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bao cao su tranh thai; mong mudn cé thai trong
tuong lai va ngudi anh hudng nhat dén quyét
dinh pha thai la ngusi chong/ngudi yéu la nhitng
yéu t6 c¢d mai lién quan co y nghia thong ké dén
pha thai I3p lai clha doi tugng nghién clu
(p<0,05).
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NGHIEN CU'U TONG QUAN VE MOI LIEN QUAN GIT'A GEN VA
CAC BENH CHUYEN HOA TREN CO’ SO’ XET NGHIEM GEN CircleDNA

TOM TAT

Gen va cac bénh chuyén hda 1a mét nhanh cua xét
nghiém gen, nham xac dinh vai tro cla cac bién thé
gen dic hiéu véi cac van dé lién quan dén chuyén hda
vi du nhu kha néng diéu hoa dép L'rng V@i cac thanh
phén cta ché do an, cac két qua cua tuong tac gen
V@i ché do an dén t|nh trang suc khoe va dac biét la
kha ndng mdc cac bénh lién quan dén chuyen hoa.
Cac nghlen cltu v& Gen va cac bénh chuyén héa trong
lam sang da cho thdy: (1) Cac gen dugc chiing minh
la cd lién quan kha manh dén bénh tiéu dudng type 2
la TCF7L2, tiéu dudng typ 1 la SLC30A8, (2) Céc gen
da dugc chUng minh la cé lién quan dén tat ca cac chi
s6 danh gia roi loan I|p|d mau, bao gém cholesterol
toan phan LDL, HDL va trlglycerlde la PCSK9 va LDLR,
(3) M6t s6 da hlnh cla gen FTO c6 thé lam ting nguy
cd thira can béo phi trén nhiéu doi tugng nhu ngudi
trudng thanh, tré em...Gen BDNF cd anh hudng dén
qua trinh diéu hoa can bdng nang lugng, cling nhu
cac cam giac thém an va cac roi loan vé than kinh lién
quan, (4) Gen da dugc chL’rng minh cé lién quan dén
cac dang ung thu thu’dng gap bao gébm gen MSH2 vGi
ung thu dai tryc trang, BRCA1, BRCA2 vGi ung thu va.

T khda: bénh chuyén hoa rdi loan chuyén hda,
gen va chuyén héa
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SUMMARY
REVIEW ABOUT THE ASSOCIATION
BETWEEN GENES AND METABOLIC

DISEASES BASED ON CircleDNA TEST

Genes and metabolic syndromes is a branch of
genomic testing, to determine the role of specific gene
variants with metabolism-related characteristics,
including the responses to diet, and the interactions
between genes and diet on health status and the risk
of metabolic diseases. Studies about genes and
metabolism have shown that: 1) Genes that have
been shown to be strongly associated with type 2
diabetes is TCF7L2, type 1 diabetes is SLC30A8, (2)
The genes have been shown to be associated with all
markers of dyslipidemia, including total cholesterol,
LDL, HDL, and cholesterol, triglycerides are PCSK9 and
LDLR, (3) Some polymorphisms of the FTO gene can
increase the risk of overweight and obesity in many
subjects such as adults, children... BDNF gene affects
the regulation of homeostasis. energy, as well as
cravings and related neurological disturbances, (4)
Genes that have been shown to be associated with
common cancers include MSH2 gene for colorectal
cancer, BRCA1, BRCA2 for breast cancer

