/
l:+/_l Vietnam Journal of Community Medicine, Vol 62, No 7 (2021) 238-245

INSTITUTE OF COMMUNITY HEALTH

CHARACTERISTICS AND THE EFFECTIVENESS OF
ANTENATAL SCREENING FOR CHRONMOSOMAL
ABNORMALITIES IN HIGH-RICK PREGNANT WOMAN
IN NGHE AN (2020 - 2021)

Tang Xuan Hai'", Que Anh Tram?

INghe An Obstetric and Pediatrics Hospital - 19 Ton That Tung, Hung Dung, Vinh City, Nghe An, Vietnam
’Nghe An Priendship General Hospital - Km 5, V.I. Le Nin, Vinh, Nghe An, Vietnam

Received 03/09/2021
Revised 03/10/2021; Accepted 04/11/2021

ABSTRACT

Characteristics and the effectiveness of antenatal screening for chromosomal abnormalities in high-
risk pregnant women in Nghe An (2020 — 2021), Screening for fetal chromosomal abnormalities is
of great significance in limiting birth defects.

Objective and method: To figure out chromosomal abnormalities and the value of some prenatal
screening tests at Nghe An Obstetrics and Gynecology Hospital (2020-2021). Methods: 121 pregnant
women who had an indication for amniocentesis were undergone ultrasound, Double test, Triple test
and amniocentesis for a karyotype analysis.

Results: The mean age of the participants was 32 + 6.69 years. 62.8% of fetuses had abnormalities
on ultrasound, among them the most common ones were nuchal translucency thickness (12.6%) and
aplasia of the nasal bone (5.5%). The rate of chromosomal abnormality was 15.7%, of which the
most common was Edwards syndrome (36.8%) followed by Down syndrome (31.6%).There was no
association between fetal chromosomal abnormalities and maternal age of the pregnancy, history of
pregnancy with malformations, miscarriage or family history of genetic disease.

Conclusion: Ultrasound and blood screening tests have high sensitivity, high negative predictive
value but low sensitivity and low positive predictive value in predicting abnormalities of fetal
chromosomes.

Key words: Chromosomal abnormalities, amniocentesis, pregnancy.
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DU DOAN BAT THUONG NHIEM SAC THE G THAI
PHU €O NGUY CO CAO TAI NGHE AN (2020 - 2021)

Tang Xuan Hai'", Qué Anh Tram?

!Bénh vién San Nhi Nghé An - 19 Tén That Ting, Hung Diing, thanh pho Vinh, Nghé An, Viét Nam
’Bénh vién Hitu nghi Pa khoa Nghé An - Km 56 5, V.I. Lé Nin, thanh pho Vinh, Nghé An

Ngay nhan bai: 03 thang 09 nam 2021
Chinh stra ngay: 03 thang 10 nam 2021; Ngay duyé¢t dang: 04 thang 11 nam 2021

TOM TAT

Sang loc chan doan nhitng bat thuong nhidm sic thé cua thai c6 ¥ nghia quan trong trong can thiép
han ché dj tat bam sinh.

Muc tiéu: Tim hiéu dic diém bt thuong nhidm sic thé va gia tri mot sé xét nghiém sang loc trude
sinh tai Bénh vién Phu san Nghé An (2020 -2021).

Déi tuong va phuwong phap nghién ciru: Xét nghiém siéu 4m thai, Double test, Tripple test va nhiém
sdc thé dd cho 121 thai phu c6 chi dinh xét nghiém choc di.

Két qua: Tudi trung binh ctia thai phu 32 + 6,69 nam. C6 62,8% thai c6 bat thudng trén siéu 4m, pho
bién nhét 1a ting khoang md da gay (12,6%), bat san xuong miii (5,5%). Ty 1¢ thai bt thuong nhidm
sac thé 1a 15,7%, trong d6 phd bién nhét 1 hoi ching Edwards (36,8%), hoi chimg Down (31,6%).
Khong c6 mdi lién quan giira bat thuong nhiém sac thé thai véi d tudi mang thai ciia ba me, tién sir
mang thai dj tt, say thai hay tién st gia dinh c6 bénh di truyén.

Két luan: Siéu 4m va xét nghi€m sang loc mau c6 do nhay cao, gia tri dy bao am cao nhung d6 nhay
thap va gia tri du bao duong thip.

Tir khéa: Bat thuong nhiém sic thé, choc 6i, thai.

