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PAC PIEM LAM SANG, CAN LAM SANG VA KIEU GEN
O' BENH NHAN TANG CHOLESTEROL MAU CO TINH GIA PINH

Cao Pinh Hurng?3, Pham Céng Danh?2, Tran Vii Minh Thu!

TOM TAT

Pat van dé: Tang cholesterol mau co tinh chat
gia ( dinh (TCMCTGD) la mot bénh ly di truyén trdi trén
nhiém sdc thé thudng déc trung bdi tinh trang tang
cholesterol ty trong thap (LDL-c). TCMCTGD néu
khong dugc phat hién va diéu tri kip thd| sé co nguy
co tr vong hoac nguy cd xudt hién cac bién c6 tim
mach 1&én dén 30% doi véi nam gidi trugc 50 tudi va
50% ddi véi nit trudc 60 tudi, nhiéu tru‘dng hgp nhoi
mau cc tim xudt hlen trudc tu0| 45 ¢6 lién quan den
TCMCTGD. Viéc xac dinh kiéu gen dot blen ¢ cac ca
thé dugc chan doan chic chan hodc cd thé mac
TCMCTGD cung cap nhiéu thong tin quan trong trong
cong tac quan ly diéu tri bénh nhan cung nhu tién
lugng cho cac thanh vién khéc trong gia dinh. Muc
tiéu: (1) Xac dinh ti & dot blen gen va kiéu gen &
ngt.rdl ngudi dudc chan doan ¢ thé€ hodc chéc chdn
mac tang choIesteroI mau co tinh chat gia dinh theo
tiéu chuan cda Mang IuGi 1am sang Lipid Ha Lan
(DLCN). (2) So sanh mot s6 dic diém gltra nhom cé
dot bién gen va khong dot bién gen & ngerl dugc
chan doan co the hodc chic chdn mac tdng
cholesterol mau c6 tinh chat gia dinh theo tiéu chuan
cla Mang Iudi lam sang Lipid Ha Lan (DLCN).
Phuang phap: Nghién clru cat ngang dugc thyc h|en
trén doi tugng dugc chan doan cd thé/chdc chan mac
tang cholesterol mau co t|nh gia dinh (26 dlem) theo
tiéu chuan Mang, lugi 1am sang Lipid Ha Lan. Cac doi
tugng dugc tuyén chon Ia benh nhan den kham tai
Bénh vién Da khoa Tam Anh va Bénh vién Tim Tam
BUrc tir thang 01/2023 dén thang 10/2023 Két qua
Ty |é dot bién gen 8 ngudi dugc chan doan c6 thé
hodc chac chdn mic téng cholesterol mau c6 tinh chat
gia dinh theo tiéu chuan DLCN la 23,88%. Mot s6 dac
diém gilta nhém cé dot bién va khong dot bién gen &
bénh nhan tang cholesterol mau gia dinh: nhém bénh
nhan co dot blen gen gay benh co ty lé nger| <50
tudi, xuat hién vong giac mac, nong do LDL-C va diém
s8 DLCN cao hon nhém khong dot blen gen. Ngoa| ra
khéng ghi nhan sy khac biét cac yeu to khac glu‘a 2
nhém: déc diém gidi tinh, ty 1é tang huyet ap, dai
théo dudng hut thudc 14, tién cin gia dinh va nong do
cholesterol toan phan, HDL- C, dudng huyet HbA1lc.
Két Iuan Can tam soat dot blen gen trén nhom benh
nhan c6 thé hodc chan chén tang cholesterol mau cé
t|nh chét gia dinh theo tiéu chudn cta Mang IuGi Iam
sang Lipid Ha Lan, ddc biét trén nhdm bénh nhan c6
nhiéu yéu t& nguy cd nhu’ nhdm bénh nhan < 50 tudi,
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¢ vong giac mac trén [dm sang, diém s6 DLCN cao.
Tur khoa: Tang cholesterol mau cé tinh gia dinh,
Mang luGi Iam sang Lipid Ha Lan, dot bién gen
SUMMARY
CLINICAL, PARACLINICAL, AND
GENOTYPIC FEATURES IN PATIENTS WITH

