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TOMTAT

Bénh co tim phi dai (BCTPD) 1a 1 bénh
tim mach dugc diic trung béi réi loan sy phat
trién cdc soi to co cda co tim din dén phi
dai bt thudng co thét trai. Sy phi dai nay co
thé & thanh tam thét trai (déng tim) hodc &
vach lién thét (1&ch tam). T 18 méc bénh uée
tinh khoang 1/500-1000 ngudi. Bénh nhan bi
BCTPD c6 nguy co bi cac rbi loan nhip tim
nhur tim nhanh thét hay rung thét, c6 thé dén
dén dot tir ma khéng c6 diu hiéu bao trude.
Trén céc bénh nhan BCTPD hodc nghi ngd
BCTPD cé tinh chét gia dinh, 50-60% trromg
hop tim thdy d5t bién mot trong céc gen ma
hoa céc thanh phiin tao ra sgi to co. Muc tidu:
Phét hién dot bién gen MYH? ciia bénh nhan
méc co tim phi dgi. P6i twong nghién ciu:
Bénh nhan nam, 36 wi, chin doan BCTPD,
¢ con choang ngit thoang qua. Phwong
phap nghién ciru: Phan tich gen MYH7
bing ky thudt di truyén phan tir. Két qua:
Phit hién dot bién Arg403Glu tai exon 13 clia
gen MYH7. Két ludn: Nhén trudmg hop phat
hién d6t bidn Arg403Glu gen MYH7 & bénh
nhin BCTPP di lam sang 6 thém v& co ché
BCTPD tai Viét Nam, mo thém huong chin
doan @bi véi BCTPP, gitip ngudi thiy thude
tAm so4t bénh tt hon.

Tér khéa: MYHT. Co tim phi dai.
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PAT VAN BE

Bénh co tim phi dai (BCTPD) 1a 1 bénh
tim mach duge déic trung boi 16i loan sy phét
trién céc sgi to co cia co tim dan dén phi dai
bt thudmg co thit tréi. Sy phi dai nay c6 thé
& thanh tim thit tréi (ddng tAm) hodc & vich
lién thét (1&ch tam). Ty 1& méc bénh wée tinh
Kkhodng 1/500-1000 ngudi [1]. Bénh nhan bi
BCTPD ¢6 nguy ¢o bj céc 81 loan nhip tim
nhu tim nharh thit hay rung tht, c6 thé din
dén dot tir ma khong c6 déu hiéu bao trurée.
Diy 14 mgt nguyén nhan hang dau din dén dot
tir & cdc bénh nhan dwdi 35 tdi [16). Sr phi
dai thét tral hay gap nhét 13 phi dai vach lién
thit, chiém t6i 46% [9], c6 thé c6 hay khong
kém theo sy téc nghén dudmg ra thét trai. Lam
sang ctia bénh ngheo nan va thay ddi tuy thuée
vao tudi phat hién bénh, mirc dé ndng nhe
clia qua trinh tién trién bénh, BCTPD ¢6 thé
biéu hién ¢ tré nhé mic dit ngudi ta thudng
phét hién bénh & tudi thiéu nién hodc & ngwdi
truéng thanh [16], [9]. Nhiing quan tdm gin
day vé gen di truyén ctia bénh Iy ndy da ma
ra nhiéu hudng méi trong tién lugng, theo doi
va didu i

Trén cdc bénh nhan BCTPD hodc nghi nger
BCTPD c6 tinh chit gia dinh, 50-60% truomg
hop tim thiy dot bién mét trong cdc gen ma
hod cac thanh phén tac ra s¢i to co. BCTPD
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dugc xéc dinh tan theo quy ludt di truyén troi
trén nhiém séc thé thudng, Céc nha khoa hoc
da tim thdy trén 900 dét bién thude 20 gen
lién quan dén bénh. Tét ca cac gen déu tham
gia ma héa cdu triic cho c4c protein ciia té bao
co tim. Thanh phén chi yéu cila co tim 14 xor
actin va xo myosin. Xo myosin sip xép véi
x0 actin thanh don vi co dudi co. Trén m&i
dom vi co dudi co myesin - actin ¢dn. ¢6 gin
thém céc phén tir troponin gdm 3 tiu don vi
13A, CvaT. Céc dot bién gy BCTPD thudmg
lién quan dén gen tdng hop protein ciu tao xo
myosin (MYH7) va troponin (TNNT, TPMA,
MYBPC, TNNI3...), wong s& nay, dét bién
gen MYH7 chiém 161 30 - 45% cac truong
hop. [16], {9], [21].

