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mé& van can theo ddi sat mach, huyét ap, kiém
soat dudng huyét chat ché va gidm dau sau mo
day dua.
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NG DUNG KY THUAT GIAI TRINH TU’ GEN NGS
KHAO SAT CAC PA HINH NUCLEOTIDE TREN GEN F9
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TOM TAT

Hemophllla B Ia bénh ly rGi loan chay mau ¢ tinh
chat di truyén. Chan doan nger| mang gen co vai tro
quan trong trong kiém soat nguon gen bénh, han che
ty 1é mac bénh mdi. Muc tleu (1) Khao sat dé xac
dinh céc da hinh nucleotide c6 ty & di hgp tr cao lam
co s6 dé chan doan ngudi mang gen bang phucng
phap phan tich lién két. (2) Budc dau danh gia hiéu
qua cta bd da hinh trong chin doéan ngu‘d| mang gen
hemophllla B bang phucng phap phan tich lién két.
Mau nghién ciru: Mau ngoai vi tr 100 ngudi phu nif
khée manh dang tham gia hi€én mau tai Vién Huyét
hoc - Truyén mau TW (phuc vu muc tiéu khao sat da
hinh nucleotide); 20-30 nguGi phu nir trong cac gia
d|nh bénh nhan hemophilia B (phuc vu muc tiéu danh
g|a hiéu qua bo chi thi da hinh). Phu’dng phap Giai
trinh tu gen F9 (35kb) cua 100 nguGi phu ni khoe
manh. Phan tich dif liéu giai trinh tu, Iu’a chon cac da
hinh c6 ty 1& di hdp tlr cao. Phan tlch méi lién ket glu‘a
cac da hinh. Thiét 1ap bd chi thi da hinh c6 gia tri
trong chan doan Danh gid hiéu qua bd da hinh bing
cach khao st ty 1& di hop tr cia bd da hinh trén 23
ngudi mang gen bénh. K&t qua: (1) Ching t6i da
khao sat cac da hinh nucleotide trén toan bo gen F9
va thiét lap dugc bd chi thi da hinh co gia tri thong tin
gom 5 SNP: rs378815, rs3817939, rs4149670, c.89-
1859 C>G, rs392959 vdi ty 1€ di hdp tLr [an Iu‘dt la
41%, 43% 29%, 48%, 47%. (2) Hiéu qua chén doan
clia 5 SNP dat 100% khi danh gia trén 23 mau ngudi
mang gen.

SUMMARY
APPLICATION OF NEXT-GENERATION
SEQUENCING TO INVESTIGATE F9

POLYMORPHISM
Hemophilia B is a bleeding disorder which inherited
through generation. Genetic screening for carriers
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plays important role in disease control and reducing.
patient number. In which, linkage analysis using
genetic polymorphism linked to F9 gene is a
predominant diagnosis in developing countries. Aim of
study: (1) Design panel of markers for linkage
analysis of carriers for hemophilia B in Vietham and
(2) Preliminary evaluate the efficacy of marker panel
for linkage analysis for hemophilia B carriers. Donors
and samples: Peripheral blood sample of 100 healthy
blood donors at the National Institute of Hematology
and Blood Transfusion, for polymorphism analysis, of
20-30 females related to hemophilia B patients, for
marker panel evaluation. Methods: Sequence analysis
of F9 gene (35kb) for 100 healthy females using next-
generation  sequencing. Data analysis using
bioinformatic software to select most informative
markers for linkage analysis. Next, correlation among
informative markers is analyzed to create diagnostic
panel for hemophilia B. At last, the designed panel is
applied with 23 female carriers for efficiency
evaluation. Results: (1) We successfully analyzed
polymorphism links to F9 gene and created a panel of
5 SNP, including rs378815, rs3817939, rs4149670,
c.89-1859 C>G and rs392959 with highly
heterozygous frequency. (2) Further analyses for 23
female carriers related to hemophilia B patients
demonstrated the efficacy of the panel with 100% of
successful cases.

I. DAT VAN DBE

Phan tich lién két (linkage analysis) la phuong
phap chan doan ngudi mang gen hemophilia B
da dugc s dung tUr rat 1au trén thé gidi. VGi ky
thuat thuc hién don gian, chi phi thap phan tich
lién két hién dugdc st dung phé bién [1] [2].

