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Abstract: Edwards and Patau syndromes are severe genetic abnormalities. The consequences of
these syndromes are often fatal in the fetus and neonate. Prenatal screening for these syndromes is
important for early detection of birth defects. 212 medical records of pregnant women with normal
pregnancies were selected using convenience sampling. Selection of 34 cases of Edwards or Patau
pregnancy using a total sampling technique. We conducted a descriptive retrospective study to
describe and compare various markers related to prenatal screening to establish the most appropriate
diagnostic criteria. A history of spontaneous abortion is associated with an increased risk of
subsequent pregnancies with Edwards' syndrome or Patau's syndrome. The nuchal translucency
value was mainly concentrated below 2 mm, lower than the values observed in Trisomy 18 and 13
cases, predominantly in the 2-3 mm range. A threshold of 2.5 mm for nuchal translucency
measurement had the highest detection rate for Edwards and Patau syndromes, and abnormal fetal
heart rate was most commonly observed in trisomy cases on ultrasound examination. The MoM f{B-
hCG concentration in the Edwards and Patau groups was predominantly concentrated in the low
range (<1), while the normal group showed a higher concentration in the range of 1-3. The MoM
PAPP-A concentration in the normal group was commonly found in the range of 0.5-1, which was
higher compared to the trisomy group.
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Tém tat: Hoi chimg Edward va Patau 1a nhitng bt thudng di truyén ning, thudng gy tir vong &
thai nhi va so sinh. Sang loc trudc sinh cac hoi chirng nay 1a quan trong gitip phat hién sém di tat
bam sinh cho thai nhi. Myc tiéu ciia nghién ctru 1a M6 ta, so sanh dic diém mot sd yeu t6 lién quan
dén sang loc trude sinh hoi chimg Edward va Patau & quy I thai ky. Nghién ctru hdi ctru 212 ho so
thai phu tir tuan thai 11 dén 13 tudn 6 ngdy mang thai binh thudng bang phuong phép chon mau
thuén tién khong xac sudt va chon miu toan bo 34 trudng hop mang thai Edward hodc Patau dugc
khang dinh bang karyotype trong thoi gian nghién ctru. Két qua cho thdy Tién sir say thai ty nhién
c6 lién quan dén nguy co thal tiép theo mic hoi ching Edward hodc Patau. Gia tri khoang sang sau
gay (KSSG) tap trung chi yéu < 2 mm, thap hon céc thai Trisomy 18 va 13 chu yéu trong khoang
gia tri tir 2 mm — 3 mm. Ngudng KSSG 2,5 mm cho ty 1& phat hién thai Edwards va Patau cao nhat
va bt thuong nhip tim thai dwoc ghi nhan nhiéu nhat trén siéu 4m thai cac hoi ching nay. Chi sd
MoM free B-hCG ciia nhom thai Edwards va Patau tap trung & mién gia tri thap (<1), trong khi &
nhém thai binh thuong chii yéu & muc gia tri cao hon (1-3). Chi s6 MoM PAPP-A ciia nhom thai

binh thudng phé bién & khoang 0,5-1 cao hon so v6i nhom thai trisomy.

Tir khoa: Ho1 chitng Edwards, hoi ching Patau, Sang loc trudce sinh.

