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Nghién ctru cét ngang khao sét dic diém yéu tb nguy co tim mach va dnh huwéng cda cac yéu tb nay dén

bénh tim mach (BTM) do xo vira v&i bénh nhén tang cholesterol mau gia dinh (Familial hypercholesterolemia,

FH), dwa trén phén tich di¥ liéu 110 bénh nhédn FH tai Viét Nam. Két qua nghién ctru ghi nhan bénh nhén

dugc chédn doan FH & dé tudi trung binh 51,8 tudi, véi ti Ié méc bénh mach vanh (BMV) sém la 35,5%.

Ti 16 bénh nhan cé hut thube 14, thira can/béo phi, tdng huyét 4p va dai thdo duong tuong tng la 43,6%,
43,6%, 37,3% va 5,5%. Trong do6, hut thubc la la yéu t6 lién quan dén BMV va BMV sém, véi Odd Ratio
twong (g la 4,1 va 5,4. Tém lai, nghién cteu nay ghi nhan bénh nhan FH tai Viét Nam con dwoc chan doén

muén, nhiéu bénh nhén da c6 BTM do xo vita va c6 yéu tb nguy co tim mach lam gia ting ganh ndng xo

vita. Didu nay goi y cén thiét 1ap chuong trinh sang loc, chén doan va can thiép sém FH tai Viét Nam.

Tir khoa: Tang cholesterol mau gia dinh, yéu t6 nguy co, bénh tim mach do xo vira.

. DAT VAN BE

Tang cholesterol mau gia dinh (Familial
hypercholesterolemia, FH) 1a rdi loan chuyén
héa lipoprotein di truyén phd bién, véi ty 1é
mac wdc tinh 1/250 — 1/311 trong coéng déng,
do dét bién gen thu thé lipoprotein ty trong
thdp (Low Density Lipoprotein Receptor,
LDLR), Apolipoprotein-B (APOB) va Proprotein
Convertase Subtilisin/Kexin type 9 (PCSK9),
gay tang cholesterol dang lipoprotein ty trong
thdp (Low Density Lipoprotein-Cholesterol,
LDL-C), tao thuan lgi cho sw hinh thanh va tién
trién xo vira dong mach."2 Néu khéng duoc
phat hién va diéu tri kip thoi, khodng 45% nam
gi&i FH va 20% phu ni* FH méc BTM trwde 50
tudi.3 Nghién clru gan day phan tich ty I& t&
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vong trong pha hé Ién méc FH c6 han ché céac
yéu td khac gay sai léch tac dong dén BMV, ghi
nhan khoang 40% ho hang méc FH chwa dwoc
diéu trj dat tudi tho binh thwdng, trong khi lai co
60% ho hang méc FH t& vong sém.* Diéu nay
goi y can cé cac nghién ciu danh gia mic do
doéng gop va twong tac cia cac yéu td nguy co
tim mach déi v&i qua trinh hinh thanh va tién
trién BTM do xo viva ddng & bénh nhan FH.
Hién nay, BTM do xo vira dang la nguyén
nhan t& vong hang dau trén toan cau, lién quan
chat ché dén téng cholesterol mau va cac yéu
td nguy co khac nhw tang huyét ap (THA),
dai thao dwdng (DTD), thira can béo phi, hat
thudc 14, ché do an nhiéu calo, va 16i sbng it
van dong.5” Chung téi gid thuyét sy tién trién
BTM do xo vira & ngwdi mac FH chiu &nh
hwéng béi twong tac phirc tap gitra cac yéu té
nguy co, lam trdm trong thém hau qua cla tang
cholesterol mau. Do d8, Nghién ctru nay nhdm
mo ta cac yéu té nguy co tim mach lién quan
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t¢i BTM do xo vira & nhirng ca nhan mac FH
tai Viét Nam, tir d6 cung cép théng tin cho viéc
phat trién chinh sach chdm séc strc khde phu
hop cho bénh nhan FH.