1. PAT VAN PE 1.000 - 1.500 tré bi dj tat dng than kinh va 2.200 tré méc
bénh Thalassemia (tan mau bam sinh) [3]. Sang loc va

Céc bat thudng nhidm sic thé (NST) gy ra hoi ching chan doan bat thuong nhidm sic thé trudc sinh c6 ¥

Down, Edwards, Patau, Turner... 1a nguyén nhan quan nghfa 1on trong can thiép ¢ giai doan thai nhdm han ché

trong ctia cac truong hop di tat bAm sinh. Tai Viét Nam, sinh ra tré di tat.

moi nim c6 khoang 41.000 tré bi di tat dugc sinh ra.  Trén thé gidi cac chuong trinh sang loc chan doan trudc

Trong d6 c6 1.400 - 1.800 tré mic hoi chung Down; sinh di va dang dugc phat trién manh m& nhdm chin

*Tac gia lién h¢
Email: bstangxuanhai@gmail.com
Dién thoai: (+84) 912 379 583
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doan sém cac truong hop bat thuong nhiém sic thé
hodc gen thong qua cac k¥ thuat di truyén. Trong do,
nhiém sac the do (karyotype) c6 kha nang phat hién bat
thucmg vé s lwong va ciu tric NST véi do chinh xac
cao. O Viét Nam, d c6 két qua nghién ciru vé dic diém
bat thuong NST thai ctia cc thai phu dén kham mot s6
trung tAm 16n nhu tai Ha Noi, Hué [8], [12]. Tuy nhién
tai Nghé An thi cac s6 liéu con chua nhiéu. Nghién ctru
nay nhiam muyc tiéu xac dinh ty 18, cac loai, yéu t6 lién
quan dén bat thuong nhiém sic thé va gia tri cac xét
nghiém sang loc bat thudng nhiém séc thé tai Bénh vién
San Nhi Nghé An.

2.POI TUQNG VA PHUONG PHAP NGHIEN CUU

2.1. Poi twgng, dia diém, thoi gian nghién ctru

- Déi twong nghién ciru: Thai phy c6 chi dinh va dong
y choc i @é thuc hién chan doan trude sinh béng ky
thuat karyotype. Chi dinh choc di: nguy co cao sinh con
di tt bAm sinh qua xét nghiém sang loc huyét thanh me
bang Double test, Triple test; hinh anh bét thuong trén
siéu am thai; thai ¢ thai phu trén 35 tudi hodc co tién st
da mang thai hodc sinh con méc bénh di truyén; co bd
hodc me bét thuong NST hoac tién sur gia dinh c¢6 bénh
tat di truyén [2].

- Thoi gian nghién ciru: Tix thang 05/2020 dén thang
05/2021.

- Dia diém nghién ciru: Bénh vién San Nhi Nghé An.
2.2. Phwong phap nghién ciru
- Thiét ké nghién ctru: Mo ta, tién ctru.

- K¥ thuét 4p dung trong nghién ctru:

+ Phong van thu thap thong tin bang phiéu hoi. Siéu
am thai.

+ L4y mau thuc hién Double test (do lwong p-hCG
tu do (free beta-human chorionic gonadotropin) va
PAPP-A (pregnancy associated plasma protein A),
Triple test (AFP (alpha fetoprotein), B-hCG (beta-
human chorionic gonadotropin) va Estriol khong lién
hop (uE3-unconjugated estriol) bang h¢ thong hoa sinh
mién dich tu dong.

+ Ly mau dich i duéi sy huéng dan cua siéu am.

+ Phuong phap nhidm sic thé d6 (Karyotype): nudi
ciy can 6i trong dung dich nudéi BIOAMF-2 Complete
Medium Biological Industries (Hang BI (Blologlcal
Industries) ¢ nhiét do 37°C/5% CO,, theo doi dén khi du
té bao dé thu hoach (ngay thir 9- 10) Thu hoach cin té
bao 6i, ding ¢ ky giita bang Colcemid (KaryoMAX™
Colcemid™, Gibco), dan tiéu ban, cit biang nhidm sic
thé o ky giita bang dung dich trypsin (Gibco), nhuém
Giemsa (Sigma-Aldrich). Poc két qua va phan tich
bang phan mém chuyén dung LUCIA Cytogenetics dwa
theo tiéu chuan qudc t& ISCN. Mot mau 6i phén tich
it nhat 15-20 cum NST. Khi xuét hién cum NST khac
cong thire NST, hay nghi ¢6 NST bt thudng phén tich
30 cum hodc nhiéu hon.

+ Phan tich sé liéu: D6 nhay (Se), d6 dac hiéu (Sp), gia
tri du bao duong (PPV), gia tri du bao am (NPV), hé sb
kappa dya vao epi (https://openepi.com/DiagnosticTest/
DiagnosticTest.htm).

