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V. KET LUAN

- Pa s6 khdi ung thu da day ndm & 1/3 dudi
(77,1%).

- Cac khdi u cd kich thudc: chiéu dai 53,9 %
19,3mm, chiéu day 17,3 £ 7,7mm.

- C3t I8p vi tinh 64 ddy chan doan dung giai
doan T 62,9%, chan doan dudi mic 31,4% va
chan doan qua muic 5,7%.

TAI LIEU THAM KHAO

1. Nguyen Van Sang (2019), “Nghlen clu gia tri
cua cat I6p vi tinh da day trong chén dodn giai
doan ung thu da day”, Luan An Tién Sy, Vién
Nghién Clru Khoa Hoc Y Du‘dc Lam Sang 108.

2. Tran Thi Me Tam, Lé Trong Khoan, Ducng
Phu’dc Hung (2016), “Nghlen clru dac dlem hinh
anh va danh g|a tinh chat xam 1an, di can cla ung
thu da day trén cat I3p vi tinh da day” bién Quang
Viét Nam, 23, 26-32.

3. Sung H, Ferlay J, Siegel RL, et al. (2021),
“Global Cancer Statistics 2020: GLOBOCAN
Estimates of Incidence and Mortality Worldwide for

36 Cancers in 185 Countries”,
71(3), 209-249.

4. Yaprak G, Tataroglu D, Dogan B, et al. (2020),
“Prognostic factors for survival in patients with
gastric cancer: Single-centre experience”, Northern
clinics of Istanbul, 7(2), 146.

5. Kim JW, Shin SS, Heo SH, et al. (2012),
“Diagnostic performance of 64-section CT using CT
gastrography in preoperative T staging of gastric
cancer according to 7th edition of AJCC cancer
staging manual”, European radiology, 22(3), 654-662.

6. Tsurumaru D, Miyasaka M, Muraki T, et al.
(2017), "Diffuse-type gastric cancer: specifc
enhancement pattern on multiphasic
contrast-enhanced computed tomography”, Japan
Radiological Society, 35, 289-295.

7. Lorenzo B, Barni L, Masini G, et al. (2014),
“Multiple detector-row CT in gastric cancer
staging: prospective study”, Journal of Cancer
Therapy, 5(14), 1438.

8. Chen CY, Hsu JS, Wu DC, et al. (2007), “Gastric
cancer: preoperative local staging with 3D multi-
detector row CT - correlation with surgical and
histopathologic results”, Radiology, 242(2), 472.

CA Cancer ] Clin,

DAC DPIEM DOT BIEN GEN F8 O’ CAC GIA DINH THAM GIA XET NGHIEM
DI TRUYEN TRU’O'C LAM TO BENH HEMOPHILIA A

TOM TAT

Pat van de: Hemophilia A la benh r6i loan dong
mau di truyen phé bién trén thé& gldl va tai Viét Nam.
Xét nghiém di truyén trudc lam t6 (Prelmplantatlon
genetic testing for monogenic disease, PGT-M) giup
cac gia dinh ¢ con khong bi bénh, gép phan dy
phong benh Hemophilia A. Muc tleu nghlen clru:
Xac dinh cac kiéu dot bién gen F8 & cac gia dinh tham
gia xét nghiém di truyén trudc lam t8 bénh Hemophilia
A. oI tugng va phuong phap nghién ciru: md ta
cat ngang co phan tich trén 16 gia dinh tham gia xét
nghlem di truyen trude lam to bénh Hemophilia A. Két
qua nghién ciru: 100% cac gia dinh tham gia xét
nghiém di truyen trudc lam t6 co vg mang gen, chdng
khée manh. Ty |é gia dinh cé con da sinh bi bénh
Hemophilia A 1a 87,5%, ty 1& d& phai dinh chi thal do
mang thai bi bénh Hemoph|I|a A 13 6,25%. Kiéu dot
bién gen F8 cua gia dinh gom: dao doan intron 22
(62,5%), doét bién tai exon 14 (31, 25%), doét bién tai
exon 11 (6,25%). Két luan: Trong 16 gia dinh tham
gia xet nghiém di truyén trudc 1am t6 bénh Hemophilia
A c6 dot bién intron 22 chiém ty 1& cao nhat 62,5%, ty
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Ié thap han la dot bién tai exon 14 chiém 31,25%, dot
bién tai exon 11 chiém 6,25%.

T khoa: dot bién gen F8, xét nghiém di truyén
trudc 1am t8, Hemophilia A.