Il. DOI TWVONG VA PHUONG PHAP
1. Péi twong
Tiéu chuén Iwa chon

Ngu®i cé kiéu hinh FH, dwoc xac dinh gébm
ngwoi = 16 tudi cé tbng diém = 3 theo tiéu chuén
Dutch Lipid Clinic Network Score va ngudi < 16
tudi dap ng 1 trong 3 tiéu chuan chan doan
FH cho tré em.2® Chon héi clru bénh nhan da
phat hién dét bién gen gay bénh FH. Chon tién
ctru khi bénh nhan ddng y lam xét nghiém gen
LDLR, APOB va PCSK9.

Tiéu chuan Dutch Lipid Clinic Network Score
c6 5 tiéu chi dworc tinh diém, chan doan dwa trén
téng diém: FH chac chén = Téng diém > 8 diém;
FH kha n&ng cao = Téng diém 6 - 8 diém; FH c6
kha nang = Téng diém 3 - 5 diém, cu thé: 1) Ti u si
u thé: =hoi u thé: = Tdng diém 3 - 5 diém (BMV)/
bMV)hé: = Téng diém 3 - 5 didmFH cc chcore
¢6 5 tiéu cho bMV)hhang bac 1 ¢c6 mire LDL-C >
95% bach phan vi theo tudi va gi¢i— 1 diém hoac
Hhoc)hé: = Téng diém 3 - 5 diémFH cc chcore
c0 5 tiéu cho bMV)hhang bac 1 cé mec LDL-C >
95% béach phan vi theo tudi va gi¢i — 1 diém2) B)
oc)hé: = Téng BMV sém (nam < 55 tudi, nir < 60
tu(na — 2 diam hodc bého&cdiam < 55 tudi, niy <
-5 diémFH cc chcore ¢6 5 tiéu cho bMV)hhang
bac 1 ¢ mirc LD; 3) Kham Idm sang c6 u vang
gan — 6 diém hoac c6 vong giac m tu i, nir <-5
diémFHém; 4) LDL-cholesterol (mmol/L) (md/
dL) 28,5 (330) — 8 diém, 6,5 — 8,4 (250 - 329) - 5
dimd, 5,0 — 6,4 (190 - 249) — 3 diém, 4,0 — 4,9
(155 - 189) — 1 diém; 5) Phat hi,9 (155 - 189) —
LDLR hoLRhAPOB hoBRhPCSK9 - 8 di,9.

Tiéu chuén chan doan FH & tré em: 1) Sau
khi 4p dung ché dd &n kiéng han ché lipid ma
tré van c6 mic LDL-C = 5 mmol/L (190 mg/dL)

thi ¢6 kha ndng cao mac FH; 2) O nhirng tré
c6 tién st gia dinh mé&c bénh mach vanh sém
va/hoac tang cholesterol mau, thi mic LDL-C
= 4 mmol/L (160 mg/dL) la goi y kha nang cao
mac FH; 3) Néu cha hodc me da phat hién dot
bién gen gay FH thi tré chi can c6 mirc LDL-C
> 3,5 mmol/L (130 mg/dL) da c6é kha nang rat
cao mac FH.

Tiéu chuan loai tror

Khoéng lam xét nghiém gen FH, thiéu di liéu
lipid mau, cé tién st xo gan va/hodc hdi chirng
than hw va/hoac suy than nang véi mirc loc cau
than < 30 ml/phut va/hodc suy giap chwa diéu tri.
2. Phwong phap

Thiét ké nghién ctru

Nghién ctru cat ngang.

Thoi gian va dia diém nghién ciu

Nghién clru thwc hién tai Vién Tim mach,
Bénh vién Bach Mai, thwc hién tir 12/2020 dén
12/2023. Cac bénh nhan tham gia vao nghién
ctu nay thudc hai giai doan: Hoi clru cac truong
hop cé kiéu hinh FH dwoc phat hién trong giai
doan tr 01/01/2015 - 31/12/2020; Tién cru cac
trwong hop co kiéu hinh FH dwoc phat hién
trong giai doan ttr 01/01/2021 - 31/12/2023.