FAMILIAL HYPERCHOLESTEROLEMIA
Background: Familial hypercholesterolemia (FH)

is an autosomal dominant genetic disorder
characterized by elevated low-density lipoprotein
cholesterol (LDL-C) levels. If undiagnosed and

untreated, FH poses a significant risk, with up to a
30% chance of mortality or cardiovascular events in
men before the age of 50 and 50% in women before
the age of 60. Myocardial infarction in individuals
under 45 years old is often linked to FH. Identifying
the specific genetic mutations in individuals with a
confirmed or probable diagnosis of FH provides critical
insights for patient management and prognostic
evaluation for other family members. Objective: (1)
To determine the mutation rate and genotypic
distribution in individuals diagnosed with possible or
definite familial hypercholesterolemia (FH) based on
the Dutch Lipid Clinic Network (DLCN) criteria. (2) To
compare specific characteristics between individuals
with and without genetic mutations diagnosed with
possible or definite familial hypercholesterolemia (FH)
according to the Dutch Lipid Clinic Network (DLCN)
criteria. Method: A cross-sectional study was
conducted on individuals diagnosed with possible or
definite familial hypercholesterolemia (FH), defined as
a Dutch Lipid Clinic Network (DLCN) score of =6. The
study population consisted of patients who presented
at Tam Anh Hospital and Tam Duc Hospital between
January 2023 and October 2023. Result: The
prevalence of genetic mutations in individuals
diagnosed with possible or definite familial
hypercholesterolemia (FH) based on the Dutch Lipid
Clinic Network (DLCN) criteria was 23.88%. Patients
with pathogenic genetic mutations exhibited a higher
proportion of individuals under 50 years old, a higher
prevalence of corneal arcus, elevated LDL-C levels,
and higher DLCN scores compared to the mutation-
negative group. No significant differences were
observed between the two groups in terms of other
factors, including sex, BMI, prevalence of
hypertension, diabetes mellitus, smoking status, family
history, total cholesterol, HDL-C levels, blood glucose,
HbAlc. Conclusion: Genetic mutation screening
should be prioritized in patients diagnosed with
possible or definite familial hypercholesterolemia
based on the DLCN criteria, particularly those with
high-risk features such as being under 50 years of
age, the presence of corneal arcus, and elevated
DLCN scores.

Keywords: Familial Hypercholesterolemia, Dutch
Lipid Clinic Network, Genetic Mutations
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I. DAT VAN DE

Tang cholesterol mau c6 tinh chat gia dinh
(FH, Familial hypercholesterolemia) la mét bénh ly
di truyén trdi trén nhiém sic thé thudng dic
trung bdi tinh trang tang cholesterol lipoprotein co
ti trong thdp (LDL-C). FH c6 thé biéu hién nhiéu
ki€u hinh 18m sang, dua vao cac bién thé bénh ly
clia gen. Tang cholesterol mau gia dinh thé di hgp
tlr thudng lién quan dén dot bién alen cla 1 trong
3 gen chinh lién quan (LDLR, APOB va PCSK9). FH
néu khong dugc phat hién va diéu tri thi nguy cg
t&r vong hodc nguy cd xuat hién bién c6 tim mach
khong gay tr vong sé tang cao gap nhiéu lan.
Dang chu y c6 khoang 20% ca nh6i mau cd tim &
nam gidi <45 tudi la do FH®.