Keyword: metabolic disease, metabolic disorders,
genes, metabolism

I. DAT VAN DE

Giai ma gen la mot trong nhitng budc dot pha
cla nén y hoc hién dai. Tinh uu viét clia phuong
phap giai md gen dugdc Ung dung nhiéu nhat
trong chan doan va diéu tri bénh. Giai ma gen
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gidp phat hién ra cac bénh vé di truyen dét bién
gen, rdi loan phat trién, dot bién s6 Iu’dng va cau
tric nhiém séc thé... phuc vu cho sang loc trudc
sinh hay tam soat ung thu' va tham chi la_tim
hiéu tiém ndang clla moi ngudi. Hién nay, da cd
nhiéu don vi y t& trién khai linh vuc xét nghiém
gen, dua xét nghiém gen dén gan han vdi ngudi
bénh, tuy vay viéc tu két qua xét nghiém gen
dén viéc dien giai két qua van con nhiéu kho
khdn, vi mrc dd hiéu biét vé hoat ddng tuong
tac da gen va gen v&i moi trudng doi véi bac sy
ldm sang con nhiéu han ché. Pac biét la trong
chadn doan cdc bénh chuyén hda, yéu t6 di
truyén va gen cé anh hudng tudng doi I16n dén
nhiéu khia canh nhung lai chua cé tai liéu nao
tdng hdp lai cac thdng tin nay. Do dd, nghién
clu da dudc ti€én hanh dua trén xét nghiém gen
clia CircleDNA vdi muc tiéu téng hgp vé vai trd
cla gen va cac yéu té vé di truyén doi véi cac
bénh chuyé&n hda. Xét nghiém gen ctia CircleDNA
ap dung cong nghé giai trinh tu toan bd exome
(whole exome sequencing-WES). Céng nghé nay
c6 kha nang phan tich mot lugng 16n cac da hinh
cla cac gen, gilp truc ti€p phat hién cac da hinh
gen lién quan dén cac nguy cd vé bénh tat, tir
dd giup phat hién s6m va gop phan du phong
sdm nhiéu bénh man tinh, dac biét la cac bénh
lién quan dén chuyén héa.

Il. GEN VA BENH TIEU PUONG

*Gen TCF7L2

Tén d3y du: transcription factor 7 like 2 (con
biét dugi tén TCF4; TCF-4). Vi tri: ndm trén NST
s6 10, vi tri 10g25.2 — g25.3, chira 19 exons va
di truyén tréi trén NST thudng.

Cac bién thé cla gen TCF7L2 cd lién quan
dén bénh ti€u dudng type-2 & nhiéu nhém
ching toc. Cac bién thé lién quan cu thé lam
tdng nguy cd méc bénh ti€u dudng type-2 1én
1,5 lan & nhitng ngudi di hgp t& va 2,4 lan &
nhitng ngugi dong hgp tlr, tuang Ung véi nguy
co thudc vé quén thé |1a 21%. Diéu nay lam cho
cac bién thé TCF7L2 trd thanh yéu t6 nguy ca di
truyén manh nhat dugc biét dén doi véi bénh
ti€u dudng type-2 [1].

TCF7L2 la mot alen nguy cd vdi su hién dién
& 36% cac ca thé bj tiéu dudng type-2. Khé co
thé ly gidi dugc mdi quan hé nhan qua cla gen
nay véi nguy cd ti€u dudng, tuy nhién ngudi ta
quan sat dugc anh hudng cta alen nguy cg
TCF7L2 dén viéc tiét insulin. Co ché cla viéc nay
nhu sau: phGi hgp kich thich cla té bao beta
tuy glucose, théng qua ty thé san xudt ra ATP
va ting ty 1& ATP trén ADP din dén kénh K*

nhdy cam vé&i ATP dong lai, tao ra dién tur hoat
dong dan dén md cac kenh Ca?* kich thich sy
xudt bao cla cac tli cd chlra insulin. Cac tui
chra insulin khac nhau cé chirc nang giai phong
khac nhau, Pa phan cac tdi khong da diéu kién
d€ giai phong chat va thudc vé nhém dugc luu
trlr lai. Chi cd mét ty 1€ nhd cac tdi dugc gidi
phdng ra ngay lap tdc. Nhirng tdi nay dugc dat &
gan kénh Ca?*. Trong trudng hgp thi€u di
TCF7L2 kénh canxi co thé tach ra khoi cac tui
chira insulin va khdng thé giai phéng dugc insulin.

*Gen SLC30A8

Tén day du: solute carrier family 30 member
8 (con biét duGi tén ZNT8, ZnT-8). Vi tri: 8g24.11.