Nguyén ly cta phuong phap la si dung da
hinh nucleotide ndm trén/canh gen F9 nhu cac
“chi diém” dé [an theo d&u vét gen bénh. Pé ap
dung phu’dng phap nay, ngoa| viéc dap Ung cac
yéu cadu v& mau bénh pham, trong gia dinh
ngudi bénh can xac dinh dugc ngudi mang gen
bénh va di hdp tr véi it nhdt mot da hinh trén
gen F9. Viéc tim ra dugc da hinh di hgp tr &
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ngusi mang gen sé khd khan va ton kém néu
khong co théng tin vé tan suat di hgp tir clia cac
da hinh trong quén thé. Do dd, khao sat dé tim
ra cac da hinh co ty I€ di hgp t& cao la budc
quan trong dau tién d€ cd thé ng dung hiéu
qua phuong phap phan tich lién két [1].

Trén thé gidi da cd nhiéu cong bo vé dac
diém da hinh gen F9 & cac quan thé [3] [4] [5].
Tai Viét Nam, chua c6 nghién clitu vé da hinh
trén gen F9. Do ddé chung t6i thuc hién dé tai
nghién c(ru nham muc tiéu:

(1) Khao sat xdc dinh cdc da hinh nucleotide
co ty 1é di hop tur cao lam co sé dé chén doan
nguoi mang gen bang phuong phap phan tich
lién két

(2)DBénh gid hiéu qua b chi thi da hinh trong
chén doan ngui mang gen hemophilia B

Il. DOI TUONG VA PHUONG PHAP NGHIEN CUU
1. Poi tu'gng nghién ciru
- 100 phu nit khée manh dang tham gia hién
mau tai Vién Huyét hoc - Truyén mau TW, khong
cd quan hé huyét thong, khéng co tién sir chay
mau ldu cam
- 23 ngudi phu nit mang gen bénh, cd quan
hé huyét thdng vdi cac bénh nhan hemophilia B.
- 2ml mau ngoai vi cla moi doi tugng dugc
thu thap dé thuc hién nghién clu.
2. Phuaong phap nghién ciru:
2.1. Thiét ké nghién cuu: tién clu
2.2. Phu’a’ng phap chon méu: Tinh ¢ mau
theo phan mém Sample Size 2.0 cla T6 chic Y
té thé gigi (WHO): n = (Zi-a)?. [p. (1-p)/D?]
2.3. So dé nghién cuu
| Thu thip miu nghién ciu |
1r
| Tach chiét ADN |

<5

Khuéch dai gen F9 bing
Longrange-PCR

Gisi trinh tu gen F9 bing NGS
Phiain tich dir liéu gidi trinh tw

ir

Lua chgn cic da hinh ¢6 ty 1€ di
hop tir cao

Khio siat mbi lién két gitra cac
da hinh
~ =
Thiét 1ip bd da hinh cé gia tri
théng tin

Panh gia hiéu qua bd da hinh
trén 23 ngwdi mang gen bénh

2.4. Cdc ky thuat su dung

2.4.1. Tdch chiét ADN téng s6. Cac mau
nghién cu dugc tach chiét ADN, st dung bo
sinh phdm E.Z.N.A ® mini kit (Omega, MY);
néng d6 va dd tinh sach dugc kiém tra trén may
do quang phd (Nanodrop 2000, Thermo Fisher,
Scientific, My).

2.4.2. Khuéch dai gen F9. Phan (ng
Longrange PCR dugc thuc hién dé khuéch dai
toan bd gen F9 clia 100 mau ngudi khde manh.

2.4.3. Gidi trinh tu’ NGS. Si dung bl sinh
phdm Miseq Reagent va thuc hién theo quy trinh
chudn dang ap dung tai khoa Di truyén & Sinh
hoc phan tr.

2.4.4. Phén tich so liéu. SU dung phan mém
CLC Genomic Workbench, trinh tu gen tham
chi€u (F9_NC000023.11), cd s& di liéu SNP qudc
t& (https://www.ncbi.nim.nih.gov/snp) dé€ nhéan
dinh cac bién ddi nucleotide da biét va bién d6i mdi.

Tinh toan chi s da hinh

- Tan sd alen: dugc tinh todn bdng cach
dém truc ti€p tur dir liéu phan tich cia 200 NST X
(tlr 100 mau ngudi phu nit khde manh).