Hién nay, chua c6 tiéu chuén vang cho chan
doan FH. M6t s6 tiéu chudn véi cac tiéu chi khac
nhau da dugc dé cap trong khuyén nghi. Trong
s8 d6 tiéu chudn chan doan Mang Iudi 1am sang
lipid Ha Lan (DLCN) dudc nhiéu tac gia sir dung
trong nghién cltu dé xac dinh FH vdi do tin cdy
tuong do6i cao. Trén thé gidi, m6 hinh cd sG dir
liéu vé FH & cac nudc phat trién nham phat hién
trudng hdp FH mdi va déng gép dir liéu vé gen
dot bién vao ngan hang gen. Tai Viét Nam, hién
chua co s6 liéu thong ké day du vé tinh trang
nay. Bén canh dé, nhom bénh nhan FH chua
dudc quan tdm dung mdc va day du, dac biét &
nhitng bénh nhan cd BTMXV khdi phat sém. Vay
liéu c6 su khac biét vé biéu hién Idm sang va
lipid mau, cling nhu tién lugng & nhitng ngudi
mang dot bién LDLR, dot bién APOB, dot bién
PCSK9 ciing nhu khong phat hién gen dot bién
gay bénh FH? Xuat phat tir cau hoi do, ching toi
thuc hién nghién clru dé tai: "Bdc diém 16m
sang, can Idm sang va kiéu gen & nguoi ting
cholesterol mau co tinh chat gia dinh”.

Il. DOl TUONG VA PHUONG PHAP NGHIEN CU'U
Thiét ké nghién ciru: Nghién c(iu cdt ngang.
Tiéu chuan chon bénh: Bénh nhan dén

kham tai Bénh vién (BV) Da khoa Tam Anh va

Bénh vién Tim Tam Dlc dugc chan doan co thé

hodc chac chan mdc tang cholesterol mau co

tinh gia dinh (=6 di€ém) theo tiéu chudn Mang

lugi 1dm sang Lipid Ha Lan (Bang 1)

Bang 1. Tiéu chuén Mang ludi IAm sang
Lipid Ha Lan (DLCN)

Tiéu chuan
Ho hang bac 1 co:
SGm mac bénh mach vanh hodc

Diém

Tién sir| bénh mach mau khac (nam <55 1
gia tuoi; nir <60 tuoi)
dinh | D3 tiig co két qua LDL-C cao,

trong nhdm >95% phan b6 theo
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tudi va gidi
Ho hang bac 1 c6 hinh anh u
vang gan va/hodc vong giac mac.
Hodc tré <18 tudi co két qua LDL-{ 2
C cao, trong nhém >95% phan
bd theo tudi va gigi.

Ngusi s6m mac bénh mach vanh 5
(nam <55 tudi; nit <60 tudi)
Ngudi bi tai bién mach mau nao
hodc bénh déng mach ngoai bién| 1
sédm (nam <55 tudi; nlr <60 tudi)

Lam
sang

- C6 u vang gan 6
Kham | - C6 vong giac mac tur trudc 45 4
tuoi
LDL-C - LDL-C >8.5 8
(mmol/ - LDL-C 6.5-8.4 5
L) chua - LDL-C 5.0-6.4 3
diéu tri - LDL-C 4.0-4.9 1
Xét Loanl
-~ | - Co dot bién gen LDL-R, APOB,
nghiém v 8
gen hoac PCSK9
Chan doan Tong
Chac chan >8
Co thé 6-8
Nghi ngg 3-5
It kha nang <3

Théi gian nghién clru: tir thang 01 ndm
2023 dén thang 10 nam 2023.

Tiéu chuan loai tra:

- Bénh nhéan khong cd két qua xét nghiém gen.

- Bénh nhan c6 cac tinh trang gay tang
cholesterol mau th(r phat: suy gidp, hoi chiing
than hu, viém dudng mat nguyén phat, suy
tuyén yén

Bi€n sd nghién ciru:

- Yéu t& dich té hoc (tudi, giGi, BMI), tién st
bénh ly (tang huyét ap, dai thdo dudng, bénh ly
tim mach, bénh ly mach mau ngoai bién, tién st
bénh mach mau ndo), tién st hut thudc 1a.

- Tién s va tham kham ngudi than trong
gia dinh (cha me rudt, anh chi em rudt, con
rudt) gém bénh ly tim mach khai phat sém, dau
hiéu u vang gan, vong giac mac

- Do huyét ap, tham kham cac dau hiéu lam
sang: vong giac mac, u vang gan, triéu chirng
thuc thé clia bénh tim mach, bénh mach méau
ngoai bién, bénh mach mau ndo.

