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CHARACTERISTICS AND VALUE OF ANTENATAL ULTRASOUND
SCREENING FOR CHROMOSOMAL ABNORMALITIES IN PREGNANT
WOMENT WITH AMNIOCENTESIS IN NGHE AN PROVINCE (2020 - 2021)
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Abstract: Ultrasonography is of great value in screening for fetal chromosomal abnormalities
and helping to precisely indicate amniocentesis. Objective was to find out morphological
abnormalities and value of ultrasound in prenatal screening test at Nghe An Obstetrics and
Gynecology Hospital (2020-2021). By methods of ultrasound, Double test, Tripple test
and chromosomal test for 121 pregnant women who were indicated for amniocentesis. The
study results showed the mean age of the pregnant women was 32 + 6.69 years, the group
> 35 years old accounted for 40.5%. Ultrasound abnormalities accounted for the highest
component of women with amniocentesis (62.8%), followed by age of 35 years or over
(40.5%), high-risk prenatal screening tests ( 35.5%). The rate of fetuses with abnormal
ultrasound image was 62.8%. The most common ultrasound abnormalities were increased
nuchal translucency (12.6%), nasal bone aplasia (5.5%). The rate of fetal chromosomal
abnormalities was 15.7%. There were 22.3% of fetuses with ultrasound abnormalities
having chromosomal abnormalities. The sensitivity, specificity, false-negative and false-
positive rates of ultrasound in predicting chromosomal abnormality were 89.5%; 42.2%;
10.5% and 57.8% respectively. Conclusion was ultrasound can detect many morphological
abnormalities and has high sensitivity in predicting fetal chromosomal abnormalities.
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DAC PIEM VA GIA TR] CUA SIEU AM SANG LOC TRU'O'C SINH & THAI
PHU CO CHi PINH CHOC OI CHAN POAN BAT THUO'NG NHIEM SAC THE

THAI NHI TAI NGHE AN (2020 - 2021)

Tran Tét Thing", Qué Anh Tram?*
! Bénh vién Mt Nghé An,
2 Bénh vién Hiru nghi DPa khoa Nghé An

Nhdn ngay 17 thang 4 nam 2023
Chdp nhén ddng ngay 18 thang 5 nam 2023

Tém tat: Siéu am (SA) c6 gia tri 1on trong sang loc chan doan nhirng bat thuong nhiém sic
thé (NST) cua thai nhi, gitp chi dinh choc 6i. Myc tiéu 1a tim hiéu dic diém bét thuong va
gia tri si€u am trong xét nghiém sang loc trudce sinh tai Bénh vién Phu San Nghé An (2020
-2021). Bang phuong phap xét nghiém siém am thai, Double test, Tripple test va nhidm sic
thé d6 cho 121 thai phy c6 chi dinh xét nghiém choc 6i. Nghién ctru dwa ra Két qua 1a tudi
trung binh cua thai phuy 1 32 + 6,69 nam, nhom > 35 tudi chiém 40,5%. Ty 18 thai phu c6 chi
dinh choc 6i do bat thuong si€u am chiém cao nhat (62,8%), sau do la thai phu trén 35 tudi
(40,5%), xét nghi¢ém sang loc trudc sinh cé nguy co cao (35,5%). Ty 1€ thai c¢6 hinh anh siéu
am bt thuong 13 62,8%. Hinh anh bat thuong siéu 4m phd bién nhat 13 ting khoang mo da
gay (12,6%), bat san xwong mili (5,5%). Ty 1¢ thai nhi bat thuong nhiém sic thé 1a 15,7 %;
C6 22,3% thai hinh anh siéu am bat thuong ciing c6 bat thuong nhiém sic thé. Do nhay, d0
dac hiéu, ty 1¢ 4m tinh gia, duong tinh gia ctia siéu am phat hién bat thuong nhidm sic thé 1a
89,5%; 42,2%; 10,5% va 57,8%. Két luan: Siéu 4m phat hién nhidu hinh anh bét thuong va
d6 nhay cao trong du béo bat thuong nhiém sic thé thai nhi.

Tuwr khoa: siéu dm, bat thuong nhiém sdc the.