C& mau va chon méu

Chung t6i tham khdo mét sé nghién ctu vé
dac diém lam sang va kiéu gen & bénh nhan
kiéu hinh FH dwoc cong bd gan day trén thé
gi&i. Nghién ctru tai Trung Québc cé 105 bénh
nhan kiéu hinh FH.® Nghién ctu tai Argentina
c6 69 bénh nhan kiéu hinh FH.™ Nghién ctru
tai Israel c6 67 bénh nhan kiéu hinh FH." Ap
dung cach chon mau thuan tién, l1ay toan bd
bénh nhan dap (ng tiéu chuén tuyén chon.
Thuc t&, nghién ctru nay da thu thap dwoc 110
bénh nhan.

Néi dung, chi sé6 nghién ctu

- Gi6i (nam/ni¥); Tudi chan doan FH (ndm);
Tubi xuét hién BMV (nam).
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- Yéu tb nguy co (co/khdng): Tang huyét
ap (THA), dai thao duong (BTD), hat thube 14,
thira can (Body Mass Index, BMI 23-25 kg/m?),
béo phi (BMI = 25 kg/m?).

- DAu hiéu Iam sang (cé/khéng): u vang,
vong giac mac trudc 45 tudi.

- Tién st gia dinh (c6/khéng): BTM do xo
vira, tang cholesterol mau.

- Tién s ban than BMV.

- Xét nghiém lipid mau: cholesterol toan phan
(total cholesterol, TC), triglyceride (TG), LDL-C,
HDL-C (high density lipoprotein-cholesterol).

- Xét nghiém dot bién gen gay FH: cé/khéng
c6 dot bién. Trong do, phan loai khéng mang
dot bién gen gay FH khi két qua gidi trinh tw gen
thé hé mé&i khao sat toan bd exon gen LDLR,
APOB va PCSK9 khong phat hién dot bién gen.

Dinh nghia bién s6

- BTM do xo vira dinh nghia khi cé tén
thwong gay hep = 50% (co/khong) & dong
mach canh, ddng mach chi dwéi va ddong mach
than dwgc danh gia trén siéu am; Bong mach
vanh dwoc danh gia trén chup cét I&p vi tinh va/
hoac chup déng mach vanh qua da.

- BTM do xo viva sém dinh nghta khi xuét
hién & nam < 55 tudi, ni < 60 tudi.

- BMV dinh nghia gém: 1. Nhéi mau co tim
cap; 2. Buoc can thiép dat stent dong mach
vanh va/hodc phau thuat bac cau chd vanh;
3. Hep ddng mach vanh > 30% trén chup cét
I&p vi tinh/chup ddng mach vanh qua da; 4. Co
triéu chirng dau nguc kém déu hiéu tn thwong
dong mach vanh trén dién tam dé va rdi loan
van déng vung trén siéu am tim.

Quy trinh tién hanh nghién ctu

- Bwéc 1: Phat hién bénh nhan cé kiéu
hinh FH va thu thap cac théng tin 1dm sang,
xét nghiém sinh hoéa, chan doan hinh anh theo
bénh an nghién ctru.

- Bwéc 2: Xét nghiém gen gay FH.

TAP CHI NGHIEN ClPU Y HOC

+ Quy trinh xét nghiém gen cho bénh nhan
tién clru: S dung gidi trinh tw thé hé méi phan
tich toan bd exon cla gen LDLR, APOB va
PCSK9. Thu thap mau bénh pham 1a mau mau
toan phan hodc t& bao niém mac miéng, van
chuyén vé phong xét nhiém gen. Quy trinh xét
nghiém gen gébm 3 budc: Bwdc 1. Tach chiét
DNA; Buéc 2. Giai trinh tw thé hé méi cho cac
exon cla gen LDLR, APOB va PCSK9; Buéc 3:
Phan tich di¥ liéu v&i cac cdng cu chuyén dung.

+ Quy trinh xét nghiém gen cho bénh nhan
hdi ciru: st dung két quéd xét nghiém gen cla
bénh nhan (phwong phap giai trinh tw gen thé
hé m&i cho gen LDLR, APOB va PCSK9, hoac
ki thuat Sanger gidi trinh tw toan bd exon cla
gen LDLR va vung hotpots cua gen APOB
va/hoac ki thuat MLPA (Multiplex Ligation
Dependent Probe Amplification) cho exon gen
LDLR néu Iam sang nghi ngd dot bién méat/lap
doan dai).

- Bwée 3: Phan tich sb liéu va bao cao két
qua nghién ctru.