- Xét nghiém mau gom bilan lipid mau,
glucose mau doi va HbAlc

- Giai trinh tu DNA bdng phuang phap NGS
thé& hé 2 Illumina, b kit st dung dé giai trinh tu
la Nextseq 500/550 High Output trén hé thong
NextSeq 550 (Illumina, Hoa Ky). K&t qua phéan
tich ghi nhan nhitng bién thé di truyén trong 3
vlng gen muc tiéu. Sau d6 can cU theo tiéu
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chudn cla Hiép hdi Di truyén Y hoc Hoa Ky dé
phan nhom dét bién: (1) lanh tinh, (2) gan giong
lanh tinh, (3) gdy bénh, (4) cé kha nanh gay
bénh, (5) khong r6 chic ndng. Viéc xét nghiém
gen dot bi€én gen FH dugc thuc hién theo huéng
dan clia cac hiép hoi trén thé gidi khi bénh nhan
c6 cac yéu to nguy cg ©:

1. Bénh mach vanh khdi phat sém (nam <55
tudi, nt <60 tudi)

2. Thanh vién trong gia dinh c6 bénh mach
vanh khdi phat sém cé hoac khong gay tir vong.

3. Thanh vién trong gia dinh c6 u vang & gan

4. Bénh nhan tang LDL-C nang >190 mg/dL
(ngudi I6n)

Pao dirc trong nghién cilru: Nghién clu
nay chi dugc ti€én hanh khi da trinh qua va nhan
dudgc su chdp thudn cua HGi dong chuyén mon,
HGOi dong Y dirc cla trudng Pai hoc Y khoa Pham
Ngoc Thach (S8 721/TDHYKPNT-HPDD) va Bénh
vién Tim Tam Duc (S6 16.23/GCN-BVTD).

149 bénh nhén thoa tiéu

chuan chon mau

82 bénh nhan khéng déng

¥ lam xét nghi¢m gen

67 bénh nhin cé két qua
gen

|

25 bénh nhén co6 dét bién gen

42 bénh nhan khong dot

bien gen - 16 ca dt bién gen giy

bénh hofic ¢6 thé gay bénh
- 9 ca dét bién gen chira rd

chirc nang
So db 1. So dé tom tat qua trinh tuyén
chon va thu thap dir liéu

Ill. KET QUA NGHIEN cU'U
3.1. P3c diém dan s6 chung ]
Bang 1. Pac diém vé phan bé tuéi va

gidi d bénh nhan FH
Pac diém Tan s6 (% ty 18)
<o Nam 32 (47,8)
Gidi NG 35 (52.5)
> 50 52 (77,61)
Tuoi <50 15 (22,39)

Nh3n xét: Nghién ciu ghi nhan cac doi
tugng FH trén 50 tudi cao gap 3 lan nhom dudi
50, ty 1€ nam va nir khéng chénh léch dang keé.

Dai théo duong _ 3433 %
Hat thudc 14 _ 4925 %
Thira can/Béo phi _ 32,84 %

Biéu db 1. Tién can yéu té nguy co xo' viia & BN FH

Nhan xét: Ghi nhan tang huyét ap chiém ty
Ié cao nhat trong dan s6 nghién cltu cta ching
t6i, x€p sau lan lugt la hat thuGe 13, dai thao
dudng va thira can/béo phi. Hon 1/3 d6i tugng
cb hién dién it nhat 1 yéu t6.

3.2. Ty I€ dét bién gen ¢ bénh nhan dugc
chéan doan cé thé hoic chac chan mac FH

POt bién gen

Biéu db 2. Ty Ié dét bién gen & FH
40 Gen

M Khéng
Mce

[}

10
8 9

6 7 10 11 12 13 23
. - . Bi’é‘[n DLCN | e
Biéu dé 3. Phan bé dét bién gen theo diém
s6' DLCN

Nh3n xét: Ching tdi ghi nhan véi chan
dodn co thé/chic chdn mac FH theo tiéu chuln
DLCN (=6 diém) cé ty 1& dot bién gen dugc phan
loai gdy bénh hodc cé thé gay bénh la 23,88%,
tuong duong véi 16 ca cd dot bi€én gen dudng
tinh va 51 ca cé dot bi€n gen am tinh. Bén canh
do, cac ddi tugng cd diém s6 DLCN > 10 déu
dudc phat hién co dot bién gen.