- Tan s6 di hop t0¢ quan sat dugc
(Observed Heteovagosity, Ho):

S& ca thé di hop tur
Ho =

Téng sd ca thé quan sat
- Phan tich moi lién két giira cac SNP:
trén phan mém Haploview 4.2, s dung gia tri
D'(hinh 1).

156944417 ——
1538852

1538857
1s10215153

w
-]

Hinh 1: Xac dinh gia tri D’ tren phan mém
Haploview

+ Néu D’ = 0: hai SNP can bang lién két hoan toan

+ D’ = 1: hai SNP mét can bang lién két hoan toan

+ 0 < D’ <1: hai SNP mat can bang lién két
khong hoan toan.

- Khang dinh hiéu qua caa bd da hinh:
Ap dung bo chi thi da hinh phan tich trén 23
ngudi mang gen. Hiéu qua chan doan clia moi
SNP dugc tinh bang s6 Ierng SNP di hgp tur
trong sO 23 mau. Hiéu qua cta bd SNP dugc tinh
bang téng sd trudng hop mau di hop tir khi phdi
hgp bo da hinh.
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INl. KET QUA NGHIEN cU'U

1. Khao sat xac dinh cac da hinh cé ty
Ié di hgp tir cao trén gen F9

1.1. Bic diém cédc da hinh nucleotide

trén gen F9. Phan tich dir liéu giai trinh tu gen
NGS tir 100 phu nit khée manh, ching toi phat
hién 75 da hinh, trong d6 c6 12 da hinh c6 tiém
nang vdi ty 1€ di hgp tr = 29%. Thong tin cla 12
da hinh dugc trinh bay & bang 1.

Bang 1: Danh sach 12 da hinh co tiém nang

Tén SNP Vi tri trén gen tham Vi tri allen | allen Tylédi
HGVS name chiéu NC_000023.11 trén tham | bién Ma SNP hgp tir
(NM_000133) GRCh38.p1 gen F9 | chiéu doi (%)
NC_000023.11: ,
g.13952810A>C 139528190 5'UTR A C rs201679740 41
C.-822A>G 139529943 5'UTR A G rs411017 41
C.-727T7>C 139530038 5'UTR T C rs378815 41
c.88+75A>G 139530927 intron 1 A G rs3817939 43
¢.88+1660T>C 139532512 intron 1 T C rs401597 41
€.884+2510C>T 139533362 intron 1 C T rs371000 29
€.89-2527C>A 139534483 intron 1 C A rs4149670 29
€.89-2518T>C 139534492 intron 1 T C rs4149671 29
€.89-2368A>T 139534642 intron 1 A T rs4149674 29
€.89-1859C>G 139535151 intron 1 C G 48
€.278-981T>C 139540095 intron 3 T C rs392959 47
¢.520+565G>A 139549056 intron 5 G A rs374988 30
Hang mau xam: SNP dugc phat hién mdéi A 47 16
Gen F9 nam tUr vi tri 139530720 dén T 153 84
139563459 trén nhiém sic thé X, NC_000023.11, | C&89-2°18T>C c 47 16
Nhén xét: Tat ca 12 da hinh la déu la SNP; ) A 153 84
c6 9 SNP nam trong cac vung intron, 3 SNP nam C.89-2368A>T T 47 16
G vung 5'UTR cua gen F9. Trong sG 12 SNP phat ] C 152 84
hién, c6 11 SNP d3 dudc cong b6, 1 SNP mai | C89-1859C>G G 48 16
dugc tim thady trong nghién clru nay (c.89- ] T 92 64
1859C>G) C.278-981T>C C 108 | 36
1.2. Pic diém alen da hinh trong quan G 93 64
thé ngudi binh thudng €.520+565G>A A 107 36

Tinh toan tan suat alen clia 12 SNP trén 200
NST X, ching toi thu dudck két qua & Bang 2.