SUMMARY

CHARACTERISTICS OF F8 GENE
MUTATIONS IN FAMILY PARTICIPANTS IN
PREIMPLANTATION GENETIC TESTING

FOR HEMOPHILIA A

Introduction: Hemophilia A is a common
inherited blood clotting disorder in the world and in
Vietnam.  Preimplantation genetic testing for
monogenic disease (PGT-M) help couple at risk of
disease having healthy livebirth and preventing
hemophilia A. Objectives: Identification of F8 gene
mutations in 16 families participanting in the
preimplantation genetic testing for hemophilia A.
Method: cross sectional study description with
analysis in families participants in the preimplantation
genetic testing for hemophilia A. Results: 100% of
families participating in preimplantation genetic testing
for hemophilia A have carrier wife and healthy
husband. The percentage of families with a child born
with hemophilia A was 87.5%, the rate of pregnant
termination due to pregnancy with hemophilia A was
6.25%. The F8 gene mutation of the family: intron 22
inversion accounted for 62.5%, exon 14 mutation
accounted for 31.25%, exon 11 mutation accounted
for 6.25%. Conclusions: In families participating in
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the preimplantation genetic testing of Hemophilia A,
intron 22 mutation accounts for the highest rate
62.5%, a lower rate was mutation in exon 14
accounting for 31.25% and mutation in exon 11
accounting for 6.25%.

Keywords: F8 gene mutation, preimplantation
genetic testing, Hemophilia A.

I. DAT VAN DE

Hemophilia A la bénh rdi loan dong mau di
truyén lién két nhiém sic thé X, do dét bién gen
F8, giam yéu t6 VIII, gay chay mau kho6 dong, co
thé dan tdi t&r vong. Trén thé gidi, ty 1é mac
bénh khoang 1/5000 & nam gidi [1]. Ky thudt
chan dodn trudc sinh giGp trdnh sinh con bi bénh
dua trén viéc choc &i & thdi diém thai 16 tuan
tudi. Tuy nhién, cdp vg chdng mang gen phai d6i
mat véi nguy cd dinh chi thai khi thai nhi bi
bénh. D& khic phuc han ché nay, ky thudt phan
tich di truyén trudc chuyén phdi cho bénh ly don
gen (Preimplantation Genetic Testing, PGT-M) da
dugc s dung. PGT-M la sy két hgp gilra ky
thuat thu tinh trong 6ng nghiém (In vitro
fertilization - IVF) tao phoi vdi viéc xét nghiém di
truyén nham lua chon phoi khdng bi bénh. Gen
F8 16n, dot bién trong bénh Hemophilia A phiic
tap nén ky thuat xét nghiém phoi d6i véi bénh
Hemophilia A rat kho khan. Vi vay, chdng t6i da
tién hanh nghién ciiu trén 16 cap gia dinh tham
gia xét nghiém di truyén trudc lam td bénh
Hemophilia A v6i muc tiéu: "Xdc dinh céc kiéu
dot bién gen F8 & cdc gia dinh tham gia xét
nghiém trudc Iam té bénh Hemophilia A”.

Il. BOI TUQONG VA PHU'ONG PHAP NGHIEN CU'U
2.1. P6i tudng nghién clru. 16 cap vg

chong tham gia xét nghiém di truyén trudc lam

t6 bénh Hemophilia A théa man tiéu chuén sau:

- Tiéu chuan lua chon:

+ Mang gen F8 bi dot bién. B

+ Cd quan sinh san binh thugng vé giai phau
va chlc nang.

+ Ngudi vg trong dd tudi sinh dé.

+ Khi thuc hién IVF cé it nhat 1 ph6i ngay 5
sinh thiét dugc.

+ Tinh nguyén tham gia nghién c(u.

- Tiéu chuén loai trir: 3

+ Khong thuc hién theo cac hudng dan cua
bac si va nghién clu. .

+ Khéng du ho sc nghién cltu ho trg sinh san.

Thai gian nghién clru: 9/2018 - 12/2021.

Dia diém nghién c(tu: Phong Phan tich DNA,
B6 mon Giai Phau, Hoc vién Quéan Y va Bénh vién
Nam hoc va Hiém mudn Ha Noi.

2.2. Phuang phap nghién ciru

- Thiét ké nghién ciru: mé ta cit ngang cé
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phan tich trén cac gia dinh tham gia xét nghiém
di truyén trudc lam t6 bénh Hemophilia A.

- Chi tiéu nghién cltu:

+ Tudi trung binh cla cdp vg chdng tham gia
nghién ctftu (ndm).

