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ABSTRACT

Objectives: Determination of the prevalence of all chromosomal defects and its distribution in
fetuses with increased nuchal translucency thickness.

Methodology: This is a retrospective study among pregnant women indicated for amniocentesis by
nuchal translucency above 2.5 mm and consent to the study. 2720 cases were included to the study
during 6 years’ period from 2015 to 2020. All singleton pregnancies whose nuchal transluciency
measurements were equal or over 2.5mm, were indicated for amniocentesis.

Results: The study was consist of 2720 amniocentesis in which fetal nuchal transluciency was
elevated. The median maternal age was 29.19 years old (range 17-46), and the median fetal crown-
rump length was 66.9 mm (range 4-84). The fetal karyotype was abnormal in 560 (20.6%) pregnancies.
The popular chromosomal conditions were including trisomy 21(55%), trisomy 18 (11.2%), trisomy
13 (3.9%), 45, XO (2.7%). Chromosomal aberrations rate was 17.6% at maternal age of 30- 34, 34%
and 50.0% at maternal age of 35- 39 and > 40 respectively.

Conclusion: In fetuses with increased nuchal translucency, more than a half of the chromosomal
aberrations were trisomy 21 (55.0%). Structural rearrangements were 22.5%. Advanced maternal
age (above 35) increases the risk of chromosomal aberrations.

Keywords: Amniotic fluid, chromosomes, amniocentesis, abnormal fetal chromosome.
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TOM TAT

Muc tidu: Xac dinh ty 18 bt thuong nhidm sic thé ¢ thai nhi ting khoang sang sau gay.

Phwong phap nghién ciru: Day 1a nghién ciru hdi ciru nhiitng thai phu mang thai dwoc choc 6i vi
tang khoang sang sau gay tir 2.5 mm tr¢ 1én va dong y tham gia vao nghién ciru. 2720 trudng hop
phan tich trong 6 ndm tir 2015 dén 2020. Chang t6i hdi ctru tir dit lidu luu trit tit ca cac thai phu
mang don thai dugc thuc hién xét nghiém nhiém sic thé & quy 2 thai ky va c6 khoang sang sau gay
trén 2.5 mm.

Két qua nghién ciru: Sau khi xét nghiém NST cho 2720 thai nhi ting KSSG, tudi me trung binh 1a
29.19 (tir 17-46 tudi), chiéu dai ddu mong trung binh 14 66.9 mm (tir 45-84mm). Nhiém sic thé do bat
thudng & 560 thai nhi (20.6%). Dang bit thuong hay gip 1a trisomy 21 (55%), trisomy 18 (11.2%),
trisomy 13 (3.9%), XO (2.7%).

Két luan: O thai nhi ting khoang sang sau gay, bt thuong trisomy 21 chiém 55% hay gip nhat, bat
thudng cau trac nhidm sac thé chiém 22.5%. Tudi me cang 16n lam ting nguy co bat thuong nhidém
sic theé.

Tir khéa: Dich 6i, nhidm sic thé, choc hut dich 6i, bat thuong nhidm sic thé thai nhi.

1. PAT VAN DPE duong cat dimg doc giita thai nhi, twong tmg hodc 16n
2.5mm & nghién ctru ¢6 2570 thai phu [3].

Khoéang sang sau gay 1a cdu trac quan sat trén siéu 4m

& phia sau gay cua thai nhi phia sau c¢6 va & quy 01 thai

ky, c6 thé co véach, tap trung & ving cd thai nhi hodc AR ’ ST

kéo dai toan bo chiéu dai thai nhi [2]. Khoang sang sau  phap hit dich 6i d€ dicu tri da 6i. Tir ndm 1966, lan dau

gay duoc coi 14 ting néu do theo chiéu vudng goc trén  tién ban d nhidm séc thé ctia thai dugc nudi cay tir dich

Choc 6i 12 bién phap xam 14n dé chan doan trude sinh da
bat dau tir nhidu ndm trude, dugc phét trién tir phuong

*Tac gia lién h¢
Email: nguyenhl.pshp@gmail.com
Dién thoai: (+84) 983 840 518
https://doi.org/10.52163/vjem.v62i6.184

N

110



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



N.H. Long et al. / Vietnam Journal of Community Medicine, Vol 62, No 6 (2021) 109-114

i va tai to hop cac cap nhiém séc thé dugc thuc hién
1 ndm sau d6[2]. Nam 1968 , Valenti va cong su chan
doan bat thuong trisomy 21 bang nudi cdy dich 6i [4].
Tir &6 phuong phap ldy té bao thai nhi thong qua choc
hut dich 6i dugc tmg dung trén toan thé gidi [5-7].