1. Pat van dé

Céc di tat bam sinh nay c6 thé do cac
bét thuong nhiém sic thé (NST) nhu tam
boi NST 21 gay ra hoi chung Down, tam
boi NST 18 gay ra hoi chung Edwards[1],
[2], [3].... Hau qua c6 thé giy chét trudc
sinh. Néu tré sinh ra ciing c6 nguy co cao
bi cham phat trién tri tug, thé chat, khé hoa
nhap vdi cong déng, xa hdi va tao ganh
nang cho xa hoi. Xu hudng hién nay la st
dung cac tién bo trong chan doan dé c6 thé
sang loc cac bat thuong nhidm sic thé trude
sinh, gitp can thiép sém nham lam giam
ty 1¢ tré sinh ra bi di tat. Chan doan quyét
dinh dot bién NST can cac ki thuat xdm lan
nhu choc 6i, sinh thiét gai rau, lay mau tinh

mach rén... thuc hién phuc tap, co nhiéu
nguy co bién chimg do d6 chi dinh can chit
chg, chinh xac. Hién nay chi dinh thyc hién
choc 6i dwa vao nhiéu yéu td khac nhau
nhu tudi me, tién st gia dinh, két qua xét
nghiém sang loc mau, siéu am thai...

Céc k¥ thuat chan doan trudc sinh dugc
thuc hién kha phé bién tai mot sb trung tam
16n ¢ Viét Nam [4], [5] va da bat dau duoc ap
dung & Nghé An. Nghién ctru niy nhim xéc
dinh dic diém va gia tri siéu am sang loc trudc
sinh ¢ thai phu c6 chi dinh choc bi chan doan
bat thuong nhiém sic thé thai nhi tai Nghé An.
2. P6i twong va phwong phap nghién ciru
2.1. Doi twong nghién ciru
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- Thai phu ¢6 nguy co cao nhu: > 35
tudi hodc c6 tién sir da mang thai hodc sinh
con mic bénh di truyén, tién st gia dinh ¢
bénh di truyén [1].

- Thoi gian nghién cuu: tor thang
05/2020 dén thang 05/2021.

- Pia diém nghién ctru: Bénh vién San
Nhi Nghé An.

2.2. Phwong phap nghién ciru

- Thiét ké nghién ctru: mé ta, tién ciru.

- K¥ thuat ap dung trong nghién cuu

+ Siéu 4m thai, sy bt thudng cua thai nhi
dugc danh gia dya theo cac tiéu chuén chan
doén siéu am. Khoang sang sau gay: >3,0mm.

+ Léy mau thuc hién Double test va

Triple test.

+ Lay méu dich 6i du6i sy huéng dan
cua si€u am.

+ Nhifm sic thé do (Karyotype): nudi
cdy can 6i trong dung dich nu6i BIOAMF-2
Complete Medium Biological Industries
(Hang BI (Biological Industries), thu hoach
can té bao 6i, dan tiéu ban, cit bang nhiém sic
thé ¢ ky giita bang dung dich trypsin (Gibco),
nhudm Giemsa (Sigma-Aldrich).Phan tich két
qua bang phan mém LUCIA Cytogenetics.

+ Phan tich sb liéu, tinh d6 nhay
(Se), d6 dac hi¢éu (Sp), dua vao openepi
(https://openepi.com/DiagnosticTest/
DiagnosticTest.htm).

3. Két qua nghién ciru

Bang 1. Pic diém nhin khiu hoc d6i twong nghién ciru (n=121)

Pic diém S6 lwong | Ty 1é %
Tudi trung binh (ndm) X +SD 32+6,7
Tudi thai (tuin) 16 - 20 77 63.6
20-37 44 36,4
Tudi thai trung binh (tuan) X +SD 204 +44
Nghé nghiép Nong nghiép 43 35,5
Nghé khac 78 64,5
S lan sinh con 1-2lan 79 65,1
>3 lan 24 19,8

C6 121 thai phu ¢6 chi dinh choc 6i. Tudi
trung binh 13 32 + 6,69. Tubi thai duoc choc
bi tir 16 — 37 tuan, c6 77 trudng hop (63,6%)
dugc choc 6i ¢ thoi diém 1y tuong (tuan 16—
20). Nong dan chiém ty 18 (35,5%). Chua yéu

1a sinh con 1an 1 va 2 (65,3%), trung binh 13
1,69 + 1,08 lan. Nhém tudi chi dich choc 6i
nhiéu nhat 12 25 — 29 tudi (28,1%), sau do 1a
35 — 39 va 30 — 34 tudi. Gan 90% thai phy
tudi tir 25 tro 1én.