Bang 2. Pac diém kiéu gen cua bénh nhdn co thé hodc chic chdn FH bi dét bién

STT | Gen Bién thé phat hién Thé Hé qua Phén I6p
1 LDLR €.1747C>T (p.His583Tyr) Di hgp Sai nghia Gay bénh
LDLR €.986G>A (p.Cys329Tyr) Di hgp Sai nghia Gay bénh
5 LDLR €.1765G>A (p.Asp589Asn) Di hgp Sai nghia VUS
LDLR €.769C>T (p.Arg257Trp) Di hgp Sai nghia C6 thé gdy bénh
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3 LDLR ¢.226G>C (p.Gly76Arg) Di hap Sai nghia Gay bénh
4 LDLR €.2389G>A (p.Val797Met) Di hap Sai nghia Gay bénh
5 LDLR €.2389G>A (p.Val797Met) Di hap Sai nghia Gay bénh
6 LDLR ¢.311G>A (p.Cys104Tyr) Di hap Sai nghia Gay bénh
7 LDLR ¢.311G>A (p.Cys104Tyr) Di hap Sai nghia Gay bénh
8 LDLR €.664T>C (p.Cys222Arg) Do6ng hgp Sai nghia C6 thé gdy bénh
APOB €.2828A>G (p.His943Arg) Di hap Sai nghia VUS
9 LDLR €.664T>C (p.Cys222Arg) Di hap Sai nghia C6 thé gdy bénh
10 LDLR €.664T>C (p.Cys222Arg) Di hap Sai nghia C6 thé gdy bénh
11 LDLR €.664T>C (p.Cys222Arg) Di hap Sai nghia C6 thé gdy bénh
12 LDLR €.682G>A (p.Glu228Lys) Di hap Sai nghia Gay bénh
13 APOB | ¢.10579C>T(p.Arg3527Trp) Di hap Sai nghia Gay bénh
14 APOB | ¢.7386A>T (p.Lys2462Asn) Di hap Sai nghia C6 thé gdy bénh
15 APOB c.44_50del (p.Pro15fs) Pong hgp | Dich khung Gay bénh
16 APOB c.44_50del (p.Pro15fs) Di hap Dich khung Gay bénh
17 | APOB | c.12890G>A (p.Arg4297His) | Dj hop Sai nghia VUS
18 | ppop |C:12667G>A (p.Glu4223Lys) | Dihop Sai nghia VUS
€.12890G>A (p.Arg4297His) Di hap Sai nghia VUS
19 | ppop |C:12667G>A (p.Glu4223Lys) | Dihop Sai nghia VUS
€.10700C>T (p.Thr3567Met) Di hap Sai nghia VUS
20 | APOB | c.7386A>T(p.Lys2462Asn) Di hop Sai nghia VUS
21 LDLR €.425C>T (p.Ser142Phe) Di hap Sai nghia VUS
22 | APOB | c.12890G>A (p.Arg4297His) | Di hop Sai nghia VUS
23 | APOB | c.12890G>A (p.Arg4297His) | Di hop Sai nghia VUS
€.12667G>A (p.Glu4223Lys) Di hgp Sai nghia VUS
24 APOB | c.12890G>A (p.Arg4297His) Di hap Sai nghia VUS
25 APOB €.12667G>A (p.Glu4223Lys) Di hgp Sai nghia VUS
€.4298C>T (p.Ser1433Leu) Di hgp Sai nghia VUS

Nhidn xét: Co 1 trudng hgp dot bién gen
thé di hap dang két hdp trén gen LDLR, 2 trudng
hgp dét bién gen thé dong hop tir trén gen LDLR
va gen APOB. Ty Ié dot bién gen LDLR chi€ém da
sO Vdi ti Ié la 75%, dot bién gen APOB chi€ém
25%, khong ghi nhan dot bién trén gen PCSK9.