1. Mé dau

Hoi chimg Trisomy 1a rdi loan di truyén dic
trung bdi sy ting thém mot ban sao cia mot
nhiém sic thé trong nhan té bao, dan dén sy phat
trién bét thuong ciia tré. Cac hoi ching Trisomy
thuong gip nhét la: Trisomy 21 (Hoi chimng
Down), Trisomy 18 (Hoi ching Edwards) va
Trisomy 13 (Hoi chimg Patau), chiém 90% dij tat
bam sinh voi kiéu hinh ning [1]. Hoi chung
Down 14 hoi chimg Trisomy pho bién nhat, véi
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tan sd xay ra udc tinh 1a 1/700 tré so sinh tai Hoa
Ky [2, 3]. Trong khi d6, h6i ching Edwards va
Patau 13 hai trong s6 cac hoi chimg Trisomy ¢
ti 1& x4y ra thap hon so v&i hoi chimg Down, véi
tan sd wdc tinh 1an luot 1a 1/3500 va 1/16.000
thai nhi [4, 5]. Tuy nhién, nhiing thai nhi mac hoi
ching Edwards va Patau thuong co ti 1€ tir vong
cao hon trong thoi ky bao thai va so sinh so vdi
cac truong hop mac hoi chimg Down [6]. Nhiing
tré sinh ra miac Hoi chimg Edward hodc 13 phai
dbi mat véi khuyét tat tim than van dong, nhan
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thire; méc cac dj tat vé tim va than hodc tham chi
dan dén tir vong ngay tir khi tré sinh ra. Theo
nghién ctru cia V. Glinianaia va cac cong sy tai
Pai hoc Newcastle, Vuong quéc Anh, udc tinh
tilé séng cta tré mac hoi chung Patau sau 4 tuan,
1 ndm va 10 ndm lan luot 1a 34%, 17% va 11%;
ti 18 séng sot twong tmg cua tré mac hoi chiung
Edward 12 38%, 13% va 8% & tai 13 thanh pho
16n thude 9 nude Tay Au [7]. Mic du cac hoi
ching Edwards va Patau khong thuong gap nhu
cac bénh ly mac phai nhung né 13 ganh ning vé
tam ly, kinh té cho ca gia dinh va xa hdi, la thiét
thoi 16n cho tré mac hoi chimg Trisomy.

Dé chan doan xéc dinh, cac thai phu c6 nguy
co cao bat thuong NST phai thuc hién cac thu
thuat xam 14n nhu sinh thiét gai rau, choc hut
dich 6i dé xac dinh chinh xac bo NST bang cac
ki thuat Karyotype, QF-PCR, Bobs, FISH,...
Mac du hién nay cac ki thuat nay duoc cai tién
v6i su hd tro clia siéu Am nhung c6 thé gay sdy
thai voi ti 1€ 1a 0,11 - 0,22% [8] va gy tai bién
cho nguodi me nhu: ri 6i, nhiém trung 6i, chay
mau,... Do vy, dé giam bét riti ro va dam bao an
toan cho me va thai, trudc khi tién hanh nhiing
k¥ thudt xam 14n, céc thai phu s€ duoc khuyén
cao thyc hién cac xét nghiém sang loc trudc sinh
dé c6 nhitng phat hién, can thiép sém nhét nhitng
thai c6 nguy co cao dj tit bam sinh.

Sang loc trudce sinh quy I thai ky 1a phuong
phap phd bién, it xdm l4n trong sang loc trudc
sinh, gitp dinh hudng cac truong hop c6 nguy co
cao mic Hoi ching Edward va 13. Phuong phap
nay con dugc goi la test combined, la két hop
giita tudi me, siéu 4m dé phat hién cac bat thuong
trong ba thang dau cua thai ky va xét nghiém sinh
hoa Double test (bao gom 2 chi s6: PAPP-A va
free B-hCG). Thong qua phuong phap nay co thé
phat hién khoang 90% truong hop thai Edwards
va Patau vdi ti 1€ am tinh gia 1a 5%. Siéu am thai
c6 thé phat hién cac dau hidu goi y vé nguy co
méc hoi ching Hoi chimg Edward va 13, bao
gbdm: ting do mo da gay, bat san hodc thiéu san
xuong mili, bat thuong dong chay trong dng tinh
mach va qua van ba l4 [9]. Cac chi sb sinh hoa
PAPP-A va free p-hCG trong huyét thanh me
dugc ching minh lién quan dén nhimng bat

thuong hoi chimg Hoi chimg Edward va 13 [10].