Bang 2. Tan sudt alen da hinh gap trong
nghién cau

Pa hinh Tan suat al;i;" (n =T$(I)g)

nucleotide Alen lugng (%)
NC_000023.11: A 122 74
g.139528190A>C C 78 26
A 102 67
c.-822A>G G 98 33
T 102 67
c.-727T>C C 08 33
A 130 77
c.88+75A>G G 20 3
T 99 66
c.88+1660T>C C 101 34
C 153 84
C.88+2510C>T T 47 16
€.89-2527C>A C 153 84
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1.3. Phan tich mai lién két giira 12 da hinh
Phan tich mdi lién két cla cac da hinh, ching
t6i thu dudc két qua & Hinh 2

g
o| rsatemena0 ——
1340 -

cB3-1859C>G

15302056

2] rsatoom
15378815
1537939
1541189

T

o3| sariom

5

2] rstumn
ISHMBET1
1SS

a3

&0

Hinh 2. Két qua phan tich méi lién két giiia
cdc trén phan mém Haploview 4.2
Nhdn xét: Ciac da hinh rs201679740,
rs411017, rs378815, rs401597 c6 muic do lién
két manh dén hoan toan vdi gia tri Dtlr 0,84-1.
Nhém cac da hinh rs371000, rs4149670,
rs4149671, rs4149674 lién két hoan toan vdi gia
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tri D' la 1. Pa hinh rs374988 va rs392959 lién két
manh véi nhau véi D' = 0,79. Cac da hinh
rs3817939 va c.89-1859C>G lién két vGi cac SNP
khac & cac murc do tir thap dén trung binh (D’ =

0,14 -0,54).

1.4. Lua chon bd da hinh c6 gia tri thong
tin cao. Dua vao két qua phan tich lién két giita
cac SNP, 12 SNP dudgc chia thanh 4 nhém (Bang 4).

Bang 4. Phan nhom SNP theo mdc dé lién két

Vi tri trén gen 2 A A1 =
i SN tham chiéu Vi tri allen | allen Ty;e:é:ﬁl:ét“
Nhém Pic diém NC_000023.11 | tréngen | tham | bién Ma SNP quan
[RIENAS METHE GRCh38.p1 F9 chiéu | aéi T Lh
(NM_000133) P thuong
) NC_000023.11:g.1 139528190 |Ngoai gen A c |rs201679740 41
Cac SNP lién két véi nhau |39528190A>C
L |mtc d6 manh dén hoan c.-822A>G 139529943 Ngoai gen A G |rs411017 41
toan -
(D'=0,84-1) Cc.-727T>C 139530038 Ngoai gen T C rs378815 41
€.88+1660T>C 139532512 |intron 1 T C |rs401597 41
c.88+2510C>T 139533362 |intron 1 c T |[rs371000 29
Cac SNP lién két hoan €.89-2527C>A 139534483 |intron1 c A |rs4149670 29
2 toan v&i nhau
(D'=1) c.89-2518T>C 139534492 |intron 1 T C |rs4149671 29
Cc.89-2368A>T 139534642 intron1 A T rs4149674 29
3 Céac SNP lién két manh | ¢ 278-981T>C 139540095 intron 3 T C |[rs392959 47
trong d6 c6 1 SNP chtra
hoan toan théng tin cua
SNP con lai c.520+565G>A 139549056 |intron 5 G A |rs374988 30
(D'=1)
Hai SNP lién két v6i cac |€.88+75A>G 139530927 intron 1 A G rs3817939 43
4 SNP khac & murc do thfip
dén trung binh c.89-1859C>G 139535151 |intron 1 c G 48

Tl do, ching t6i thiét 1ap bo da hinh gom 5 SNP, trong dé cd 3 SNP dai dién cho 3 nhém SNP co
lién két tr manh dén hoan toan (nhém 1, 2, 3) va 2 SNP nhém 4 (Bang 5).

Bang 5. B6 SNP co gia tri théng tin

s SNP Mz SNP G el IR
tham chiéu | bién doi di hop tir
L [67TT>C Irs3ree1s T c n
o [CBTAC ir3g17939 A G 3
¢.89-2527C>A c
3 rs4149670 A 29
¢.89-1859C>G c
4 G 48
5 €.278-981T>C 15392959 T c a7

2. banh gia hiéu qua bd chi thi da hinh
trén ngudi mang gen. Ung dung bd chi thi 5
SNP chuing t6i phan tich trén 23 ngudi mang gen
bénh hemophilia B.