Téang khoang sang sau gay ¢ thai nhi bi trisomy 21 va cac
bat thuong nhiém sic thé khac ciing nhu cac bat thudng
gene va bat thuong hinh thai cua thai [8] [9] [10]. Mot
vai nghién ctru dé cho thy ting khoang sang sau gy co
thé don doc hodc két hop véi cac dau hiéu sinh hoa khac
c6 thé sang loc trismy 21 mdt cach hiéu qua [8]. Muc
dich cta nghién ctru ndy 1a mé ta cac bat thuong nhiém
sac thé cua thai nhi khoang sang sau gay [11].

2.POI TUQNG VA PHUONG PHAP NGHIEN CUU

2.1. i twong nghién ctru: Day 1a nghién ciu 1am
sang hoi ctru s6 liéu tai Trung tim chan doan trudc sinh
Bénh vién phyu san Trung wong. Ching t6i thu thap
thong tin bénh nhéan tir 2015-2018: thu thap hdi ctru
dwa vao ho so tai Trung tam, tir 01/2019 dén 12/2020:
thu thap truc tiép tir thai phu dén kham tai trung tam.

2.2. Tiéu chuén lya chon: Thai nhi 11 tuin dén 13
tudn 06 ngay, Cac thong tin thu thap: chiéu dai dau
mong (mm), khoang sang sau gay (mm), cac ddu hiéu

trén si€éu am, két qua nhiem sac thé do.

2.3. Phan tich so liéu: Bang phin mém SPSS 20.0 tinh
cac ty 1§, gia tri trung binh.

2.4. Dao dirc nghién ciru: Nghién ctiru ndy dugc thong
qua Hoéi déng dao duc cua Bénh vién Phu san Trung
wong. Thai phy tham gia nghién ctru dugc thong tin vé
nghién ctru va dong thuan tham gia vao nghién ctru.
Thai phu c6 thé rat lui khoi nghién ctru bat ké luc nao
va thong tin vé thai phu dwoc giit bi mat tuyét ddi.

3. KET QUA NGHIEN CUU

3.1. Ty 1¢ choc 6i, ty 1¢ ting khoang sing sau gay

T nam 2015 dén nam 2020, c6 18499 thai phu duogc
choc hit dich di tai Trung tam chan doan trude sinh
Bénh vién Phu san Trung wong trong dé c6 2720 thai
phu dugc choc 6i vi ting khoang sang sau gay chiém ty
1€ 14.7 % (bang 1)

Ty 1¢ tang khoang sang sau géy 1a 14.7% chung t6i ¢
thé thiy su gia ting nhe ting khoang sang sau gay tir 15
% nam 2015 dén 17.3% nam 2018 va 18.2 nam 2019.
Ty 18 bat thuong nhidm séc thé 13 20.6%, dao dong tir
17.7% nam 2015 dén 21.3% nam 2018 va cao nhit 1a
25.6% nam 2020.

Bing 1. Ty Ié tang khodng sdng sau gdy & thai choc hit dich 6i va 1y 1¢ bt thwong nhiém sdic thé

Néim S6 lwgng Ty 18 choc 6i | S6 thai ting Ty 1€ ting S6 thai bat | Ty 1& bat thuong
choc oi (%) KSSG KSSG (%) thuwong NST NST (%)
2015 3192 17.3 480 15.0 85 17.7
2016 2903 15.7 129 44 25 19.4
2017 3091 16.7 476 15.4 90 18.9
2018 3182 17.2 550 17.3 117 21.3
2019 3301 17.8 601 18.2 119 19.8
2020 2830 15.3 484 17.1 124 25.6
Total 18499 100 2720 14.7 560 20.6

20-35 tudi 1a 82.1%. Ty 1& bat thuong nhiém sic thé
khac nhau theo tudi me: gan 18.6% & thai phu dudi 19
tudi, gan 17.6% & thai phu 30-34 tudi va ting lén dang
ké & tudi thai tir 35-39 tudi khoang 34% va ddi voi thai
phu trén 40 tudi thi ty 1& nay 1a 50%.

