim phi dai chu yeu \k do dot bien 
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trong mot trong nhiing gen quy dinh tong hpp 
ti bao CO tun (sarcomeric gene). Cho den 
nay, khoang 194 dot biin da dupc xac dinh 
o nguai bi benh co tim phi dai, trong so do 
115 dot biin xay ra tren gen MYH7 [8]. Gen 
MYH7 gim co 39 exon va nim tren nhanh 
dai nhilm sic thi si 14 (14ql2). Gen MYH7 
ma hoa cho chuoi nang p myosin. Dot bien 
gen MYH7 dupc cho la nguyen nhan thucmg 
gap nhit trong BCTPD. Co 50 loai dot biin 
tren MYH7 da dupc xac djnh, phin ion cac 
dot bien nam trong cac vung ma hoa tir exon 
8-24. Cac vimg nay ma hoa ting hpp protein 
tao khii ciu myosin trong viec kit hpp vol xo 
actin hinh thanh don vi co co. 

Mpt so nghien ciiu ve vai tro ciia dot bien 
gen MYH7 trong su phat trien ciia benh co 
tim phi dai, ching ban nhu Wang va cs. (2008) 
da thu thap mau mau cua hai gia dinh mac 
benh co tim phi dai va 120 nguai khoe manh 
de nghien cim dot bien gen o cac gen MYH7, 
MYBPC3, va TNNT2 bing phuang phap PCR 
va xac dinh hiu het nhiing dot bien xay ra diu 
0 tten gen MYH7 [30]. Pare va cs. (1961) da 
chiing minh moi lien quan cua cac roi loan ve 
tim (192.600) 6 nhom nguoi Canada gic Phap 
va vimg gen thupc nhanh dai nhiim sic thi 
14, noi chiia gen MYH7 [22]. 

Garcia va cs. (Uc) giai trinh tu exon 13 -
16 cua gen MYH7 trong 30 benh nhan co tim 
phi dai, trong dp tuoi tir 18 - 60, trong do co 
25 benh nhan co tien sir gia dinh mac benh co 
tim phi dai. Trong nghien ciru nay phat Men a 
1 benh nhan xuit hien 1 dot biin (Arg453Cys, 
exon 14) tren gen MYH7 [6]. Villard va cs. da 
phan tich tit ca cac exon cua hai gen MYH7 
va TNNT2 sit dung phuong phap SSCP a 96 
benh nhan (54 benh nhan co tien sir gia dinh 
va 42 benh nhan khong thuang xuyen mac 
benh). Dot bien gen MYH7 da dupc xac dinh 
a 5 benh nhan co tien su gia dinh va a 2 benh 
nhan khong thuang xuyen mac benh. Trong 
nghien ciiru nay da phat hien ra rang hau het 
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cac dot biin diu a gen MYH7 va ciing la thai 
diim khai phat benh bi cham lai. Garcia va cs. 
nghien ciru tin so cua gen sarcomere o 120 
benh nhan ca tun phi dai tai Tay Ban Nha, 
trong s i do, 16% co tiin sii gia dinh. Hp da 
nghien ciiu kiim tra tren 5 gen va xac dinh 
duoc cac dot biin 6 3 2 benh nhan, trong do co 
10 dot biin tren gen MYH7 [5]. 

Tai Iran, Montazeri va cs da nghien ciiu 
cac dot bien pho bien tren gen MYH7, bao 
gom exon 13-15 o 50 benh nhan va xac dinh 
dupc dot bien GI 0195A trong exon 13 va mpt 
dpt biin A10419C trong exon 14 [20]. Cac kit 
qua cua mpt vai nghien ciru o L-an va nghien 
cuu sdu rpng trong cac phan khac cua the giai 
ve gen nay vol sir anh huong cua chung den 
b?nh CO tim phi dai cho rang exon 8-24 ciia 
gen MYH7 dnh huong nhieu nhit trong can 
benh nay. 

Mpt so dot bien thupc gen MYH7 dupc 
cho la CO y nghia tien lupng boi lien quan 
din nguy co dot tii cua benh nhu Arg403Gln, 
Arg719Trp, Arg453Cys [1,31]. Tuy nhien, 
mpt s i truong hop dot biin chi la nguoi mang 
gen, khong biiu hien benh nhu: Gly256Glu, 
Val606Met. Leu908Val [1.29]. 

Nghien cuu ciia Liu va cong su di sang 
Ipc cac dot bien cua gen co nguy co gay benh 
CO tim phi dai trong 10 gia he o Trung Quoc. 
Trong nghien ciiu nay, trong 3 gia he da xac 
dinh CO dot biin gen MYH7, 3 benh nhan da 
dot ngpt qua dai cr tuii 20 - 48 Uong khi tap 
luyen the thao. Ket qua cOa nghien ciiu nay 
cho thiy cac dot biin cua gen MYH7 6 nhirng 
benh nhan co tim pU dai co lien quan vai nguy 
CO dot hi cao do tun [12]. Trong mpt gia dinh 
Trung Quic g im 3 thi he, Ko va cs. (1996) 
da quan sat thiy sir cimg tin tai cua dot til va 
suy tun giai doan cuii do dot biin Arg453Cys 
[ 11 ]. Tuoi trung binh ciia cac thanh vien bi dot 
tir CO tinh chit gia dmh la 34 nam. 