Céc gié tri do duoc chuyén doi sang boi s0 trung
vi MoM theo tuan thai cua quan thé tham chiéu
dé danh gia nguy co mic Trisomy dua trén ti 18
xac sudt co thé gap. Tuy nhién, cac gid tri ndy co
thé khac nhau tuy theo ching toc, d6 tudi, dinh
dudng,... cta thai phu, d6 1 nhitng yéu t6 dic
trung cta timg quan thé. Do d6, nham xac dinh
céc gia tri siéu 4m va sinh hoa dic trung cho quan
thé thai nhi tai Viét Nam, chiing t6i da tién hanh
thue hién dé tai “Nghién ctru dic diém sang loc
truge sinh hoi chimg Edward va Patau & quy |
thai ky tai Bénh vién Phu san Trung uwong” voi
muc tiéu: i) Mo ta mot sé dic diém cua thai phu
mang thai mic hoi ching Edwards va Patau; va
ii) So sanh ddc diém mot s6 yéu 6 lién quan dén
sang loc trudc sinh hoi chirng Edwards va Patau
tai quy I thai ky.

2. P6i twong va phwong phap nghién ciru
2.1. DBéi twong nghién ciru

Thai phu dén kham thai tai Bénh vién Phu
san Trung wong tir thang 5 ndm 2022 dén thang
4 nam 2023.

Tiéu chuan lya chon: 1) Nhom bénh: tat ca
cac thai phu dugc chan doan xac dinh mic hoi
chtng Trisomy 13, 18 bang karyotype, c6 day du
thong tin sang loc trude sinh bang xét nghiém
Double test va siéu 4m thai, duoc ghi chép day
da vé cac ndi dung can thiét cho nghién ciru;
va ii) Nhom ching: céac thai phu hoan toan binh
thuong trén xét nghiém Double test va siéu &m thai.

Tiéu chuan loai trir: 1) Thai nho hon 10 tuan
6 ngay hodc 16n hon 13 tuan 6 ngay, da thai hoac
thai chét luu; ii) Thai thy tinh trong ong nghiém
IVF; va iii) Thai phu mic cac bénh 1y vé tim than.

2.2. Phuong phap nghién ciru

Thiét ké nghién ctru: mo ta cit ngang.

Chon mau nghién ctru: v6i thai binh thuong,
su dung phuong phap chon mau thuan tién
khong xéc suat. Vi thai méc hoi chimg Edward
hoic Patau chon mau toan bo.



104 N.T.Trang etal. / VNU Journal of Science: Medical and Pharmaceutical Sciences, Vol. 39, No. 4 (2023) 101-110

C& mau nghién ctru: thyuc té, nghién ciru thu
thap duogc 26 hd so thong tin bénh nhan du theo
tiéu chudn lya chon va tiéu chuan loai trir, trong
d6 c6 28 truong hop mang thai mic hoi ching
Edward va 6 truong hop mang thai méc hoi chimg
Patau, con lai la cac truong hop thai binh thuong.

Thu thap thong tin ctia ddi tugng nghién ctru:
thu thap day di thong tin cac bién s, chi s dua
trén mau bénh an nghién ctru dugc thiét ké sin

2.3. Bién so nghién cuu

- Céc bién s6 vé dic diém cua thai phu va
thai nhi mic hoi ching Edwards va Patau: tudi
me, tién sir mang thai, ti 1 thai Trisomy, KSSG,
Bét thuong siéu am.

- Céc bién sb vé dic diém mat sb chi sd siéu
am va sinh hoa lién quan dén sang loc trudc sinh
mot sd hoi chimg Trisomy vao quy I thai ky:
Phan bd tudi me, Phan b MoM fB —hCG, Phan
b6 MoM PAPP-A, Phan bo KSSG.

2.4. Phuwong phdp phdn tich va xir 1y s6 liéu

Sb liéu sau khi thu thap s& duoc téng hop,
nhdp va xir ly trén phan mém SPSS 26.0 va
Microsoft Exel 2019.

Xac dinh gia tri trung binh d6 tubi cua cdc
thai phu trong nghién ctru. Sir dung ki€ém dinh
Chi-square test d¢ kiém tra moi lién quan gilta
hai bién phén loai.

 Xay dung biéu do phan b tin sb cua cac chi
s0 tudi me, KSSG, MoM PAPPA, MoM fbHCG.

Str dung biéu d6 ROC Iya chon diém cut-off
ma tai d6 do nhay, d0 dac hi¢u cua cac chi so 1a
cao nhat/co gia tri trong sang loc thai mac trisomy.

