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NHOI MAU CO TIM CAP O NGU'O'l TRE
CO PIEM NGUY CO DA GEN BENH MACH VANH CAO:
NHAN MOT TRUONG HOP LAM SANG

TOM TAT

Dt van dé: Nhoi mau co tim (NMCT) cép & ngudi tré
dang c6 xu hwéng gia tang va thwong lien quan dén sy
twong tac phirc tap gitra yéu td nguy co truyén théng va
yéu té di truyén. Diém nguy co da gen bénh mach vanh
(BMV) la céng cu méi giup lwong héa nguy co di truyén,
dac biét hivu ich & ngudi tré khi cac thang diém nguy co
lam sang c6 thé danh gia thap nguy co thuc su.

Phwong phap nghién ctru: Bao céo trwdng hop 1am
sang.

Két qua: Bénh nhan nam 34 tudi nhap vién vi NMCT
cap ST chénh Ién thanh truéc rong, bién chirng choang
tim, dwoc can thiép dat stent doan gan déng mach lién that
trwdc. Bénh nhan cé nhleu yéu t& nguy co truyén théng
nhw hut thudc 14 nhidu, réi loan lipid mau hdn hop va béo
phi. Xét nghiém khong phat hién dot bién gen gay tang
cholesterol mau c6 tinh gia dinh, nhung diém nguy co da
gen BMV & murc cao. Sau didu tri ndi khoa t6i wu va can
thiép mach vanh qua da kip thoi, tinh trang lam sang on
dinh va bénh nhan dwoc xuét vién an toan.

Két luan: Truwdong hop Iam sang nay cho thay vai tro
quan trong cla yéu té di truyén da gen trong bénh sinh
NMCT cép & ngudi tré. Viéc tich hop diém nguy co da
gen BMV vé&i danh gia lam sang giip nhan dién sém nhom
nguy co rat cao va dinh hwéng ca thé héa chién lwoc dw
phong th& phat.

Ttr khéa: Nhdi mau co tim cap, nguwdi tré, diém nguy
co da gen bénh mach vanh, trwong hop lam sang

SUMMARY

ACUTE MYOCARDIAL INFARCTION IN A YOUNG
ADULT WITH A HIGH POLYGENIC RISK SCORE FOR
CORONARY ARTERY DISEASE: A CASE REPORT

Background: Acute myocardial infarction (AMI) in
young adults is increasingly recognized and is often related
to a complex interplay between traditional cardiovascular
risk factors and genetic predisposition. Polygenic risk
scores for coronary artery disease (CAD) are emerging
tools that quantify inherited risk and are particularly useful
in young individuals, in whom conventional clinical risk
scores may underestimate true risk.

Methods: Case report.
Results: A 34-year-old man was admitted with
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extensive anterior ST-segment elevation myocardial
infarction complicated by cardiogenic shock and underwent
percutaneous coronary intervention with stent implantation
in the proximal left anterior descending artery. The patient
had several traditional risk factors, including heavy
smoking, mixed dyslipidemia, and obesity. Genetic testing
did not identify pathogenic variants associated with familial
hypercholesterolemia; however, the CAD polygenic risk
score was high. After timely optimal medical therapy and
percutaneous coronary intervention, the patient’s clinical
condition stabilized and was discharged safely.

Conclusion: This case highlights the important role
of polygenic inheritance in the pathogenesis of AMI in
young adults. Integrating polygenic risk scores for CAD
with clinical assessment may facilitate early identification
of individuals at very high risk and support personalized
secondary prevention strategies.

Keywords: acute myocardial infarction, young adults,
polygenic risk score for coronary artery disease, case
report.

