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Ké"t cuc thai ki cac truoeng hgp don thai co6 do day khoang
thau am sau gay tu 3,0 mm tré Ién va co xét nghiém giai
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Tém tat

Muc tiéu: Xac dinh ti I& sinh s6ng va so sanh két cuc thai ki & giai doan nghién cuu, khi toan b thai ki cé d6 day khoang
thau am sau gay (Nuchal translucency, NT) > 3,0 mm va khong kém bat thudng nhiém sc thé dugc thuc hién xét
nghiém giai trinh tu hé exome gay bénh (Clinical exome sequencing, CES), véi giai doan trudc do, khi dudi 5% cac thai
ki dugdc thuc hién xét nghiém CES.

Daéi tugng va phuang phap nghién citu: Bao céo loat ca 58 thai ki don thai cé NT > 3,0 mm va két qua CES am tinh, dén
kham tai bénh vién Pai hoc Y Dugc Thanh phé H6 Chi Minh (TP.HCM) tif 06/2022 dén 06/2025 va da két thdc thai ki.

Két qua: Ti 1& sinh séng giam dang ké & nhom NT day kém bat thudng kiéu hinh so véi nhém NT day khéng kém bat
thudng kiéu hinh (30% so véi 97,92%, p <0,001). G nhdm khéng bt thusng kiéu hinh, ti 1& sinh séng khéng khac nhau
gilta cac phan nhém NT. So sanh giai doan nghién cuu véi giai doan trudc nghién cliu ghi nhan ti 1é sinh séng kém béat
thudng kiéu hinh giam ba Ian trong khi ti 1& sinh séng khéng kém bat thucng kiéu hinh tang tif 81,25% 1&n 94%.

Két luan: Kha nang sinh séng & cac thai ki NT > 3,0 mm véi két qua CES am tinh phu thudc vao su hién dién cla bat
thudng kiéu hinh kém theo. Chi dinh CES trong céc trusng hgp nay cé thé gilp téi uu viéc quan ly thai ki.
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Abstract

PREGNANCY OUTCOMES IN SINGLETON PREGNANCIES WITH
INCREASED NUCHAL TRANSLUCENCY AND NEGATIVE CLINICAL
EXOME SEQUENCING RESULTS

Cao Thi Mai Phuong, Nguyen Vu Ha Phuc, Tran Hoang Nhi, Le Thi Hoa, Le Thi Thuy Linh, Vo
Phan Thao Trang, Tran Nhat Thang

Objectives: To determine the live birth rate and compare pregnancy outcomes in the current study period, during which
Clinical Exome Sequencing (CES) was performed for cases of nuchal translucency (NT) = 3.0 mm without chromosomal
abnormalities, with the previous period when less than 5% of such cases underwent CES.

Methods: A case series included 58 singleton pregnancies with NT = 3.0 mm and negative CES results, being managed
at University Medical Center Ho Chi Minh City from June 2022 to June 2025. All pregnancies reached their final
outcomes at the time of study.

Results: The live birth rate was significantly lower in the group with structural anomalies compared to the group without
anomalies (30% vs. 97.92%, p <0.001). In the absence of structural anomalies, there was no statistically significant
difference in live birth rates between the different NT subgroups. Comparison between the two periods showed that the
rate of live births with structural anomalies in the current period decreased three-fold compared to the previous period,
while the rate of live birth without structural anomalies increased from 81.25% to 94%.

Conclusions: Survival in pregnancies with NT > 3.0 mm and negative CES results depends on the presence of

associated structural anomalies. The routine indication of CES may optimize prenatal management in such cases.

