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TOM tat

Nham phat hién som thai bi dj tat bam sinh, nguoi ta tién hanh sang
loc va chan doan trudc sinh. Hién nay co rdt nhiéu phuong phap giup
sang loc va moi test sang loc déu co nhing uu va nhugce diém riéng nén
khong thé noi la test nao la tot nhat.

Muc tiéu: 1. DBanh gid gia tri cua siéu am thai dé phat hién thai hoi
chting Down. 2. Banh gid gia tri cia combined test dé phat hién thai hoi
chung Down.

Doi tugng: 425 thai phu co thai nguy co cao cho bat thuong nhiém
sac thé bang combined test, siéu am thai, tudi thai phu duoc choc hut
dich 6i phan tich NST cua thai.

Phuang phap nghién ciiu: Ngang mo ta, st dung phan mém LifeCycle
4.0 dé tinh todn nguy co doi vdi thai hoi chiing Down dua vao két qua
double test, tuoi me va siéu am thai do khodang sdang sau gdy.

Két qua: ty le thai bat thuong nhiém sac thé 17/425= 4%, trong do
thai hoi chiing Down la 13/425 (3,05%). Dua vao tuoi me, ty lé phét hién
thai hoi chiing Down la 38,5% gia tri tién doan duong tinh 1,7%, dua vao
khoang sdng sau gay cua thai voi nguéng > 2,5mm, ty lé phat hién thai
Hoi chuing Down la 61,5%, gid tri tién dodn duong tinh 10,3%. Ty le phat
hién dua combined test la 84,6%, gia tri tien doan duong tinh 6,7%.

Két luan: Sang loc trudc sinh la can thiét dé tang hiéu qua cua chan
dodn, dua vao khoang sang sau gdy cua thai voi nguéng > 2,5mm, ty
lé phat hién thai Hoi chiing Down la 61,5%, gia tri tién doan duong tinh
10,3%. Ty lé phdt hién dua vao combined test la 84,6%, gia tri tién doan
duong tinh 6,7%. Két hgp cac phuong phap sang loc ty lé phat hién thai
hoi chung Down la 100%.

(Su két hop gita siéu am thai do khoang sang sau gdy o ba thang
dau cua thai ky va xét nghiem double test (PAPP-A +fbhCG) dugc goi
la test combined).

Tir khéa: Sang loc thai hoi ching Down, khoang sdang sau gay,
combined test.



Abstract

THE VALUE OF PRENATAL SCREENING TEST IN THE FIRST TRIMESTER
TO DETECT FETUS WITH DOWN SYNDROME

Prenatal screening and diagnosis for congenital malformations are aimed at detecting abnormal
fetus. Nowaday there are different methods for prenatal screening with both advantages and
disadvantages.

Objective: 1. Assess the value of ultrasound to detect fetus with Down syndrome. 2. Assess the
value of the combined test to detect fetus with Down syndrome.

Subjects: 425 pregnant women got screening tests and chromosomal analysis of fetal.

Method: Horizontal described, using software Lifecycle 4.0 to calculate risk for fetal Down
syndrome, fetal ultrasound measurements nuchal translucency.

Results: The rate of fetus with abnormal chromosome is 17/425 = 4%, including fetus with Down
syndrome is 13/425 (3.05%). Based on the maternal age, the detection rate of Down syndrome
pregnancies was 38.5%, positive predictive value was 1,7%, Based on the nuchal translucency of fetus
with threshold > 2.5mm, the detection rate for fetus with Down syndrome was 61.5%, positive predictive
value is 10.3%. Detection rate is 84.6% based combined test, a positive predictive value is 6.7%.

Conclusion: Prenatal Screening is necessary to effect to all pregnant women. Based on the nuchal
translucency of fetus with threshold > 2.5mm, the detection rate for Down syndrome is 61.5%, positive
predictive value is 10.3%. Detection rate is 84.6% based combined test, a positive predictive value of

6.7%. Combine both ultrasound and serum test, rate of Down syndrome is 100%
Keywords: Prenatal screening of Down syndrome, nuchal translucency.

1. bat van dé

Theo 6 chic Y t& the gisi (WHO), trung binh
méi nam trén thé gidi cé khodng 3 - 6% tré em sinh
ra bi di tat bém sinh (DTBS). Theo Trung tam phong
chéng benh tat Hoa Ky ném 2015, t& vong do
DTBS chiém 20% t6ng s6 tG vong 6 tré so sinh cla
nudc nay [1]. Mét dua tré bi DTBS khéng nhang la
ndi dau cho chinh bén than né ma né con la ganh
ndng vé cé vat chét va tinh than cho gia dinh va
toan x& héi. Theo nghién ciu coa Rhode Island’s
Hospital (2014), chi phi y t& trung binh cho mot
tré so sinh méc DTBS la $77.990, cao gép 6 lan
chi phi y t& danh cho mét tré so sinh binh thusng
($12.480) va thsi gian ném vién trung binh coa
mot tré so sinh DTBS la 10,6 ngay cao gép 3 lan
cUa mét so sinh binh thusng (3,8 ngay) [2].