Bang 2. Chi dinh choc 6i ciia d6i twong nghién ciu (n=121)

S6 lwong Ty 18 (%)
BAt thuong siéu &m 76 62,8
Thai phu trén 35 tudi 49 40,5
Sang loc trudc sinh nguy co cao 43 35,5
Tién st sinh con mac bénh di truyén 28 23.1
Tién st gia dinh c6 bénh tat di truyén 10 8,3
B6 hodc me bat thuong NST 6 5,0
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Thai phu c6 bat thuong siéu am chiém nhu thai phu trén 35 tudi (40,5%), Kkét qua
ty 1€ (62,8%), sau d6 1a cac chi dinh khac sang loc trudce sinh c6 nguy co cao (35,5%).

Bang 3. Két qua sang loc truwde sinh bang siéu Am

S6 Ty 18 (%)
Bt thuong lwugng | SO thai phu | S6 bét thuong
(121) SA (76)
Tang khoang mo da gay 16 13,2 21,1
Bét san xwong miii 7 5.8 9,2
Nang dam roi mang mach 5 4,1 6,6
Xuong mili ngin 5 4,1 6,6
Nép gap da gay 4 3,3 5,3
Dan ndo thét 3 2,5 3,9
Dan bé than 3 2,5 3,9
Tran dich mang bung, mang tim 3 2,5 3,9
Chan khoe¢o 3 2.5 39
Xuong dui ngin 3 2,5 3,9
Di tat tim 1 0,8 1,3
Bét thuong khac* 29 24,0 38,2
* Bét thuong khac: st moi, hé ham éch, Két qua cho thay hinh anh siéu 4m bat

thong lién that da 6i, loan san than dang nang  thuong khéa da dang nhung hay gap nhét 1a
bén phai, bénh phdi tuyén nang bén trdi, ddy ting khoang mo da gay (21,1%), bat san
ron mot dong mach, tr chung Falot. xuong mili (9,2%).

VIO FETAL MEDCME CENTER M| 1.4 21.08-2021
VA3 20d Trimester | FRAGHz TO2  16:57:38

A B

Hinh 1. Hinh anh siéu 4m thai bat thuong

A. Nép gap da gay day, B. Bét san xuong miii
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Két qua chan doan hinh anh siéu am

phat hién nhiéu bat thudng, tuy nhién ting

khoang mo da gay 1a dau hiéu bat thuong
hay gip nhat.

Bang 4. Két qua bat thwong nhiém sic thé té bao 6i

S6 lwong Ty 18 %
Loai bt thuong Trén tong s6 thai | Trén s6 bat thwong
phu (121) NST (19)

Hoi chirng Edwards 7 5,8 36,8
Hoi chitng Down 6 4.9 31,6
Hoi chirng Patau 1 0,8 5,3
Hoi chiing Turner 1 0,8 5,3
Bit thuong cau tric 4 33 21,0
Tong 19 15,7 100

Ty 1¢ thai nhi c6 nhiém sic thé bat
thuong 1a 15,7%. Cac bat thuong NST vé
sO luong NST chiém ty 1€ chu yéu (78,9%).

Béng 5. Gia tri cuia siéu am

Hoi chimg Edwards hay gip nhat (36,8%)
sau d6 14 hoi chimg Down (31,6%).

trong sang loc trudc sinh

Xét nohic NST bit thuwong T4 OR Do nhay| Pp dic
ctnghiem — "Co T Khong | "™ | 95%cC1:)| P | (%) | hicu (%)
SA bat Co 17 59 76
thuone | TL(%) | 89,5 57.8 100 16,19 (1,36 —
& Khong | 2 E 25 2s2a | 0018 | 895 42,2
TL(%) | 10,5 42,2 100
Tong 19 102 121

Co6 17/76 (22,3%) thai hinh anh siéu am
bat thuong ciing c6 bat thuong NST. Thai
phu co siéu am bAt thuong co ty 1¢ dot bién
NST cao hon 6,19 1an so véi thai phu SA
binh thuong (p<0,05). B¢ nhay cua SA
phat hién bét thuong NST 1a 89,5%; ty 1é
am tinh gid 1a 10,5%, duong tinh gia 57,8%.

