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ABSTRACT

The year 2023 is a memorable one with the release of the first
comprehensive guidelines on cardiomyopathies by the European Society of
Cardiologyin November. Although these guidelines do notcompletely replace
the existing specific guidelines for each cardiomyopathy (such as the 2020
Guidelines for the Diagnosis and Treatment of Hypertrophic Cardiomyopathy
by American College of Cardiology/American Heart Association — ACC/AHA —
or the 2019 Expert Consensus Statement on the Management of Arrhythmic
Cardiomyopathy/Right Ventricular Arrhythmogenic Cardiomyopathy by
Heart Rhythm Society — HRS), they serve as the first comprehensive document
guiding diagnosis, treatment and management of cardiomyopathies.
This article will highlight some of the new features in the aforementioned
European Society of Cardiology guidelines.
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TOM TAT

Nam 2023 1a mét nam dang ghi nhé véi su ra di ctia khuyén cao dau
tién téng hap vé cac bénh Iy co tim do Hoi Tim mach Chau Au ban hanh
vao thang 11. Tuy khuyén cao nay khéng thay thé hoan toan cac hudng
dan xtr tri chuyén biét cho tiing bénh Iy co tim cu thé (nhu khuyén céo vé
bénh co tim phi dai ctia Héi Tim mach Hoa Ky va Trugng mén Tim mach
Hoa Ky — AHA/ACC — nam 2020 hay cac déng thuan vé quan Iy bénh cotim
that phai do réi loan nhip ctia H6i nhip hoc Hoa Ky — HRS - 2019,...) nhung
né déng vai trd nhu mét tai liéu tdng hop dau tién huéng dan viéc chan
doan, diéu tri va quan ly clia cac bénh co tim. Bai viét nay sé diém lai mot
s& nét méi trong khuyén cao trén cia Hoi Tim mach Chau Au.
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PHAN LOAI CAC BENH CO TIM VA KHAI NIEM KIEU
HINH M01 - BENH CO TIM CO THAT TRAI KHONG GIAN

Bénh co tim duoc dinh nghia la tinh trang bat
thudng vé cau tric va chiic nang co tim khéng do
nguyén nhan bénh mach vanh, tang huyét ap, bénh
van tim va cac bénh tim bam sinh. Khai niém nay
ap dung & ca ngudi I6n va tré em, khéng phan biét
nguyén nhan do di truyén hay mac phai. Khuyén
cao dé xuadt mo td dac diém kiéu hinh clia bénh co
tim theo hinh thai (phi dai that trai va/hoac phai, gian
that trai va/hoac that phai, tinh chat mé hoc trén céng
hudng tli) va theo chiic nang (réi loan chic nang tm
thu hay chtic nang tam truong).

V& phan loai bénh co tim, cac tac gia dé xuat 5
nhém bénh co tim chinh, bao gém: bénh co tim
phi dai, bénh co tim gian, bénh co tim that phai do
réi loan nhip, bénh co tim han ché& va bénh co tim
c6 that trai khéng gian (non-dilated left ventricular
cardiomyopathy - NDLVC). Trong 5 nhém bénh trén,
khai niém “bénh co tim cé that trai khéng gian”trong
cac tai liéu trudc day ctia Hoi Tim mach Chau Au dugc

goi la “bénh co tim khéng gian cé gidam van déng”

(hypokinetic non-dilated cardiomyopathy). Nhom
bénh nay la nhiing truéng hop cé tén thuong seo
o tim hoac co tim bj thay thé béi té chiic m& nhung
khéng gian buéng that trai, gém nhiing truéng hop
trudc day dugc phan loai trong nhém bénh co tim
gian nhung khéng c6 gian that trai, bénh co tim that
trai do réi loan nhip, bénh co tim do réi loan nhip cé
tén thuong chd yéu bén that trai hoac bénh co tim
gian c6 réi loan nhip nhung khéng da tiéu chuin
chan doan bénh co tim do réi loan nhip.