- Xét nghiém gen thwc hién tai phong xét
nghiém Gene Solutions, Thanh phé H& Chi
Minh cho géi xét nghiém GenLDL (str dung
Bd hoa chat New England BiolLabs, IDT va
lllumina, thiét bj 1a hé théng giai trinh tw thé hé
m&i NextSeq, Illumina), c6 chirng nhan College
of American Pathologists (CAP#: 9617604) va
ISO 15189:2022.

Phuwong phap xtr ly sé liéu

- St dung phan mém SPSS 20.0 dé tao tap
tin, nhap va ma hoa sb liéu. M6 ta dic diém
kiéu hinh, chi sb lipid mau, tinh trang xo viva,
kiém dinh khac biét gitra cac phan nhom.

- Bién lién tuc phan bé chuan trinh bay theo
gia tri trung binh (TB) + dd léch chuén (BLC),
khoang tin cay 95% (KTC95%).

- Bién lién tuc phan bd khéng chuan trinh
bay theo gia tri trung vi va khoang tl¢ phan vi
(25 - 75%).
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- Bién dinh tinh, bién phan loai dwoc trinh
bay theo tan sb va %.

- So sanh ty 1& hai nhém bang Chi-square
test hodc Fisher Exact’s Test néu = 20% gia tri
mong doi trong cac 6 < 5.

- So sanh trung binh hai nhém bang kiém
dinh Independent Sample T-test néu bién phan
bd chuén.

- Nguy co BMV va BMV sém cla cac yéu tb
dua trén tinh chi s6 Odd Ratio (OR).

- Gia tri p < 0,05 duworc coi la khac biét co y
nghia théng ké.

3. bao dirc nghién ciru

Nghién ctru dwoc Hoi d(‘)ng Pao dirc cla

Trwong Dai hoc Y Ha Nbi chép nhan va thong

qua (s6: 393/GCN-HDDDNCYSH-BHYHN,
ngay 19 thang 4 nam 2021).

Déi twong nghién ctvu hoan toan tw nguyén
tham gia. Céac théng tin cta déi twong dugc
dam bao an toan bi mat theo quy dinh.

V&i cac bénh nhan dap ng tiéu chuén lya
chon, tai thoi diém tuyén vao nghién ctu néu
chwa c6 két qua xét nghiém gen sé dwoc chi
dinh lam xét nghiém gen, toan bd chi phi xét
nghiém gen do nhdm nghién clru chi tra.

Ill. KET QUA

Nghién ctru c6 110 bénh nhan FH, gdm 62
ngwoi khong co dot bién gen FH va 48 ngudi cd
dot bién gen FH.

Bang 1. Dac diém lam sang va lipid mau bénh nhan FH

- | - Dot bién gen
6ng tin Iam sang ong L
5 5 5 Gia tri
va lipid mau (n = 110) Khéng c6 Co 1atnp
(n=62) (n =48)
Théng tin co’ ban
Gi&i nam 63 (57,3%) 29 (46,8%) 34 (70,8%) 0,011*
2 ) . 51,8+ 14 57,1+94 449 + 16
Tudi chan doan FH (nam) <0,001#
(49,1-54,4) (54,8-59,5) (40,2-49,5)
Tién st gia dinh
Tang cholesterol mau 45 (41,3%) 19 (31,1%) 26 (54,2%) 0,015*
Bénh tim mach do xo vira 21 (19,3%) 10 (16,4%) 11 (22,9%) 0,391*
Biéu hién 1am sang
U vang 22 (20%) 2 (3,2%) 20 (41,7%) <0,001**
Vong giac mac trudc 45 tudi 13 (11,8%) 1(1,6%) 12 (25%) <0,001**
Mcrc lipid mau
9,45 + 3,31 8,11+ 1,65 11,14 £ 4,04
TC, mmol/L <0,001*
(8,82-10,08) (7,69-8,53) (9,97 -12,31)
2,72+25 2,83+2,2 2,61+2,82
TG, mmol/L 0,652*
(2,24-3,19) (2,27-3,39) (1,79-3,43)
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X Dot bién gen
Théng tin 1am sang Tong Gia tri
5 5 5 ia tri
va lipid mau (n=110)  Khongcé cé P
(n=62) (n =48)
1 +04 1 +04 1,304
HDL-C, mmol/L 330,45 350,45 3 +0,48 0,625%
(1,24-1,41)  (1,23-1,46) (1,17 - 1,44)
6,94 £ 3,05 5,54 + 1,05 8,71+ 3,76
LDL-C, mmol/L < 0,001*
(6,36 - 7,52) (5,27 - 5,8) (7,62 -9,8)