4. Ban luian

Nhom tudi tir 25 — 39 tudi chiém ty 1¢
chu yéu, twong ty nhu trong nghién ciru
ctia Tran Danh Cuong [6]. Ty 1& kha 16n
thai phu lam nghé nong phu hop voi dic
diém dan s6 cua tinh Nghé An, 1a tinh nong
nghiép. Phan 16n thai phuy c6 thai, sinh con
lan ther nhit hodc thtr 2; ¢6 khoang 1/5
trurong hop sinh con thur 3 trd [én.
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Két qua cia chung toi cho thiy bat
thuong siéu am van 1a mot trong nhiing chi
dinh hang dau cua choc 6i. Chi dinh choc i
do siéu am ciing chiém ty 1 cao nhit trong
nghién ctru cia VO Van Buc va cong su [3],
Tran Danh Cudng [6].

Thai phu trén 35 tudi chiém 40,5%. Mot
) nghién ctru tai Viét Nam chi dinh choc
6i do tudi me cao chiém tir 21,1%— 63%
[6], [7]. Mac du vay thi hi¢n nay chi dinh
choc 6i dwa nhiéu vao két hop tudi me va
két qua cac xét nghiém sang loc trude sinh
nhu tudi me + siéu am (+) Double test [3].
Két qua test sang loc cling 1a chi dinh quan
trong cua choc 6i (35,5%). C6 nhiéu truong
hop c6 hinh anh bét thudng rd rang trén
siéu am, do d6 bac si chi dinh thai phu thuc
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hién choc i ngay ma khong lam test sang
loc do d¢ ty I¢ test sang loc c6 nguy co co
thé con cao hon nira. Tai Viét Nam nghién
ctru cta Vo Vian Puc chi dinh choc 6i dua
vao xét nghiém sang loc + hinh anh siéu am
+ tudi me chiém 24% [3]. Tai Ha Noi chi
dinh choc 6i dwa vao xét nghiém sang loc
+ tudi me + siéu 4m 1a 65,4% [3]. Cac yéu
t6 tién st sinh con méc bénh di truyén, gia
dinh c6 bénh tat di tmyén hay b6 hodc me
bat thuong NST ciing duoc ghi nhan trong
mot s6 nghién ciru khac [3], [7].

Tang khoang mo da gay 1a dau hiéu siéu
am dau tién lién quan dén ting nguy co hoi
chirng Down ¢ thai nhi va la chi dinh choc
i dugc ap dung trong nhidu nghién ciru
[3], [5]. Mot sb nghién ctru con tinh todn
chi tiéu nay khac biét voi cac bat thuong
siéu am khéc [7]. Bat san xuong miii ciing
12 mot bat thuong hay gip. Nghién ctru 56
707 thai nhi tai Trung Quéc théy 0,13% thai
c6 bét san xwong mili, trong d6 22,54% c6
bat thuong nhiém sac thé (tam boi NST 21;
18...) [8].

Két qua vé ty 18 thai nhi bat thuong NST
ctia chang t6i phu hop véi mot sé nghién
ctru khac tai Viét Nam (tir 6,7% - 20,6%)
[4], [9]. Bat thuong sb lwong NST chiém
phan 16n ciing phii hop véi da sé nghién
ctru khac trén thé gidi va Viét Nam [10].
Nghién ctru tai Tho Nhi Ky trén 3702 thai
thiy bat thuong sé lwong chiém 80,9%
truong hop thai bat thuong NST [5]. Trong
nghién ctru ndy hai bat thuong hay gap nhat
la hoi chiing Edward va hoi chung Down.
Ty 1€ gap cac hoi chimg khac nhau tuy
nhién trong da sb nghién ctru déu thdy hoi
chung Down va hgi chung Edward thuong
chiém ty 1& cao nhit. Nghién clu cia
Tran Danh Cudng thay hoi chimg Down
la 40,6% trong khi d6 hoi chung Edward
chiém 13,8% [6]. Mot s6 nghién ctu trén
thé gidi ciing cho thay ty 1é gap hoi ching

Down kha cao (48,1 - 70,1%) [5], [10]. Két
qua cta chung toi hoi khac ctia mot so tac
gid khac 1a hoi chung Edward gap véi ty 1€
cao hon hdi chimng Down [3].