2.5. Pao dikc trong nghién curu

Céc théng tin riéng lién quan dén ddi twong
nghién ctru dugc ddm bao bi mat va ma hoéa co
s¢ dir liéu. Nghién ctru chi st dung sb lidu trén
hd so két qua sang loc ctia bénh nhan, khong anh
huéng dén quy trinh kham chita bénh thong
thuong cua thai phy. Cac hoat dong trong nghién
clru nay déu tudn thu cac quy dinh va nguyén tic
chuin muc vé dao dirc nghién ctru y sinh hoc cua
Viét Nam va qudc té. Nghién ciru dugc chip
thuan boi Hoi déng dao dirc trong nghién ciru y
sinh hoc ctia Bénh vién Phu san Trung uong theo
quyét dinh s6 1042/CN-PSTW vao ngay
29/12/2020.

3. Két qué nghién ciru
3.1. Pdc diém chung

3.1.1. Tuéi me

+ Phan b tudi thai phu trong nghién ctru

Theo cac khuyén cdo hién hanh, phu nii trén
35 tudi lam ting nguy co sinh con méc hoi ching
trisomy. Trong nghién ciru cua chung t61, nhom
tudi me > 35 tudi, tan sé thai phu sinh con binh
thuong, Edwards va Patau lan Iuot 1a 29,9%,
32,1% va 33,3%. Gia tri tui me trung binh giita
3 nhom sinh nay khong c6 su khac biét co6 ¥
nghia thong ké, (p = 0,561 > 0,05).

Bang 1. Phan b6 tudi thai phu trong nghién ctru

2. Mang thai binh thuong | Mang thai Edwards Mang thai Patau p
Tuoi thai phy S8 Tuong S&luong | Ty 16 | S luong
(nam) n=212) | TVECH | Tt | oe) gy | TVIE ()
<35 140 70,1 19 67,9 4 66,7
>35 72 29,9 9 32,1 2 33,3
Tong 212 100 28 100 6 100 0,561
Trung binh (Mean+SD) 32,01+13,42 31,7+£11,26 29,12+ 10,59
Nho nhét — Lén nhat 17,91- 45,43 20,44 — 44,24 22,66-39,71
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Biéu d6 1. Phan bd tudi me giira thai binh thuong va
thai Trisomy.

+ Phan b tudi me mang thai binh thuong va
thai Edward va Patau

Trén biéu d6 phan b tudi me & nhém mang
thai binh thuong, khoang tubi me cha yéu 20-25
tudi, trong khi & nhém thai Edwards, tudi me phé
bién tir sau 25 tudi, va sau 30 tudi i 1é mang thai
mic hoi ching Edward va Patau cao hon so véi
thai binh thuong.

3.1.2. Bdc diém tién sir ciia cdc thai phu

Trong 246 thai phu tham gia nghién cuu,
khong c6 thai phu nao c6 tién sir mang thai méc
trisomy. Say thai tu nhién 1a tién st chiém ti 18
16n nhit ¢ thai Edwards (46,43%) va Patau
(50%). Khi thyc hién kiém dinh bang Chi-square
v6i gia tri P=0,002 < 0,05, cho thay c6 sy khac
biét vé tién sir mang thai ciia cac thai phy mang
thai binh thudng va mang thai mic hoi chimg
Edward hoac Patau.

Bang 2. Tién sir thai phu trong nghién ciru

Mang thai binh Mang thai . 2
‘ thuromg Edwards Mang thai Patau Tong p
Tiénswthaiphu | oy one | Tyl luifr’lg Ty 18 mif[’lg Ty 1& lui‘r’lg Ty 18
= 0, v 0, v 0, Y 0,
(n=212) | ) | D51 ) | ole | | TG | )
Sinh non 16 7,54 1 3,57 0 0 17 6,91 | >0,05
Say thai ty nhién 88 41,5 13 46,43 3 50 104 42,27 | 0,002
Khong tién st 108 50,96 14 50 3 50 125 50,82 | >0,05