Phan tich gen dot bién cho phép phat hign
va chan deén nhitng trudng hep c6 nguy co
cao bi BCTPP trudc khi ¢6 bidu hién lam
sing. C6 dot bién gen MYH7 khing dinh
chéc chin BCTPD khi ¢6 ce trigu ching l4m
sang. Néu dot bién gen duoc phét hién thiy &
nhitng bénh nhan chua c6 bidu hién 1am sang
thi nhimg trudmg hop nay bt buc phai theo
d8i dinh ky.

0 Viét Nam, 1dn ddu tién chang 15 tién
hank nghién ctu gen MYH7 & céc bénh nhan
BCTPD véi mong mudn tim hidu méi lién
quan 161 viéc bién dbi kidu gen va dic didm
lam sing cia BCTPP, déing thdi du doan truéc
nguy co mic bénh cung nhu tu vén dir phong
bién ¢ tim mach nhw réi loan nhip, ngdt, dot
1z, kha nang di truyén bénh, .. .Chitng 6i xin
bao cae mat truong hop BCTPD da phét hign
thy ¢6 ddt bién gen MYH7.

B0l TUONG VA PHUONG PHAP
NGHIEN CG/U

Déi twong nghitn ciru:

Bénh nhan nam, 36 tudi, hdp vié ng;
05/9/2011 vi c6 céc con chodng vA Gau thitrgy:

Bénh nhén ¢6 tién st da duge chin dofy
BCTPP tir 2003, nhung didu tr khong 4é,
Nhung dén 2007 ngoal dau ngyre, bénh nhy
thdy khé thé khi géng stc. Vi véy, bénh phip
43 chii dong di kham va duec theo dsj dinh
ky va didu tri ddu hing thing (tlldlem 60 mg
ubng 2 vién/1 ngdy). Khoang may thang tnrge
kchi nhdp vién, bénh nhan xuédt hién cac com
choang thoang qua.

Trong gia dinh bénh nhan: Me, 2 chi v
anh trai ciing dugc chin doan BCTPD,

Bénh nhan duge thim kham va sidy 4o
Doppler tim va céc thim dd chire niing khic
dé chin dodn xéc dinh vi danh £id mie 8
BCTPD. Bénh nhan duoc lay méu lam cac
xét nghiém c4n 14m sang, ddng théi phin tich
gen MYH7 tai B4 mdn Y sinh hoc - Di truyén,
Trudmg Pai hoc Y Ha N6i.

Phwong phap nghién ctm:
Thim khdm ldm sing.
Chdn doén hinh anh:

* Chyp tim phéj théng,

* Siéu 4m Doppler tim.

Thong tim ng Ion va Chyp déng mach

vanh: dnh gia mitc chénh ap & didmg ra thit
tréi, mirc d6 hés van hai 14, hé dong mach vinh:
xét @6t vach lign thit,

Xét nghigm cdn lim sdng:

Céc x¢t nghiém: ¢éng thire m4u, sith
héa mau

* Pién tim d3.
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Phén tich gen MYH7

DNA dugc tach chiét tir té bao bach cu
tympho mau ngoai vi bing kit Phenol/ChCI3.
Céc exon chira cic ddt bién c6 nguy co giy
BCTPD (exon 13 va 14) duroc nhén lén bing
phan (mg PCR véi 40 chu ki lufin nhiét (95°C-
5 phit/55°C-30 giay/72°C-30 gidy). Thé tich
phan {mg 50 pl, bao gdm céc thanh phin:
DNA mAu, mdi, va céc thanh phin cho phan
iung PCR (Tag DNA polymer a se, dNTP,
MgCl,, dH,0).

Trinh ty mdi sir dung cho exon 13-14: Mi
xudl: 5-CAG GCA TGA ACC ACA CAC
CTG - 3") Mbi nguge: 5°- TCT CAT CCC
ACC ATG CCA GT-3. Poan gen MYH7
duroe nhan 18n ¢6 kich thude 488 bp.

San phim PCR dugc tinh sach bing kit
PureLinkTM (Envitrogen).

