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Nghién ctu budc dau vé tinh trang bénh tang
Cholesterol mau ¢6 tinh gia dinh & cac truong
hop mac bénh mach vanh sém
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Co 56 nghién citu: Bénh ting cholesterol méu
c6 tinh gia dinh (Familial hypercholesterolemia -
FH) 12 bénh Iy di truyén gen tr6i cd LDL-C trong
miu ting cao, hiu qui giy bénh mach vinh sém.
Hiéu biét vé bénh nity tai Viét Nam con han ché. Do
36, nghién affu niy dudc thye mén véi myc tiéu sau:
(1) Xac dinh t 18 bénh nhan bi tang Cholesterol
méu ¢6 tinh gia dinh trong cdc trding hep o6 bénh
mach vinh sém; (2) Tim hiéu d4c diémIam singva
c4n lam sang cia bénh nhan FH.

Phuong phap vi ddi twgng mghién aifu: Hsi
cifiu, mé ti cit ngang trén 677 bénh nhin ¢6 bénh
mach vinh s6m, 4p dung tiéu chudn chin dedn
bénh FH cfia Dutch (sita d6i theo 95% béch phan
vi LDL-C midu clia ngudi Vigt Nam).

Két qua nghién ofu: Ty 1é FH & bénh nbén
bénh mach vinh s6m 13 2.7%. Trong 18 bénh nhan
FH: 77.8% bénh nhan FH c6 hep 270% dyong kinh
Iong mach itnhét 1 nhédnh déng mach vinh vacé 12
trudnghop dit stent, 2 trading hop bic cdu chavanh.

Ké# ludn: Nghién cifa cho théy bénh kf FH Ia
thuiding gip & nhom ngudi tré tudi co bénh mach
vinh mécbénh FH va phdn 1én ¢6 tdn thugng mach
vanh nghiém trong,

Vién Tim rnach Viét Nam, Bénh vién Bach Mar*
Trudng Dai hoc ¥ Ha Né+*
Khoa Y Dugc, Bar hac Quic gia Ha Nai ***

Tit khéa: Tang Cholesterol mén cé tinh gia
dinh, Bénh mach vanh sém.

DAT VAN BE

Bénh ting Cholesterol méu c6 tinh chét gia dinh
(Pamilial Hypercholesterolemia, viét tit: FH) la
bénh ly di truyén gen tr6i dic tring béi hién tugng
LDL-C huyét titdng ting cao. Céc nghién crtu dich
& trén the gioi ghi nhdn mét s6 hrong bénh nhin
FH trong cong déng, véi wdc tinh khoing 20 trién
ngudi trén the gidi mic béoh [1]. Céc bénh nhan
FH c6 nguy co mic bénh mach vinh sém, c6 thé
xudt hign ude 35 tudi. Tai Viét Nam, hién cd
khodng tréng trong chén do4n vi diéu tri bénh FH.
Vi vdy, nghién eitu ching t6i gom 2 muc tiéu: (1)
Xsc dyoh t§ 18 bénh ahan bi FH trong cic trdng
hop cé bénh mach vinh s6m; (2) Tim hiéu mét s6
djc digm Mm sing v cin Jam sing ciia nhém bénh
nhin FH.

Bl TUONG VA PHUONG PHAP NGHIEN CUU

Phiiong phép nghién cdu: Mo ta cit ngang,
héi . Céc s6 lién thu thap theo hé so nghién ciu
trong 15 thing (2013 - 2015), tai Vién Tim mach
Viét Nam.
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D6i tugng nghién citn: Tit ci cic bénh nhin
dugc chdn doan bénh mach vanh sém theo tiéu
chudn nghién ciu dutge thu thip s lién theo miu
beénh an nghién cdu.

Tiéu chuin chon bénh nhian mdc bénh mach
vanh sém: (1) Tudi: Nam <S$ tudi, nid <60 tudi;

(2) Cé bing ching hinh anh tén thuong dong
mach vanh (dua trén két qua chyp c4t 16p vi tinh
ddng mach vanh vi/hoiic chyp mach vinh qua da).