Bang 3. Phéan bé tudi thai theo timg nhém Trisomy

B‘?;lzglfz")ng Hoi Ch(ﬁ‘;gzg)dward Hoi chimg Patau (n=6)
11 tuan 0 ngay -11 tudn 6 ngay 14,0% 14,8% 33,3%
12 tuan 0 ngay -12 tudn 6 ngay 52,8% 59,3% 50,0%
13 tuan 0 ngay -13 tudn 6 ngay 33,2% 25,9% 16,7%

3.1.3. Phdn b6 tuéi thai

Su phéan bé tudi thai & 3 nhom thai Edwards,
Patau va binh thuong ¢ nghién ctru nay pho bién
0 khoang thoi gian: tir 12 tuan 2 ngay - 12 tuan
5 ngay trong giai doan sang loc Double test.

3.2. Dac diém trén siéu am

Dic diém vé KSSG cua thai nhi trén siéu 4m
Sy phan bé KSSG cac thai Hoi chimg
Edward va 13 chu yéu trong khoang gia tri tir

2 mm — 3 mm cao hon so vdi nhom thai binh
thuong (cha yéu c6 gia tri <2 mm). Theo ngudng
phan biét KSSG ting dan, ti 18 phat hién (DR%)
& ca nhom thai Edwards va Patau giam dan. Tuy
nhién, gid tri du doan duong tinh (PPV%) &
nhom thai Edwards c¢6 xu hudng tang, va 6 nhom
thai Patau lai c6 xu huéng giam. Déi voi ca
nhom thai Edwards va Patau, khi st dung
nguong KSSG 2,5 mm thi cho d6 nhay va do dic
hiéu cao nhét.
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B Thai binh thwong @ Thai Edwards Thai Patau

Biéu d6 2. Phan bd KSSG giita thai binh thuong va thai Trisomy.

. DPuimg cong ROC
Puimg cong ROC
S Neudug 2.5mm / Neudug 3
Mg 3 mm Nauing 3. 5mm
. ."~_zll-"||z 3. 5mm - Ngwimg 4 mm
) ;?""'?IJ ’"'"‘I ) Phimg tham chiéu
nrimag tham chiéu -
” by .
" nhay
nhay ’
Trisomy 18 Trisomy 13
1- D4 dic hidu 1= 34 dje kiju

Hinh 1. DJ nhay va d¢ dac hi¢u theo ngudong phén biét KSSG.

Bang 4. Gia tri cia KSSG dé phat hién thai Trisomy

Ngudn hai binh Thai . A Gia tri du
phz%g biégt thuong Edwards Thai Patau T}: e ph? t doan duong p
(mm) () ) () hién DR% | 10 ppyos
2,5 77 16 2 6,67-0,92 16,67-2,53 0,065
3,0 49 10 1 4,17-0,46 16,94-2 0,151
3,5 24 6 0 2,5-0 20-0 0,295
4,0 14 3 0 1,25-0 17,65-0 0,636

bac diem vé cac bat thuong trén siéu am khac

Béng 5. Cac bat thuong trén siéu am thai Edwards

Thai Edwards Thai binh thuong p
S luong Ty 18 (%) Sb luong Ty 18 (%)

Bung 1 3,57 2 0,94 0,889

Rau 1 3,57 1 0,47 0,552

Chi 1 3,57 0 0 0,57

Dau 1 3,57 0 0 0,742

Phu 0 0 1 0,47 0,971
Nhip tim thai 10 35,71 90 42,45 <0,01

Tong 14 50 94 44,33
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Béng 6. Cac bat thuong trén siéu 4m thai Patau

Thai Patau Thai binh thuong p
Sélugng | Tyle (%) | Séluong | Tylé (%)
Bung 0 0 2 0,94 0,878
Rau 0 0 1 0,47 0,437
Phu 0 0 1 0,47 0,924
Nhip tim thai 2 33,33 90 42,45 0,018
Téng 2 33,33 94 44,33

Trén céac két qud siéu &m, nhom thai méc Hoi
chung Edward va 13 thuong co it bat thuong vé
hinh thai bén ngoai (chi c6 4 trudong hop thudc
nhom thai Edwards), trong khi sy bat thuong vé
nhip tim thai lai ghi nhan dugc 12 truong hop,
ty 16 1an lugt 35,71% & nhoém thai Edwards va
33,33% & nhom thai Patau. Khi thyc hién kiém
dinh bat thuong nhip tim thai bang phuong phap
Chi-square ¢ nhom thai Hoi chirng Edward va 13
déu c6 P < 0,05, cho th:?ly su bat thuong vé nhip
tim thai c6 lién quan dén ting nguy co mang thai
Hoi chirmg Edward va 13.