SLC30A8 m3 hoda chat van chuyén kém cb
gidi han trong tuyén tuy ndi ti€t va thudng G tui
noi tiét la ZnT8. Su quan tam dén gen nay da
dugc dé cap dén tir nam 2007 khi nghién cru
lién két toan bd bd gen dau tién déi véi bénh
ti€u dudng type-2 xac dinh cac da hinh cua gen
SLC30A8 c6 anh hudng dén nguy cd mac bénh.
Pa hinh rs13266634 co lién quan dén viéc glam
churc nang t€ bao beta va tang 14% ty 1€ mac
bénh tiéu du‘dng trén moi alen nguy cg ©.

Phan tich cac kiéu gen cua SLC30A8 SNPs
trén 847 ddi tugng mac tiéu dudng type-1 va
1021 ddi tugng khoe manh cho thdy 82% nhiing
ngudi khdi phat tiéu dudng trudc 5 tudi cb alen
C (alen nguy co), nhitng ngudi mang kiéu gen
dong hgp tr CC chiém 65%, so véi nhitng ngudi
khai phat sau 5 tudi thi ngudi mang alen C chiém
67% va mang kiéu gen CC 13 49% véi p<0,01. O
nhém khong bi bénh, ty Ié nguGi mang alen C la
69% va 48% ngudi c6 ki€u gen CC v6i p<0,03.
Nhirng con s6 nay chi ra rang ri loan chuc nang
té bao, trong bénh ly tiéu dudng tu mién cd su
nhay cam vé gen [2].

ll. GEN VA ROI LOAN LIPID MAU

*Gen PCSK9

Tén dady du: proprotein convertase
subtilisin/kexin type 9 (con biét dudi tén FH3;
PC9; FHCL3; NARC1; LDLCQ1; NARC-1;
HCHOLA3). Vi tri: ndm trén NST s6 1 & vi tri
1p32.3 va bao gom 13 exons

Cac nha nghién cru da xac dinh dugc han 50
dot bién gen PCSK9 gay tang cholesterol mau co
tinh chat chat di truyén. Hau hét cac dot bién
nay lam thay d6i cac acid amin trong protein
PCSK9. Cac nha nghién cfu mo ta cac dot bién
gay tang cholesterol mau di truyén la "tang chirc
nang" vi ching dudng nhu tdng cudng hoat
dong cla protein PCSK9. Protein PCSK9 tang
hoat déng sé khién cac thu thé LDL bi pha huy
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nhanh han binh thudng, dan dén gidam s6 lugng
thu thé LDL trén bé mat t€ bao gan. Khi ¢4 it thu
thé dé loai bo LDL tUr mau, thi nhitng ngudi co
dot bién gen PCSK9 sé& cd lugng cholesterol
trong mau rat cao. Khi lugng cholesterol trong
mau qua cao, cholesterol sé ldng dong trong cac
mo vi du nhu da, gan, va cac dong mach cap
mau dén tim (mach vanh). Tich tu cholesterol &
thanh mach vanh lam tdng dang k& nguy co nhdi
mau cg tim.

Pa s6 nhitng ngudi bi tang cholesterol di
truyén déu cé6 mét gen PCSK9 bi dot bién tur
cha/me va moét gen PCSK9 binh thu®ng tu
cha/me. Nhitng truGng hgp nay thudng cé nguy
co bi bénh tim mach tdng déng k&, dac biét la
khi ¢ do tudi 40 hodc 50. R&t hiém khi, nhitng
ngudi bi tang cholesterol di truyén sé c6 ca 2
gen dot bién. Trudng hdp nay chi xay ra khi
ngudi bénh c6 cha/me ma moi ngudi déu cd bod
gen cé chlra mét gen bi dot bién. Nhitng ngugi
cd ca 2 gen dot bién thuGng s€ bi tang
cholesterol & dang nang hon va thudng xuat
hién ngay tir khi con nha.