*Chi-square test, **Fisher Exact’s Test, ¥Independent Sample T-test,
FH: Familial Hypercholesterolemia, HDL-C: High Density Lipoprotein-Cholesterol,
LDL-C: Low Density Lipoprotein-Cholesterol, TC: Total Cholesterol, TG: Triglycerid

Nhém khéng cé dot bién gen dwoc chan
doan FH mudén hon 12 nam so v&i nhém co
dot bién gen, khac biét co y nghia théng ké (p <
0,001). Nhom c6 dot bién gen co biéu hién 1am
sang goi y FH (tién st gia dinh tang cholesterol
mau, u vang, vong giac mac truwdc 45 tudi)
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Ting huyét ap

@ Tinh chung

Bai thao dwong
Nhém khéng dét bién

thwdng gap hon nhédm khéng cé dot bién gen,
khac biét c6 y nghia théng ké (p < 0,05). Mrc
cholesterol mau (TC, LDL-C) & nhém c6 dot
bién gen ciing cao hon nhém khong cé dot bién
gen, khac biét cé y nghia théng ké (p < 0,001).

p=0451

Thira cdn hoac béo phi

ENhom c6 dot bién

Biéu d6 1. Cac yéu té nguy co’ tim mach déng mac & bénh nhan FH

THA, thra can hodc béo phi, hat thudc Ia thwdng gap & bénh nhan FH, & cad nhém c6 dét bién

gen va & nhém khoéng c6 dot bién gen.
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Bang 2. Tinh trang xo’ vira dong mach & bénh nhan FH

Dot bién gen FH

Théng tin Téng Gia trip
Khéng cé Cé
BMV 48 (43,6%) 24 (38,7%) 24 (50%) 0,236*
BMV sém 39 (35,5%) 19 (30,6%) 20 (41,7%) 0,231*
P 5 49,4 + 11,6 53,8+7,2 44,8 £ 13,5
Tudi mac BMV (nam) 0,006*

46-52,8) (50,8-56,9) (38,9 -50,6)

Bénh tim mach do xo’ vira c6 xac nhan trén tham do hinh anh

Boéng mach vanh (n = 44) 38 (86,4%) 17 (77,3%) 21 (95,5%) 0,185**

Poéng mach canh (n = 37) 6 (16,2%) 2 (15,4%) 4 (16,7%) 1,0
Bong mach chi dwéi (n = 25) 4 (16%) 1(11,1%) 3(18,8%) 1,0%

Boéng mach than (n = 15) 2 (13,3%) 0 2 (22,2%) 0,486*

*Chi-square test, **Fisher Exact’s Test, ¥Independent Sample T-test,
BMV: Bénh mach vanh; FH: Familial hypercholesterolemia

BMV va BMV sém cé ti 1é gap cao & ngudi c6 FH, khac biét khéng cé y nghia théng ké khi so
sanh nhém c6 ddt bién va khong cé dot bién (p > 0,05). BTM do xo vira (ddng mach vanh, dong
mach canh, ddng mach chi dwéi, ddng mach than) co ti 1é gap cao & bénh nhan FH va c6 xu hwéng
thwdng gép hon & nhdm cé dot bién gen so véi nhém khdng cé dot bién gen, méc du khac biét chwa
c6 y nghia théng ké (p > 0,05). Nhédm c6 dét bién gen méc BMV sém hon 9 nam so véi nhém khong
c6 dot bién gen, khac biét cé y nghia thdng ké (p = 0,0086).