Keywords: increased nuchal translucency; clinical exome sequencing; pregnancy outcomes

1. DAT VAN BE

Tit ca thai nhi & tudi thai tir 11 — 14 tuan déu c6 hién tuong
tich dich sau gay véi muirc do tich dich thé hién qua s6 do “do
thau am sau gay” (Nuchal translucency, NT). Sy tich dich cang
nhiéu, hay gia tri NT cang I6n, cang lién quan dén nhiéu bién
¢b bét 1o cho thai, bao gdm: bat thuong di truyén, bat thuong
cau triic khong do di truyén, sdy thai va thai luu. O cac thai ki
NT day khong kém bat thuong di truyén, ti 16 chdm dut thai ki
(CDTK) van cao gép nhiéu lan so véi thai ki NT khéng day [1],
voi nguyén nhan CDTK chu yéu 1a bat thuong cAu tric nghiém
trong hodc NT rat day.

Dé tai khao sat két cuc thai ki & cac truong hop NT day
khéng méi, tuy nhién, d6i trong nghién ctru chu yéu 1a cac thai
ki NT day c6 két qua karyotype hodc microarray 4m tinh. Cho

dén hién tai, rat it nghién ctru ban luan vé két cyc thai ki & cac
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truong hop NT day khi ma ca két qua di truyén nhiém sic thé
va gen déu am tinh. Ti 1¢ bat thuong don gen lién quan d&én NT
day chiém khoang 3,2 - 31% [2-7] va viéc chi dinh xét nghiém
giai trinh tuy gen da anh huong dén cac quyét dinh tiép tuc hoic
chdm dut thai ky trong hon 60% cac trudng hop [8]. Liéu két
qua giai trinh tu gen am tinh c6 gitip gia dinh va bac si hoan
toan yén tim vé nhom thai ki nguy co cao nay khong. Chi dinh
thuong quy xét nghiém giai trinh ty hé exome (Clinical exome
sequencing, CES) & céc thai ki NT day véi két qua di truyén
trude d6 4m tinh co gitp tdi uu hoa viée quan ly thai ki khong.
Pé tra 161 cho cac cau hoi ndy, chung t6i tién hanh nghién ctru
voi hai myc tiéu chinh, d6 1a (1) xac dinh ti 1¢ sinh song & cac
thai ki don thai c6 NT = 3,0 mm va két qua CES am tinh va (2)
so sanh két cyc thai ki & giai doan nghién ctru, khi toan bg thai
ki NT > 3,0 mm khong kém bt thuong nhidm séc thé dugc
thuc hién CES, voi giai doan trudc do, khi dudi 5% céc thai ki

duogc thyc hién xét nghiém CES.
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2. DOl TUGNG VA PHUONG PHAP
NGHIEN CUU

2.1. Doi tugng nghién ctiu

Thai ki don thai 6 NT > 3,0 mm va c6 két qua phan tich
di truyén am tinh, dén kham tai bénh vién Dai hoc Y Dugc
Thanh phé H6 Chi Minh (TP.HCM) tir thang 06/2022 dén
thang 06/2025.

2.1.1. Tiéu chuén chon
Trong giai doan tién hanh nghién ciru
Thai ki don thai co NT > 3,0 mm va ¢6 két qua CES am tinh.
D3 két thuc thai ki, c6 thong tin vé két cuc thai ki va kiéu
hinh sau sinh.
Trong giai doan trudc nghién ctiu
Thai ki don thai ¢6 NT = 3,0 mm va c¢6 két qua Microarray/
khéo sat bién thé s6 ban sao gay bénh (Copy number variant
sequencing, CNVseq)/CES am tinh.
C6 thong tin vé két cuc thai ki va kiéu hinh sau sinh.

2.1.2. Tiéu chuén logi trir

Loai trir cho ca hai giai doan:

- Két qua phan tich di truyén (nhiém sac thé/gen) duoc thu
thap qua nh¢ lai, khong c6 van ban chinh thurc.

- Hinh anh do NT khong dat céc ti€u chi cia Hiép hoi Y
hoc bao thai (The Fetal Medicine Foundation) [9].

2.2. Phuong phap nghién ctiu

2.2.1. Thiét ké nghién cuu

Nghién ctru bao cao hang loat ca.