3. KET QUA NGHIEN CU'U VA BAN LUAN

3.1. Mt s6 thong tin vé doi twong nghién ctru

Bing 1. Pic diém déi twong nghién ciru (n=121)

Pic diém S6 lwong Ty 1é %
16-19 5 4,1
20-24 9 7,5
. 25-29 34 28,1
Nhom tudi (nam)
30-34 24 19,8
35-39 29 24,0
40 - 46 20 16,5
Tubi trung binh 32+ 6,69
) ) 16 - 20 77 63,6
Tudi thai (tuan)
20-37 44 36,4

N

240



Prinect Color Editor
Page is color controlled with Prinect Color Editor 4.0.55
Copyright 2008 Heidelberger Druckmaschinen AG
http://www.heidelberg.com

You can view actual document colors and color spaces, with the free Color Editor (Viewer), a Plug-In from the Prinect PDF Toolbox. Please request a PDF Toolbox CD from your local Heidelberg office in order to install it on your computer.

Applied Color Management Settings:
Output Intent (Press Profile): GrayCoated_hdm.icc

RGB Image:
Profile: eciRGB.icc
Rendering Intent: Perceptual
Black Point Compensation: no

RGB Graphic:
Profile: eciRGB.icc
Rendering Intent: Perceptual
Black Point Compensation: no

CMYK Image:
Profile: ISOcoated_v2_eci.icc
Rendering Intent: Perceptual
Black Point Compensation: no
Preserve Black: no

CMYK Graphic:
Profile: ISOcoated_v2_eci.icc
Rendering Intent: Perceptual
Black Point Compensation: no
Preserve Black: no

Device Independent RGB/Lab Image:
Rendering Intent: Perceptual
Black Point Compensation: no

Device Independent RGB/Lab Graphic:
Rendering Intent: Perceptual
Black Point Compensation: no

Device Independent CMYK/Gray Image:
Rendering Intent: Perceptual
Black Point Compensation: no

Device Independent CMYK/Gray Graphic:
Rendering Intent: Perceptual
Black Point Compensation: no

Turn R=G=B (Tolerance 0.5%) Graphic into Gray: yes

Turn C=M=Y,K=0 (Tolerance 0.1%) Graphic into Gray: no
CMM for overprinting CMYK graphic: no
Gray Image: Apply CMYK Profile: no
Gray Graphic: Apply CMYK Profile: no
Treat Calibrated RGB as Device RGB: no
Treat Calibrated Gray as Device Gray: yes
Remove embedded non-CMYK Profiles: no
Remove embedded CMYK Profiles: yes

Applied Miscellaneous Settings:
Colors to knockout: yes
Gray to knockout: yes
Pure black to overprint: no
Turn Overprint CMYK White to Knockout: yes
Turn Overprinting Device Gray to K: no
CMYK Overprint mode: set to OPM1 if not set
Create "All" from 4x100% CMYK: no
Delete "All" Colors: no
Convert "All" to K: no



TX. Hai, Q.A. Cham. / Vietnam Journal of Community Medicine, Vol 62, No 7 (2021) 238-245

Pic diém S6 lwong Ty 1é %
Tudi thai trung binh 20,37 + 4,42
CBCC 23 19,0
. Nong nghiép 43 35,5
Nghé nghiép
Cong nhan 24 19,8
Lao dong tu do 31 25,7
0 18 14,9
S6 1an sinh con 1-2lan 79 65,1
>3 lan 24 19,8
Tién st say thai 26 21,5
Tién str mang thai hodc sinh con bi di tat 28 23,1
Gia dinh c¢6 bénh tat di truyén 10 8,3
B me bat thuong NST 6 5,0

Nghién ctru c6 121 thai phu c6 chi dinh choc 6i. Tudi thai  Két qua cho thay ty 1¢ thai phu cao tudi kha cao (hon
phu tir 16 dén 46, trung binh 14 32 + 6,69; 40,5% thai phu ~ 40%). C6 nhimg nghién ctru thay ty 1¢ choc 6i do tudi
cao tudi (tir 35 tudi tré 1én). Tudi thai duge choc &i tir 16 e kha cao (63%) [11]. Tuy nhién xu huéng hién nay
— 37 tudn, ¢6 77 trudng hop (63,6%) duoc choc i ¢ thoi la dya nhiéu vao cac XNSL trude sinh. Tai Ha Noi chi

diém Iy tuong (tudn 16-20). Yéu t6 tién sir phd bién nhat  dinh choc oi do tudi cao chiém 21,1% [12].