Bang 3. Pic diém lipid mau & ngwei mac FH c6 bénh mach vanh

Bé&nh mach vanh Bé&nh mach vanh som
Théng tin
Khoéng co Co Giatrip Khoéngcé Co Giatrip
TC, 9,22 + 2,85 9,71+3,8 9,19+ 2,83 9,88 +4,0
0,442*% 0,296
mmol/L  (8,5-9,95) (8,61-10,81) (8,52-9,86) (8,58-11,17)
T 28+ 2,64 £1 2832 2,56 £ 1,64
G, ,8+3,0 ,6 ,6 0,736 ,83+2,85 ,56 + 1,6 0,588
Lipid mmol/L (2,04-3,57) (2,18-3,11) (2,15-3,5) (2,03 -3,09)
mau  HDL-C, 1,36+ 0,42 1,28 £ 0,49 1,35+£0,43 1,28 £ 0,48
0,366* 0,439
mmol/L  (1,25-1,47) (1,14-1,43) (1,25-1,45) (1,12-1,44)
LDL-C, 6,63+2,39 7,3+3,71 6,61+ 2,37 7,48 + 3,95
0,249*% 0,15
mmol/L (6,02 -7,23) (6,22 - 8,38) (6,05-7,17) (6,21 -8,76)

S dung Independent Sample T-test, FH: Familial hypercholesterolemia,
HDL-C: High density lipoprotein-cholesterol, LDL-C: Low density lipoprotein-cholesterol,
TC: Total cholesterol, TG: Triglycerid,
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Nhém c6 BMV c6 mirc TC va LDL-C cé xu hwéng cao hon nhém khéng cé6 BMV, mac du khac

biét chwa cé y nghia théng ké (p > 0,05).

Bang 4. Méi lién quan giira cac yéu té dong mac véi bénh mach vanh trong FH

Bénh mach vanh

Bénh mach vanh sé&m

Thong tin
OR KTYC95% Giatrip OR KTC95% Giatrip
N 1
Gioi 1,5-7,3 0,004 2,3-15,1 <0,001
Nam 3,3 59
Khéng 1 1
THA 05-2,6 0,659 0,3-1,5 0.297
Co 1,2 0,6
Khoéng 1 1
bTD 0,1-3,6 0,604 0-3,1 0,343
Co 0,6 0,3
Thira can Khéng 1 1
i . 05-25 0,683 0,9-4,2 0,112
béo phi Cé 1,2 1,9
. Khéng 1 1
Hut thuéc Ia 1,8-9,1 <0,001 2,3-12,5 <0,001
Co 4.1 54

DTD: Dai thao dwérng, KTC95%: Khodng tin cay 95%, OR: Odd ratio, THA: Tang huyét ap.

Nguy co xuét hien BMV va BMV sém téng
gép 3,3 lan va 5,9 lan twong &ng & nhém bénh
nhan FH nam gi®i so v&i nir gidi; trong khi tang
gép 4,1 lan va 5,4 lan twong &’ng & nhém bénh
nhan FH c6 hat thubc 14 so véi khéng huat thube
l4, khac biét co y nghia théng ké (p < 0,05).

IV. BAN LUAN

Két qua nghién ctu ctia chang tdi cho thay
tai BTM do xo viva phd bién & bénh nhan FH,
c6 thé lién quan dén viéc chan doan mudn, va
ganh néng cuia yéu t6 nguy co tim mach chinh
di kéem nhw THA, BTD, thira can/béo phi, hat
thuéc 14. Ti I&é bénh nhan FH méc BMV toi
43,6%, trong d6 c6 BMV sém la 35,5% (Bang
2) phu hop véi dir liéu toan cau vé nguy co xo
vira & bénh nhan FH."37 Thuc trang chan doan
mudn FH khi da do tudi trung nién cda bénh
nhan trong nghién clru cla chdng t6i, cling
giéng thuc trang chan doan muoén FH trén thé