*Gen LDLR

Tén day du: low density lipoprotein receptor
(con bit dudi tén FH; FHC; FHCL1; LDLCQ2). Vi
tri: 19p13.2. Loai gen: ma hda protein [3].

Gen LDLR nam trén NST s 19 & dai 19p13.2
va dudgc tach thanh 18 exons.

Su thay déi vi tri LDLR anh hudng dén LDL-
cholesterol trong dan s6 ndi chung. DOt bi€n
LDLR nghiém trong la nguyén nhan gay ra tang
cholesterol mau gia dinh.

Nghién c(tu trén quan thé ngudi Han & Trung
Quoc cho thay 2 da hinh cia gen LDLR la da
hinh rs1003723 va rs6413504 c6 maGi lién két
chat ché véi nong do cholesterol toan phan, 2 da
hinh rs1003723 va rs6413504 cd lién quan dén
lugng LDL cholesterol, 2 da hinh rs662145 cua
gen PCSK9 va rs1163718 cua gen SLC12A3 cb
lién quan dén ham lugng triglyceride trong mau.
Khi két hgp lai vGi nhau, nhitng da hinh nay sé
cd anh hudng rat I18n dén chi s6 lipid mau:
cholesterol toan phan tang 0.085mmol/L, LDL
tang 0.075mmol/L va triglyceride tang 0.096
mmol/L. So vGi nhitng ngusi khéng mang alen
nguy cd, thi nguy cg tang triglyceride, tang
cholesterol va rGi loan lipid mau & nhitng ngudi
c6 trén 2 alen nguy cd hoac 1 gen nguy cd sé
cao han nhiéu [4]

IV. GEN VA NGUY CO BEO PHi
Thira can dugc dinh nghia la khi chi s§ khéi
cd thé trén 25 va béo phi la khi chi s6 khéi cd
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thé trén 30. M3c du cic yéu t& méi trudng —
chdng han nhu it hoat ddng thé chat va &n qua
nhiéu da thic day su gia tdng s6 lugng ngudi béo
phi, nhung cac yéu t6 di truyén ciling cé nhiing
tac dong nhat dinh va cac yéu t6 di truyén udc
tinh gay ra tir 40-90% su bién d6i BMI trong quan
thé. Thira can béo phi [a mét yéu t& nguy co quan
trong cla nhiéu bénh chuyén hdéa nhu tié€u
dudng, tang huyét ap, ung thu...

*Gen FTO

Tén ddy du: FTO alpha-ketoglutarate
dependent dioxygenase (con biét dudi tén
GDFD; ALKBH9; BMIQ14). Vi tri: 16g12.2.

K& tUr khi nhitng két qua dau tién dugc cdng
b6 nam 2007, mai lién quan gita gen FTO va
tinh trang thira can béo phi da thudng xuyén
dudc xac nhan lai thong qua nhiéu nghién cu
trén nhiéu cong dong nguGi khac nhau. Tuy
nhién, anh hudng clda “alen nguy cg” véi nhiing
ngusi mang gen kha nhd. Madi phién ban copy
cta alen nguy cd cho thay viéc tang khoang 4
kg/m2 chi s6 BMI. Mac du mai lién hé nay chi
ding ddi véi tré trén 5,5 tubi, ngudi trudng
thanh va ngudi cao tudi nhung mét nghién clru
tdng quan hé thdng da nhan ra mdi lién hé gitra
alen A cta gen rs9939609 cta gen FTO véi tinh
trang thira can & tré dudi 2,5 tudi. Moi phién ban
copy cua alen A s& lam tdng khoang 2,4% nguy
cd thira can béo phi. Anh hudng clia da hinh
nucleotide ctia gen FTO Ién chi s6 BMI chi ¢ muc
do trung binh, v&i nhitng ngudi dong hgp tur alen
nguy cd sé ndng hon khoang 3 kg so vdi nhitng
ngudi dong hgp tir alen bao vé [5].