la mang thai hodc sinh con bi di tat (23,1%). 3.2. Két qua sang loc trwde sinh

Bing 2. Két qud sang loc truwée sinh bang siéu ém (121)

Hinh anh siéu 4m S6 lwong Ty 18 (%)
Binh thuwong 45 37,19

Téng khoang mo da gay 16 12,6

Nép gip da gay 4 3,15

Xuong mili ngin 5 3,94

Bét san xuong miii 7 5,51

Nang dam 16i mang mach 5 3,94

Dan ndo that 3 2,36

62,81

Bit thwong | Di tat tim 1 0,79
™=76) | Dan bé than 3 2,36
Tran dich mang bung, mang tim 3 2,36

Chéan khoéo 3 2,36

Xuong diii ngdn 3 2,36
Bét thuong khac* 29 22,83
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* Bat thuong khac: Sut moi, hd ham éch bén phai,
thong lién that da di, loan san than. ..
Két qua cho thay c6 62,81% thai c6 bat thuong khi siéu

4m, hinh anh siéu 4m bt thuong chii yéu: ting khoang

mo da gay (12,6%), bat san xwong mili (5,5%). Két qua
trong nghién ciru nay phu hop voi mot sd nghién ciru
trén thé gidi. Devore G.R. (2001) nghién ciru ¢ 103 thai
phu trén 35 tudi cé bat thuong NST thai thdy siéu am
phat hién dugc 81% [14].

Bing 3. Két qud sang loc truwéc sinh bang xét nghigm mdu (n=121)

Xét nghiém sang loc ) lwgng Ty 1€ (%)

Nguy co cao 32 26,4
Double test (n=51) -

Nguy co thap 19 15,7

Nguy co cao 11 9,1
Tripple test (n=15) -

Nguy co thap 4 3,3
Khong sang loc* 55 45,5

* Cac d6i twgng khong xét nghiém sang loc la
trudng hop c6 bat thuong rd trén hinh anh siéu am,
duoc chi dinh xét nghiém biang karyotype, bo qua
sang loc mau.

Ty 1€ nguy co cao khi xét nghiém Double test 1a 26,4%
va khi xét nghiém Tripple test 1a 9,1%. Dya vao sang
loc huyét thanh me thi ty 1€ phat hién thai Down la la
82,6%, thai Edward 1a 90,9% [6], [7].

Bing 4. Két qua bét thwong nhiém sdic thé té bao 6i

x A Ty 18 (%)
Loai bat thuong So lugng - . —
Trén tong so (121) Trén so bat thwong NST (19)
Hoi chirng Edwards 7 5,78 36,84
Hoi chirng Down 6 4,96 31,58
Hoi chung Patau 1 0,83 5,26
Bét thudng cdu trac 4 3,30 21,05
Hoi ching Turner 1 0,83 5,26
Tam bdi 0 0,0 0,00
Tong 19 15,7 100

Trong s6 121 trudng hop choc 6i, ¢6 19 thai nhi c6
nhiém sic thé bat thuong (15,7%). Trong sb thai nhi
NST bit thuong vé sé lugng NST (15 trudng hop,
78,9%), hoi chung Edwards (Trisomy 18; 36,84%) va
héi ching Down (Trisomy 21, 31,58%).

Hai Long N thiy 20,6% thai ting khoang sang sau gay
c6 bat thuong NST [16].

S6 trudng hop thai nhi bat thudng s6 lugng NST 1a chu

N

242

yéu pht hop v6i mot sb nghién ciru khac. Ali Acar va
cong su (2016) nghién ctru trén 3702 thai phu cé chi
dinh choc 6i tai Tho Nhi Ky thdy 80,9% trudng hop bét
thuong NST 1a bat thuong sé lwong [9]. Rulin Dai va
cong su (2019) nghién ctru trén 4953 mau NST thai nhi
tai Trung Qudc, phat hién 204 truong hop (4,12%) co
bét thuong NST, hau hét 1a bat thuong sb luong [13].

Két qua ctia chung t6i phit hop v6i nghién ctru cua Lé
Tuan Linh va cong sy thay ty 1¢ thai nhi chan doan bt
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thuong s6 lugng NST 14 9,0%, trong d6 85,7% mac hoi
chimg Down, 14,3% méc hoi chimg Edward [8]. V&
Vin Duc thiy hoi chimg Down 1a bat thuong sb lugng
hay gip nhat (chiém 64,6%) [5]. Ali Acar va cong su

(2016) gap hoi chiing Down 48,1% [9].