I. DAT VAN BE

Mac du thwdng gap o’ nguo’l trung nién va cao
tudi, nhdéi mau co tim cp & nguoi tré dang cé xu
hwéng gia tang trong nhirng thap nién gan day va
d&t ra nhiéu thach thirc trong chan doan, diéu tri
cling nhw dw phong lau dai [1]. Cac nghién ctru trong
nwéc cho thdy NMCT & nguwdi < 45 tudi chi yéu gap
& nam gidi, thwong lién quan dén hat thube 14, roi
loan lipid mau va béo phi; tn thwong mach vanh da
phan 1a mét nhanh, thwéng gép nhét 1a déng mach
lién that trwdc (LAD) [2]. Tuy nhién, mot sé bénh
nhan NMCT tré tudi khong cé hodc chi cé it yéu td
nguy co tim mach truyén théng, goi y vai trd quan
trong ctia yéu té di truyén trong bénh sinh. NMCT
la bénh ly da gen, cé sw tich Idly ctia hang triéu bién
thé di truyén, méi bién thé cé hiéu tng nhd, cé thé
twong tac lam gia tdng dang ké nguy co méc bénh &
clp do ca thé. Biém nguy co da gen BMV da duoc
phat trién nham lwong héa nguy co di truyén nay va
c6 hiéu nang tién doan t6t nguy co NMCT, dé&c biét
& ngudi tré khi cac thang diém nguy co |am sang
thwong danh gia thap nguy co thuc sy [3-4].

Cac nghién ctru I&n cho thdy nhirng ca thé thudc
nhém nguy co da gen cao mac BMV va NMCT cao
gép khoang 3 lan so v&i quan thé chung, véi thoi
diém khai phat sém hon nhiéu nam [3]. Dang cha y,
nguy co nay twong dwong hoac tham chi cao hon
nguy co do cac dot bién don gen nhu ting cholesterol
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mau co tinh gia dinh. Trén co s& d6, Hoi Tim Hoa Ky
va Hoi Tim Chau Au da cong bd cac tuyén bd khoa
hoc va déng thuan chuyén gia nhan manh tiém nang
(ng dung cla thang diém nguy co da gen BMV trong
phan tAng nguy co va dy phong tién phat ciing nhw
dy phong th& phat bénh tim mach, dac biét & nhém
bénh nhan tré tudi [5-7].

Tai Viét Nam, dir liéu vé vai trd ctia diém nguy co
da gen BMV & ngudi tré NMCT cAp hién con rat han
ché. Viéc bao cao truong hop lam sang NMCT cép
& nguoi tré co diém nguy co da gen BMV cao gop
phan 1am ré y nghia |am sang cta yéu tb di truyén
trong bénh sinh NMCT s&m va goi mé& huwéng tiép
can mai trong sang loc va dy phong bénh tim mach.

Il. TRWONG HOP LAM SANG

Bénh nhan nam, 34 tudi, nghé nghiép la nong
dan, nhap Khoa Néi Tim Mach, Bénh vién Cho Ray
vao ngay 05/10/2024 vi ly do dau ngyc.

Cach nhap vién 2 gi¢, bénh nhan dét ngét dau
ngwc sau xwong tc khi nghi ngoi, khéng lan, kiéu
dau dé ép, mirc d6 dau nhiéu, kéo dai hon 20 phut,
khéng gidm dau nguwc, kém kho thé, va mé hoéi nén
nhap mot bénh vién & tinh Bac Liéu v&i huyét ap
70/40 mmHg, dwoc diéu tri the OXy qua cannula 6
lit/phut, Enoxaparin, Aspirin, Ticagrelor, Atorvastatin,
Noradrenalin, chup mach vanh can quang cap ctru
phat hién tdc nghén hoan toan doan gan LAD va
dwoc dat mot stent pha thube vao doan gan LAD,
sau dé chuyén dén Bénh vién Cho Ray (Hinh 2).

Bénh nhan hut thuéc 14 40 goéi-ndm, chwa phat
hién bénh ly trwéc day, khéng co tién sk gia dinh
bénh tim mach sém.

Vao ltc nhap vién Cho Ray, bénh nhan tinh, tiép
xuc tét, mach 75 lan/phat, huyét ap 100/65 mmHg
(dang truyén tinh mach Noradrenalin), nhiét do 37
dd C, nhip thé 20 Ian/phut. Tim: T1, T2 déu, ré. Phoi
khong ran. Bung mém, khéng diém dau khu tri. Can
nang 80 kg, chiéu cao 165 cm, chi sé khéi co thé 29
kg/m2. Bénh nhan khong phu, khéng cé xanthoma,
chi &m, mach rd.