Vi véty, cach dy phong 6t nhét [ han ché t6i da
s6 lugng tré c6 DTBS dugc sinh ra.

Tieu chuén vang dé chdn dodn thai nhi bi bét
thusng di truyén la phan tich di truyén céc t€ bao
cé ngudn géc tU thai. Céc phuong phdp dé lay t&
bao thai tryc ti€p nhu choc hot dich 6, sinh thiét
gai rau déu cé thé gay tai bién nhu sédy thai, thai
chét luy, ri &i, nhiém trung &i, chdy mdu...Sang loc
truéc sinh givp chon ra nhém déi tugng nguy co
cao (NCC) dé thyc hién chén dodn trudc sinh giop
giam bét sé thai phy phai choc hot 8i nén sé giam
dugc cdc tai bién do choc 6i gay ra.

Hién nay cé rét nhigu phuong phdp givp sang loc
va méi test sang loc déu cé nhang uu vai nhugce diém
rieng nén khong thé néi la test nao |& 16t nhéit. Sy két
hop gita siéu am thai do khodng séng sau gdy 6
ba thang dau cua thai ky va xét nghiem double test
(PAPP-A +fbhCG) dugc goi la test combined.

Xuét phét tu nhong ly do trén chong toi tién
hanh dé tai nay véi 2 myc tiéu :

£102'£1 - T "[20)S1 - NVS NHd HD dvL [l

£102-50 Buey
20 0s ‘Gl dey

—_
(Y]



[

L

<

wn

o]

0
I

kd

SAN KHOA

Tap 15, s6 02
Théng 05-2017

- X
-

HOANG THI NGOC LAN, NGUYEN DINH BAC, PHAM LE ST CUONG, DAO THI THU HIEN, DINH TH| LOAN

1. Banh gid gid tri coa sieu ém thai dé phat
hien thai hoi ching Down.

2. Banh gid gid tri coa combined test dé phat
hién thai hoi ching Down.

2. bdi tugng va phuong
phap nghién cu

- Déi tugng nghién ciu gom 425 thai phy mang
1 thai ¢6 nguy co cao cho bét thusng nhiém séc
thé (NST) dugc ldy nudc &i xét nghiem NST thai
(nguy co cao do két qué sang loc double test, hoac
két qua siéu ém thai, hogc do me lén tuéi hoac
combined test nguy co cao). Thai gian tu thang
10 nam 2014 dén thang 10 nam 2015 tai Trung
tam Chén dodn truéc sinh cta Bénh vién Phy Sdn
Trung uong. 425 thai phy nay c6 két qua choc &i
hotic theo dai lam sang sau sinh. Véi phuong phap
nghién cdu hai ciu - mé ta cét ngang.

- Cac tiéu chuén danh gia nghién cou

* SU dung phan mém LifeCycle 4.0 dé tinh
todn nguy co déi véi thai HC Down nguéng phan
biet 1/320. HC Edwards v& Patau nguéng phén
biet 1/100.

* Thai thuéc nhém nguy co cao khi lén hon ngusng
phan biét, hotic tusi thai phy = 35. Hogc siéu am thai
c6 khodng séng sau gdy (KSSG) = 2,5mm.

* Thai thuéc nhém nguy co thép (NCT) khi két
qué nhé hon ngudng trén.

- Téng hop, phén tich vai xd ly s6 lieu: Dya véio
phan mém Microsoft exel 2010.

- Ddnh gid gid tri cba cdc test sang loc bang ty
lé phat hien va gid tri tien dodn duong tinh.

3. Két qua nghién ctu

Trong 425 d6i tugng dugc choc hut &i dé phan
tich NST cia thai d& phdt hien 17/425 thai bét
thusng NST chiém 4%, trong dé c6 13 thai HC
Down chiém ty le 13/425 = 3,05%.

3.1. Gia tri cUa siéu @am do khodng sang
sau gdy dé phat hién thai héi chung Down

Bang 1. Gid i coa KSSG dé phdt hién thai hgi ching Down

Nguaing phan biét | Tongsthai | Thai hoi chingDown | DR % PPV %
272 5mm 78 8 615 103

230mm 3l 4 308 129

O nguéng KSSG la = 2,5mm: Ty le phat hién la
61,5% va gid tri tien dodn duong tinh la 10,3% . O

nguéng KSSG l& = 3,0mm: Ty lé phat hien(DR) la
30,8% va gié tri tien dodin duong tinh (PPV) la 12,9%.