2

O nhom dugc phan loai gen gay dot bién khong

*WUS: Chua ré chuc nang
rd chlfc nang, dot bién gen APOB chiém chu yéu
(8 trudng hgp) so vdi gen LDLR (1 trudng hgp).

3.3. So sanh moét sé dic diém vé 1am
sang va can lam sang giira nhom co dot va
khdng dot bién gen & ngudi dugc chan
doan c6 thé hodc chac chdn mac FH

3.3.1. Bic diém Idm sang

Bang 3. Pac diém Idm sang giita 2 nhom cé khéng dét bién gen mac FH

Pac diém Pot bién (+) (n=16) Dot bién (-) (n=51) p
pCAD, n (%) 11 (68,75) 37 (72,55) 0,760
pPAD, n (%) 3 (18,75) 10 (19,61) 1,000

U vang da/gan, n (%) 1(6,25) 0 0,239
Vong giac mac, n (%) 10 (62,50) 15 (29,41) 0,017
Ban vang mi mat, n (%) 2 (12,50) 8 (15,69) 1,000
Nam, n (%) 6 (37,50) 26 (50,98) 0,346

>50 tudi, n (%) 8 (50,00) 44 (86,27) 0,005
BMI, TB +DLC (kg/m2) 23,26 +£3,34 23,87 £2,49 0,431
Tang huyét ap, n (%) 13 (81,25) 39 (76,47) 1,000
Dai thao dudng, n (%) 6 (37,50) 17 (33,33) 0,759
Thua can/Béo phi, n (%) 6 (37,50) 16 (31,37) 0,649
Hut thudc 13, n (%) 8 (50,00) 25 (49,02) 0,945

PCAD: Bénh mach vanh khdi phét som (nam <55 tudj, nif <60 tudy),
PPAD: bénh xo viia déng mach ngoai bién khdi phat som (nam <55 tudj, ni¥ <60 tudi)

Nh3n xét: Nndm dot bién gen (+) b tudi nhd hon va ghi nhan xuét hién vong gidc mac cao han.
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Bang 4. Dic diém vé tién can gia dinh giita 2 nhom co va khéng dét bién gen mac FH

Pac diém | Potbién (+) (n=16) | Pot bién (-) (n=51) | p
Tién can gia dinh
pCAD, n (%) 9 (56,25) 37 (72,55) 0,220
U vang da/gan/Vong giac mac 1 (6,25) 0 (0) 0,239

PCAD: Bénh mach vanh khdi phat som (nam <55 tudi, ni¥ <60 tudi)
Nhan xét: khong co su khac biét cé y nghia thong ké gitta hai nhom cd doét bién va khoéng cd
dot bién gen vé tién can gia dinh cd bénh mach vanh khdi phat sém, tién can gia dinh ¢6 u vang

da/gan hodc vong giac mac (véi p >0,05).
3.3.2. bPdc diém cdn Idm sang

Bang 4. Pic diém vé cdn Idm sang giita 2 nhém cé va khéng dét bién gen mac FH

Pac di€ém Dot bién (+) (n=16) Dot bién (-) (n=51) P
Cholesterol TP, TB £BLC (mmol/L) 9,63 +3,43 8,56 +£2,29 0,228
HDL-C, TB £DLC (mmol/L) 1,29 +£0,30 1,58 +0,76 0,066
LDL-C, TB £DPLC (mmol/L) 7,17 £2,79 5,69 1,14 0,022
Triglyceride, TB £DLC (mmol/L) 2,02 £0,96 5,45 +£11,79 0,047
Pudng huyét, TB £DLC (mmol/L) 7,12 £3,29 6,70 £2,39 0,792
HbAlc, TB £DLC (%) 6,71 £1,75 7,47 £2,02 0,457
biém DLCN, TB +BLC 9,75 +4,30 6,69 £1,03 <0,001

Nhan xét: Nndbm dot bién gen (+) cé nong
dd LDL-c va diém s6 DLCN cao hon so v8i nhém
khong dét bién gen.