+ Tinh trang ton thuong gen F8 cua cac thanh
vién trong cdc gia dinh tham gia nghién ctru.

+ Tién sir d@ mang thai va sinh con bi bénh
Hemophilia A.

+ Tan suat cac dot bién gen F8 & cac gia dinh.

- Phuong phap xtr ly s6 liéu: Phan tich s6
liéu bang phan mém SPSS 16.0.

- Pao dic nghién ciru: Nghién clru dugc
ti€én hanh va chap thuan clta Ho6i dong y dic
trong nghién ciru y sinh hoc Hoc vién Quan Y.

INl. KET QUA NGHIEN cU'U

Bang 3.1. Tudi trung binh cua cdc cap vo
chong tham gia nghién cuu (s6 cap vo
choéng: n=16)

Poi tugng N
Tudi (ndm) Vg | Chong
Trung binh 31,81 33,44
SD 4,12 | 4,35
Gia tri I6n nhat 39 41
Gia tri nho nhat 25 25

Tubi trung binh cla ngudi vd mang gen bénh
khi tham gia nghién clu la: 31,81 + 4,12 tuGi.
Tudi trung binh clia ngudi chdng binh thudng khi
tham gia nghién c(u 1a: 33,44 + 4,35 tudi.

Bang 3.2. Tinh trang dét bién gen F8 clua
cac thanh vién trong cac gia dinh tham gia
nghién cuu (sé gia dinh: n=16)

o Tinh trang ton So
boi tugng thu’dng'_gegm F8 | Iugng |
Chong F8/- 16
Vg F8/f8 16
Con f8/- 14
Ngudi than F8/f8 2

*Chu thich: F8: gen khong mang dot bién,
f8: gen mang dot bién.

100% cac gia dinh tham gia xét nghiém trudc
lam t8 cé vg mang gen, chdng khde manh.

Bang 3.3. Tinh trang mang thai va sinh
con bi bénh Hemophilia A (s6 cap vo
chéng: n=16)

Tinh trang mang thai | S6 cap vg Tvié
va sinh con bi chong (X/ )
Hemophilia A °

Da cd tién si dinh chi
thai do mang thai bi 1 6,25
bénh Hemophilia A
Pa sinh con bi bénh
Hemophilia A 14 87,5
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Khong co tién sir mang
thai bi bénh hodc sinh 2
con bi bénh
Pa s6 cac cap vgd chong tham gia nghién clu
déu da sinh mot con trai bi bénh (81,25%), chi
cé 02 cap vg chong khong cd tién sir mang thai
bi bénh hodc sinh con bi bénh (12,5%). Cé 01
cap vg chong cd tién s phai dinh chi thai do
choc hat dich &i lam xét nghiém chan doén trudc
sinh cd két qua thai bi bénh (6,25%).
Bang 3.4. Tan sudt cac dot bién gen F8 o
cdc gia dinh (sé gia dinh: n=16)

12,5

So lugng nguai
Loai dot bién vg manggen | Tylé
bénh
Dao doan intron 22 10 62,5
DOt bién tai exon 14 5 31,25
Dot bién tai exon 11 1 6,25
Tong 16 100,0

Nhirng dot bién thudng gap & ngudi vg mang
gen bénh la dot bién dao doan intron 22, dot
bién exon 14, d6t bién exon 11. D6t bién dao
doan intron 22 chiém ty Ié cao nhat (62,5%).

IV. BAN LUAN

TuGi ngudi vg c6 anh hudng dén két qua thu
tinh trong &ng nghiém va két qua chuyén phoi,
ty 1& ¢ thai gidm dan theo tudi ngudi me. Phu
ni trong do tudi sinh dé tir 20 dén 30 tudi cd két
qua thu tinh trong 6ng nghiém tét nhat [2]. Theo
Yan va CS. (2012), ty Ié c6 thai & nhitng ngugi me
& nhom tr 21 dén 30 tudi 1a 59,79%, & nhém tur
31 dén 35 tudi 1a 56,53%, & nhdm ti 36 dén 40
tudi la 47,47%, & nhom tIr 41 tudi trd 18n 13 thap
nhat (26,87%) [2]. Bang 3.1 cho thdy do tudi
trung binh clia ngudi vg khi tham gia nghién clru
la 31,81+4,12 tudi. DO tudi nay cao han so vdi Ia
tudi t8i uu d€ sinh dé (dudi 30 tudi) va anh hudng
dang ké tdi thanh cdng clia ki thuét IVF.