gi&i. Trong nghién ctru sé bod toan ciu vé FH
clia Hoi Xo vira ddng mach chau Au ndm 2021
v&i hon 60 nghin bénh nhan, d6 tudi chan doan
trung binh trén toan cau la 43 tudi & nam gidi va
46 tudi & nir gi¢i. Dwsi mot ntra sé trwdong hop
ngudi 16n méc FH dwoc chan doan trudce 40
tudi va chi 2% dwoc chan doan truwéc 18 tudi.”
Bénh ly FH ¢6 mirc LDL-C mau, thanh phan
chinh trong co' ché bénh sinh xo vira tang rat
cao ngay tir d6 tudi thanh thiéu nién, néu khéng
dwoc phat hién va didu tri sém ma dé dién bién
tw nhién, thi dan dén phoi nhiém kéo dai véi
LDL-C. Chan doan muén ciing ddng nghia v&i
can thiép diéu tri mudn, tlr dé bién cb tim mach
sé co gia ting. Diéu nay ddi hdi sw cap thiét
xay dwng va trién khai cac chwong trinh sang
loc, phat hién s&m bénh. Thyc té, cac nd luc
toan ciu hién nay da va dang c6 xu hwéng dua
vao viéc tim ra mét trwdng hop chi s0, sang
loc co' héi, chi y dén FH trong cac hoat dong
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kiém tra strc khde dinh ky v&i xét nghiém thay
cholesterol LDL-C cao.2 Thyc té, bénh nhan FH
trong nghién ctru cla ching tdi cé ndng dd TC
va LDL-C cao, nhat la & nhém cé dot bién gen.
Trong nghién ctru gan day vé ti 1é FH & bénh
nhan nhéi mau co tim tré tudi tai Viét Nam,
mdrc LDL-C & bénh nhan FH co6 dot bién genla
217,6 mg/dL, cao gép hai lan so v&i bénh nhan
khong FH."?

Nghién ctru cla chang t6i ghi nhan cac dau
hiéu Iam sang nhw u vang va vong giac mac
trwdc 45 tudi hay gép & bénh nhan FH, co thé
hd tro trong viéc phat hién sém FH. Nghién
ctvu s6 bd HELLAS-FH tai Hy Lap ghi nhan &
bénh nhan FH, 4,9% c6 diu hiéu u vang, 7,4%
c6 vong giac mac truwdc 45 tudi.” Tién st gia
dinh tang cholesterol mau, BTM do xo vira sém
cling la théng tin quan trong dung trong sang
loc, phat hién sdm bénh nhan FH, phu hop
v&i d&c diém bénh di truyén troi nhiém sac thé
thwong, cha yéu lién quan gen LDLR, APOB va
PCSK9, phoi nhiém lau dai véi LDL-C va nguy
co cao BTM do xo vira.28 D liéu gan day tai
Viét Nam, tinh riéng trén bénh nhan nhéi mau
co tim s&m va co dot bién FH cling ghi nhan
hon 50% cé tién st gia dinh BMV som. 2

Ngoai tac dong cla tang cholesterol mau,
bénh nhan FH cdn c6 thé bj anh hwéng béi cac
yéu t6 nguy co khac, 1am tang thém nguy co
tim mach cta ho." Tilé THA, thtra can béo phi,
hat thuéc 14 & bénh nhan FH trong nghién ctru
cla chung toi dat gan 40 -50%, cé xu huéng
cao hon dan sb chung tai Viét Nam, trong khi ti
l&é bénh nhan c6 DTD ciing t&i 5%.'5¢ Ti 1& phd
bién bénh nhan FH c6 kém cac yéu té nguy co
tim mach khéac ciing 1a tinh hinh trung trén thé
gidi, 14 chdng chat ganh nang xo vira cho bénh
nhan FH hién nay.”"” Nhirtng c4 nhan méc FH,
dac biét la nhirng nguwdi chwa dwoc chan doan,
¢6 kha nang c6 nguy co thuc hanh céac 16i séng
khong cé lgi cho strc khoée vi chwa dwoc tiép
can tw van vé nguy co tim mach cla ban than.