3.2. Gia tri cba combined test dé€ phat
hién thai HC Down

Bang 2. Gid tri coa combined test dé phdt hién thai hi ching Down

Keétquasangloc | Tongsothai | Thai hoi chingDown |  DR% PPV %
NCC 170 11 84,6 67/
NCT 255 7 154 08
Tong 425 13 100

- Ty lé phat hién cOa combined test la 84,6%.

- Gid tri tién dodn duong tinh cia combined
test la 6,7%.

3.3. Gia tri coa combined test két
hop siéu am thai d€ phat hién thai héi
chiong Down

Bang 3. Gid tri cua combined test v siéu am dé phdt hién thai hi ching Down
Nguy cg HC Down Tongsothai | SothaiDown| DR% | PPV%
. Siéu am NCC 51 7 538 137
Combined test NCC 1 amh | 119 4 08 | 34
. SevamNCC | 27 1 17 | 37
Combined testNCT | o | 228 ] 77 | 04
Tong 425 13 100

- Néu combined test va siéu am NCC thi ty le
phat hién thai HC Down la 53,8% va gid tri tién
dodn duong tinh la 13,7%.

- Néu combined test NCC (sieu am NCT) thi ty
le phat hién thai HC Down la 30,8% va gid tri tién
dodn duong tinh la 3,4%.

- Néu sieu am NCC (combined test NCT) thi phdt
hien dugc 1/13 = 7,7% thai HC Down va gid fri tién
dodn duong tinh trong trusng hgp nay la 3,7%.

3.4. Gia tri coa tudi me dé phat hién
thai HC Down

Bang 4. Gid tri ca udi me dé phat hién thai hoi ching Down

Nguaing fudi me | Tong so thai phu | So thai Down DR % PPV %
<35 125 8 61,5% 59%
235 300 5 38,5% 1,7%
=38 yy] 2 154% 0,9%

- Trong t6ng s6 13 thai Down phdt hién dugc,
c6 8/13 = 61,5% thai Down 6 tuéi me < 35 con
lai 5/13 = 38,5% thai Down c6 tuéi me = 35.

- Néu léy nguéng tudi me la = 35 dé sang loc
thi ty le phat hien la 5/13 = 38,5% va gid tri tién
dodn duong tinh la 5/300 = 1,7%.

- Néu ldy ngusng tusi me = 38 dé sang loc thi
ty le phat hien la 2/15 = 15,4% va gid tri tién dodn
duong tinh & 2/221 = 0,9%.



3.5. Gia tri cOa cac test sang loc 3 thang
dau dé phat hién thai héi ching Down

84,6% 100%

100 61,5%
80

38,5%
60 0
gy L & & S
0

Tudime Siéuam CombinedTudime +
test  siéuam+
Ty 1 phat hién % combined
test
® Gia tri tién doan duong tinh %

Biéu do 1. Gi ri cla cdc fest sang loc 3 théng daw dé phet hien thai hoi ching Down

- Néu chi st dung 1 phuong phdp sang loc dé
phat hien thai HC Down thi: Ty lé phdt hién chi
dua vao tudi me, siéu am va combined test lan lugt
la 38,5%, 61,5% va 84,6%, va gié tri tien dodn
duong tinh tuong ng la 1,7%, 10,3% va 6,7%.

- Néu s0 dung c& 3 phuong phdp sang loc l&
tui me, siéu am va combined test dé sang loc thi
phdt hién dugc 100% thai HC Down var gid tri tién
dodn duong tinh la 3,1%.

4. Ban luan

Ty lé cac bat thuong NST trong sé déi
tuong NCC

Nghién ctu dugc tién hanh trén 425 thai phy
c6 NCC khi sang loc trong ba thang dau thai
ky dugc ldy 6i dé chén dodn trudc sinh. Trong
dé phat hien dugc 17 thai c6 bét thusng NST
cdc logi chiém 4% téng sé cac déi tugng NCC.
Theo Hoang T N lan (2016), khi nghién cou két
qué choc 6i cta 2.256 thai phy trong thsi gian
tu 2013 - 2014 thi ty lé thai bét thusng NST
trong s6 cdc déi tugng nghién cou la 5,36% [3],
tuy nhién sy khdac biét nay khéng cé y nghia
théng ke véi p > 0,05. Theo Zhang L va cong
sy (2010), nghién ciu két qua chén dodn trudc
sinh cia 2.782 thai phy trong thai gian tu 2004
— 2009 thu dugc ty lé bét thusng NST trong s6
cdc déi tugng nghién cou la 3,99% [4]. Trong
nghién ctu cia ching t6i, thai HC Down chiém
3,05% (13/17). Theo nghién ctu cia Hoang TN
Lan (2014) thi ty le nay la 2,67% [5], tuy nhién
sy khdc biet nay khong cé y nghia théng ke véi
p=0,619(>0,05).