V& can 1am sang, dién tam db phat hién séng Q
& cac chuyén dao tir V2 dén V5, ST chénh 1&n & cac
chuyén dao tir V1 dén V6, DI, aVL (Hinh 1). Bénh
nhan c6 ndng dd hs-Tropinin | tng cao (226409,3
pg/mL), ndng dd LDL-C tang rat cao (220 mg/dL),
cholesterol toan phan va triglyceride cao va HDL-C
thap (Bang 1). Siéu am tim ghi nhan cac budng tim
khong day, dan; giam dong toan bo thét trai, nhiéu
nhét & vach lién that va viing mém va phan suét tbng
mau thét tréi 25%.

Xét nghiém cac gen tang cholesterol mau co6
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tinh gia dinh khéng phat hién bién thé gay bénh &
gen LDLR, APOB, PCSK9 (Bang 2). Xét nghiém
Kardiogen phat hién nguy co cao véi diém nguy co
da gen BMV Ia 0,605 (Hinh 3).

V& chan doan xac dinh, day |a bénh nhan NMCT
cap ST chénh lén thanh trwdc rong gid thir 14, bién
chirng choang tim da dwoc dat stent & doan gan
LAD v6i nguy co da gen BMV cao va nhiéu yéu té
nguy co gdm hut thudc 1a nhiéu, réi loan lipid mau
hén hop va béo phi do 1.

Tai Khoa Noi Tim Mach, Bénh vién Cho Ray,
bénh nhan dwoc diéu tri tiép tuc thd oxy 6 lit/
phdt qua cannula, Enoxaparin, Aspirin, Ticagrelor,
Atorvastatin, giam liéu dan va ngung Noradrenalin,
truyén tinh mach Dobutamin. Tinh trang bénh nhan
4n dinh sau 24 gi&, ngwng Dobutamin, bd sung
Lisinopril, Bisoprolol va Spironolactone vao cac ngay
sau. Bénh nhan xuét vién sau 5 ngay diéu trj tai Bénh
vién Cho Ray.
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Hinh 1. Bién tam dé lic nhép vién cta bénh nhan

Hinh 2. Két qua chup mach vanh cén quang ctia
bénh nhan.

LMCA (left main coronary artery): than chung
dong mach vanh trai), LAD (left anterior descending
artery): dong mach lién that trwéc, LCx (left
circumflex): ddng mach mi, Ramus: déng mach
trung gian.
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Diém nguy ca Kardiogen: 0,605

Phé&n nhém nguy cd: Cao
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DIEM NGUY CO' KARDIOGEN (KRS)

Hinh 3. Két qua xét nghiém diém nguy co da gen
bénh mach vanh

Bang 1. Két qua xét nghiém huyét hoc va sinh
hoéa cua bénh nhan

Xét nghiém Két qua
Hemoglobin (g/L) 134
Bach cau (G/L) 12.58
Tiéu cAu (G/L) 339
hs-Troponin | (pg/mL) 226409,3
Glucose (mg/dL) 145
BUN (mg/dL) 20
Creatinine (mg/dL) 0.87
eGFR (CKD-EPI 2021) (mL/min/1,73 m?) 116,12
AST (U/L) 188
ALT (U/L) 742
Na* (mmol/L) 128
K* (mmol/L) 3,7
CI- (mmol/L) 97
Cholesterol toan phan (mg/dL) 278
LDL-C (mg/dL) 220
HDL-C (mg/dL) 33
Triglyceride (mg/dL) 261
TSH (pg/mL) 16,39
Free T4 (mlU/mL) 2,13