Xéc dinh trinh tir gen FGB dugc thuc hién
trén may ABI PRISM 3100 Genetic Analyzer.
Céac thong sb va chat Iwgng dinh duge thu
thip. kiém dinh bing cic phin mém ABI
Data Collection v2.0 va Sequencing Analysis
Sotwave v5.3. Trinh tir doan gen MYH7 dugc
so sanh v&i trinh ty tham chiéu céng b trén
GenBarnk thong qua sir dung phén mém phan
tich Chromas Lite v2.1.1 va Seaview dé x4c
dinh d6t bién.

KET QUA NGHIEN CJU

Pic diém 1am sang va cin lam sang cia
bénh nhan.

Lic nhap vién, bénh nhén tinh tdo, dau
ngyc tréi khong rd rang, khong kho tha. tin
sé tim 120 ck/phit. huyét p 2 tay 120/70
mmHg, hai phdi khéng co rale, gan khong to.

Dién thm dé: Vin 13 nhip xoang déu 120
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ck/ph, truc xu huéng trdi, day thér tréi, ST
chénh xudng nhe & cic chuyén giao D2, aVF,
V5-6.

Cic xét nghitm cing thirc midu, dong
mdu, sinh hod mdu: déu trong giéi han binh
thudng. Khéng c6 bing chimg ca: nhéi maun
o tim, suy tim, tiéu dudng.

Siéu dm Doppler tim: Hinh anh BCTPD
léch tAm, chic nang tAm thu that trai binh
thudmg, giam chirc ning tam trirong that trai,
ting 4p lue db diy thit trai, ho hai 14 nhe. Cu
thé nhu sau: dudng kinh thit tréi cudi tam
truong Dd =35 mm; dudng kinh thit trai cubi
tam thu Ds = 24 mm; thé tich thit tr4i cudi tim
trrong Vd = 50 ml; thé tich thét tréi cubi thm
thu Vs = 20,6 mm; cac thanh thét trai day (tAm
trvong 12 mm, tdm thu 13 mm); phi dai toan
b vach lién thit (1Am truong 23 mm; tim thu
24 mm), c6 déu higéu SAM; ho hai nhe (dién
tich h& hai 14 2,4 em?); khéng c6 tdng chénh
4p & dudng ra thit trdi (max § mmHg, trung
binh 4 mmHg); E/A = 74/54; E/E’ = 24,66; Dt
=243 ms.

Thong tim éng I6n va chup dpng mach
vanh kiém tra; Khéng thiy c6 ting chénh ap
& duémg ra thét trai; hé dong mach vanh binh
thuong,

Bénh nhin dugc dibu i thude:

Metoprolol (Betaloc zok 50 mg/l ngay) vara
vién 03 ngay sau 46 (08/9-2011}.

Dic diém gen MYH?7 ciia bénh nhin
Nhin gen MYH? bing ky thudt PCR

DNA téng s6 duoc chiét tach ding lam
khuén dé nhén cac doan exon 13 - 14
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& mau nghién clu. gen MYH?7 <6 kich thyj

M 488bp. phit hop v6i thiét ké nghién cin.

Bénh nhan

700bp Trinh tw gen MYH?7 ciia bénh nhin
500bp San phim PCR sau khi dwoc tinh sy
duoc tién hanh xéc dinh trinh tw theo i hg
300bp chiéu (chiéu xuéi - F va chiéu nguoc - R) el
gen MYH7.
Hinh3 1 Dién di san phim PCR cua bénk nhanM So sénh véi trinh tu thf’m df{"u l"ﬂ ngin
Thang DNA chudn 100bp hang gen (GenBank). ching toi phat hiéy

irén exon 13 ¢6 dot bién sai nghia do thay thé
Két qua dién di san pham PCR (Hinh 3.1) nucleotide loai Guanine (G) thanh nucleotide
cho lhé_\' san phém PCR dic hiéu va rd nét  Joai Adenine (A) tai vi tri 10164, dan déy

GenBank MYRTEX13 ‘-“-a- 5]

BN y7Ex13-F oo Fecoioochy:

MYHTEX13-R 3C3 S5 Win &

Hinh 3 2 Trinh te mucleonide doan gen MYHT cua binh nhén |
lam thay d6i bo ba mé (codon) CGG thanh CAG hay lam thay do6i axit amin Arginine thash
Glutamine tai vi tri 403 (Arg403Glu hay R403Q).

i

A ;) Vo [ J ‘;

Hinh3 3 Dinh cde diém nucleotide trén vimg gen MYH?