120 -
100 -
g 80 -
560-
40 -
20
0 -

<1 12 23 3-4 45 56 >6
MoM fp-HCG
B Thai binh thuong M Thai Edwards = Thai Patau

Biéu d 3. Phan bé MoM fP - HCG giita thai
binh thuong va thai Trisomy

4.Ban lun

4.1. Ve ket qua mo ta mot so dac diém cua doi
tirong nghién ciiu

Tudi me luén dugc xem la yéu t6 quan trong
dé sang loc trudc sinh va nguy co mang thai méc
hoi chung trisomy, trong d6 c6 hdi chiing
Edward hodc Patau. Trén thé gigi hién nay, da s6

3.3. Pdc diém cdc chi s6 sinh héa & huyét thanh
thai phu

Su phan bd chi s6 MoM free B-hCG & nhom
thai Edwards va Patau tip trung ¢ mién gia tri
thap (21), trong khi & nhom thai binh thuong chu
yéu & muc gia tri cao hon (1-3). Sy phan bd
MoM PAPP-A cuia thai Hoi ching Edward va 13
phd bién & mién gia tri thip (0-0,5) con & nhom
thai binh thudng cha yéu ¢ mirc cao hon (0,5-1).

120 4
100
80 -
60 -
40

20
0 - || - L_

<0, 051 1-15 152 >2
MoM PAPP-A
B Thai binh thuong 8 Thai Edwards

£

A
an so

T

Thai Patau

Biéu d6 4. Phan b6 MoM PAPP-A gita thai
binh thuong va thai Trisomy.

CAC nuéce van sir dung ngudng sang loc 1a > 35
tudi, tuy nhién Phap va Na Uy lai sir dung
ngudng sang loc 1a 38 tudi [11]. Mic di nguy co
sinh con Hoi chiing Edward va Patau tang Ién
theo tudi me, tuy nhién theo nghién ciru cua bac
s Kroes va cs (2014) trén 1110 thai nhi di tat bat
thuong o Bi trong thoi gian tu 1980 2011, ty 1€
thai Edward va Patau véi tudi me <35 tudi déu
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dat khoang 69% [12]. Trén co s¢ do, ti 1¢ thai
Edwards va Patau c6 tudi me < 35 trong nghién
ctru 1an luot 13 67,9% va 66,7%, twong duong
voi két qua ctia Kroes. Tuy nhién sy khac biét
tudi me giita cac nhom mang thai binh thuong,
Edwards va Patau trong nghién ctru nay khéng co
¥ nghia thong ké véi p - value = 0,561 (p > 0,05).

Theo Bang 1, cac thai phu c6 do tudi dao
dong tir 17,91 — 45,43 tudi. Tudi me trung binh
cua nhém thai Edwards, Patau, binh thudong lan
luot 1a: 31,7+1,19, 29,1242,93, 32,01+0,42, két
qua khé tuong dong v6i nghién ciru cia bac si
Kroes va cong su (2014), trong d6 tudi me trung
binh ctia nhém mang thai Patau 1a 30,3 tudi, dao
dong tr 27 dén 42 tudi, va tudi me trung binh cia
nhoém Hoi chimg Edward 1a 31,6 tudi, dao dong
tir 22 dén 42 tudi [12]. Mic du vay, ti 1& phu ni
mang thai mic hoi chimg Edwards va Patau co
tudi > 35 1an luot 1a: 32,1%, 33,3%, tuy nhién ty
1¢ nay ciing khong khéc biét dang ké so véi ty 18
thai binh thuong c6 tudi me > 35 tudi (29,9%).
Ly do dugc cho 1a sau 35 tudi, phu nit thuong co
it nhu cau sinh con hon so vi nhom tudi tré hon,
dan dén ti 18 danh gia trén khong co sy khac biét.