Gia tri cOa siéu am dé phat hién thai
héi chung Down

KSSG cta thai trong ba thang dau coa thai ky
dugc xem la bét thusng néu = 3,0mm, con véi nhang

thai 6 KSSG tu 2,5 — 3,0mm thi ném trong nhém
nghi ngd va can dugc theo déi. Vi vay, tuy theo tung
trung tam sé lya chon cac ngusng khac nhau.

Trong nghién cou nay, néu ldy ngusng KSSG
phé bién hien nay la = 3,0mm, thi ty le phat
hien thai HC Down la 30,8% (bang 3). Theo
Peuhkurinen S (2013), nghién ciu vé KSSG cia
35.314 thai 6 Phain Lan cong véi nguéng = 3,0mm
thi ty le phdat hién thai HC Down la 64,5% [6]. Cé
sy khac biét nay c6 thé la do nhang thai phy ¢
két qua siéu am trong ba théng dau néu cé KSSG
= 3,0mm thi sé dugc tu véin dé choc 6i ma khong
can lam them xét nghiém sang loc huyét thanh
me. Ngodi ra, két qué cia siéu am thai phy thuéc
vao chu quan ciong nhu kinh nghiém coa ngusi
lam var chinh digu nay cé thé gay ra sy khéc nhau
trong céc nghién cuu.

Trong nghién clu, néu ching toéi ldy nguédng
KSSG la = 2,5mm thi ty le phat hien la 61,5%
(bang 1). Theo Nicolaides K.H va cong sy (2004),
khi t6ng hop két qua coa 19 nghién ciu sang loc
truéc sinh thai HC Down 6 ba thang dau véi téng
s6 200.868 thai phy, néu chi dya vao déu hieu
tang KSSG trén siéu ém véi ngudng = 2,5mm thi
ty lé phat hien thai HC Down ném trong khodang
57.9 - 100% [7].

Gia tri cba combined test dé phat hién
thai héi chung Down. Phéi hop két qua sang
loc huyét thanh me (PAPP-A, hCG) véi sieu ém
do KSSG trong ba thang dau hinh thanh nén bo
combined test.Trong nghién cou nay, néu sang loc
thai Down chi dya vaio combined test thi ty le phat
hien la 84,6% va gid tri tien dodn duong tinh l&
6,7% (bang 2).

Theo Nicolaides K.H (2004), nghién cou &
200.868 thai phy, dung combined test dé sang loc
thai HC Down thi ty lé phdt hién la 87% [7]. Theo
Peuhkurinen S (2013), khi nghién cu 35.314 thai
phy st dung combined test dé sang loc thi ty le phat
hien thai HC Down la 72,4% [6]. Theo sé liéu coa
“The Royal Australian and New Zeland college of
Obstetricians and Gynaecologists (2014) thi ty le
nay l& 85% [8]. Sy khdc biét giva cac nghién ciu
khéng c6 y nghia théng ke véi p > 0,05.

Trong nghién cou nay, ty lé phat hién thai HC
Down dya vaio combined test la 84,6% (bdng 2)
cao hon so véi chi dua vao siéu am don thuan la
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61,5% (bang 1), tuy nhién sy khac bigt nay khong
cé y nghia théng ké véi p=0,0872 (>0,05). Con
gid tri tien dodn duong tinh cia combined test la
6,7% thdp hon so véi gid tri tien dodn duong tinh
cla cua siéu ém la 10,3%, tuy nhién sy khac biét
nay khéng cé y nghia théng ke véi p = 0,1004 (>
0,05). Nhung khi st dyng combined test thi ching
ta c6 thé phat hién dugc them 4 thai Down (bang
3) ma néu chi dya vao két qué siéu ém thi ching ta
c6 thé bé sét 4 trusng hop nay. Vi vay combined
test véin c6 gid tri hon siéu am trong viéc sang loc
thai HC Down.

Gia tri c0a tuéi me dé phat hién thai
héi chong Down

Tui me luén duge xem l& yéu 16 dau tien dé
sang loc thai DTBS. Nguy co sinh con HC Down
tang len theo tusi me. Trén thé gisi hien nay ép
dung nhigu nguéng sang loc tusi me khdc nhau.
Tuy nhién, da s6 cdéc nudc van st dung ngudng
sang loc la = 35 tuéi, trong khi Phép va Na Uy lai
sU dung nguéng sang loc la 38 tuéi [9].