2.2.2. CGméu
Lay toan bd mau thoa tiéu chuan chon vao va khong thudc

tiéu chudn loai trir trong sudt thoi gian nghién ciru.

2.2.3. Phuong phdp thuc hién

Tur thang 06/2022 tai bénh vién Pai hoc Y Dugc TP.HCM,
cac thai ki don thai c6 NT = 3,0 mm, khi déng y thuc hién xét
nghiém di truyén va khi két qua CNVseq hodc microarray am
tinh, s& dwoc tu van thuc hién xét nghiém CES. Thoi diém
thuc hién xét nghiém CES tuy thudc vao tudi thai khi xuét
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hién cac bat thuong kiéu hinh nghi ngo lién quan hgi chimg
don gen hodc khi két thuc thai ki d6i véi cac truong hop NT
day don doc. Tat ca thai ki NT > 3,0 mm va c6 két qua CES
am tinh thoa tiéu chuan nhén vao va khong vi pham tiéu chuén
loai trir s€ dugc dua vao nghién ctru. Cac thai ki nay dugce quan
Iy theo phac d6 kham thai & timg co s6' y té ma thai phy theo
dbi thai ki. Di véi cac thai ki sinh/CDTK tai bénh vién Dai hoc
Y Dugc TPHCM, két cuc thai ki va kiéu hinh sau sinh s& dugc
thu thap qua hd so bénh an. Pdi véi cac thai ki sinh/CDTK tai
céc co so y té khac, nhom nghién ciru s& tién hanh lién lac qua
dién thoai dé moi tham gia nghién ciru va khai thac céc thong
tin lién quan dén két cuc va kiéu hinh sau sinh.

Déi voi nhom thai ki ¢ giai doan trude 06/2022, khi ma
dudi 5% céc thai ki dugce thuc hién xét nghiém CES, két cuc
thai ki dugc thu thap théng qua ho so bénh n hogc phong van

qua dién thoai.

2.2.4. Bién sé nghién cuu

Trong gi6i han ctia nghién ctru nay, cac bién thé khong du
bang chimg 1i giai cho su biéu hién kiéu hinh NT day cta thai
nhi déu duoc xép loai “CES 4m tinh”, bao gdm bién thé véi
nghia khong xéac dinh (Variant of uncertain significance, VUS),
lanh tinh/c6 kha nang lanh tinh hodc bién thé gay bénh/cé kha
ning gay bénh theo hudng dan xép loai cua Hiép hoi di truyén
My (American College of Medical Genetics and Genomics,
ACMG) nhung kiéu hinh khéng phut hop kiéu gen [10].

Nang bach huyét viing c6 (Cystic hygroma): ving tich dich
sau cd thai nhi, kéo dai doc theo chiéu dai thai nhi va hién dién
(cac) vach ngan bén trong [9].

Dau chi bAo mém trén siéu 4m (Soft markers): bao gdm cac
chi bao phat hién trong tam ca nguyét thir nhat va thir hai,
dugc dinh nghia theo Hiép hoi y hoc bao thai (The Fetal
Medicine Foundation) [11].

Bét thuong kiéu hinh: 13 cac bat thudng cau tric cac hé co
quan va khong bao gdm soft markers va nang bach huyét
ving cb. Pa di tat dugc dinh nghia 1a sy hién dién bat thuong
cAu trac lién quan dén nhiéu hon hai hé co quan. Bat thudng
hé bach huyét bam sinh: Puoc dinh nghia 1 s ton tai kéo dai
clia cac nang bach huyét nhur nang ving méng canh hodc nang

bach huyét ving c¢6 [11].

2.2.5. Xu' ly va phdn tich dit liéu

S6 liéu dwoc quan 1y va xtr Iy bang phan mém R (R Core
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Team, Vienna, Austria, 2016).

Bién dinh tinh dugc trinh bay dudi dang ) lugng va ti 1€
phéan trdim (n (%)) va kiém dinh bang phép kiém Chi binh
phuong hoic phép kiém Fisher chinh xac néu tan suit ki vong
trong cac 6 < 5.