Bang 2. Két qué xét nghiém gen téng cholesterol
mau co tinh gia dinh

£ PHA PHAN LOP
BIEN THE PHAT HIEN BIEN THE

STT| GENE BENH/ KIEU HINH

1 LDLR Tang choleslerol mau di truyén |Khéng phat hién bién thé dwoc phan Iép gay bénh

2 APOB Tang cholesterol mau di truyén Khong phat hign bién thé dwgc phan lép gay bénh

3 PCSK9 Tang cholesterol mau di truyén [Khéng phat hién bién thé duoc phan Iop gay bénh

KET LUAN: khdng phat hién bién thé dwoc phan Iop gay bénh

lll. BAN LUAN

Tredng hop lam sang dwgc bao cao la bénh
nhan nam, 34 tudi, nhap vién vi NMCT cap ST
chénh I&n thanh trwéc rong, bién chirng choang tim
va suy giam chtrc ndng tam thu thét trai nang. Bénh
nhan tré tudi nay cé mot sé yéu td nguy co truyén
thdng nhw hat thudc 1a nhiéu, rdi loan lipid mau va
béo phi, nhwng khéng c6 tién st gia dinh bénh tim
mach s&m va khong phat hién cac dot bién don gen
gay téng cholesterol mau cé tinh gia dinh. Biém ndi
bat cia ca bénh la ndng d6 LDL-C rat cao di kém
véi diém nguy co da gen BMV & murc cao. Nghién
clu cla Patel AP va cong sw (cs) vé thang diém
nguy co da gen BMV hiéu chinh theo ngudn géc da
chling téc gan day (GPSMult) gdm khoang 1,2 triéu
bién thé gen tiép tuc khadng dinh thang diém nay
cai thién dang ké kha nang dy doan BMV va bién
cb NMCT cép, dic biét & nguoi tré, ddng thdi vwot
trdi so véi cac thang diém nguy co da gen trwdc d6
nhw thang diém gém khoang 6,6 triéu bién thé gen
do Khera AV va cs xay dwng [3-4]. Trong bdi canh
NMCT & nguoi tré, cac tbng quan gan day cho thay
ngoai xo' vira déng mach, cac yéu td khong truyén
thdng nhw viém man tinh, réi loan déng mau, stress
tam ly va yéu té di truyén déng vai trd ngay cang
quan trong [1]. Trwdng hop nay phu hgp véi xu
hwéng do, khi yéu té di truyén da gen cé thé da gop
phan dang k& vao tién trinh xo viva sém va bién cb
NMCT néng & tudi con tré.