Trong nghién cru cta chung toi, hat thubc la
duwoc xac dinh la yéu té nguy co dang ké, véi
nguy co BMV va BMV sém & nhém hut thube
tang 4 - 5 lan so v&i nhém khéng hut thude.
Cho dén nay, hut thudc 14 van 1a mot yéu té
nguy co rat phd bién de doa strc khde tim mach
trén toan cau, cling nhu tai Viét Nam. Khao sat
GATS Viét Nam 2015 ghi nhan ty 1é hat thudc
l& & Viet Nam 1a 22,5%.'8 B&ng chirng hién nay
cho thay loi ich cai thubc la gitp gidm 2,1 1an
nguy co bién c6 BTM do xo viva cho bénh nhan
FH." Viéc chan doan tinh trang FH s&m hon
rat c6 thé sé dwa ra 16i khuyén vé 16i séng sém
hon, nghia la nhitng 16i séng c6 lgi cé nhiéu
kha nang dwoc ap dung sém hon trong cubc
sbng. Nhw chwong trinh sang loc va quan ly FH
tai Ha Lan thwc hién trong 20 nam, cac trwdng
hop méc FH da dwoc phat hién & do tudi tré
hon, co ty 1é mac bénh tim mach do xo vira
déng mach va cac yéu té nguy co ctia né thap
hon so v&i cha me méac FH cta ho.2° D liéu vé
ti 1& phé bién bénh nhan FH ddng thei kém cac
yéu td nguy co tim mach chinh khac nhan manh
rang khia canh cham séc y té tw van du phong
cac nguy co, hanh vi strc khde can duwoc cod
tinh dén tac dong déi véi nguy co tim mach cho
bénh nhan FH tai Viét Nam. Didu nay c6 thé tao
diéu kién cho nhu ciu vé 16i séng lanh manh
ngay tir dau dé gidm nguy co’ phat trién cac yéu
t6 nguy co tim mach mac kém xuét hién sau
nay trong cudc séng clia bénh nhan FH.

V. KET LUAN

Ngudi c6 tang cholesterol mau gia dinh tai
Viét Nam co6 ti 1é cao xuét hién bénh tim mach
do xo vi¥a, v&i nhiéu trwdng hop cé kém yéu
td nguy co khac, dac biét 1a hat thube 14 lam
gia tdng dang ké& nguy co bénh mach vanh va
bénh mach vanh sém. Dya trén két qua nghién
ctu nay, khuyén nghi cac chwong trinh chdm
séc nguwdi bénh tang cholesterol mau gia dinh
quan tam tam soat va quan ly cac yéu td nguy
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co tim mach, nhét 1a hat thudc 1a cho muc tiéu
dy phong xo vira.

LO1 CAM ON

Tac giad xin cdm on “Ten Countries Study”
va “EAS-FHSC” da hd trg thanh 1ap VINAFH
Registry. Tac gia xin cdm on Khoa Hda sinh 1am
sang, Phong xét nghiém PathWest Medicine
(Tay Uc), Phong xét nghiém - B6 mén Y sinh hoc
va Di truyén, Trwdng Dai hoc Y Ha No6i, Phong
xét nghiém Sinh hoc phan t&¢ BIMEDTECH
va Phong xét nghiém Gene Solutions (Thanh
phd H6 Chi Minh) da thuc hién xét nghiém di
truyén. Nghién cru nay dwoc tai tro xét nghiém
di truyén t» Chwong trinh VINAFH va cam két
khong xung dét loi ich tir két qua nghién ctru.
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Summary

ATHEROSCLEROTIC CARDIOVASCULAR DISEASES
AND RISK FACTORS IN INDIVIDUALS WITH FAMILIAL
HYPERCHOLESTEROLEMIA

This cross-sectional study aimed to characterize cardiovascular risk factors and their relationships
on atherosclerotic cardiovascular disease (ASCVD) in patients with familial hypercholesterolemia
(FH) by analyzing data from 110 FH patients in Vietnam. Results indicated that the average age at
FH diagnosis is 51.8 years old, with a prevalence of premature coronary artery disease (CAD) as
35.5%. The prevalence of smoking, overweight/obesity, hypertension, and diabetes among patients
was 43.6%, 43.6%, 37.3%, and 5.5%, respectively. Notably, smoking was significantly associated
with CAD and premature CAD, with Odds Ratios of 4.1 and 5.4, respectively. In conclusion, this
study highlights the late diagnosis of FH in Vietnam, where many patients present with ASCVD and
coexisting risk factors that exacerbate atherosclerosis. This underscores the urgent need for early
screening, diagnosis, and intervention programs for FH in Vietnam.

Keywords: Familial hypercholesterolemia, risk factor, atherosclerotic cardiovascular disease.
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