Trong tat ca cac cap vgd chong, ngudi chong
déu khong mang gen bénh. Do do, tat ca cac gia
dinh déu cd kha nang sinh ra dugc nhitng ngudi
con khong mang gen bénh. Theo quy luat di
truyén Mendel, cac cap vg chong cé vg mang
gen va chong khée manh cd 25% nguy cd sinh
ra ngudi con bi bénh, 25% kha nang sinh ra
ngudi con mang gen bénh va 50% cd hdi sinh
dugc nhitng ngudi con khde manh.

Trong nghién clfu cta chung t6i, cac cap vg
chong da sinh mot con trai bi bénh (chi€ém
87,5%), c6 12,5% cdp vg chong khong cd tién
st mang thai bi bénh hodc sinh con bi bénh. Két
qua nay phan anh mét phan thuc trang vé du
phong Hemophilia A chua dap Ung dugc mot

cach day dd nhu cau loai trir gen bénh trong cac
thé hé gia dinh & Viét Nam. M3c du chan doan
trudc sinh cho bénh Hemophilia A da dudc ap
dung tai cac trung tam xét nghiém di truyén Ién,
nhung phuang phap nay cung véi PGT-M loai trir
bénh Hemophilia A déu chua dugc bao hiém y t&
chi trd. Pay la mét nguyén nhan cé mot ty 1€
khong nhoé cac em bé bi bénh va mang gen bénh
Hemophilia dudc sinh ra ngay nay.

Nhitng cdp vg chong mang gen bénh
Hemophilia A dang c6 nhu cau sinh con khoe
manh cd thé luva chon chan doan trudc sinh hodc
PGT-M. Hién nay & Viét Nam, chan doéan trugc
sinh dugc ap dung mot cach rong rai han do chi
phi khdng cao bang PGT-M. Cac phuang phap
chan doan trudc sinh thudng dudc st dung la
xét nghiém vat liéu di truyén thu dugc tir choc
hit dich 6i, Iay mau gai rau, 18y mau cudng ron...
Tuy nhién, cac cdp vg chdong mang gen bénh
Hemophilia A Iua chon chdn dodn trudc sinh phai
ding trudc nguy co dinh chi thai néu thai bi
bénh va nhiéu nguy co khac khi can thiép vao
bubng &i va gai rau nhu say thai, ro Gi, nhiém
khudn 6i, 14y cadc bénh truyén nhiém cho thai
(HIV, viém gan B, C, D...), ¢4 thé gdy anh hudng
bat Igi tdi thai & nhitng san phu bat dong nhém
mau Rh véi thai.... Trong nghién clru cla ching
t6i, c6 01 cdp vd chong cd tién st dinh chi thai
nghén do cd két qua thai bi bénh khi chan doan
trudc sinh bang phuang phap choc hit dich 6i.
Ho tu nguyén tham gia thuc hién PGT-M vdéi
mong muén cung lic cé thé tao ra rat nhiéu
phoi, tang |én cd hoi luva chon nhirng phoi khoe
manh, chuyén vao tir cung clia ngudi me dé sinh
ra nhiing nguGi con khée manh.

O nhitng quén thé khac nhau, tdn sudt cla
cac dot bién gen F8 cling khac nhau va triéu
chiing 1dm sang c6 tinh chat phu thudc vao kiéu
dot bién. Zahari M. va CS (2018) nghién clru trén
quan thé ngudi Malaysia da sac tdc cho thay,
53% bénh nhan Hemophilia A ndng xady ra dao
doan intron 22 cla gen F8, 3,6% xay ra dao
doan intron 1 [3]. Cristina M. (2019) nghién cltu
trén quan thé ngudi Brazil cho thdy bénh nhén
Hemophilia A cd ty |1&é ddo doan intron 22 chiém
41%, dao doan intron 1 chiém 2,6% [4]. Yunis
L.K. (2018) nghién clu trén quan thé ngudi
Colombia & bénh nhan bi Hemophila A cho thay
ty 1€ dao doan intron 22 chiém 42,4%, va dao
doan intron 1 chiém 9,1% [5]. Tai Viét Nam,
nghién cllu cta Luu V3 Dilng (2014), dot bién
dao doan intron 22 chiém ty Ié cao nhat 38,1%,
ti€p theo la dot bién sai nghia chiém ty Ié 23,9%,
chiém ti Ié cao th(r ba la dot bién mat nucleotid,
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dot bién vb nghia, dot bién thém nucleotid véi ti
1€ 9,8%. Ti |é thap nhat la dang dot bién & vi tri
noi exon-intron va dot bién mat doan I6n chiém
ty 1& 4,3% [6]. Nhu vay, tuy tan suat cac dot
bién gen F8 khac nhau & ca quan thé ngudi
nhung tan suat dot bién dao doan intron 22 van
chiém ty Ié cao nhat. Két qua cua ching téi cling
phu hgp véi cac nghién clu trén vé mic do
thudng gdp cla dot bién dao doan intron 22.
Trong nghién clftu clia ching t6i, nhirng dot bién
thuGng gap & ngudi vd mang gen bénh la dot
bién dao doan intron 22 (62,5%). Ngoai ra, con
¢ dot bién exon 14 (31,25%), dot bién exon 11
(6,25%).