Tiéu chuén chedn dodn bénh ting Cholesterol
méu cé tinh gia dinh: Dip iing tiéu chuén Dutch
sita d6i [2]. Chén dodn FH khi diém DUTCH >3,

HOAC P titng 6 két qui LDL-C cao, trongnhém >95%
phanbé theo tudi va it

Tiéuchuin DUTCH Diém | Tiéu chuin DUTCH Di¢m
Tién sitgiadinh (2) Bénh cinhlam sang

Ngudi than truc hé (ho hangbic 1) som mic bénh mach vanh

hojcbénh DM khic (nam trudc 55 tudy, nd tride 60 tuds) Ngun sdm méic bénh mach vinh

(nam « 55 tu6i, nif < 60 tudi)

Hp hang bac 1 c6 hinh anh 1 m&bém gan va/hoic vong gidc

Ngutsi bn at bién mach nio hodc bénh

mae 2 | dongmachngoai bitnsom {pam <55 | 1
n. <
HOAC Tré <18 tuidi c6 két qui LDL-C cao, trong nhom > MBIMAHIIRO e
tud, nif < 60 tudi)
95% phin b6 theo tudi va giéi
4) Xét nghiém LDL-C mau (theo 95%bach
(3) Khimlimsing () XetoghitmLDL Cont o551
phinvi ngu Viét Nam)
LDL-C > 4.6 mmol/| 8
Céumébim gin 6
38<LDL-C <4.6mmol/| 5
3.5<LDL-C< 3.8 mmol/| 3
Co véng gidc mac hi trutdc 45 tudi 4
1DL-C<3.5mmol/l 1

3 diém: Itkhi nang

Tink téng diém (1) + (2)+ (3) + (4): 2 8 DIEM: Chic chin FH; 6.7 diém: Co thé FH; 3-5 diém: Nghi ngés FH; Dut

KET QUA NGHIEN CiU

Trong 15 thing, tai Vién Tim mach Viét Nam,
c6 3802 bénh nhan mic bénh mach vanh nhip
vién, trong 46 677 truding hop 1a bénh mach vanh
sdm. $6 liéu théng ké ghi nhin c6 18 bénh nhin
FH mic bénh mach vanh sgm véi digém DUTCH
> 6. Nhu vy, 7 1 bénh nhin ducc chdn dodn xdc
dinh cé FH trong téng s6 bénh nhén bénh mach
vanh sém 12 2,7%.

Bing 1. Phan bo gidi va tudi ciia bénh nhdn FH o6
bénh mach vanh som (FH-PCHD)

BénhnhanFH-PCHD | Tu6i trungbinh (nim)

Nam gi1 (n=13) 47961
P <0.001
Nivgiéi {n=S5 §52:23
giéi n=5) (ttes)
Toanbo (n=18) 163
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Nhdn xét:

- Tilé nam/nil bénh nhin FH - PCHD = 2.6.

- Nhém bénh nhin FH nam géi tré tuét hon
nhém bénh ahin FH nif gici, Khac bigt c6 ¥ nghia
théng ké (p < 0.001, t-test).
Yéu t6 ngoy co bénh mach vanh cia 18 bénh
nhan FH:

+ Nhom nam gidi: 6/13 (46.2%) co hit thuée
14, 5/13 (38.5%) c6 tang huyét p.

I- Nhom i gidi; khong c6 hit thude 14, 1/5
(209} c6 ting huvét 4p.

Bing 2. Bdc diém lipid mdu cia bénk nhén FH mdc
beénh mach vanh sém

Chi sé Eipid X:SD | Nhoohit | Lonnhit
miu (mmok/1) | (mmol/1} | (mmol, 1)
Cholesternl toam

. 691154 5.54 1221
phin
LDL C 1734115 364 5.1
HDL C 122028 081 167
Tinglycend 186£071 | 08 299

Nhin xét: Céc bénh nhén FIT ¢6 néng 46
Cholesterel mau toan phén va LDL-C ¢ nguing
cao, trong khi néng dé HDL-C va Triglycerid trong
gidi han binh thitdng,

Pic diém vé t8n thuong ddng mach vanh:

- 88 higng mach vanh bi hep: 77.8% c6 t6n
thetong > I than; 72.2% c6 ton thuong > 2 thin;
44.4% c6 16n thuong 3 than.

