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TOM TAT 
Cd sd nghien ci3u: Benh tang cholesterol mau 

CO tinh gja dmh (Famihal hypercholesterolemia -

FH) la benh Iy di truyen gen troi co LDL-C trong 

mau tang cao, hau qua gay benh maeh vanh sdm. 

Hieu biet ve benh nay t ^ Viet Nam con h ^ che. Do 

do, nghien ciiu nay dddc thifc hien vdi mue ti^u sau: 

( l ) Xac dmh ty M b&ih n h k i bi tang Cholesterol 

miu CO tinh gia (Enh trong cac tnicfng hdp cd benh 

maeh vanh s6m; (2)Timhi^udaedi6mIamsangva 

can Iam sang cda benh nhan FH. 

Phiidng phap va d6i tu'dng i^;liien cihi: Hoi 

ciiu, mo ta eat ngang tren 677 benh nhan co benh 

maeh vanh sdm, ap dung tieu chuan chan doan 

benh PH eua Dutch (sfla d6i theo 95% bach phan 

vi LDL-C mau eua ngiidi Viet Nam). 

K^t qua nghien cuta: Ty le FH d benh nhan 

benh maeh vanh sdm la 2.7%. Trong 18 benh nhan 

PH: 77.896 b^nh nhin F H cd hep >70% difdng kinh 

long maeh it nhat 1 nhanh d6ng maeh vanh TOCO 12 

tnitoighc^ d?t stent, 2 trddng hdp bac eSu ehu vinh. 

Ket luan: Nghien ciiu cho thay benh ly F H la 

thifdng gap d nhdm ngiidi tre tuoi co benh m^ch 

vanh mac b^nh FH va ph3n Idn cd tdn thildng m^ch 

vanh nghiem trpng. 

Tii khda: Tang Cholesterol mau cd tinh gia 

i£nh, Benh maeh vanh sdm. 

DAT VAN DE 
Benh tang Cholesterol mau cd tinh chat gia dinh 

(Familial Hypercholesterolemia, vi£t tat: FH) la 

benh ly di truyen gen trdi dac tning bdi hien tddng 

LDL-C huy^t tiidng tang cao. Cac nghien cdu djch 

t l tren the gidi ghi nhan mot sd lifdng benh nhan 

FH trong cong ddng, vdi ifdc tinh khoang 20 trieu 

ngddi tren the gidi mac b^nh [ l ] . Cac b&ih nhan 

F H CO nguy cd mac b^nh maeh vanh sdm, cd the 

xuat hien trddc 35 tudi. Tai Viet Nam, hien cd 

khoang trdng trong ch&i doan va dieu tri benh FH. 

Vi v|y, n g h i ^ ciiu chiing toi gdm 2 muc tieu: ( l ) 

Xac dmh t^ 1̂  b&ih n h ^ bi P H trong cac tnidng 

hdp cd b&ih maeh vanh sdm; (2) Tim hieu mdt s6 

dac diem lam sing va cin l im sang a ia nhdm benh 

nhanFH. 

D6I TUDNG VA PHUONG PHAP NGHIEN cdu 
Phiidng phap i ^ h i e n ciSli: Mo ta cat ngang, 

hdi oiu. Cic sd Heu thu thap theo hd sd nghien ciiu 

ti-ong 15 thing (2013 - 2015), tai Vi^n Tim maeh 

VietNam. 
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D6i tiidng nghiSn ciiu: Tit ci cac benh nhin 
dddc chin doin benh maeh vanh sdm theo tieu 
chuin nghien ciiu dddc thu th?p sd Heu theo mau 
benh an nghien otu. 

TiSu chuan chon benh nhin mac benh maeh 
vinh sdm: (l) Tuoi: Nam <55 tuoi, nii <60 tudi; 

(2) Cd bing ehiiig hinh anh tdn thddng dong 
m^ch vanh (di^ tren k^t qua chyp cit ldp vi tinh 
dgng maeh vanh vi/hoac chijp m?ch vanh qua da). 

Tieu chuan chuan doan b^nh tang Cholesterol 
mau cd tinh gia dinh: Dap ling tieu chu&i Dutch 
siia ddi [2]. Chin doan FH khi diem DUTCH > 5. 