V. KET LUAN

Trong 16 gia dinh tham gia xét nghiém trudc
lam t6 bénh Hemophilia A, ddt bién intron 22
chiém ty 1€ cao nhat 62,5%, ty 1€ thap han la dot
bién tai exon 14 chiém 31,25%, dét bién tai exon
11 chiém 6,25%.
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NGHIEN CU’'U KET CUC NQI VIEN TREN BENH NHAN
~ NHOI MAU CO' TIM ST CHENH LEN CO GANH NANG )
HUYET KHOI LON PU'Q'C HUT HUYET KHOI VA CAN THIEP THI PAU

Nguyén Tuin Anh*, Nguyén Thwong Nghia*, Nguyén Tuin Anh*

TOM TAT

Pat van dé: Hut huyét khoi thudng quy trén bénh
nhan nhdi mau cd tim cap ST chénh Ién khong dem lai
Igi ich trén Iam sang. Tuy nhién, két cuc cta hat huyét
khdi trén phan nhom bénh nhan nhdi mau co tim ST
chénh |én c6 ganh ndng huyét khéi I6n van chua dugc
tim hiéu. Muc tiéu: banh gia két cuc ndi vién cla cac
bénh nhéan nhdi mau cg tim ST chénh Ién cé ganh
nang huyét khai I6n dugc thuc hién hat huyét khoi khi
can thiép mach vanh thi dau. Phudng phap: Tién
ctu c6 can thi€p. Két qua: 147 bénh nhan nhoi mau
cd tim ST chénh Ién c6 ganh nang huyét khai I6n dugc
chia thanh nhém hut huyét khoi + can thiép (n = 71)
va nhom can thiép thudng quy (n = 76). Ty Ié giam
chénh cta doan ST va chi s6 tudi mau cd tim TMP = 3
trong nhom hat huyét khéi cao hon nhém nhém
chirng cé y nghia thong ké. T& vong ndi vién trong
nhém hat huyét khéi thap han nhém ching cé y nghia
thdng ké (10,5% so vGi 1,4%); p = 0,034). Khong cd
su khac biét vé ty |é dot qui gitra hai nhdm. Két luan:
HUt huyét khéi trén bénh nhan nhGi mau cd tim ST

*Bénh vién Cho' Réy .

Chiu trach nhiém chinh: Nguyén Thugng Nghia
Email: nghia2000@gmail.com

Ngay nhan bai: 30.3.2022

Ngay phan bién khoa hoc: 24.5.2022

Ngay duyét bai: 30.5.2022

286

chénh lén c6 ganh nang huyét khéi I16n giup giam
nguy co tr vong ndi vién va cai thién su’ giam chénh
cla doan ST va chi s6 tudi mau cg tim

SUMMARY

IN-HOSPITAL OUTCOMES OF MANUAL
THROMBUS ASPIRATION FOR PATIENTS
UNDERGOING PRIMARY PCI FOR ACUTE

STEMI WITH HIGH THROMBUS BURDEN

Background: Routine thrombus aspiration during
primary PCI does not improve clinical outcomes.
However, the outcomes of manual thrombus aspiration
for patients undergoing primary PCI for acute STEMI
with high thrombus burden is still unclear. Objective:
Evaluate the in-hospital outcomes of using manual
thrombus aspiration in STEMI patients under going
primary PCI and showing high thrombus burden.
Method: Interventon prospective study. Result: 147
STEMI patients with high thrombus burden in coronary
angiography divides into thrombus aspiration and PCI
(n = 71) or conventional PCI (n=76). The ST-segment
resolution and TIMI myocardial perfusion grading
(TMP = 3) were significant higher in the aspiration
+PCI group compared with the conventional PCI
group. In-hospital mortality rate was lower in the
aspiration +PCI group compared with the conventional
PCI group (10,5% versus 1,4%; p = 0,034). There
was no significant differences in the incidence of