Bién dinh lugng duoc trinh bay dudi dang trung binh + do
léch chuan néu phan phdi chudn hodc dudi dang trung vi
(khoang tir phan vi) néu phan phi khong chuén.

So sanh gitra cdc nhém tr phan vi NT duogc thyc hién bé“mg
phép kiém Kruskal-Wallis d6i v6i bién dinh luong va phép
kiém Fisher chinh x4c d6i véi bién dinh tinh. Xu hudng tuyén
tinh qua cac nhom tir phan vi NT (Q1-Q4) dugc danh gia
bang phép kiém xu hudéng Cochran—Armitage

Ngudng y nghia théng ké duoc lya chon 1a p <0,05 cho tat

cé cac phan tich.

3. KET QUA

Tur thang 06/2022 dén thang 06/2025 ¢6 123 thai ki NT > 3,0
mm dén kham tai bénh vién Pai hoc Y Dugc TPHCM. Dong

chay nghién ctru ctia giai doan nay dugc thé hién ¢ Hinh 1.

3.1. Dac diém va dién tién thai ki

Gia tri NT khong tuan theo phan phdi chuan véi gia trj NT
trung vi 1a 3,85 mm (khoang phan vi [IQR]: 3,30-4,70) va gia
tri NT 16n nhét 13 9,96 mm. Mot nira sb thai ki trong nghién ctiru
13 mang thai lan d4u va ti s6 nam:nit 13 2,4. Trong qua trinh theo
di thai ki, chung t6i ghi nhan 07 truong hop (12,07%) ¢6 bat
thudng ciu trac khong lién quan dén di truyén (gdm 02 ca hd
thanh ngyc - bung, 01 ca da di tat, 04 ca bat thuong tim) va 02
truong hop (3,45%) phu thai + tran dich da mang, tat ca dugc
chan doan ¢ siéu 4m hinh thai hoc som trong tam c4 nguyét hai
(14 -18 tuan) voi kiéu hinh sau sinh nhat quan véi céc phét hién
trude sinh. Khong trudng hop nao trong s6 09 ca nay thyc hién
thém xét nghiém giai trinh ty toan bd hé exome (Whole exome
sequencing, WES) hodc toan by hé gen (Genome sequencing,
GS) dé tim hiéu nguyén nhan di truyén. O giai doan ngay sau
sinh, chiing t6i ghi nhan 01 ca (1,72%) véi kiéu hinh trudce sinh
1aNT day don doc, md léiy thai lac 39 tudn vi giuc sanh thét bai,
duoc chin doan nhugc co sau sinh véi cac biéu hién suy ho hép,
b kém va nuét kém. Hau hét dic diém thai ki, bao gom ti 1&
bat thuong kiéu hinh, khong khac nhau giita cac phan nhom NT.
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Tuy nhién, bt thudng kiéu hinh nghiém trong gay chét/tan tat
tap trung chi yéu ¢ hai nhom NT cao nhét (Bang 1).