3.2. Ty 1¢ phéan b bét thwong nhiém sic thé theo

nhom tuoi

Tir bang 2 ta thiy thai phu duéi 19 tudi chiém 1.6% va
thai phu trén 35 tudi chiém 16.3%, ty 1¢ bénh nhan tir
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Bing 2. Tuéi me 6 thai nhi choc 6i va ting khoding sing sau gdy

Tudi me S6 truomg hop Ty 18 (%) S6 thai bat thwomg NST | T¥ 1¢ bét thwong NST (%)

<19 43 1.6 8 18.6
20-24 441 16.2 79 17.9
25-29 1042 38.3 172 16.5
30-34 752 27.6 132 17.6
35-39 326 12 111 34

>40 116 4.3 58 50

Total 2720 100 560 20.6

3.3. Ty 1é cac bat thwong nhiém sic thé 14 0.2% va cac dang bat thuong khac chiém 1.3%. Dbi

Theo bang 3, ty 1¢ bt thuong & nhidm séc thé thuong, v6i cac thai phu bét thuong nhidm sic thé gidi tinh, ty
thi sb ca trisomy 21 1a 302 truong hop (53.9%), tiép 1€ 45, XO cao nhat 1a 2.3%, trong khi do ty 1¢ 47, XXY
theo d6 1a trismy 18 (12.1%), ty 1¢ trisomy 13 1a 3.4%, chi1a 0.5%, 47, XYY 14 0.7% va kham nhi€m sdc thé

ty 1¢ kham nhiém sic thé 1a 0.4%, tam boi nhiém sac thé  gidi tinh 1a 1.4%, 47, XXX 1a 1.3%.

Bing 3. Ty I¢ bit thwong & thai nhi ting khodng sdng sau gdy

Bit thwong NST S6 truong hop Ty 18 (%)
1. Bit thwong NST thudng 71.3
Triploidy 1 0.2
Trisomy 21 302 53.9
Trisomy 18 68 12.1
Trisomy 13 19 34
Thé kham 2 0.4
Bét thuong NST khac 7 1.3
2. Bt thuong NST giéi 6.2
45, X0 13 23
47, XXY 3 0.5
47, XXX 7 1.3
47, XYY 4 0.7
Thé kham 8 1.4
3. Bét thuwong céu tric NST 22.5
Chuyén doan khong twong hd 9 1.6
Chuyén doan Robertsonian 15 2.7
Chuyén doan Der 5 0.9

N
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Bit thwong NST S6 truwong hop Ty 18 (%)

bao doan 16 2.9
Mt doan 5 0.9
Lap doan 0

Thém doan 4 0.7
Nhiém séc thé danh déu 2 0.4
Da hinh nhiém séc thé 58 10.4
Thé kham 11 2.0
Téng 560 100

D6i voi cac bat thuong cau trac nhiém sic thé co
9 truong hop (1.6%) véi ty 1é chuyén doan twong
hd va 15 (3.2%) truong hop chuyén doan kiéu
Robertsonian, 5 truong hop (0.9%) chuyén doan
kiéu der, 16 truong hop ddo doan (2.9%), 5 truong
hop mét doan (0.9%), 4 truong hop (0.7%) thém
doan, 2 trudng hop (0.4%) nhiém sic thé danh dau,
58 truong hop (10.4%) da hinh nhiém sic thé va 11
(2.0%) trudong hop thé kham.

4. BAN LUAN

Choc hiit dich i 1a mot phuong phap thu thap bénh
pham tryc tiép tir thai nhi. Pay 12 phuong phap xam lan
c6 thé danh gia duogc bd nhidm sic thé cia thai. Pay 1a
mot thu thuét thuong quy khong chi tai Viét Nam ma
con & Ao (82.44%) [12] va 93% trong nghién ctru cua
Carle [1] véi ty 1¢ say thai thap chi 0.02% & nghién ctru
nim 2016. Trong nghién ctru ciia chung toi tat ca cac
thai phy déu duoc thuc hién choc hut dich 6i.