1739 2609 2609 2174 87

Ty 16 chandoanphéinep [ 1 [T 37T

15392959 :' 30.43

€.89-1859 |

154149670 :l 39.13

| 60.57

15378815 |:| 60.87
0 20 40 60 80 100
Hinh 3: Két qua khao sat hiéu qua cua bo
da hinh nucleotide

_Két qua phan tich cho thay, 23/23 (100%)
mau cb t6i thi€u mot SNP di hop tar. Ty & chan

doan khi ph6i hgp la 100%. C6 4 mau di hgp t
V@i 1 SNP (17,39%), 6 mau di hgp tir véi 2 SNP
va 3 SNP (26, 09%), 5 mau di hdp t&r véi 4 SNP
(21 74%), 2 mau di hgp t&r véi ca 5 SNP. Hiéu
qua chan doan riéng biét véi moi SNP rs378815,
rs3817939, rs4149670, c.89-1859 C>G, rs392959
[an lugt Ié 60,87% (14/23); 56,52% (13/23);
39,13% (9/23), 69,57% (16/23) va 30,43%
(7/23) (Hinh 3).

IV. BAN LUAN

Chan doan va quan ly ngudi mang gen bénh
la muc tiéu quan trong nhit d&€ han ché ty Ié
mac bénh mdi trong cac chién lugc quan ly bénh
hemophilia B hién nay. Trong do, phan tich lién
két la phuang phap chinh xac, hiéu qua, da dugc
ap dung tir lu trén thé gidi.

Trong nghién cru nay, véi muc tiéu thiét lap
dugc b6 da hinh nucleotide dac trung cho ngudi
Viét Nam, chlng t6i da ti€n hanh g|a| trinh tu
toan bo gen F9 (dai 35 kb) cla 100 mau nghién
cru. Phan tich két qua giai trinh tu, chdng toi da
phat hién 75 da hinh trén toan bo trinh tu gen
F9. Trong dd c6 12 da hinh nucleotide co tiém
nang mang gia tri thong tin cao vdi ty 1€ di hgp
tlr tlr 29% dén 48% (Bang 1). Tat ca 12 da hinh
nay déu 13 nhitng bién d6i don nucleotide (SNP).
Trong d6 cé 11 da hinh ndi gen (c.88+75A>G,
c.88+1660T>C, c.88+2510C>T, c.89-2527C>A,
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€.89-2518T>C, ¢.89-2368A>T, ¢.89-1859C>G,
C.-822A>G, c.-727T7>C, €.278-981T>C,
€.5204+565G>A) va 01 da hinh ngoai gen, nam
trudc gen F9 2530 nucleotide (NC_000023.11:
g.13952810A>C). Ngoai trr da hinh c.89-
1859C>G la SNP dugc phat hién mdi trong
nghién ctu nay; 11 da hinh con lai d3 dugc cong
b6 trong cd sd& dir lieu SNP quoc t€
(https://www.ncbi.nlm.nih.gov/snp). Trong s6 11
SNP da céng b6, SNP c.-727T>C, con dugc goi
la da hinh Mse, la da hinh cd gia tri thong tin cao
& nhiéu quén thé trén thé gidi [6] [7].

Muc tiéu cua nghién clu tan suat alen da
hinh 13 d€ xac dinh déc diém di truyén trong
ting quén thé. Trong nghién cllu so sanh su
khac biét vé tan suat allen ciia mét s6 da hinh
lién két vai gen F9 gilta nguGi Thai Lan va Tay
Au, Goodeve va cong su da phat hién da hinh
Msel nam & dau 5'cia gen F9 co gia tri thong tin
cao v@i ngudi Thai Lan, ty I€ di hgp tif cia da
hinh nay & nguGi phu nit Thai la 43% [3]. ba
hinh BamHI c6 tan suat cao & ngusi My da den
nhung khong cé gid tri thong tin & ngudi da
trdng, Trung Qudc va Nhat Ban. Trai lai, da hinh
Mnll & exon 6 lai cd tan sudt cao G ngudi da
trdng va ngudi My da den nhung lai hiém &
ngudi Trung Qudc [8]. Diéu dé cho thay, nghién
clru tin suét alen da hinh 1a rat can thiét dé ap
dung hiéu qua phuang phap phan tich lién két.