3.2. Két cuc thai ki

Trong 58 thai ki NT = 3,0 mm va két qua CES am tinh c6 02
ca (3,45%) Iya chon CDTK vi NT day trén 5,5 mm kém phu
thai; 05 ca (8,62%) CDTK hoic chét ngay sau sinh vi cac bat
thudng cau triic nghiém trong; 01 ca (1,72%) thai chét luu trong
tir cung va 50/58 (86,21%) thai ki sinh séng. Trong cac truong
hop sinh séng, c6 02 ca mang bat thudng tim ning va da duogc
phéu thuat stra chita triét dé trong giai doan so sinh; 01 trudng
hop nhuoc co sau sinh va 47 ca sinh song khoé manh khong
mang bat thuong kiéu hinh. Ti 16 chAm dit thai ki & nhém NT
day kém bat thuong hinh thai 13 rét cao (7/10, 70%), mic du
khao sat di truyén am tinh; trong khi ti 18 niy & nhom NT day
khong kém bét thuong kiéu hinh rat thap (1/48, 2,08%), 14 01
truong hop NT = 3,0mm va mét tim thai luc 13 tuan. Ti 18 sinh
song giam dang ké & nhom NT day kém bét thuong kiéu hinh
(3/10, 30%) so véi nhém NT day khong kém bat thudng kiéu
hinh (47/48, 97,92%) vé6i p <0,001. Mic du ti 1¢ CDTK c6 xu
huéng tang dan va ti 1¢ sinh sdng c6 xu huéng giam dan theo
phan nhém NT ting dan, khi xét riéng nhom khong bét thuong
kiéu hinh, ti 1¢ sinh séng khong khéc nhau gitra cac phan nhoém
NT, 1an luot 1 76,47%, 100%, 80% va 71,4%.

3.3. Su anh hudng cua chi dinh giai trinh tu gen
Ién két cuc thai ki

Tlr 01/2018 dén hét thang 05/2022, c6 135 thai ki NT > 3,0
mm dén kham tai bénh vién Pai hoc Y Dugc TPHCM, trong
d6 116 thai ki dong ¥ thuc hién xét nghiém di truyén (Luu do
1). Tudi me trung binh trong giai doan nay 14 30,1 + 4,2 (ndm),
V01 65,28% (47/72) thai phy mang thai 1an du va 2,78 % (2/72)
thai ki mang thai nho hd tro sinh san. Gié trj NT khong tuan
theo phan phdi chuan voi gia tri NT trung vi 1a 4,00 mm
(khoang phén vi [IQR]: 3,50-4,50) va gi4 tri NT I6n nhét 1
20,00 mm. Ti 1¢ bat thudng kiéu hinh trong giai doan nay la
27,78% (20/72). Nhin chung, dic diém nén ctia hai giai doan 1a
twong ddng nhau.

Khi so sanh giai doan nghién ctru véi giai doan trudc nghién
ctru ghi nhan ti 1€ CDTK do nguyén nhan khong lién quan di
truyén khong thay doi, ti 16 sinh song kém bat thudng kiéu hinh
giam ba lan trong khi ti 1¢ sinh song khong kém bt thuong kiéu
hinh tang tir 81,25% & giai doan trudc nghién ctru 1€n 94% &
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giai doan nghién ctru (Bang 2).

135 thai ki NT > 3,0

123 thai ki NT = 3,0

mm mm
19 tir chéi xét 10 tir chéi xét | |
nghiém di truyén | | nghiém di truyén
| | | -
44 bt thuong 72 khong bat 55 bét thuong lfg‘khélljlgsgﬁt‘
NST hodc thuong NST hodc NST hodic gen thuong va
ac gen gen : gen
12 sinh séng kém 03 sinh song kém
— bt thuong kiéu — bat thuong kiéu
hinh hinh
52 sinh séng 47 sinh song
L | Kkhong kém bat — khong kém bat
thudng kiéu hinh thuong kiéu hinh
Hinh 1. Dong chay nghién ctfu qua 2 giai doan
Bang 1. Dac diém va két cuc thai ki theo phan nhém i phan vi cia NT
Bién s& Toan nghién Q1 (3,00- Q2 (3,30- Q3 (3,85- Q4 (>4,70) P
clu, n=58 3,30) n=17 3,85) n=12 4,70) n=15 n=14 value
Pac diém thai ki
Tubi me, TB (BLC) 31,3 (4,31) 29,82 (4,41 31,42 (3,85) 30,87 (3,81 33,50(4,60) 0,28
Mang thai Ian dau, n (%) 29 (50) 10 (58,8) 6 (50) 6 (40) 7 (50) 0,77
Thai ki ¢6 hé trg sinh san, n (%) 3(5,17) 1(5,88) 1(8,33) 1(6,67) 0 0,88
Thai gidi tinh nit, n (%) 17 (29,31) 6 (35,3) 5 (41,7) 2 (13,3) 4 (28,6) 0,40
Thai gi6i tinh nam, n (%) 41(70,69) 1(64,7) 7 (58,3) 13 (86,7) 10 (71,4) 0,40
Nang bach huyét viing cé, n (%) 13 (22,41) 2 (11,8) 4 (33,3) 2 (13,3) 5 (35,7) 0,27
B4t thusng kiéu hinh*, n (%) 10 (17,24) 4 (23,53) 0 2 (13,33) 4 (28,57) 0,22
Thai gidi han tang truéng,n (%) 2 (3,45) 2 (M,76) 0 0 0 -
Két cuc thai ki
Sinh s6ng, n (%) 50 (86,21) 16 (94,1) 12 (100) 12 (80) 10 (71,4) 0,03"
Cham dut thai ki, n (%) 8 (13,79) 1(5,88) 0 3(20) 4 (28,57) 0,03*
Sinh non < 37 tuan, n (%) 2 (3,45) 0 0 1(6,67) 1(7,14) 0,19