D{r liéu tir nhiéu nghién cltu da cho thay moi
lién quan chat ché gilra kh6i md hodc chi s6 BMI
V@i tinh trang da hinh nucleotide & gen FTO ca &
doi tugng tré em va ngudi trudng thanh. Mai lién
hé gilra gen FTO va chi s6 BMI dugc nghién ciiu
trén 13 quan thé véi han 38.000 déi tugng. 16%
s ngudi trudng thanh cé mang gen dong hgp tr
vGi dang da hinh nucleotide nay va c6 nguy cg
thlra can tang 1,67 lan, tic la ho nang hon
khoang 3kg so vdi nhitng ngudi khong mang gen
nay. M6t dang da hinh khac la rs121980 & doan
introns dau tién trén gen FTO cling co lién quan
dén tinh trang béo phi & ngudi trudng thanh
(OR=1,55) trén cong db6ng ngudi Phap. Ba
nghién clitu khac trén tré em va ngudi trudng
thanh cling cho thdy mai lién quan chat ché gilra
tinh da hinh nucleotide ciia gen FTO vdi tinh
trang thira can béo phi. Cac da hinh nucleotide
¢ lién quan chat ché nhat bao gém rs17817449,
rs3751812, va rs1421085. ba hinh nucleotide
clia gen FTO ¢ lién quan chit ché véi bénh tiéu



TAP CHi Y HOC VIET NAM TAP 510 - THANG 1 - SO 1 - 2022

dudng type-2 nhung cling cd lién quan chat ché
vGi viéc tang chi s6 BMI, vi thé, maéi lién quan
gilta gen FTO vdi bénh biu dudng type-2 da
dugc loai bd bdi nguy cd tiéu dudng tdng 1€n 13
do tang BMI. Cac tai liéu gan day ggi y rang, chi
c6 1-2% su bién dong cla can nang dugc giai
thich do gen (vi du nhu gen FTO va gen MCR4).

*Gen BDNF

Tén day du: brain derived neurotrophic factor
(con biét dudi tén ANON2; BULN2). Vi tri: 11p14.1

Vai tro clia gen BDNF trong viéc diéu hoa co
ché& hép thu thuc phdm va co ché (c ché cam
gidc ngon miéng, giam can da dugc nghién clru
tr tru’dc. Nghién cltu trén mo hinh déng vat ggi
y rang gen BDNF dong vai tro rat quan trong
trong viéc can bang nang ILIdng Trén chudt,
thiu hut don bdi & gen BDNF sé dan dén béo
phi. Chuét c6 gen BDNF khong hoat dong &
trang thai di hop tor s& gidm 50% bi€u hién
BDNF & vung dudi doi, nhitng con chubt nay
cling s& méac phai chi’ng &n nhiéu, thira can.
Tinh trang nay sé bi ddo ngugc lai khi BDNF
dugc truyén vao nao that.

Mac du cac nghién ctru trén chudt ung ho vai
tro cla BDNF trong viéc gilf can bang nang
lugng, nhung dir liéu t&r cac nghién clu trén
ngudi la rat it. MOt s6 nghién cfu da chirng minh
rang ¢ mdi lién quan ngudc chiéu gitra lugng
BDNF & viing ngoai vi va chi s8 khéi co thé BMI
& tré em va ngudi trudng thanh. Mot SNPs phd
bién cla gen BDNF la Val66Met, da dudc rat
nhiéu nghién cltu chifng minh c6 thé lam thay
d6i cdn ndng cla co thé.

Nghién cru ctia Hong va cdng su' trén 20.270
ngudi Han Québc cling cho thdy mdi lién quan
gitra da hinh nay ctia gen BDNF vdi chi s6 BMI,
tuy nhién, anh hu’(’jng cla da hinh Val66Met Ié€n
BMI cong dong ngerl Han Quéc nhé han so Vi
trén cong dong ngu’dl chau Au. Céc da hinh khac
cla gen BNDF bao gom (rs925946, -13 kb cla
da hinh rs6265) va (rs492346, -23 kb cla da
hinh rs6265) cling da dugc cac nghién cltu trén
ngudi Trung Qudlc, Nhat Ban va Phillipine va
chimg minh dugc cac mai lién quan dén chi s BMI.