Hinh 1. Phan logi bénh co tim
(HCM: bénh cotim phi dai, DCM: bénh cotim gian, ARVC:

bénh cotim thdt phdi do réi loan nhip, RCM: bénh co'tim
han ché NDLVC: bénh co tim c6 that trdi khéng gian -
European Heart Journal (2023) 44, 3503-3626)

Viéc phan loai bénh co tim ciing nhu quy udc vé
mé ta dac diém kiéu hinh cla ca thé bénh gidp cho
viéc dinh huéng chan doén, xac dinh nguyén nhan
bénh co tim hiéu qua hon va qua dé, tac déng dén
viéc diéu tri cla ngudi bénh. Cac bang ching dua
ra trong khuyén cdo cho thay tan suit méc bénh co
tim phé bién hon chung ta thudng nghi, va viéc diéu
tri ngudi mac bénh co tim ¢6 nhiing dac diém khac
biét riéng so vai diéu tri suy tim hay réi loan nhip do
nhlng théng thudng.

Cac bénh dac biét nhu bénh Anderson-Fabry,
bénh tich Ity glycogen, bénh co tim nhiém bét
(amyloidosis) va tén thuong co tim do dét bién gen
quy dinh protein RAS (protein déng vai trdo nhan tin
hiéu ctia nhiéu qua trinh diéu hoa trong té€ bao), bénh
that diéu Friedreich cling dugc tém lugc chan doan va
diéu tri trong mét phan riéng chuyén vé cac bénh co
tim do chuyén héa va bénh hé théng.

C6 hai nhém bénh ly khéng con dugc phan loai
trong khuyén cdo nay la hoi chiing Takotsubo va bénh
co tim x8p (non-compaction cardiomyopathy). Hoi
chiing Takotsubo hay con goi la bénh co tim do stress,
véi tinh chét tén thuong cé héi phuc nén khéng pha
hop véi khai niém bénh co tim duoc dua ra. Véi bénh
cotim x6p, do thiéu cac bang chiing mé-phéi thai hoc
vé tinh trang co tim nén cling khéng con dugc xép
vao cac bénh ly co tim nita. Tuy theo dac diém hinh
thai tim trong tling trudng hop cu thé ma ngudi bénh
c6 thé dugc x&p vao nhém bénh bénh co tim gidn
hoac bénh co tim phi dai hay phi dai cét co (can phan
biét véi nhiing truang hop phi dai cét co & van dong
vién hay phu n(r c6 thai).

CACH NHIN HE THONG V61 QUAN LY CAC BENH CO
TIM VA NGUGI BENH CO TIM

Vi gan 90 trang néi dung va 32 diém chinh (“key
messages”), khuyén cdo da trinh bay khéng chi toan
bé cac van dé vé khai niém, con dudng chan doan
cac bénh co tim, diéu tri cia bay nhém bénh co tim
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va cac van dé lién quan ma con hinh thanh mét cach
nhin hé théng trong tiép cén déi vai “ngudi mac
bénh co tim” Ngudi bénh khéng chi duoc dat trong
tinh huéng cé thé, danh gia toan dién vé triéu chiing
lam sang, can lam sang, co ché di truyén cla bénh,
dién tién tir giai doan tré em tdi tudi trudng thanh,
ma con dat trong béi cdnh mét ca thé trong gia dinh
chung ctia ho. Viéc khai thac tién s gia dinh ngudi
bénh bao gém céc théng tin vé biéu hién bénh cé

hay khéng xuét hién & cac thanh vién truc hé trong
ba dén bén dai dugc dua thanh khuyén céo loai | véi
mtic dé bang chiing C.