#: Bat thudng kiéu hinh bao gém ca céc ca phu thai * tran dich da mang; phat hién trudc sinh hoac sau sinh

*: Phép kiém Kruskal-Wallis dé kiém dinh trung vi ctia 4 nhém Q1, Q2, Q3, Q4; phép kiém Fisher chinh xac dé kiém dinh ti I& cia 4 nhom Q1, Q2,
Q3, Q4 khi tan s6 ki vong cua cadc nhom < 5 va phép kiém Chi binh phuong dé kiém dinh ti I1é cua 4 nhdm Q1, Q2, Q3, Q4 khi tan so6 ki vong cla

cacnhom = 5

**: Phép kiém Cochran-Armitage dé kiém dinh xu huéng tang/giam theo thu tu Q1, Q2, Q3, Q4
TB: trung binh; BLC: do léch chuén; Q1: First quartile; Q2: Second quartile; Q3: Third quartile; Q4: Fourth quartile
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Bang 1. Két cuc thai ki cac trudng hgp NT = 3,0mm va cé két qua di truyén am tinh & hai giai doan ctia nghién ctiu

NT day khong kém bat thudng di

Cham dut

Sinh s6ng, n (%)

Sl @z truyén (CNVseq/microaray+CES) thaiki*,n (%) 10ng  Sinh sdng kém bét Sinh séng khéng kem bét
cong thudng kiéu hinh thudng kiéu hinh
01/2018 - 05/2022 72 08 (11,11) 64 (88,89) 12 (18,75)™ 52 (81,25)™"
06/2022 -06/2025 58 08 (13,79) 50 (86,21) 03 (6) 47 (94)

*Cham dut thai ki khéng do di truyén ma do thai di tat, thai Iuu hodc chét ngay sau sinh
**: p <0,05; phép kiém Fisher chinh xac; ***: p <0,05; phép kiém Chi binh phucng

4. BAN LUAN

Nghién ctru nay da giup nhém nghién ctru va doc gia co
mdt cai nhin tong quét vé két cuc thai ki & nhitng truong hop
NT day c6 két qua giai trinh tyr gen 4m tinh, dong thoi danh
gia sy anh huong 1én két cyc thai ki khi chi dinh thudng quy
xét nghiém giai trinh tu gen cho cac thai ki NT day co xét
nghiém di truyén mac d6 nhiém sic thé (Karyotype,
Microarray, CNVseq) am tinh.