Ty 1& bat thuong NST & thai co bat
thuong trén siéu am 1a (22,3%) phu hop
nghién ctiru cua Trin Danh Cuong (22,4%)
[7], Luu Vi Diing (22,2%) [2]. Nghién ctru
tai Viét Nam thay thdy ty 1¢ thai nhi c6 hinh
thai bat thuong trén siéu 4m c6 bat thuong
NST cao gap 6 — 21 lan so véi thai nhi c6
hinh thai siéu am binh thuong [2], [4].

D0 nhay ciia sidu 4m trong phat hién bat
thuong NST trong nghién ctru cua chiing
to1 kha cao, dat téi 89,5%. Nghién ctru cua
Luu Vii Diing cho thay siéu am c6 d6 nhay
83,3% [2]. Theo Luck CA va cong su siéu
am phat h1en dot bién NST ¢ cac quan thé
c6 yéu tb nguy co, duoc thuc hién boi cac
chuyén gia chan doan hinh anh c6 thé dat
dd nhay cao té1 85-90% [11]. So vdéi céc
bién phap chin doan trude sinh khac, siéu
am c6 ty 1& phat hién bat thuong NST cao
hon. Nghién ctru ctia V& Vin Dtic thay chi
dinh choc i do siéu am bat thuong hinh
thai thai nhi c6 ty 1¢ phat hién cao nhat
(8,4%), tiép theo 1a chi dinh xét nghiém
sang loc quy I (7,3%), sang loc quy II
(1,6%) [3]. Mac du vay ty 1€ am tinh gia
12 10,5% cho thay nhiing truong hop hinh
thai siéu 4m binh thuong vin can choc 6i
khi c6 nhitng chi dinh khac. Khong phai tat
ca nhing bét thuong di truyén ciia thai déu
c6 biéu hién bat thudng trén siéu am. Thyc
té cho thay nhung nguoi mang NST chuyen
doan can bang va nhiing ngudi c¢6 cau tric
NST dang kham, nhung dong té bao binh
thuong chiém ty 1¢ 16n thi hdu nhu khong
c6 bat thuong vé mat hinh thai. Nghién ciru
cua Luu Vii Diling ty I¢ am tinh gia cta siéu
am la 3,7% [2]. Po dac hiéu cua siéu am la
42,2%; gié tri dwong tinh gia 1a 57,8%. Két
quéa do dic hidu trong nghién ctru nay thip
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hon trong nghién ciru ctia Nguyén Hoang
Trang (d0 dac hiéu 74%; duong tinh gia
26%) [4]. Nghién ctru tai Trung Quéc théy
ty 1€ duong tinh gid cua céc test sang loc
khong xam lan trudc sinh 14 39,2% [8]. Gia
tri d0 nhay cao va do dac hiéu thép cho théy
siéu am co gia tri 1on trong xét nghi€ém sang
loc phét hién bat thuong NST thai nhi.

5. Két luan

Qua nghién ctru dic diém siéu 4m trén
121 thai phu c6 nguy co cao, chung to1 rat
ra mot sb két luan sau:

- Tudi trung binh cua thai phuy la 32 +
6,69 nam, nhom > 35 tudi chiém 40,5%.
C6 35,5% thai phu la néng dan, phan 16n
(65,1%) sinh con thtr 1; 2. Tudi thai trung
binh 32 tuan, 63,6% truong hop dugc choc
61 & tudn 16-20.

- Ty 1¢ thai phuy c6 chi dinh choc 6i do
bat thudng siéu 4m chiém cao nhit (62,8%),
sau do la céac chi dinh khac nhu thai phu
trén 35 tudi (40,5%), két qua sang loc trudc
sinh c6 nguy co cao (35,5%).

- Ty 1¢ thai c6 hinh anh siéu 4m bt
thuong 13 62,8%. thai co bat thuong trén
siéu am, pho bién nhat 13 ting khoang mo
da gay (12,6%), bat san xuwong miii (5,5%).

- Ty 1¢ thai nhi bt thuong nhiém sac thé
14 15,7 %. Hoi chimg Edwards pho bién nhat
(36,8%) sau do 1a hoi chimg Down (31,6%).

- C6 22,3% thai hinh anh siéu am bat
thudng ciing ¢ bat thudng nhiém sac thé.
Do nhay, do dic hi¢u, ty 1¢ am tinh gia,
dwong tinh gia cua siéu 4m phat hién bat
thuong nhiém sic thé 1a 89,5%; 42,2%;
10,5% va 57,8%.
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