V. GEN VA BENH UNG THU

*Gen MSH2

Tén day du: MutS homolog 2 (con dudc biét
dudi tén FCC1; COCA1; HNPCC; LCFS2; hMSH2;
HNPCC1; MMRCS2). Vi tri: nam trén NST s6 2 &
vi tri 2p21-p16.3.

Nam gidi va phu nit c6 dot bién  MSH2 cé
52-82% nguy cd subt dSi (dén 70 tudi) phat
trién ung thu dai trang hodc truc trang. Hon

nira, h6i chrng nay cé lién quan dén 30% nguy
cd ung thu dai trang hodc truc trang th& hai
xudt hién trong vong 10 ndm ké tir khi ung thu
dai tréng dau tién dugc phat hién. Diéu quan
trong canluuy la nguy cg ung thu dai truc trang
van cao han sau 70 tudi [6]

Theo cac nghién clu, 25% bénh nhan mac
ung thu dai truc trang cc’> tién sir gia dinh ting
mac bénh. Thudng gdp nhat trong s& nay 1a hoi
chiing Lynch (con goi la ung thu dai truc trang
khong polyp di truyén - HNPCC) chiém khoang 5-
8% tat cd cac loai ung thu dai truc trang va
thudng lién quan dén dot bién dong mam trong
cac gen do qua trinh slra chira bdt cdp nham gay
ra, bao gbm cac gen nhu: MSH2, MSH6, MLH1,
PMS1, PMS2. Nhitng ca nhan gap phai dét bién
dong mam trong cac gen dugc coi la chiém uu
thé gdy ra bénh 6 t6i 80% nguy co phét trién
ung thu dai truc trang. Bén canh dé, nghién ctu
cla Liu va cac cong su trén 48 doi tugng ung
thu dai truc trang da xac dinh cac dot bién trong
qua trinh stra chira cac gen bao gém:

- 31% d6t bién  gen MSH2

- 33% d6t bién & gen MLH1

- 2% dot bién & gen PMS1

- 4% dot bién & gen PMS2

*Gen BRCA1

Tén day du: BRCA1 DNA repair associated
(con biét dudi tén IRIS; PSCP; BRCAI; BRCC1;
FANCS; PNCA4; RNF53; BROVCA1; PPP1R53). Vi
tri: ndm & NST s6 17, vi tri 17q21.31.

BRCA1 la mot gen nhay cam vdi ung thu vu
[an dau tién dugc xac dinh vao nam 1994,
Nhirng ngudi mang dot bién (bat thudng) trong
gen nay cb nguy cd cao bi ung thu v hodc ung
thu budng triing. Gen BRCA1 binh thudng co vai
trd stra chita cac diém dit gay trong DNA. Tuy
nhién, khi gen bi dot bién, ngerl ta cho rang
chirc ndng stra chita nay co thé bi vd hiéu hoa,
do d6 dan dén nhiéu 10i sao chép DNA va phat
trién ung thu. Cac dét bién trong gen nay la
nguyén nhan gay ra khoang 40% trudng hop
ung thu va di truyén va hon 80% trudng hgp
ung thu va va budng triing di truyén [7].

*Gen BRCA2

Tén diy du: BRCA2 DNA repair associated
(con biét dudi tén FAD; FACD; FAD1; GLM3;
BRCC2; FANCD; PNCA2; FANCD1; XRCC11i;
BROVCA2). Vi tri: NST s6 13 tai vi tri 13g12.3.

BRCA2 la mot gen (rc ché khoi u. Cac dot bién
trong gen nay sé lam tang nguy cd ung thu vu
va ung thu budng tri'ng. Gen nay ma héa mét
protein hat nhan I6n, la mét thanh phan thiét
yéu ctia con dudng stra chita DNA, ngdn chdn su
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hinh thanh cla su' sdp xép lai tdng thé NST.