_.-1 Gen MYHT nguoi binh thieomg khéng co dor bién: B. Gen MYH7 ciia bénh nhdn bj dol
bien GDA tai vi tri 10164

BAN LUAN

Chan dodn xéc dinh BCTPD trén bénh nhéan nay 1a hoan toan rd rang dua trén cic yéu i
si¢u dm Dopler tim ¢6 bé day vach lién thit tam truong 23 mm. tim Lhu‘24lmm. Theo tai liéu
dong thuin uideline cho BCTPP gitta ACC. ESC (2003) khi thanh tam that trdi bao gém
ca vach lién that day 16n hon hodc bang 15 mm thi dugc chan dodn 1a bénh co tim phi dai 13}
Chan dodn thé BCTPD trén bénh nhan nay 1a thé léch tam. khong ¢é \ang chénh ap & dutng

IM MACH HOC VIET NAM -50 65201418 J
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13 thit trai: céc thanh thit tr4i day nhe (tim
truong 12 mm, tdm thu 13 mm); chénh 4p &
dudng ra thét trai (max 8 mmHg, trung binh
4 mmHg).

SAM 1a hinh anh bt thudng vin dgng déc
trung nhat cia BCTPD. Hinh anh nay tuong
img Yx’yi van dong bir thuong toan bd van hai
14, vé phia vach lién thét trong thoi tAm thu
duge giai thich do nang 1&n qua mic cic co
nhé vi thanh trude va thanh sau ting cudng
vén d9ng h4u qua 13 lam tring lai diy chfmg
van hai 1,[13].

Triéu chitng co ndng cia BCTPD thuong
nghéo nan. Ba triéu chimg kinh dién thuomg
giiptrong BCTPD 14 : khé th, dau thitngue va
nght [18,26]. Trigu chimg khé thé thudmg giip
nhét , chiém d&n 90% céc trudng hop, dugc
gidi thich do réi loan chirc néng tam truong
cia thét trai [28]. Mirc d6 khé tho khong co
lién quan gi 61 tinh trang huyét dong, hodc
mitc d9 chénh 4p cia dudmg ra thit tréi cling
nhur chire ning tAm thu thét trai [15].

Pau thit nguc chiém 70-80% cac trwdmg
hop BCTPD [3] va 15 % <6 phéi hop nhéi
méu co tim [10]. Pau ngyuc khéng do nhbi
mau co tim dwgc gidi thich 12 do r8i loan
chirc ning tAm truong that trai din dén mét
cén bing cung cAu oxy clia co tim gdy so thét
ddng mach vanh {17,28].

Negt chiém 20% BCTPD, nhung 50-55%
trong sé nay thudng ¢4 trigu chimg bio trwde
[15], thudmg ¢6 lién quan t&i gfng stic vi khi
géing sirc lam ting déng ké chénh 4p & dudong
ra thét trai [17]. Tuy nhién, nhiéu nghién céu
1zi cho théy ngét lai xdy ra ngay lic nghi ngoi
va khdng c6 ting chénh &p & dudmg ra thit
trai. Nhimng trudmg hop ndy dugc giai thich
1 do réi loan nhip, phd bién 14 réi loan nhip
thét [4.25].

Bénh co tim phi dai chi yéu 14 do dot bién
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trong mét trong nhimg gen quy dinh tong hop
té bio co tim (sarcomeric gen¢). Cho dén
nay, khoang 194 dt bién di duoc xac dinh
& ngudi bi bénh co tim phi dai, trong sb d6
115 dét bién xay ra trén gen MYH7 [8]. Gen
MYH7 gdm c6 39 exon vi ndm trén nhanh
dai nhifm séc thé s6 14 (14q12). Gen MYH7
ma hoa cho chudi ning p myosin. Dt bién
gen MYH?7 dugc cho 13 nguyén nhén thudng
gap nhit trong BCTPD. C6 50 loai dot bién
trén MYH7 d2 duoc xdc dinh, phin 1én céc
d6t bién nim trong cic viing ma héa i exon
8 - 24. Cac ving nay ma héa tdng hop protein
tao khéi ciu myosin trong viée két hop voi xo
actin hinh thanh don vi co co.