Geisterfer-Lowrance va cs. (1990) tin 

thay mpt dot bien sai nghia trong chuii beta 

myosin a benh nhan co tim phi dai dan d̂n 

lam thay the arginine thanh glutaraine tai vi 

tri 403 (R403Q) [7]. Penyman va cs. (iggi) 

chimg mmh rang dot bien R403Q thucmg aan 

tren phan tii mRN.'^ cua co tun [23]. Radovan 

va cs. mo ta trudng hop tre tuoi BCTPD tic 

nghen ^ ^ | dot bien Arg403Glu tai exon 1] 

ciiageri'MiH? [24]. 

Spindler va cs. (1998) da nghien ciru anii 

huong cila dot bien tai codon 403 cua gen 

MYH7. Hp da quan sat thay 3 sir thay doi Ion 

trong sinh ly hoc \'a nang lupng sinh hoc 6 

tim chupt il§t bien. Dau tien, trong khi khong 

bi roi loan chirc nang tam thu. chirc niing tam 

truang b j ^ y giam trong thoi gian kich thieii 

CO bop. Thil' hai. trong dieu kien chuot bj 

dot bien R403Q thi tim chupt co ham lucmg 

phosphocreaiine thap hon va tang ham lucmg 

phosphate vo co dan den giam gia trj nang 

lupng t y ^ sinh ra tii qua trinh thuy phan 

ATP. T h i r ^ . chupt bi dot bien tim da ducrc 

tang perfusate canxi bang each giam xuong 2 

lan nhip tim so veil doi chimg. Cac tac gia tren 

da ket luan rang tim ctia chuc3t mang dot bien 

R403Q da bj phu thugc vao viec lam roi loan 

chiic nang tdm truong tuong tu nhu bieu hien 

cua n g u o i ^ benh co tim phi dai co tinh chat 

gia dinh [27]. 

Trong nghien ciru cua chiing toi, gen MYH7 

da dupc kiSm tra va xac dinh dupc tren exon 

13 xuitfiifn dot biin sai nghia do tha)' the 

nucleotide loai Guanine (G) thanh nucleotide 

loai Adenine (A) tai vj tri 10162. dan den lam 

thay dii codon CGG thanh CAG hay lam 

thay dii axit amin .Arginine thanh Glutamine 

tai vi tri 403 (Arg403Glu hay R403Q). Via 

phdt hien na\' giup chung toi ly giai ro hon ve 

bieu Men lam sang cua benh nhan, vcii nliinig 

ccm chodng ngi t thoang qua la mpt trong cac 

trieu chimg cua BCTPD va la tien trieu cua 
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cai chet dot hi dl xay din vai nhom benh nhan 
mang loai dot biin nay. Ding thai dua vdo vj 
tri va kieu dot biin gen co thi giiip tien lugmg 
kieu hinh ciing nhu miic dp nang (nguy ca 
roi loan nhip din din dot tii ) nhimg trucmg 
hpp BCTPD. Vi vay, niu test gen MHY7 am 
tmh va khong co trieu chiing lam sang thi 
nhung tnrong hpp nay duac khing dinh chic 
chan nguy co mic BCTPD Id rat thip mac du 
hp dupc sinh ra trong gia dmh co tiin su bi 
BCTPD mang dot biin gen MYH7. 

KET LUAN 

Lan diu tien tai Viet Nam. nguoi benh 
BCTPD dupc phan tich gen MYH7 va phat 
Men dupc dot bien co lien quan tcri bieu hien 
benh. Mac du day khong phai Id dot bien moi 
vd da duac the gioi cong bo, ngMen ciiu cua 
chiing toi cho thay da ldm sang to them ve ca 
chi BCTPD tai Viet Nam, mo them huong 
chan doan doi voi BCTPD, giiip nguoi thay 
thuoc tam sodt benh tot hon. 

SUMMARY 
DETECTION OF MUTATION IN THE BETA - MYOSIS HEAVY CHAIN (MYHT) IS HYPERTROPHIC 

C.4RDIOMYOPA THY 

Hypertrophic cardiomyopathy (HC) is a cattiiac disease characterized by a sarcomeric disarray that leads to cardiac 

muscle cell hypertrophy. The prevalence of HC has been estimated in I in 500 to 1000 persons, and HC is the most common 

cause of sudden death in the young. The genes involved in HC encode proteins of the sarcomere. The first HC locus was 

mapped to the long ami of chromosome 14 (14ql). The gene encodes the beta-myosin heavy chain (.l/I7/~) gene, and 

more than SO different mutattons have been identified worldwide. Objectives: To investigate mutation on MMI7 gene. 

Subject: A 36 year-old male patient, history of hypertrophic cardiomyopathy. Methods: sequencing MYH7 gene, using 

reference and control. Results: The mutation Arg403Glu of .MYH7 gene was foimd in HC patient. Conclusion: Our study 

illustrates that detection MYH7 gene mutations in HC patient has shed light on the pathogenesis of HC in Vietnam, more 

open diagnosis direction for HC and help doctors screening better for this disease. 

Key words; MVH7 gene. Hypertrophic cartlromyopathy 
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