Cac dot bién di truyén ¢ BRCA1 va BRCA2,
lam tdng nguy co phét trién ung thu' v hodc ung
thu budng tring subt dgi. Ca BRCA1 va BRCA2
déu tham gia vao viéc duy tri su 6n dinh ca bd
gen, cu thé 1a con dudng tai td hgp tuong ddng
dé stra chira DNA sgi déi.

Gen BRCA1 va BRCA2 doi khi dugc goi la cac
gen Uc ché& khéi u bdi khi cac gen nay bién thé
theo hudng cd hai thi tinh trang ung thu sé& bat
dau phat trién. Tai My, cé khoang 12% s6 phu
nr s& bi ung thu vi vao mdt thdi diém nao doé
trong ddi. Tuy nhién, néu phu nif thira hudng
gen BRCA1 bién thé cd hai thi nguy co sé téng
Ién 55-72% va sé tang Ién 45-69% néu thla
hudng bién thé cd hai cia gen BRCA2.

Ciling gidbng nhu nhitng phu nit bi ung thu va
do céc yéu t8 khac, nhung phu nit ¢4 bién thé c6
hai clia gen BRCA1 va BRCA2 ciing sé tang nguy
cd ung thu va & bén vi doi dién sau khi dugc
chan doan ung thu vi & mdt bén. Nguy cd ung
thu’ vi & bén ddi dién sé tdng 1én ké tir khi dugc
chén doan ung thu vi & bén ban dau, va sé dat
khoang 20-30% sau 10 ndm va khoang 40-50%
sau it nhat 20 nam, phu thudc vao liéu gen.

Phu nit mang bién thé cd hai cia gen BRCA1
va BRCA?2 ciing s& bi tdng nguy cc ung thu c6 tor
cung. Nguy cd sé tang 39-44% néu mang bié€n
thé cd hai clia gen BRCA1 va tang 11-17% néu
mang bién thé& cé hai clia gen BRCA2, trong khi
dé, ty 1&é mac ung thu thdng thudng & phu nif la
1,2% [8].

V. KET LUAN

Gen va cac yéu to vé di truyén dong mot vai
trd quan trong trong viéc biéu hién kiéu hinh vé
stc khoe, voc dang, va nguy cd mac cac bénh
chuyén héa. Cac nghién cltu khoa hoc da chirng

minh, dot bién ctia mot s6 gen cd lién quan mat
thiét dén moét sd van dé vé cac bénh chuyén
hda, va sau han nira la co lién quan mat thiét
dén dinh duBng nhu kha ndang dung nap chat
béo, nguy cd thira can béo phi cling nhu kha
nang giam can... Viéc trién khai va ap dung xét
nghiém vé gen trong ddi sdng (nhu xét nghiém
gen cua CircleDNA) nham phat hién ra mic do
nguy cd cla cac gen bat thudng coé kha nang
gay bénh, hoac tiém nang di truyén cé y nghia
trong dinh huéng phong, diéu tri bénh.
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KIEN THUC VE CHAM SOC NGU'O'l BENH PAI THAO PUONG TiP 2 CUA
NGU'O'1 CHAM SOC CHINH TAI HAI HUYEN CUA TiNH THAI BINH NAM 2019

Nguyén Viét Khanh!, Lwong Pirc SonZ, Nguyén Pirc Thanh?!
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bénh dai thdo dudng tip 2 clla ngudi cham séc chinh
cho ngudi bénh. Dé tai ap dung phuang phap nghién
cru dinh lugng qua phong van 1.238 dGi tugng la
ngudi cham sdc chinh cho nguGi bénh dai thdo dudng
tip 2 tai hai huyén cla tinh Thai Binh nam 2019. Két
qua: Ngudi cham soc chiém nhiéu nhat la co trinh do
hoc van tét nghiép trung hoc cd sd (38,8%), phan 16n
la con (53,8%), hoac vg/chong (39,0%) cua ngudi
dugc cham soc. Trong sO 7 ndi dung cham séc dugc
danh gia, ché d dinh duBng dugc d6i tugng biét dén
vGi diém trung binh cao nhat (2,74+0,85), ti€p dén la
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