Trong chan doén, khuyén cao dua ra khai niém
“cardiomyopathy mindset” — tiép can chan doan
bénh co tim theo hudng c6 hé théng va toan dién
nham muc dich gitup ngudi bénh dugc phat hién
sém va chinh xac nhat. Phuong phép tiép can nay
bao gém:

-

Ventricular morphology/
function
Ventricular scar and
tissue characterization

Clinical scenario
e Morphological/functional Additional traits
characterization

@"’"’“‘”‘““‘“ O ===
@ Pedigree analysis o Laboratory markers
Genetic testing 9 Pathology

management principles

Hochmlm

General

10
& fop

Family screening and
genetic risk to relatives
* Genetic testing and counselling
= Famiily mm monitoring

Prevention of disease-

related complications

» Stroke —+ thromboembaolic
prophylaxis

@Esc—

Hinh 2. So dé tiép can chdn dodn va diéu tri cdc bénh co'tim
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- Luu y téi hoan canh phat hién bénh. Nguai bénh
c6 thé dugc chan doan dau tién béi cac chuyén gia
tim mach do cé triéu ching khéi phat nhu suy tim,
réi loan nhip. Tuy nhién, nhiéu truéng hop duoc gui
dén chuyén khoa tim mach do phét hién biéu hién
tai tim khi danh gia téng thé ngudi méc héi chiing
tén thuong da co quan (héi chiing Noonan, bénh
sarcoidose,...) hoac thay thudc lam sang cha déng
sang loc cho ngudi than trong phad hé cla ngudi
bénh da dugc chan doan xac dinh.

- Ap dung cac phuong phap tham doé, chan doén
hinh anh phu hop dé phan dinh kiéu hinh va céc
dac diém bat thuéng vé hinh thai, mé hoc ctia tim.
Bén canh siéu &m tim |a bién phap tham do truyén
théng, céng huéng tir tim véi thudc ddi quang tinén
dugc chi dinh trong moi trusng hop cé bénh ly co
tim (khuyén cdo I-B). Cac phuong phap tham doé khac
nhu dién tim 24 gi&, PET-CT, xa hinh xuong, sinh thiét
co tim,... hay cac xét nghiém can co (first-level), nén
¢6 (second-level) ciing can dugc chi dinh phi hop véi
tiing dinh huéng kiéu hinh.

- Két hop cac triéu chiing 1am sang, tién st ca nhan
ngudi bénh va gia dinh cing cac két qua tham do can
lam sang dé dua ra chan doan.

Muc dich ctia phuong phép tiép can nay nham
cung cap con dudng chan doan theo kiéu hinh phu
hop véi thuc té thuc hanh [am sang, hudng xr tri theo
tiing Ia tudi ngudi bénh khi dugc chan doan ciing
nhu dinh huéng tu van cho gia dinh ho.

VGi nhiing truéng hop tré nhé, trir trudng hop tré so
sinh, cacdirliéu cho thay tré macbénh catim cé biéu hién
lam sang gan tuong tu nhu & thiéu nién va ngudi trudng
thanh méc bénh. Nhung véi tré so sinh hodc & nam dau
tién clia cudc ddi, cic tén thuong tim thudng ndm trong
mét bénh cdnh chung do détbién gen gay réiloai chuyén
héa hoac tén thuong da co quan. Bénh co tim & tré nho
thudng biéu hién & hai chiéu huéng trai nguoc: (1) hodc
12 biéu hién bénh rat sém, nang né, tién trién nhanh va
tién luong nang, tuong tu nhu nhiing trudng hop nang
&ngudi truéng thanh; (2) hoic 13 nhiing trudng hop biéu
hién kiéu hinh & giai doan rat sém clia bénh, thuéng
chi dugc phat hién qua kham sang loc cho than nhan
ngudi bénh da dugc chan doan xac dinh.

Vé van dé quan ly bénh co tim theo cach nhin toan
dién va hé thong, khuyén cdo cling nhan manh vai tro
trung tdm cuia ngudi bénh va gia dinh ho trong viéc
hinh thanh mét mé hinh quan ly va cham séc t6i uu.
Trong mé hinh nay, ngoai cac chuyén gia tim mach
vé ndi, ngoai hay nhi khoa vé bénh co tim, nhiing
chuyén gia vé chan doan hinh anh, cic chuyén nganh
lien quan dén biéu hién trong hoi chiing bénh (than
kinh, néi tiét, di truyén, thé thao,...) con can su tham
gia cta d6i ngl cham séc, hé trg ngudi bénh va than
nhan trong viéc nhan thiic bénh va gén két diéu tri.