Mot sé nghién ciru vé vai trd cia dot bién
gen MYH?7 trong su phat trién cua bénh co
tim phi dai, ching han nhu Wang va cs. (2008)
da thu thap miu méu cia hai gia dich méc
bénh co tim phi dai va 120 ngudi khoe manh
d& nghién ciru 4ot bién gen & cac gen MYH?7,
MYBPC3, va TNNT2 bing phuong phap PCR
vé xéc dinh hiu hét nhimg dot bién xay ra déu
& trén gen MYH?7 [30]. Pare va cs. (1961) d
chitng minh mdi lién quan cua cac i loan vé
tim (192.600) & nhém nguédi Canada gbc Phip
va ving gen thudc nhéoh dai nhidm sic thé
14, noi chira gen MYH7 [22].

Garcia va ¢s. (Uc) gii trinh tir exon 13 -
16 cua gen MYH?7 trong 30 bénh nhén co tim
phi dai, trong d¢ tudi fir [8 - 60, trong d6 c6
25 bénh nhén c6 tién sir gia dinh méc bénh co
tim phi dai. Trong nghién ciru ndy phét hién &
1 bénh nhan xuét hién 1 dot bién (Arg453Cys,
exon 14) trén gen MYH7 [6]. Villard va cs. dd
phin tich tit ca cdc exon cia hai gen MYH7
va TNNT?2 sir dung phuong phap SSCP & 96
bénh nhan (54 bénh nhan c6 tién sir gia dinh
va 42 bénh nhén khong thudng xuyén méc
bénh ). Dot bién gen MYH7 d3 dugc x4dc dinh
& 5 bénh nhén ¢6 tién sit gia dinh va & 2 bénh
nhan khéng thudng xuyén mic bénh. Trong
nghién ciru ndy da phat hién ra ring hiu hét



cac dot bién déu & gen MYH?7 va ciing 12 thoi
diém khi phat bénh bi cham lai. Garcia va cs.
nghién ctu tan sb cia gen sarcomere & 120
bénh nhén co tim phi dai tai Tay Ban Nha,
trong sé do, 16% c6 tién sit gia dinh. Ho da
nghién ciru kiém tra trén 5 gen va xdc dinh
duge cac ddt bién & 32 bénh nhén, trong d6 6
10 dot bién trén gen MYH7 [5].

Tai Iran, Montazeri va cs di nghién clu
céc dot bién phd bién trén gen MYH?7, bao
gdm exon 13-15 ¢ 50 bénh nhén va x4c dinh
dugc dot bién G10195A trong exon 13 vamt
4t bién A10419C trong exon 14 [20]. Céc két
qua clia mgt vai nghién ciru & Iran va nghién
clru sau rdng trong cac phan khac cia thé giéi
vé gen ndy v6i sy anh huémg ctia ching dén
bénh co tim phi dai cho ring exon 8-24 ciia
gen MYH7 anh huéng nhiéu nhét trong cin
bénh nay.

Mat sb dét bién thudc gen MYH7 duge
cho la c6 y nghia tién lwong boi lién quan
dén nguy co dét tir ciia bénh nhur Arg403Gln,
Arg719Trp, Argd53Cys [1,31]. Tuy nhién,
mot s6 trudng hop d6t bién chi la ngudi mang
gen, khéng biéu hién bénh nhur: Gly256Glu,
Val606Met, Leu908Val [1.29].

Nghién ctu cta Liu va cfng su dé sang
loc céc ddt bién ctia gen ¢6 nguy co gdy bénh
co tim phi dai trong 10 gia hé & Trung Quéc.
Trong nghién ciu nay, trong 3 gia hé da xac
dinh c6 dot bién gen MYH7, 3 bénh nhan da
dot ngdt qua doi & tudi 20 - 48 trong khi tap
luyén thé thao. Ké&t qué cta nghién ciru nay
cho thay céc dét bién cia gen MYH7 ¢ nhig
bénh nhén co tim phi dai ¢6 lién quan véi nguy
co dét tir cao do tim [1'7] Trong mét gia dinh
Trung Quéc gorn 3 thé hé, Ko vi cs. (1996)
da quan sét thiy sir cung t6n tai cia dot tir va
suy tim giai doan cudi do dat bién Arg453Cys
[11]. Tudi trung binh cua cac thanh vién bi dét
tir ¢6 tinh chat gia dinh 13 34 nam.

NGHIEN CUU LAM SANG (’

Geisterfer-Lowrance va cs. (1990) i
thdy mot dot bién sai nghia trong chudi beta
myosin & bénh nhin co tim phi dai dan ¢
1am thay thé arginine thanh glutamine {giy;
trf 403 (R403Q) [7]. Perryman v cs. (199)
chimg minh rang dot bien R403Q thuéng giy
trén phén tf mRNA cua co tim [23]. Radman
va cs. mo ta truong hop tré ol BCTPP (i
nghén miang dot bién Arg403Glu tai exon [3

ciia gen M?m [24].