Khao sat vé tién sir thai san cua céc thai phuy,
mic du trong mau nghién ciru khong co thai phu
nao co tién str mang thai mac mot trong cac hoi
chtng trisomy nhung mot ti 1 déang ké thai phu
trong nhom thai hoi chirng Edward va hoi chirng
Patau gip van d& vé tién str sinh non, tién sir say
thai tu nhién. Cu thé, & nhom mang thai mic hoi
chung Edward, 3,57% thai phu co tién st sinh
non va 46,43% thai phu c6 tién st say thai tu
nhién hodc hat thai. O nhom mang thai mic hoi
chung Patau, ¢6 3 ngudi (chiém 50%) c6 tién st
say thai tu nhién. Gia tri p-value = 0,002 < 0,05
cho thiy cac thai phu dd c6 nhirng van dé lién
quan dén tién sir sinh truée do s& co nguy co
mang thai Trisomy trong lan tiép theo.

Thoi diém thai phu dén kham sang loc trudc
sinh pho bién & tuan thir 12 cla giai doan sang
loc Double test, didu nay ciing twong thich véi
nghién ciru ctia Souka (2004) d4anh gia rang tudi
thai ly tudng lam xét nghiém Double test nén la
12 tuan vi khi d6 s& c6 sy tuong tac giita ndng do
cac chat sinh hoéa va cac bat thuong cua hoi

chting Trisomy; két hop véi siéu am trong ba
thang dau khong chi dé sang loc Hoi ching
Edward va Patau ma con dé chan doan sb luogng
di tat thai nhi ngay cang tang [13].

4.2. Bdc diém trén siéu am

Biéu d6 phan bd KSSG ciia thai nhi cho thay
phan bd KSSG ciia cac thai miac Hoi chimg
Edward va Hoi ching Patau chi yéu trong
khoang gia tri tir 2 mm-3 mm, vuot cao hon so
v6i nhom thai binh thuong (chu yéu & gia tri
< 2 mm). Két quéa nay cling tuong dong véi
nghién ctru cta Shiefa, khi cho thay phan 16n két
qua do KSSG déi v6i nhém thai mic hoi ching
Edward va Patau cao hon so v4i nhom thai binh
thuong [14].

Mat khéc khi ngudng phan biét KSSG tang
dan thi ti 1¢ phat hién (DR%) & ca nhém mang
thai méc hoi chimg Edwards va Patau giam dén.
C6 nghia 13 viéc phat hién bénh nhan bat thuong
s& kho hon va c6 thé dan dén viéc bo sot cac
truong hop méc bénh. Tuy nhién, gia tri tién
doan duong tinh (PPV%) ¢ nhom thai Edwards
tang 1én khi ting ngudng phan biét KSSG, diéu
nay c6 nghia la viéc chan doan cac truong hop
mang thai hoi ching Edward s€ chinh xac hon.
Mot nghién ctru cuia Liao va cong su (2003) da
phat hién ra rang ting ngudng KSSG ciing co thé
lam tang dang ké ti 1¢ phat hién Trisomy, nhung
gi4 tri tién doan duong tinh khong thay dbi [15].
Trong nghién ctru cuia Barati va cong su (2011),
chi ra rang ting ngudng KSSG co thé giam gia
tri ti€n doan duong tinh, lam giam kha nang phat
hién Trisomy [16].