IV. BAN LUAN

4.1. Ty lé dot bién gen 6 bénh nhan
dugc chan doan cé thé hodc chic chan mac
FH. Nghién clu cla chung t6i ghi nhan co
23,88% d6i tuogng thda tiéu chudn cd thé hodc
chdc chdn méc FH theo tiéu chudn DLCN cé dot
bién gen. Cac cac nghién cu trén khac cho thay
cac két qua kha khac biét vé ty I1é dot bién gen
trén nhém bénh nhan FH. Nghién ctu Charng
ghi nhan ty |1é d6t bi€én gen gay bénh dan dén FH
tai Dai Loan la 41,2%, con s6 nay trong bdo cao
ctia Shakhtshneider trén nhdm dan s6 ngusi Nga
la gan 48%37. Cac két qua khac biét nay xudt
phat tir su’ khac biét vé dic diém di truyén, nhan
chiing hoc ctia cac nhdom dan s6 nghién cu.

Bén canh do6, ching t6i con ghi nhan phan
I6n dot bién gen xudt hién trén gen LDLR, Va co
doét bién gen APOB va khong cé ddi tugng nao
doét bién gen PCSK9. Khi ddi chi€u véi cac bao
cao trudc day tai Viét Nam, ching toi ghi nhan
cd mot sO sy khac biét. Nghién clu cua tac gia
Trudng Kim Phugng tai TP. H6 Chi Minh ghi
nhan dot bi€én gen APOB va LDLR vGi ty I€ la
32,42% va 35,10%?2. Trén nhom bénh nhan co
bénh ly mach vanh s6m, nghién ciftu clia tac gia
Nguyen Minh Hoang ghi nhan cé 47,5% bénh
nhan mang dot bién LDLR!. Su khac biét trong
cac két qua trén cho thdy, nhitng bénh nhan
mac FH tai Viét Nam c6 thé cd dic diém di
truyén kha khac biét.

4.2. So sanh mét s6 dic diém vé l1am
sang va can lam sang giira nhom co dot va

khong dét bién gen & ngudi dugc chan
doan c6 thé hoidc chac chan mac FH. Nhiing
bénh nhan c6 mang gen dot bién trong nghién
ctu cta ching t6i cé ty 1€ xudt hién vong giac
mac cao han dang k& so véi nhédm khéng mang
gen dot bién (62,5% so vGi 29,41%, p= 0,01).
Két qua nay cho thay triéu chirng vong giac mac
la mot triéu chiing dac & bénh nhan FH. Ching
t6i khéng ghi nhan su’ khac biét vé tién can bénh
mach vanh khdi phat s6m, tién can cé u vang da
hoac gan hoac vong giac mac trong gia dinh
gitra 2 nhédm bénh nhan cé va khong cé doét bién
gen. Két qua nay khac biét vdi nghién cliu cua
tac gia Gidding khi ghi nhan ty 1& mac bénh ly
tim mach sém trong gia dinh cta nhitng bénh
nhan mang dot bi€én cao han so vGi nhém khong
mang dot bién (36,1% so vai 21,8%, p=<0,001)
4. Su’ khac biét nay dén tir viéc nghién clu cla
ching toi thu thap dir liéu vé tién can gia dinh
chu yéu dugc qua IGi khai ciia bénh nhan nén cé
thé c6 thdng tin sai léch viéc sai s& do nhd lai
trong qua trinh thu thap dir liéu.

Vé cac dic diém can 1dm sang, nghién clru
cla ching t6i khong cho thay su khac biét vé
cac chi sG6 cholesterol toan phan, HDL-c,
triglyceride, dudng huyét va HbAlc gilta hai
nhdm bénh nhan cdé va khong mang gen dot
bién. Tuy nhién, ching téi ghi nhan nhém mang
gen dot bién c6 nong do LDL-c cao hon nhom
BN khdng mang gen dot bién. Cac két qua tuong
tu cling dugc ghi nhan trong cac nghién clu
Gidding khi ghi nhan nhdm mang dét bién cd chi
s6 cholesterol toan phan, LDL-c nhung chi s6
HLD-c va triglyceride thdp hon so v&i nhém
khong mang dot bién*. Cac két qua nay, du co
khac biét, nhung da cho thay tuong quan bénh
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sinh cla tinh trang dot bién gen vdi tinh trang
r6i loan dung mao cholesterol mau trén bénh
nhan FH. Trong d6 thu th&é LDL la diém then
chét cta qud trinh chuyén héa LDL-c théng qua
viéc két hgp vdi LDL-c va van chuyén nd dén
lysosome. Do dd, cic bién thé gdy bénh cua
LDLR, APOB lam rdi loan chirc néng thu thé LDL
va dan tGi réi loan chuyén hda LDL-c