Spindler va cs. (1998) da nghién ciu anh
huémg cia dot bién tai codon 403 ciia gen
MYH7. Ho di quan sat thay 3 su thay ddi lin
trong sinh 1y hoc va nang lugng sinh hoe
tim chuot dot bién. Piu tién, trong khi khdng
bi rdi loan chirc nang tam thu. chirc nang tam
truong billy giam trong thoi gian kich thich
co bop. Thi hai. trong diéu kién chudt bi
dét bién R403Q thi tim chudt ¢6 him lugng
phosphocreatine thap hon va tang ham lugng
phosphate vé co dan dén giam gid tri ning
lugng tu’ gf? sinh ra tr qua trinh thuy phin
ATP. Thit ba. chudt b dot bién tim da dum.
téng perfusate canxi bing cich giam xuong 2
14n nhip tim so vé&i dbi chimg. Céc tac giatrén
3 két ludn ring tim cua chudt mang dot bién
R403Q da bj phu thude vao viée lam i loan
chire ndng tam truong twong tu nhur biéu hign
cuia ngudilbj bénh co tim phi dai ¢6 tinh chit
gia dinh [27].

Trong nghién ciru cua ching t6i, gen MYHT
da dugce kiém tra va xdc dinh dugc trén exon
13 xudt Hiéh dot bién sai nghia do thay hé
nucleohde loai Guanine (G) thanh nucleotide
loai Adenine (A) tai vi tri 10162. dén dén lam
thay déi codon CGG thanh CAG hay lam
thay ddi axit amin Arginine thanh Glutamine
tai vi tri 403 (Arg403Glu hay R403Q). Viéc
phat hién nay gitp ching téi v giai rd hon e
biéu hién lam sang cua bénh nhan, voi nhimg
con chodng ngit thoang qua la mot trong cic
triéu chimg cua BCTPP va la tién triéu cia

TAP CHI TIM MACH HOC VIET NAM - SO 65.2014 \”‘L
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cdi chet dgt tir d& *dy dén v6i nhom bénh nhan
mang loai dt bién nay. Dong thori dua vaoc vi
tri va kidu 4ot bién gen c6 thé gitp tién hugng
kleu hinh ¢fng nhu muc 3 nang (nguy co
r6i loan nhip din dén dot it ) nhitng tnrdng
hop BCTPD. Vi vay, néu test gen MHY7 am
tinh v khéng c6 triéu chimg lam sing thi
nhing truémg hop niy duge k.hang dinh chic
chén nguy co mic BCTPD 1a rit thap mic dit
he duge sinh ra trong gia dinh ¢6 tidn sir bi
BCTPP mang dt bién gen MYH?7.

KET LUAN

Lin dhu tién tai Viét Nam. ngudi bénh
BCTPD dugc phén tich gen MYH7 va phat
hién duoc dot bién c6 lién quan tGi bidu hién
bénh. Mic di day khong phai 12 dot bién méi
va da duoc thé gisi cong bd, nghidn ciru coa
chiing 16i cho thiy d3 lam séang t6 thém vé co
ché BCTPPD tzi Viét Nam, mo thém hudng
chan doan déi véi BCTPD, gitp ngudi thiy
thudc thm soét bénh tt hon.

SUMMARY

DETECTION OF MUTATION IN THE BEFA - MYOSIN HEAVY CHAIN (MYH7) IN HYPERTROPHIC

CARDIOMYOPATHY

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

muscle cell hypertrophy. The prevalence of HC has been estimated in 1 in 300 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 arm of chromesome 14 (14q1). The gene encodes the beta-myosin heavy chain (A/7H~) gene. and
more than 50 different worldwide. Ohj: on MY'H7 gene,
Subject: A 36 year-old male patient, history of hyp phi di pathy. MYHT7 gene. using
reference and control. Results: The mutation Arg463Glu of MYH7 genc was found in HC patient. Conclusion: Our study

have been To investigate

Methad

illustrates that detection MYH?7 gene mutations in HC patient has shed light on the pathogenesis of HC in Vietnam. more
open dizgnosis direction for HC and help doctors screening better for this disease.

Key words: MYH7 gene, Hypertrophic cardiomyopathy
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