3.3. Mot s6 yéu té lién quan dén bat thwong cia

nhiém sach the

Bing 5. Mt 56 yéu t6 lién quan bit thuwong nhiém sic thé thai nhi

Yéu té n Bt thwong nhiém sic thé | Ty 18 (%) p
‘, >35 49 6 12,2
Tubi (ndm) 0,543
<35 72 13 18,1
. Co 28 5 17,9
Tién st mang thai di tét 0,951
Khong 93 14 15,1
‘ Co 26 5 19,2
Tién st say thai 0,799
Khong 95 14 14,7
Tién st gia dinh c6 bénh tat Co 10 2 20,0 0.949
di truyén Khong 111 17 15,3 ’

Két qua phan tich chua tim thay mdi lién quan giita
bét thuong NST thai voi do tudi mang thai cua ba me,
tién sir mang thai di tat, say thai hay tién st gia dinh c6

bénh di truyén. Két qua nay phu hgp v6i nghién ctu ciia
Dubey thiy tudi me, tién sir sy thai khong lién quan t&i
dot bién NST ¢ thai [15].

Bdng 6. Gia tri ciia xét nghiém sang loc trudc sinh

Xét nghigm NST bat thudng | ge (%) (CI | Sp (%)(CI | PPV (%) | NPV (%) | Kappa(CI
¢ C6 | Khong 95%) 95%) (CI195%) | (CI95%) 95%)

SA bt Co 17 62 |89,5(68,6 - | 39.2(30,3— | 25,5(13,.9— | 95,2 (84,2 — | 0,13 (0,02 —
thuong Khong 5 20 97,1) 48,9) 31,8) 98,7) 0,23)

XNSL bét Co 8 36 100 (67,6 — | 37,9 (26,6 — | 18,2(9,5— | 100 (85,1 — | 0,13 (0,01 —
thudng Khong 0 5 100) 50,8) 31,9) 100) 0,25)

Phan tich gia tri ctia si€u &m va XNSL (Double va Tripple
test) trong du bao bat thuong NST thai nhi thiy cac xét
nghiém nay cé do nhay cao, gia tri dy bao am tinh cao
nhung d¢ dac hiéu thap, gi4 tri du bao duong thap. Hé s6
kappa giira xét nghiém khong xam lan va NST db thap.

Gia tri d6 nhay, do dac hiu, gia tri du bao duong,
gia tri du bao am cua si€u am trong nghién ctru nay la
89,5%; 39,2%; 25,5% va 95,2%. Gia tri du bao duong
(PPV) cua siém am trong nghién cru nay cao hon so
v6i XNSL mau, tuong duong véi két qua cua Bukvic
D va cong su (2011) phan tich trén 1440 thai phu trén

35 tudi, ¢6 xét nghiém choc bi, théy PPV cua Triple test
la 1,6%, cta siéu am 1a 12,5% [10]. Gia tri d6 nhay, do
dac hiéu, gia tri du bao duong, gia tri du bao 4m cua
XNSL trong nghién ctru nay la 100%; 37,9%; 18,2%
va 100%. Két qua nay phu hop véi két qua tinh toan tir
nghién ctru ciia Luu Vii Diing (Se ctia XNSL 1a 83,3%;
Sp 17,9%; PPV 5,2% va NPV 95,2% [4].

5.KET LUAN

Qua phan tich s6 liéu cua 121 thai phu c6 xét nghiém
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sang loc va nhiém sic thé do tai Bénh vién San Nhi
Nghé¢ An cho két luan:

- Tudi trung binh cua ba me duoc choc 8i 1a 32 + 6,69
nam, nhom > 35 tudi chiém 40,5%.

- C6 62,8% thai c6 bat thudng trén siéu am, phd bién
nhét 1a ting khoang m& da gy (12,6%), bat san xuong
mii (5,5%). C6 55 nguoi thuc hién xét nghiém sang loc
mau; 26,4% c6 nguy cao Double test va 9,1% c6 nguy
co cao Tripple test.

- Ty 1¢ thai nhi bat thuong nhiém sac thé 1a 15,7%. Cha
yéu 1 bat thuong sé luong nhiém sic thé. Hoi ching
Edwards phé bién nhat (36,8%) sau d6 1a hoi chung
Down (31,6%).

- Khong c6 méi lién quan giita bat thuong nhiém sic thé
thai v6i do tudi mang thai cia ba me, tién sir mang thai
di tat, say thai hay tién sir gia dinh c6 bénh di truyén.

- Hé s6 phu hop giita siéu 4m, xét nghiém sang loc mau
va nhidm sic thé do thap (hé s6 kappa = 0,13).
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