V. KET LUAN

Qua két qua nghién clfu clia minh, chdng toi
nhan thay nhtrng bénh FH teréing khong co triéu
chiing, do d6 can c6 mot cong cu di manh nham
ho trg chan doadn va diéu tri trén nhém bénh
nhan. Ngay ca muc giam nhe nong do LDL-c ciling

cd lién quan dang ké dén viéc giam cac bién cd

tim mach va kéo dai thdi gian s6ng cla bénh
nhan FH cé mang dot bién di truyén. Do d6, két
qua di truyén khong chi cung cap thong tin tién
lugng va kha ndng ca thé hda phan tang nguy co
va hon nifa thic day viéc st dung cac liéu phap
diéu tri ha lipid mau cho ca bénh nhan va bac si.
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NGHIEN CU'U SU’ THAY DOI CHI SO NHAN AP SAU PHAU THUAT
RELEX SMILE TREN NGUO'I BENH CO CHIEU DAY GIAC MAC DAY

Truwong Nhw Han'!, Pham Ngoc Pong!, Phan Trong Diing?

TOM TAT

Muc tiéu: Panh gia su thay d6i chi s6 nhan 4p
sau phau thuat ReLEX Smile trén ngudi bénh cé chiéu
day giac mac day. P6i tugng va phuong phap
nghién ciru: Nghién clu dugc ti€n hanh trén 40 mat
cla 20 ngudi bénh cd tat khic xa can thi - loan thi
diéu tri bang phudng phap ReLEX Smile tai bénh vién
Médt Trung udng tU thang 3/2020 dén thang 10/2020,
thiét ké theo nghlen cliu tién CLru mod ta lam sang
khong cé nhom chu‘ng Két qua: Do tudi trung binh
clia nhdm nghlen cu‘u la 19,9+2,8 tubi, thi luc tai cac
thdi diém danh gia sau phau thuat deu >20/30; chiéu
day gidc mac trung binh trudc phau thuat la 575,1+
25um, sau phau thudt 3 thang la 499,5+28um; 50%
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ngusi bénh cd khic xa cau tuong ducng trudc phau
thyat 8 muc trung binh (-3,25D - -6D). Nhén ap trudc
phau thuat la 16,35 £2,53 mmHg,sau 3 thang la
10,5+2,1 mmHg, su khac biét vé nhan ap gilta thoi
d|em 1 tuan, 1 thang so Vi trudc phau thuat by
nghia thong L(e vGi p<0,001. K&t luan: Nhan ap trung
binh sau phau thudt ReLEX Smile giam so vd&i miic
nhan ap trudc phau thuat, diéu nay co lién quan chat
ché vdi do khuc xa cau tudng dudng, lugng mo giac
mac cat bo va chiéu day phan gidc mac con lai.Vi vay,
theo ddi chit ché bénh nhan sau phau thuat khic xa
bao gom ca klem tra dinh ki nhan ap rat quan trong
trong danh gia chlfc ndng nhéan cau, can danh g|a tién
s ngudi bénh chit ché dé sang Ioc va danh gia bénh
ly glocom. Tar khod: Phau thudt ReLEX SMILE, nhan
ap, tat khic xa.

SUMMARY
CHANGES IN INTRAOCULAR PRESSURE

INDEX AFTER RELEX SMILE SURGERY IN

PATIENTS WITH THICK CORNEAL THICKNESS
Purpose: To evaluate the change in intraocular
pressure after ReLEX SMILE surgery in patients with