4.1. Két cuc thaiki

O céc thai ki NT day, khi khong kém bét thuong di truyén
va kiéu hinh, ti 1& sinh séng dat 97,92% va khong thay d6i
theo s6 do NT. Két qua nghién ctru ctia chiing t6i tuong dong
véi nghién ctru cua tac gia Ji X [12], do 1a & céc thai ki NT
95th véi két qua khao sat di truyén (microarray + WES) 4m
tinh va khong kém bt thuong kiéu hinh, ti 1& sinh song dat
92,76% va ti 1& sinh sdng khong khéc biét giita cdc nhém NT
tr 95th — 3,0 mm, 3,00 — 3,49 mm, > 3,5 mm va > 6,5 mm.
Nghién ctru cua tac gia Cao C ghi nhan trong 60 truong hop
NT = 3,5 mm don doc dau thai ki va WES am tinh [13], khong
trudng hop ndo phat hién thém bét thuong kiéu hinh trong thai
ki va ti 1¢ sinh séng chung ciia nghién ciru 1a 99,98%. Tuong
tw, trong nghién ctru ciia Zhou F gdm 84 ca NT > 3,5 mm
kém WES 4m tinh, ti 1¢ sinh séng khong kém bét thudng kiéu
hinh 14 96,1% [14]. Nhu vay, sau hang loat khao sat vé hinh
thai va di truyén, néu két qua siéu am hinh thai lic 20 — 24
tuan cho két qua binh thuong va xét nghiém giai trinh tu gen
(CES, WES) khong phat hién cac bién thé gy bénh, co hoi
mdt thai nhi véi NT day sinh song khoé manh khong thép hon
nhom thai ki ¢6 s6 do NT binh thudng, vao khoang 93 - 98%.
Day la mot thong diép quan trong ma bac si san khoa can cung

cap cho thai phy, nham gitip giam bét ap luc va ndi lo ling ho
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phai ddi dién khi mang thai voi thai nhi c6 NT day, von dugc
xem 12 mot thai ki tiém an nhiéu nguy co; tir d6 gitip ho co
dong luc dé tiép tuc “hanh trinh” mang thai nay.

Mac du da dugce thyc hién cac khao sat chuyén sau dé loai
trir nguyén nhan di truyén, thai ki NT day van can dugc danh
gia kiéu hinh dinh ki vi ton tai mét ti 1& khoang 13 — 17,24%
thai ki NT day & tam ca nguyét mot phat trién thanh bt
thuong hinh thai ¢ tam c& nguyét hai — ba [14]. Trong nghién
clru ctia chung t6i, gia dinh ¢6 xu hudng lwa chon chdm dut
thai ki khi thai nhi c6 NT day kém bat thuong kiéu hinh
nghiém trong dui cac bat thuong nay khong lién quan dén di
truyén. Ti 18 sinh sdng, vi vy, giam dang ké & nhém NT day
kém bét thuong kiéu hinh (30%) so voi nhom khéng kém bét
thuong kiéu hinh (97%). Mot két qué siéu 4m hinh thai hoc &
tam c4 nguyét hai binh thudng 16 rang 1a mot yéu tb bao vé
manh, dam bao kha ning sinh sng ciia thai nhi ¢6 NT day,
voi OR 0,135 (95% CI 0,051 — 0,360) [1]. Khao sat hinh thai
hoc 13p lai cho nhom thai ki NT day khong kém bit thuong di
truyén 1a rat can thiét, dem lai mot sb loi ich nhit dinh, bao
gom (1) phat hién cac bat thudng kiéu hinh lién quan dén hién
twong tang tich dich sau gay thai nhi; (2) ndng cap xét nghiém
di truyén khi phat hién cac bat thudng & siéu am hinh thai va
(3) gitp 1n ké hoach theo d5i ngay sau sinh va thoi ki so sinh
khi can.