- Vitri mach vanh bj hep: 72.2% tn thuong ta
déng mach vanh phdi, 38,9% c6 t8n thucng déng
mach vanh tra, 33.3% ¢4 t6n thuong nhanh ma
Piiéu tri & cc bénh nhian FH mac bénh mach
vanh sdm

Trong 18 bénh nhin FH, 12 bénh nhin duge
d4t stent déng mach vanh, 2 bénh nhin duge phin

~ NGHIEN CUU LAM SANG &

thudt bic cdn chi vanh v 4 bénh nhin dugc diu
tri ndi khoa,

Thoi diérm xudtvién, 100% bénh nhan duge dicu
tri thuéc ha lipid mau nhém Statin, véi biét dugcvi
li¢u thudc hang ngdy nhi bang sau:

Statin Statin
Tile Til¢
(lién hang ngay) (liéuhang ngay)
Atorvastatin ) Rosuvastatin
278% A44%
10mg 10mg
Atorvastatin Rosuvastatin
11.1% 11.1%
20mg 20mg
Atorvastatin
S6% Khic 0%
40mg |
BAN LUAN

Tilé bénh nhén FH frong s8 cic bénh nhin nhét
miu o tim tré tudi [a 2.796. Két qua ndy phithap vaéi
nghién aiu ata tac gia Nanchen céng bd nim 2018
ghi nhin trong 1451 bénh nhan nhéi méu ¢d tim <
45 tudi, cd 4.8% bénh nhan Ia FH (dia tén bing
diém DUTCH 2 6) [3]. Didu nay goi ¥ yéu cdu cin
khio sét bénh Iy ting cholesterol méu c6 tinh gia
dinh khi tiép nhin cic trudng hop bénh nhin e
tu6i mic bénh mach vanh do nguy co tai dién cic
bién chiing mach vanh & phom bénh nlidn FH rit
cao néu khéng duge kiém sodt chi s6 LDL-C mau
tich awe.

Trong nghién citu cda ching téi, ti 1& nam/nit
trong nhém FH -PCHD 14 2.6 va tudi ¢6 nhom
nam it hon ni gioi FH khoang 7 tudy, (p < 0.001,
t-test). K&t qui niy phi hgp véi nghién ciin cia
WNachen khi bénh nhan FH c6 nhéi mau oo tim < 45
tudil nam gidi chiém 76.9% [3”. Dicu naylén quan
dén yéu t8 gidi tinh trong bénh mach vanh véi giéi
it < §§ tudila ysu t6 bao vé trong bénh mach varh
da dugc chiing munh trong nhiéu nghién citu. Ghi
nbip céng dong ciia NHANES & ngudi din tdi
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i 34 - 54, ¢b 2.5% nam gidi, trong khi chi ¢4 0.7%
nif giGi bi nhéi miu ¢o tim tinh hinh nhd miu co
am [4]. Mét nghién cau dich 8 thutc hién tai Anh
ndm 1979 cho thdy & bénh nhan FH, ton thuong
mach vanh xugt hién s6m 6 nam giéi so véi nix gici
khoing 10 nam [5]. Mét Iy giai cho 6 higng bénh
nhin nam giéi FH trong nghién cfu niy cao hon
nix g a do cic bénh nhin nam gidi ¢é nhi¢u hon
cée yéu 18 nguy co khic vé bénh mach vanh [ hit
thuéc [4 va ting huyét ap. ‘Thutc té, trong nghién citn
cita chitng toi ghi nhin & mam gidi FH c6 46.29 It
thudc 14 va 38.5% cé tang huyét dp, trong khi con
56 ndy & it gidi FH 12 096 hat thudc 14 va 20% ting
huyét dp.