VAI TRO CUA XET NGHIEM GEN VA TU'VAN DI TRUYEN
Dac diém di truyén cla cac bénh ly co tim rat
da dang, c6 thé 13 dot bién méi xuat hién (khéng di
truyén) hodc doét bién gen trong nhan di truyén theo
quy luat Mendel (tréi/lan trén nhiém séc thé thusng/
giGi) hay gen trong ty thé. Su phtic tap trong dac diém
di truyén cla bénh co tim con & viéc nhiéu dét bién
trén cac gen khac nhau cé thé biéu hién kiéu hinh
(tén thuong tai tim) tuong tu nhau. Ngoai ra, kiéu hinh
bénh co tim cla cing co ché di truyén & moéi ca thé
cling rat khac biét do tinh tham ctia gen lién quan dén
Itia tudi va do biéu hién clia gen, tao nén phé kiéu hinh
tuong déi réng véi cing mét dét bién tuong Uing.

Xét nghiém gen & ngudi mac bénh co tim dugc
khuyén cdo thuc hién nhdam muc dich: khang dinh
chan doan, hé trg viéc tién lugng bénh, lua chon
diéu tri trén 1am sang (VD: dat may pha rung tu déng
cho nhiing truéng hop nguy co dot tir cao nhu trong
bénh co tim gidn c6 dot bién LMNA, hay trong diéu tri
bénh co tim nhiém bét,...) va tu van di truyén trudc
sinh, dac biét trong nhing truéng hop hé trgsinh san.

Xét nghiém gen gép phadn chin doan trong
nhiing truéng hop bénh canh ldm sang chua ro rang
nhu & ngudi tang huyét ap cé hinh anh ggi y bénh
co tim phi dai, viéc tim thay dot bién gen quy dinh
protein C lién két myosin gitip dua ra chan doén xac
dinh. V&i nhing trusng hop da dugc khang dinh mac
bénh co tim, viéc xét nghiém gen nham sang loc,
phét hién nhiing truéng hgp mang gen bénh trong
gia dinh nhung chua béc 16 triéu chiing nhu & tré
nho, ngudi mang gen cé do biéu hién thap,...
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Hinh 3. Phdc db sang loc gen v chién luoc theo déi cho thdn nhdn ngudi bénh mang gen
(P/LP: gen dét bién da duoc khang dinh/nghi ngd géy bénh, VUS: dét bién chua biét méi lién hé)

Viéc xac dinh dét bién gen con co vai tro kha quan
trong trong viéc danh gid nguy co dét tir & nhiing
truéng hop bénh co tim gian. Mac du phén suat téng
mau that tréi (EF) <35% la mot yéu t6 nguy co doc lap
vé tir vong do moi nguyén nhan & ngudi mac bénh co
tim gian, cac nghién ctu theo déi dién bién tu nhién
clia bénh da chi ra rang, nhiing ngudi mang dét bién
gen gay bénh nhu PLN, DSP, LMNA, FLNC, TMEM43 va
RBM20 c6 nguy co cao xay ra cac réi loan nhip nguy
hiém hon nhiing ngudi khéng mang cac dét bién gen
do bat chap miuc phén suat tdng mau that trai.

BENH CO TIM PHi DAI CO TAC NGHEN BUGNG RA
THAT TRAI

Bénh co tim phi dai 13 nhém phé bién nhat trong
cac bénh co tim vai tn sudt mac bénh khoang 0,2%.
Bay cling la thé bénh duy nhét cé khuyén cao déc lap
trong 5 nhém bénh ca tim ké trén, bao gém khuyén
c4o ctia Ho6i Tim mach Chau Au ndm 2014 va khuyén
cao clia Héi Tim mach Hoa Ky/Trudng mén Tim mach
Hoa Ky nam 2020.