Trong nghién cru nay, ching t6i da thuc hién
khao sat tan sudt alen ctia 12 SNP. Téng s
nhiém sdc th€ X dugc phan tich 1a 200. Két qua
khao sat & bang 2 cho thdy alen tham chiéu la
alen phd bién & tat ca 12 SNP. Tan suét alen th(
yéu (minor alen) phan bé trong khoang tir gia tri
nhd nhat la 16% (locus da hinh c.89-2527C>A,
€.89-2518T>C, ¢.89-1859C>G) dén gia tri Ién
nhat la 36% (locus da hinh c.278-981T>C,
€.520+565G>A). Su’ khac biét vé mat di truyén
gilta cac quan thé khac nhau ddc trung bdi tan
sO alen cta cac da hinh SNP. Do dd, tan so alen
thu dugc & Bang 2 thé hién dic diém phan bd da
hinh nucleotide trén gen F9 cla quéan thé bénh
nhan hemophilia B & Viét Nam.

Cac da hinh nucleotide nam trong cung mot
gen sé di truyén clng nhau. Khi hai da hinh luén
luén di truyén cung nhau dugc goi la mat can
bdng lién két hoan toan, ngugc lai khi sy xudt
hién cta chdng luén dbc 1ap véi nhau thi hai SNP
do6 dugc goi la can bang lién két hoan toan. Gilra
hai trang thai nay, cac da hinh con c6 thé xust
hién & trang thai mat can bang lién két & mic do
khong hoan toan [2]. Khi cac da hinh mat can
bang lién két hoan toan thi viéc sir dung chiing
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dong thdgi la khong can thiét vi théng tin cua
ching lu6n luén gidng nhau. Cac da hinh can
bang lién két hodc mat can bang lién két co thé
st dung phGi hgp vGi nhau vi ching lam tang gia
tri thong tin. V&i cd sd do, dua vao két qua phan
tich trén phan mém Haploview, ching t6i da chia
12 SNP thanh 4 nhém (Bang 4), tir @6 Iua chon
dugc bd da hinh gom 5 SNP gém: c.89-1859
C>G, rs378815, rs4149670, rs392959, rs3817939
(Bang 5). bay la 5 da hinh co ty 1€ di hgp t&r cao
va mat can bang lién két khéng hoan toan véi nhau.

PE xem xét khd ndng ('ng dung cla bd da
hinh trong chdn dodn ngudi mang gen, ching
t6i da phan tich trén 23 ngudi mang gen bénh
hemophilia B. K&t qua Hinh 3 cho thay, hiéu qua
chan doan cua bd da hinh dat 100% véi 23/23
ngudi mang gen ¢ ki€u gen di hgp tir véi it nhat
1 trong 5 SNP. Trong dé c6 04 trudng hap di hgp
tir véi 1 SNP (17,3%), 06 trudng hop di hgp tur
vGi 2 SNP (26,09%), 06 trudng hop di hgp tir vdi
3 SNP (26,09%), 4 trudng hdp di hgp tir véi 4
SNP (21,74%) va 2 trudng hop di hap tir véi ca 5
SNP (8,70%). Hiéu qua chan doan riéng lé cla
moi SNP rs378815, rs3817939, rs4149670, c.89-
1859 C>G, rs392959 lan luct la 60,87% (14/23);
56,52% (13/23); 39,13% (9/23), 69,57%
(16/23) va 30,43% (7/23).

C6 thé ndi, day la nghién clru dau tién dugc
thuc hién tai Viét Nam dé& tim hiéu vé dic diém
da hinh trén gen F9,. Nghién cru clia ching toi
da tim ra dugc bd da hinh gobm 5 SNP ¢6 gia tri
thong tin (rs378815, rs3817939, rs4149670,
€.89-1859 C>G,rs392959) phuc vu muc tiéu chan
doan tinh trang mang gen bénh hemophilia B
bdng phuang phap phan tich lién két. Trong tinh
trang quan ly bénh hemophilia B con nhiéu nan
gidi nhu nudc ta hién nay, két qua nghién cltu
cla dé tai da dong gép mot phan I6n trong cong
tdc chan doan, gop phan tao ra cach tiép can
hgp ly va hiéu qua cho ngudi bénh va gia dinh
ngudi bénh. Cac da hinh cd gia tri thong tin thu
dugc tir nghién clu nay c6 thé trién khai ap
dung & cac cd s@ y té cham soc va quan ly bénh
hemophilia trén ca nudc.