Tieu chuSn DUTCH Diem 

Ti£n sii gia dinh 

NgUdi than tmc he (hg hangbic I) sdm mac b^nh maeh vanh 

hoge b^nh DM khac (nam trddc 55 tudi, nfl trddc 60 tuoi) 

HOAC Da tttag c6 ket qui LDL-C cao, trong nhom >9S% 

phan bo theo tuoi va gidi 

Hp hang bac 1 co hinh anh u md bam gan va/hoac vong ĝ ac 

mac 

HOAC Tre < 18 tu6i c6 ket qua LDL-C cao, trong nhdm > 

95% phin b6 theo tuoi va gidi 

I 

2 

(3) Khien lim sang 

Cdumdbamgan 

Co vong giac mgc tii trddc 45 tuoi 

6 

4 

Tiiu chuan DUTCH Diem 

(2) Benh canh lam sang 

NgUdi sdm mac b?nh maeh vanh 

(nam < 55 tu6i, nfl < 60 tudi) 

Ngddi bl tai bien maeh nao hoac benh 

dpng maeh ngoai bien sdm (nam < 55 

tu6i,nij[<60tu6i) 

2 

1 

(4) Xet oghifim LDL-C mau (theo 95%bach 

phan vi ngddi Vi?t Nam) 

LDL-C > 4.6 mmol/I 

3.8<LDL-C<4.6mmol/I 

36<LDL-C<3.8 mmol/I 

LDL-C < 3.5 mmol/l 

8 

5 

3 

1 

Tinh tdng diem (1) + (2) + (3) + (4): > 8 DifiM: Chic chin FH; 6-7 diem: Cd the FH; 3-5 di^m: Nghi ngd FH; Dddi 

3diem;Itkhanang 

KET QUA NGHIEN cuu 
Trong 15 thing, t§i Vî n Tim maeh Viet Nam, 

ed 3802 benh nhan mac benh maeh vanh nhip 
vien, trong dd 677 trddng hdp Ii benh maeh vanh 
sdm. So Heu thdng ke ghi nhin cd 18 b&ih nhin 
FH mie benh maeh vinh sdm vdi di^m DUTCH 
> 6. Nhd viy, ty le benh nhin dddc ch&i doan xac 
djnh cd FH trong tong so benh nhan benh m?ch 
vanh sdm la 2.7%. 

Bdng I. Phdn bd gidi vd tudi cua benh nhdn FH cd 
binh m^ch vdnh sdm (FH-PCHD) 

Benh nhan FH-PCHD 

Namgidi(n=13) 

Nflgicfl(n=5) 

Toan bo (n= 18) 

Tudi trungbinh (nam) 

47.9 ±6.1 

552 ±2 3 

±6.3 

P< 0.001 

(t-test) 
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Nhdn xet: 

- Tl le nam/nC d b$nh nhan FH - PCHD - 2.6. 

- Nhdm benh nhan F H nam gidi tre tudi hdn 

nhdm b$nh nhin F H nfl gidi, khie biet cd y nghia 

tiidng ke (p < 0.001, t-test). 

Yiu td nguy cd b e n h maeh vanh cua 18 b e n h 

n M n F H : 

+ Nhdm nam gidi: 6/13 (46.2%) cd hut thudc 

li, 5/13 (38.5%) cd tang huyet ap. 

-f- Nhdm nfl gidi: khdng cd hiit thudc la, 1/5 

(20%) cd tang huyet ap. 

Bdng 2. Ddc diim Upl 

binh maeh vdnh sdm 

' mdu ciia binh nhdn FH mdc 

chisd lipid 

mau 

cholesterol toan 

phii 

LDL-C 

HDL-C 

Tnglycend 

X±SD 

(mjnoi/I) 

6.91 + 154 

4.73 + 115 

1.2210.28 

1.86±0,71 

Nho nhat 

(mmol/l) 

5.54 

3.64 

0.81 

08 

Lda nhat 

(nunol/l) 

1221 

8.1 

1.67 

2.99 

Nh4tt xit: Cac hknh n h i n P H c6 ndng dd 

Cholesterol miu to in ph in va LDL-C d ngddng 

cao, trong khi ndng do HDL-C v i Triglycerid trong 

gidi han binh thddng. 