Trong nghién cdu nay, néu ldy nguéng tudi me
= 35 dé sang loc thi ty le phat hien thai HC Down
la 38,5% va gid tri tien dodn duong tinh la 1,7%
(bang 4). Theo Bindra R (2002), khi nghién cou ve
nguy co sinh con HC Down cta 15.030 thai phy
trong ba thang dau cua thai ky, néu chi dya vao
tusi me don thuan thi ty lé phat hién thai HC Down
ld 30,5% [10], tuy nhién sy khéc biét nay khong c6
y nghia théng ke véi p=0,533 (>0,05).

Trong nghién clu nay, néu ldy ngudng tusi
me = 38, & ngudng tusi hien dang dugc su dung
dé tu vén choc i & Bénh vién Phy San Trung
uong thi ty lé phat hien thai HC Down la 15,4%
(béng 4), so véi st dung nguéng tusi me =35
thi sy khdc biét nay c6 y nghia théng ke véi
0=0,0211 (<0,05).

Nguy co sinh con Down tang lén theo tusi
me, tuy nhién theo Morris (2002), nghién cou &
11.683 thai phy & Anh trong thsi gian tu 1989 -
1998 thi ty lé thai Down c¢6 tuéi me < 35 tuéi la
70% [11]. Ty lé thai Down cé tusi me < 35 trong
nghién ctu cOa ching téi la 61,5% thép hon cia
Moriss, tuy nhién sy khac biét nay khong cé y
nghia théng ké véi p=0,5056 (>0,05). Nhu vay,
néu chi st dung tui me dé saing loc thai Down thi
cU 10 thai Down trong nhém NCC thi ching ta

dé lot sang 6 trusng hop. Vi vay sang loc thai HC
Down trong ba théng dau coa thai ky khong thé
chi dya vao tusi me ma can phai so dyng them
cdc phuong phép sang loc khac dé lam tang ty
le phat hien céc thai HC Down. HC Down c6 thé
dugc sinh ra 6 moi lua tudi cta thai phy, vi vay
sang loc trudc sinh nén dugc tién hanh cho tét ca
cdc thai phy.

K&t hop cac test sang loc d€ phat hién
thai héi chong Down trong ba thang dau
cua thai ky

Theo két qua & biéu do 1, néu chi si dung
tuéi me hoac siéu am hodac combined test dé
sang loc thi ty lé phat hien lan luct la 38,5%,
61,5% va 84,6%. Con gid tri tien dodn duong
tinh lan lugt la 1,7%, 10,3% va 6,7%. Nhu vay
phuong phép cé ty lé phat hién cao nhét la
combined test (84,6%) va phuong phdap cé gid
tri tien dodn cao nhdt la sieu am véi 10,3%. Tuéi
me la phuong phép c6 ty lé phat hien va gié
tri tien dodn duong tinh thép nhét. Theo nghién
cUu cia Hoang T N Lan (2014), néu chi dya vao
tuSi me don thuan thi kheng thai Down nao dugc
phdt hién [5]. Trong nghién cGu nay, néu chi su
dung 1 hodc 2 trong s6 3 phuong phdp sang loc
trong ba thang dau cua thai ky dé phat hien thai
HC thi khéng c6 phuong phdp nao cé thé phat
hien dugc 100% thai HC Down trong téng s6é
déi tugng nghién cuu. Khi st dung cé 3 phuong
phdp sang loc, thi c6 thé phat hien dugc 100%
thai HC Down tuy nhién gid tri tién dodn duong
tinh chi la 3,1% (biéu do 1). Dieu nay la cé y
nghia l6n béi vi myc tieu hang dau khi sang loc
la phat hien dugc t6i da cdc thai HC Down vi vay
nén phéi hop cdc phuong phép sang loc trudc
sinh dé nang cao hiéu qué coa chén dodn.

5. Két luan

Gid tri coa sieu am trong sang loc thai hoi
ching Down

- Néu st dyng ngusng KSSG = 2,5mm: ty lé phdt
hien: 61,5%, gid tri tien dodn duong tinh: 10,3%.

- Néu si dung nguéng KSSG = 3,0mm: ty lé phdt
hien: 30,8%, gid tri tién dodn duong tinh: 12,9%.

Gid tri ca combined test trong sang loc thai hoi
ching Down: Ty lé phdt hién: 84,6%. Gié tri tién
dodn duong tinh: 6,7%.
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