Trong khuyén cdo nay, bénh co tim phi dai dugc
coi la cé tdc nghén duéng ra that trai khi chénh ap
t6i da qua dudng ra that trai > 30 mmHg. Muic dé tac
nghén duéng ra that trai = 50 mmHg (khi nghi hoac
khi gang stic) duoc st dung dé phan tang xU tri va
diéu tri dua trén nhiing nghién ctu cho thay thé tich
nhat bép 6 su thay déi dang ké vé huyét dong khi
chénh ap qua dudng ra that trai vugt qua nguédng nay.

Trong linh vuc diéu tri bang thuéc, ngoai nhiing
nhém thuéc ¢ dién nhu céc thudc chen beta giao
cadm nhom khéng ¢é tac dung gian mach, chen kénh
canxi nhom khéng dihydropyridine va disopyramide
van gilt nguyén vai tro (chi dinh loai I), mét thuéc méi
thuéc nhém tac dung tc ché enzyme ATPase cua sdi
myosin cg tim la mavacamten cliing da dugc dua vao
khuyén cdo diéu tri nhimng trudng hgp bénh co tim
phi dai cé tdc nghén dudng ra that trai véi chi dinh
loai lla. Mavacamten trong cac thir nghiém EXPLORE-
HCM da chiang minh duoc hiéu qua giam chénh ap
qua duding ra that tri va budc dau cho thay kha nang
lam gidm khéi co that, do day thanh that tréi, thé tich
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nhi trdi trén siéu am cing nhu céng hudng tir tim
trong thr nghiém VALOR-HCM. Mét thuéc thi hai
thuéc nhom nay la aficamten trong thi nghiém pha
2 (thtr nghiém REDWOOD-HCM) ciing cho thay hiéu
qua gidam chénh ap qua dudng ra that trai va néng dé
NT-proBNP véi it tdc dung phu trén phan sudt téng

mau that trai hon so véi mavacamten. DU ¢6 nhiing
bang ching vé hiéu qua manh mé trong viéc gidam
chénh ap qua duéng ra that trai, cac thudéc nhém tic
ché enzyme ATPase clia soi myosin co tim van chua
dugc dat vao nhém chi dinh loai | do con thi€u nhiing
két qua nghién ctiu déi dau truc tiép.

-

Verapamil Diltiazem
 (Cuss) (Class )
lSn‘J\‘ symptomatic

Disopyramide
(Class I) =

Mavacamten
(Class lla)

lsuﬂ symplomatic

\
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Hinh 4. So dé diéu tri bénh co tim phi dai ¢ tdc nghén dudng ra thdt trdi (LVOTO: tdc nghén dudng ra thdt trdi)

Trén day la mét s8 diém méi clia khuyén cao clia
Hai Tim mach Chau Au ma chang téi nhan thay c6 su
khéac biét véi nhiing khuyén cao va déng thuan trudc
day vé cac bénh co tim tuong ting. Ngusi doc cé thé
tim thdy trong khuyén cao nay nhitng néi dung chi tiét
vé chan doéan, diéu tri cla tiing thé bénh co tim, cac
bénh catim do chuyén héa ciing nhu nhiing khia canh
dac biét khac nhu thé thao véi ngudi mac bénh cotim,
bénh co tim va thai nghén hay phau thuét ngoai tim
cho ngudi mac bénh co tim... Ngoai ra, khuyén cao
cling chi ra “nhiing khodng tréng” cdn tén tai trong
linh vuc nghién ctu va quan ly cac thé bénh nay. Tom
lai, véi mét khéi luong théng tin dé s6, cdp nhat va kha
toan dién vé cac bénh co tim néi chung, khuyén cao
ctia Hoi Tim mach Chau Au xting déng véi vai trd 13
mét khuyén cao téng hop dau tién va 13 mot cot méc
dang nhé trong linh vuc quan ly cac bénh cotim.
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