Dac di^m v^ tdn thtidng dong maeh vanh: 

- S6 biting mqch vdnh hi hep: 77.8% cd tdn 

thddng > I thin; 72.2% cd tdn tiiddng > 2 than; 

44.4% cd tdn thddng 3 thin. 

-Vitri mqch vdnh bi hep: 72.2% tdn thdttog t ^ 

ddng iri^ch vanh phai, 38.9% cd tdn thddng dpng 

mgch vanh trai, 33.3% ed tdn thddng nh inh mu 

Dieu tr i d cac benh n h a n F H mac b$nh maeh 

vanh sdm 

Trong 18 b&ih nhan FH, 12 b^nh nh in dddc 

dgt stent ddng maeh vanh, 2 b$iih nh in dddc phau 

thuit b ic ciu chii v inh v i 4 hidh nhan dddc dieu 

tri npi khoa. 

Thdidiemxuitvien, 100%b&ih nhin dddc dieu 

tri thudc ha Hpid miu nhdm Statin, vdi biet ddde va 

Heu thudc hang ngiy nhd bang sau: 

Statin 

(H^u hang ngay) 

Atorvastatin 

10 mg 

Atorvastatin 

20 mg 

Atorvastatin 

40 mg 

Ti\& 

27.8% 

11.1% 

5.6% 

Statin 

(H£u hang ngay) 

Rosuvastatin 

10 rag 

Rosuvastatin 

20 mg 

Khac 

Til^ 

44,4% 

11,1% 

0% 

BAN LUAN 
Tl M b^nh nhin F H trong so cie benh nhan nhdi 

m i u ed tim tre tuoi I i 2.7%. Ket qua nay phd hc(p vdi 

nghien edu a ia t ic gia Nanchen cdng bo nam 2015 

ghi nhan trong 1451 b$nh nhan nhoi mau cd tim < 

45 tudi, ed 4.8% b$nh nhan la F H (di^a tr^n b ing 

d i e m D U T C H > 6 ) [3] .Dieunaygdiy-y^ueiucin 

khao s i t benh ly tang cholesterol m i u cd tinh gia 

(Enh khi tiep nhan cac tnidng hdp benh nhan tre 

tudi mac benh maeh vinh do nguy cd tai di ln cic 

bifo chiing m^ch vanh d nhdm benh nh in FH r i t 

eao neu khdng ddde kiem soat chi sd LDL-C mau 

tich cdc. 

Trong nghian eiiu cua chung tdi, ti le nam/nfl 

trong nhdm F H - P C H D la 2.6 va tudi ed nhom 

nam it hdn nfl gidi P H khoang 7 tudi, (p < 0.001, 

t-test). Ket qua niy phu hdp vdi nghian cflu cua 

Nachen khi benh nhan FH eo nhdi mau cd tim < 45 

tudi la nam gidi chiem 76.9% [3]. Dieu nay l^n quan 

den yeu td gjdi tinh trong b^nh maeh vanh vdi gidi 

nfl < 55 tudi la ySu td b io ve trongb^nh maeh vanh 

da dddc chflng minh trong nhieu nghito ciiu. Ghi 

nhap c^ng ddng cua NHANES d ngddi dan tuoi 
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td 34 - 54, CO 2.5% nam gidi, trong khi chi ed 0,7% 
nfl gidi bi nhdi mau cd tim tinh hinh nhdi mau ed 
tim [4]. M^t nghien cilu dieh te thdc hien tai Anh 
nam 1979 eho thiy d b§nh nhin FH, tdn thddng 
maeh vanh jcuat hien sdm d nam gidi so vdi nfl gidi 
khoing 10 nam [5]. Mpt Iy giai cho sd Idchig benh 
nhan nam gidi FH trong nghian oiu niy eao hdn 
nfl gidi la do cac benh nhin nam gidi eo nhieu hdn 
eie yeu td nguy cd khie ve benh maeh vanh la hdt 
tiiudc Ii va tang huygt ip. Thdc te, trong nghian ciiu 
cua chiing tdi ghi nhan d nam gidi FH ed 46.2% hiit 
thudc la va 38.5% cd tang huyet ip, trong khi con 
sd niy d nfl gidi FH Ii 0% hut thudc li va 20% tang 
huyet ap. 