V. KET LUAN

1. Pa khao sat dudc cac da hinh nucleotide
trén gen toan bo gen F9. Thiét 1ap dudc bd chi
thi da hinh nucleotide, bao gém 5 SNP: c.89-
1859 C>G, rs392959, rs3817939, rs378815,
rs4149670 vGi ty lé di hgp tr cao, lan lugt la
41%, 43%, 29%, 48%, 47%. DAy la cic da hinh
nucleotide cd gid tri thdng tin cho quan thé
ngudi Viét Nam, cé thé st dung dé chan doan
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ngudi mang gen hemophilia B va chdn doéan
trudc sinh bang phuang phap phan tich lién két.

2. Kha ndng Ung dung cla bo chi thi da hinh
la 100% khi thuc hién phan tich trén 23 ngudi
mang gen bénh.
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PANH GIA MOI LIEN QUAN HiNH ANH NOI SOI DAI TAN HEP
VO'1 MO BENH CUA POLYP PAI TRUY'C TRANG O BENH NHAN BUOC
PIEU TRI TAI BENH VIEN PA KHOA TiNH BAC NINH

Chu B4 Thirc*, Dwong Hong Thai**, Pham Chau***

TOM TAT.

Muc dich: Danh gia mdi lién quan gilra hinh anh
noGi soi NBI va mo hoc cla polyp dai truc trang. DOi
tugng va phuong phap: polyp dai truc trang dugc
phat hién qua ndi soi dai truc trang c6 NBI s dung
may ndi soi dai trang 6ng mém olympus CV 170. Polyp
dudc cdt va hodc sinh thiét lam md bénh qua ndi soi,
ddi chiéu hinh anh ndi soi NBI véi két qua mo bénh
hoc clia polyp. Két qua: Trong 77 bénh nhan, polyp
o kich 16n, bé mat sui hodc chia mdi thi ty 1€ u tuyén
cao han. Ty Ié loan san & polyp cé cudng va khong
cudng la nhu nhau. Kich thudc polyp cang I6n thi muc
dd loan san ndng cang cao. Do nhay cla ndi soi NBI
trong chan doan polyp tuyén la 93,6%, d6 dac hiéu la
85%. K&t luan: NGi soi dai truc trang vai NBI co do
nhay va d6 dac hiéu cao trong phan loai va du doan
dugc mo bénh polyp dai truc trang

T khoa: Hinh anh dai tan hep, phan loai NICE,
NOi soi dai trang

SUMMARY

EVALUATING THE RELATIONSHIP BETWEEN
ENDOSCOPIC NARROW-BAND IMAGING AND
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HISTOLOGY OF COLORECTAL POLYPS IN
PATIENTS TREATED AT BAC NINH

PROVINCIAL GENERAL HOSPITAL

Aim: Evaluation of the relationship between NBI
endoscopic images and histology of colorectal polyps.
Subjects and methods: Colorectal polyps were
detected by colonoscopy with NBI using olympus CV
170 flexible colonoscope. Polyps are resected and/or
biopsied for pathological tissue through endoscopy,
comparing the NBI endoscopic images with the
histopathological results of the polyp. Results: In 77
patients, polyps with large size, rough surface or
segmented, the rate of adenoma is higher. The
prevalence of dysplasia in pedunculated and sessile
polyps was similar. The larger the polyp size, the
higher the degree of severe dysplasia.The sensitivity
of NBI endoscopy in the diagnosis of adenomatous
polyps is 93.6%, the specificity is 85%. Conclusion:
Colonoscopy with NBI shows high sensitivity and

specificity in classifying and predicting
histopathological colorectal polyps

Keywords: Narrow-band  imaging, = NICE
classification, Colonoscopy,
I. DAT VAN BE

Ung thu dai truc trang la ung thu dudng tiéu
hod phd bién, 95% b&t ngudn tir polyp dai truc
trang. NOi soi dai truc trang danh giad déc diém
hinh anh cla polyp c6 thé danh gid dugc tinh
chat mé bénh hoc cla polyp dai truc trang va
tién lugng ung thu hda polyp dai truc trang. Cac
ky thuat ndi soi phong dai sir dung anh sang dai
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