Nong 40 Cholesterol toan phin va LDL-C
trong méu & 18 bénh nhan FI1 rit cao, Idn luot I
691 % 1.54 mmol/l v&4.73 £ 1.15 mmol/1. Trong
bénh FH, cac bat thutng gen lién quan dén chuyén
hda apoprotein lam gia ting néng d¢ LDL-C, va
Cholesterol toan phéan trong méu. Néng d6 LDL-C
trong méau cao 13 yéu t3 thuin lor gia tang téc d6
%0 via thanh mach, theo théi gan din dén bénh
Iy mach vanh, hay déng mach chit xust hién sém.
"Theo nghién cu cia tic gid Jacques, diém cut-off
ciia LDL-C mau > 160 mg/dl (4.14 mmol/T) &
du béo bénh If mach vanh trong tuong lai (6]. Pic
diém ciia néng 4o LDL Cholesterol trong méu cia
18 bénh nhén FEH] trong nghién citu rdt cao ciing phix
hop véi dac di€m ton thuong mach vanh nghiém
trong cia cac bénh nhén ndy vdi 72,2 % bénh nhan
c6t6n thuong » 2 thin mach vanh vi 44.4% c6 ton
thuong ca 3 thin, d6ng nghia véi 12 tudng hop
phai dit stent mach vanh vi 2 truting hop phii phau
thuat bic ciu chi-vanh,

Trong nghién céiu ndy, ching toi nhin thay viéc
digu trj ha LDL-C bing statin & nhém bénh nhan
FH con nhién han ché khi déi chiéu vai khuyén
cdo diéu tri bénh 1y ting Cholesterol mu ¢6 tinh
gia dinh hi¢n nay. Theo Melissa, khr 6 bién 6
mach vanh, cic bénh nhan FH cén sit dung ngay
cic thudc dé ha > 50% LDL-C nén vi dich ha
LDL-C méu xudng dudi 1.8 mmol/1[7]. Thuc ¢,
tat ca cac bénh nhan FH trong nghuén citu déu da
diing cic Statin cé téc dung ha LDL-C méu mite
d6 manh [3 Rosuvastatin va Atorvastatin, Thuc t&, 1
licu Atorvastann 10 mg givip giam 36.8% LDL-C
nén va 1 liéu Rosnvastatin 10 mg sé giam dugc
45.8% LDL-C nén. Viéc ting liéu thudc sé giap
ting kha ning ha LDL-C nén theo quy tic ting
gdp doi licu thude sé lam giam thém 6% LDL-C
nén [8]. Nhu vay, da s6 cic bénh nhén FH chua
duoc diéu tri dat lidu can thiét trnzée khi ra vién
Kkhi c6 161 44.4% ding liéu Rosuvastatin 18 mg,
27.8% diing liéu Atorvastatin 10 mg, 11/1% ding
lién Atorvastatin 20 mg, tifc 1a chua dat dugc yéu
cdu ddu tién 12 gidm it nhdt 50% LDL-C nén,
trong khi ndng 46 LDL-C nén cia 18 bénh nhin
nay rit cao.

KET LUAN

Cémat ti1é dang ké bénh phin tang cholesterol
miu cé tinh gia dinh, chuém 2.7% cic trudng hop
méc bénh mach vanh sém, v6i néng dé LDL-C
rit cao v ¢4 ton thuong mach vanh nghiém trong.
Nghién citu cho thdy viée sir dung thuéc ha LDL-C
cho céc bénh nhan FH tai Viét Nam cdn nhigu han
ché vi cin diéu chinh dé phi hop cac khuyén cdo
hién hanh.

ABSTRACT

Tnitial research about familial hyperchol l

disease

‘€ coronary artery

Background: Familial hypercholesterolemia (FH) is a dominant genetic disease which has high
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concentration of LDL-C and it causes premature coronary heart disease (PCHD). The understandings
of this disease in Vietnam is still limited. Therefore, this rescarch was proceeded with the purpose to: (1)
determine the proportion of FH, patients with PCHD in Vietnam; (2) identify clinical and non-clinical
features of these patients.

Methods and object: Descriptive study on 677 patients with PCHD, using the modified Dutch criteria
(with Vietnamese 95 percentile LDL-C).

Results: The proportion of FH/PCHD was 2.7%. In 18 FH patients: 77.8% FH pattents had had
narrowing coronary arteries >70% with at least one branch and 12 patients with stent insertion, 2 coronary
arteries bypass grafting,

Conclusion: The study showed that FH is an important reason cause premature coronary heart
disease. It also occurred severe coronary mjuries.

Key words: Familial hypercholesterolemua, premature coronary heart disease.
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