Ndng dp Cholesterol toan phan va LDL-C 
trong miu d 18 benh nhan PH rat eao, lan Ifldt la 
6.91 ± 1.54 mmol/I va 4.73 ± 1.15 mmol/l. Trong 
b|nh FH, cac bat thddng gen Hen quan dSn chuyen 
hda apoprotein lam gia tang ndng dp LDL-C, va 
Cholesterol toan phan trong mau. Ndng dp LDL-C 
trong mau cao la yeu td thuan Idi gia tang tde dd 
xd vfla thanh maeh, theo thM gian din den benh 
1̂  maeh vinh, hay ddng maeh chu xuat hien sdm. 
Theo nghien cflu cua tic gia Jacques, dilm cut-ofF 
cua LDL-C mau > 160 mg/dl (4.14 mmol/l) Ii 
dfl bao b^nh 1̂  maich vanh trong tddng lai [6], Dae 
diem cua ndng do LDL Cholesterol trong miu cua 
18 benh nhin FH trong nghien cflu rat eao cung phu 
h^p vcft dac diem tdn thfldng maeh vanh nghiem 
trpng cua cac benh nhan nay vdi 72.2 % benh nhan 
CO tdn thddng > 2 than m^ch vinh va 44.4% cd tdn 
thddng ca 3 than, ddng nghia vdi 12 trddng hd^ 
phai dat stent m^ch vanh va 2 trddng h.d^ phai phau 
thuat bac cau chii-vanh. 

Trong nghien cflu nay, ehung tdi nh^n thay vi?c 
di^u tri ha LDL-C bang statin d nhdm benh nhin 
FH cdn nhilu h^n che khi ddi chieu vdi khuyin 
cao dllu tri benh ly tang Cholesterol mau cd tinh 
gia dinh hi^n nay. Theo Mehssa, khi cd bien cd 
maeh vanh, cae benh nhan FH cin sfl dung ngay 
cac thude dl ha > 50% LDL-C nin vi dieh ha 
LDL-C mau xudng dfldi 1.8 mmol/I [7]. Thiie te, 
tat ei cie benh nhan FH trong nghien eiiu deu da 
dung eic Statin cd tac dyng ha LDL-C miu mflc 
dp manh la Rosuvastatin va Atorvastatin. Thflc te, 1 
lieu Atorvastatin 10 mg giup giam 36.8% LDL-C 
nin va 1 Heu Rosuvastatin 10 mg se giim ddde 
45.8% LDL-C nen. Viec tang Hlu thude se giup 
tang kha nang hg LDL-C nin theo quy tic ting 
gap ddi Heu thude se lam giam them 6% LDL-C 
nin [8]. Nhfl viy, da sd cic benh nhan FH chda 
dfldc dilu tri dgt lieu can thiet trflde khi ra vien 
khi cd tdi 44.4% dung Hlu Rosuvastatin 10 mg, 
27.8% dflng Hlu Atorvastatin 10 mg, 11/1% dung 
Hlu Atorvastatin 20 mg, tflc la ehfla dat dfldc yeu 
ciu dau tien la giam it nhat 50% LDL-C nen, 
trong khi ndng dp LDL-C nen cua 18 b^nh nhan 
nay rat cao. 

KETLUAN 
Co mpt ti le ding kl b|nh nhin tang cholesterol 

miu cd tinh gia dinh, ehiem 2.7% cac tnidng hdp 
mac benh maeh vanh sdm, vdi ndng d^ LDL-C 
rat cao vi cd ton thfldng mgch vanh nghiim trpng. 
Nghien cflu cho thiy vile sfl dipig thudc hg LDL-C 
cho cac benh nhin FH tgi Vi|t Nam cdn nhilu han 
ehe vi can dilu chinh dl phu h0p cac khuyin cio 
hien hinh. 

ABSTRACT 
Initial research about fenulial hypercholesterolemia in patients with premature coronary artery 
disease 

Background: Famihal 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 Hmited. Therefore, this research was proceeded with the purpose to: (l) 
determme the proportion of FH patients with PCHD in Vietnam; (2) identify cHnieal and non-cHnieal 
features of these patients. 

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

Results: The proportion of FH/PCHD was 2.7%. In 18 FH patients: 77.8% FH patients had had 
narrowing coronary arteries >70% with at least one branch and 12 patients v«th 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 m]uries. 

Keywords: FamOial hypercholesterolemia, premature coronary heart disease. 
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