Mot diém cé y nghia thwc hanh quan trong 1a
mac du nguy co da gen BMV & mirc cao, nguy co
nay cé thé dwoc didu chinh dang ké& théong qua 16i
sbéng lanh manh va kiém soat tich cwc cac yéu té
nguy co’ tim mach. Nghién ctru clia Khera AV va cs,
thwc hién trén hon 55.000 dbi twong thudc ba doan
hé tién ctru I&n va mot nghién clvu cat ngang, da
cho thy diém nguy co da gen va 1i sdng I hai yéu
td doc lap, déng thoi cé tac dong cong hwéng dén
nguy co bién c¢b mach vanh [8]. Trong nghién ctru
nay, nhirng ca thé thudc nhém nguy co da gen cao
nhét (ngl phan vi cao nhat) cé nguy co méc BMV
cao hon 91% so v&i nhém nguy co thap; tuy nhién,
viéc tuan tha 16i séng lanh manh van mang lai lgi
ich gidam nguy co rd rét trong moi mc nguy co da
gen. Cu thé&, & nhém nguy co da gen cao, nhirng
ngudi co 16i sbng lanh manh — dwoc dinh nghia la
khéng hut thubc, khéng béo phi, hoat ddng thé luc
thwdng xuyén va ché do &n lanh manh — cé nguy
co bién cb mach vanh thap hon 46% so véi nhirng
ngudi cé 16i sbng khong lanh manh (HR 0,54; KTC
95%: 0,47-0,63) [8]. Sw khac biét nay khong chi
c6 y nghia théng k& ma con mang gia tri |am sang
rd rét, khi ty 1& bién c6 mach vanh tich Idy trong 10
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ndm gidm gan mot ndra & nhom nguy co da gen
cao nhung duy tri 16i séng lanh manh. Béng thoi,
nghién ctru cling ghi nhan ganh nang xo vira dwéi
lam sang, danh gia qua diém véi héa dong mach
vanh, thAp hon dang ké & nhitng ca thé tuan tha
16i séng lanh manh, ngay ca trong ciing nhém nguy
co di truyén cao. Ngoai ra, loi ich gidm céac bién
cb tim mach néng clia cac liéu phap ha lipid mau
nhw statin va (rc ché PCSK9 dat dwoc nhiéu hon
& cac bénh nhan cé diém nguy co da gen cao so
v&i nhém cé diém nguy co da gen thap qua cac thiy
nghiém lam sang nhv CARE, ASCOT, JUPITER,
ODYSSEY va FOURIER [6]. Nhitng két qua nay
dac biét cé y nghia déi v&i bénh nhan NMCT cép &
nguo’l tré, khi yéu té di truyen thwong dong vai tro
ndi bat hon so véi cac yéu té nguy co truyén thong.
Trwdng hop lam sang duoc bao céo cho thay bénh
nhan cé diém nguy co da gen cao va biéu hién
NMCT nang & tudi rat tré, qua dé nhan manh nhu
cau dw phong thi phat tich cwc bang thay ddi 16i
sbng va diéu tri thubc tbi wu. Viéc truyén dat cho
bénh nhan hiéu rdng nguy co di truyén cao van co
thé dwoc cai thién théng qua hanh vi strc khée phu
hop cé vai trd quan trong trong tang cwdng tuan tha
diéu tri, cai thién tién lwong lau dai va gidm nguy co
tai phat bién cé tim mach.

T& goéc dd lam sang, ca bénh nay cho thay
NMCT & nguwdi tré 1a két qua cuia sy twong tac phirc
tap gitra yéu té di truyén va méi truéng. Cac yéu té
nguy co' tim mach & nguwoi tré can lwu y nhw béo
phi, hat thudc 13, tang huyét ap, dai thao dwong, rbi
loan lipid mau hodc cé tién st gia dinh mac bénh
tim mach sém (nam <55 tudi, ni¥ <65 tudi). Béo phi
can duoc phat hién thwong quy théng qua do chi s
khéi co thé va vong eo trong cac |an kham strc khée
dinh ky. O cac ca thé cé nhiéu yéu td nguy co hoac
tién s gia dinh, can do huyét ap, danh gia lipid
mau dwo’ng huyét tlr s&m, kiém soat tich cuwc cac
yéu té nguy co cé thé thay ddi va can nhic ap dung
cac cong cu phan tdng nguy co méi nhw diém nguy
co da gen khi phu hop. Viéc tich hop diém nguy co
da gen vé&i danh gia nguy co |am sang cé thé gitp
nhan dién s&m cac ca thé nguy co rat cao, tir d6
tdi wu hoa chién lvgc dy phong va didu tri ca thé
héa. Bay ciing |4 hwéng tiép can dwoc cac tuyén bd
khoa hoc va ddng thuan ctia AHA va ESC khuyén
cdo can nhéc trong twong lai, ddc biét ddi véi nhom
bénh nhan tré tudi [5-7].
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IV. KET LUAN

Nhdi mau co tim cp & ngudi tré la hau qua cla
sw twong tac phirc tap gitra yéu té nguy co truyén
théng va yéu tb di truyén. Trwong hop 1am sang nay
cho thdy diém nguy co da gen BMV c6 thé déng vai
trd then chét trong co ché bénh sinh cia NMCT sém,
ngay ca khi khéng phat hién dét bién don gen. Viéc
tich hgp danh gia nguy co da gen vao thyc hanh lam
sang giup nhan dién sém nhom bénh nhan nguy co
rat cao, tlr d6 tdi wu héa chién lwoc dw phong th
phat va ca thé héa diéu tri 1au dai.
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