Do day NT do ¢ tam ca nguyét mot, nén dugc xem la mot
dau chi cho céc xét nghiém di truyén chuyén sau, hon 1a mot
chi dinh chim dut thai ki. Mic du & cac thai ki NT day va
dang boi, tan sut xuat hién bat thudng kiéu hinh cang cao khi
NT cang day va ti I¢ bt thuong di truyén lién quan dén nhiém
sac thé va gen ciing ting tuyén tinh theo d6 day cua s6 do NT
[12-15]; khi loai trir kha nang NT day lién quan dén cac bénh
1y don gen hodc cac bat thuong kiéu hinh, két qua nghién ctru
clia ching i va cua tac gia Ji X déu cho thay ti 1& sinh song

la twong duwong nhau du & cac phan nhém NT khac nhau [12].
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4.2. Sy anh hudéng cua chi dinh giai trinh tu gen
Ién két cuc thai ki

Gadsbell K bao cdo rang viéc trién khai xét nghiém
microarray d gitp tang kha ning chan doan cac bét thuong
di truyén & thai ky NT day [16]; tuy nhién, két qua microarray
binh thuong khéng cai thién dang ké tién lugng sinh song
khoé manh so véi két qua nhiém sic thé db binh thuong, va
loi ich 16n hon c6 thé dat duge thong qua viéc chi dinh xét
nghiém giai trinh tu hé gen. Trong nghién ctru clia chung t6i,
viéc chi dinh thudng quy CES cho tit ca thai ki NT day voi
két qua di truyén trude do 4m tinh da gitp cai thién kha ning
chan doan cac nguyén nhan di truyén 1a bénh sinh kha di cua
NT day. Bt thuong kiéu hinh con ton tai & céc thai ki NT day
voi két qua CES am tinh ¢6 thé do (1) bét thuong cdu tric
khong lién quan di truyén hodc (2) bat thuong khong thé giai
thich dugc do han ché cua cac xét nghiém di truyén thuc hién
& giai doan trudc sinh [17]. Trong bdi canh chan doan trude
sinh, vi¢c loai trir hoan toan cac thai ki “khong khoé manh™ 1a
bat kha thi, tuy nhién, chién luoc quan Iy chung t6i 4p dung
trong thoi gian nghién ciru da gitip giam ti 1& sinh sdng kém
bat thuong kiéu hinh va ting ti 1¢ sinh song khong kém bét
thuong kiéu hinh & céc thai ki NT day. Nhur vy, chi dinh CES
trong cac truong hop NT > 3,0 mm c6 thé gitp cai thién két
cuc thai ki so vé6i thuc hanh tiéu chudn hién nay la khao sat
microarray cho cac thai ki NT day. Nghién ctru c6 tinh mai
khi tap trung vao nhom ddi tugng chuyén biét 1a thai ki NT
day c6 két qua CES am tinh, cung cip dit liéu thuc tién cho
viéc tu van va tién lugng. Tuy nhién, han ché 16n nhat cia dé
tai 1a ¢& mau nho va chi méi ghi nhan két cuc ¢ giai doan so
sinh. Viéc thiéu theo ddi dai han sau sinh khién nghién ctru
chua danh gia duoc cac bat thuong phat trién tim than van
dong hodc kiéu hinh khoi phat muén. Nhu vay, trong giéi han
ctia nghién ciru ndy, ching t6i chua thé dua ra két luan rang
viéc chi dinh CES ¢ tat ca cac thai ki NT day khong kém bét
thudng nhidm sac thé 1a can thiét va khong gy ra cac “ganh

nang” vé kinh te.

5. KET LUAN

Kha ning sinh song & céc thai ki NT 3,0 mm véi két qua CES
4m tinh phu thudc vao su hién dién ctia cac bat thuong kiéu
hinh trudc va sau sinh. Khao sat hinh thai nhiéu lan trong thai
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ki NT day, vi vay, 14 can thiét bat ké két qué di truyén 1a 4m tinh
hay duong tinh. Chi dinh CES trong céc truong hop NT > 3,0
mm c6 thé gitip t6i wu viéc quan 1y thai ki, tuy nhién, dé tra 16i
cho ciu hoi ¢d nén chi dinh CES & tht ca cAc thai ki NT > 3,0
mm v6i két qua di truyén truée ¢ am tinh hay khong, can phai

¢6 nhitng nghién ctru véi thiét ké phu hop va ¢& méau 16n hon.
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