Theo bang 1 chung t6i nhan thiy c6 2720 thai phu
tang khoang sang sau gay chiém 14.7% toan bo nhiing
truong hop phai choc hut dich 6i. Ty 18 bat thuong
nhiém sic thé cao nhat vao nam 2020 khoang 25.6%
va ty 1€ trung binh 1a 20.6%. Ty 1€ nay tuong ung voi
cac nghién ciru trén thé giéi [6, 7, 13]. RS rang la
Trung tdm Chén doan trudc sinh Bénh vién Phu san
Trung wong 1a mot trung tim hang dau & mién Bic
Viét Nam va nhan kham sang loc bat thuong nhiém
sdc thé cho thai phu téi tir rat nhidu tinh thanh phia
Bic. Ty 1¢ bat thuong nhidm sic thé 1a 20.6% ddi véi
nhitng thai c6 ting khoang sang sau gay 1a cao hon rit
nhiéu so vdi ty 18 bt thudng nhiém sic thé néi chung

tai trung tm (chi khoang 6.7%) cho thiy khoang sang
sau gy dung 1a mot phuwong phép sang loc bat thuong
nhiém sic thé hiéu qua ¢ quy 01 thai ky voi chi phi
thap va d& dang tiép can.

Tir bang 2 cho thay tudi me 1a mot yéu té két hop véi
khodng sang sau gay gitip chan doan bét thudng nhidm
sic thé. Trong nghién ctru ciia ching t6i, ty 1¢ thai phu
trén 35 tudi 1a 16.3% nhung ty 1¢ bat thuong nhiém sac
thé 13 17.6% (d6i voi thai phu 30-34 tudi) 1én 34% dbi
v6i thai phy 35-39 tudi va 50% ddi véi thai phu 16n hon
40 tudi.

O Trung tdm chan doan trude sinh cia ching t6i, ky
thuat nuoi ciy té bao 6i 1a k¥ thuat thudng quy phat
hién cac bat thuong sb lwong nhidm sic thé ciing
nhu ciu triic & canh 16n nhidém sic thé. Trong bang
3 phan loai cac bat thudong nhiém sic thé thi trisomy
21 1a hay gip nhit (53.9%), theo sau d6 1a trisomy
18 (12.1%) va trisomy 13 (3.4%). Bat thudng nhiém
sac thé gigi tinh 1a 6.2% trong khi ty 1& 45,XO 1a
cao nhét chiém t6i 2.3% téng s bat thuong nhidm
sdc thé.

Céc bét thuong ciu trac nhidm sic thé chu yéu 1a dao
doan (2.9%), da hinh nhiém sic thé (10.4%), chuyén
doan Robertsonian 13 2.7%. Cac bat thuong duge mo ta
trong bang 3. Bt thuong cu tric nhidm sic thé nhin
chung, 14 hiém gap trong chan doan trudc sinh [14, 15].
S4 liéu tir nhitng nghién ctru trudce day cho thiy ty 16 bat
thuong cAu trac nhidm séic thé quan sat duoc 1a 23.7%,
trong nghién ctru ctia ching toi ty 18 nay thap hon mot
chut 1a 22.5%. Diéu d6 cho thiy ¢ thai ting khoang
sang sau gdy khong nhiing lam ting ty 18 bat thuong
s6 lwgng nhidm sic thé ma con cac bat thudng ciu trac
nhiém sic thé.
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5. KET LUAN

Tir céc két qua nghién ciru trén day chung toi ¢6 thé rat
ra két luan d6 1a khi tham kham thuong quy cho thai
phu, thi do khoang sang sau gay ting 1a mot ddu hiéu
quan trong dé chan doan bat thuong nhiém sic thé dic
biét 1a trismy 21 tuy nhién con c6 bt thuong cac nhidm
sdc thé khac nhu 13,18, bat thudng nhidm sic thé gidi
va bat thuong cau triic nhidm sic thé thai nhi nhat 1a &
nhirng thai phu trén 35 tudi.
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