Nghién ctru cta chung t6i, & ngudng KSSG
2,5 mm danh gia & nhém thai mac hoi ching
Edward va hoi chirng Patau cho gia tri do nhay
va d6 dic hiéu 1 cao nhét. Thuc té, tai Viét Nam
dang st dung ngudng sang loc KSSG 1a 3 mm,
nhung két qua nghién ctru cta ching t6i khong
hé méu thuin véi thuc té thyc hanh 1am sang. Ly
do 1a theo nghién ctru ctia Duong Van Chuong
(2018) thi ngudng 2,5-3 mm d4 1a dau hiéu canh
bao nguy co cao sang loc thai Trisomy. Cu thé
trong nghién ctru cua chung t6i ciing cho thiy
khoang 2,5-3 mm c6 gia tri nhat dé phan biét
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gitra thai binh thuong va thai Trisomy. Ngoai ra,
trong thuc té 1am sang, tily don vi va tity khuyén
c40 c6 thé lya chon ngudng phu hop dé nang cao
hiéu qua sang lgc.

Trong s6 cac bat thuong siéu am, bat thuong
vé nhip tim 14 phat hién nhiéu nhét & thai nhi méc
Hoi chung Edward (10 ca bénh) va hoi ching
Patau (2 ca bénh). Khi tién hanh kiém dinh bang
phuong phép Chi-square trong nhom thai méc
Hoi chung Edward va 13, ca hai déu cho gia tri
P < 0,05, cho thiy su lién quan gitra bat thuong
nhip tim thai va sy tdng nguy co mang thai
Trisomy. Hién tugng nay c6 thé dugc giai thich
boi vi cac hdi chirng Trisomy gay nén céc tinh
trang di tat phat trién trong thai nhi, anh huéng
dén cac bod phéan cua co thé, bao gém ca tim.
Theo nghién ctru dugc thuc hién bdi Springett va
ddng nghiép (2015) trén dir liéu thai phu tir 16
qudc gia chiu Au tir naim 2000-2011 d3 chi ra
rang bt thuong vé tim 14 loai bat thuong phd
bién nhét ¢ thai mac Trisomy 18 (hoi ching
Edward) va Trisomy 13 (hoi chung Patau). Cu
thé, trong s6 468 thai mac Trisomy 18, 80% c6
bat thudng vé tim, va trong s6 240 thai mac Hoi
chimg Patau, 57% c6 di tat tim [17]. Trong
“Nghién ctru chin doan trude sinh trong di tat
tim bam sinh thuong gap” ctia Bui Hai Nam va
cong su (2023) nghién ctru 370 thai phu chin
doéan ¢6 di tat tim bam sinh bé“lng siéu am cho
thdy thai di tat tim bam sinh mic hoi ching
Trisomy 18 chiém ti 1& cao véi 41,91%, Hoi
chung Patau voi 3,6% va tinh trang thong lién
that chiém ti 1& 16n nhét v&i 51,20% [18]. Do do,
khi phat hién bat thuong nhip tim trén siéu 4m
thai nhi, nghi ngd vé kha ning mic Trisomy s&
tang 16n va day 1a mot yéu tb goi ¥ quan trong dé
phan biét nhém thai mac Trisomy va nhom thai
binh thuong.

4.3. Bdc diém cdc chi s6 sinh héa & huyét thanh
thai phu

Déi véi chi sé MoM free B-hCG, nhém thai
Edwards va Patau tap trung & mién gié trj thip
(<1), trong khi nhom thai binh thuong chu yéu &
murc gia tri cao hon (1-3). Chi s6 MoM PAPP-A
clia thai mac Trisomy 18 va Hoi chimg Patau
phan b cha yéu ¢ mién gia tri thap (0-0,5), trong

khi nhom thai binh thuong chii yéu & murc gia tri
cao hon (0,5-1). Két qua nay tuong tu véi nghién
cutru cua Shiefa va cong sy (2013), nghién ctru st
dung sang loc sinh héa Double test va siéu am
KSSG trong giai doan tam ca nguyét dau tién cua
thai ky [14]. O nghién ctru d6, hau hét cac truong
hop mang thai mic hdi ching Edward hodc
Patau c6 gia tri MoM free B-hCG va PAPP-A
trong huyét thanh cia me giam dang ké so véi
nhom thai phu binh thuong.

Tuong tu, trong nghién ctru cua bac si Natasa
Tul va dong nghiép (1999) tai Bénh vién King's
College, Anh Qudc, sang loc trude sinh Trisomy
18 dugc thyc hién bang cach két hop xét nghiém
sinh hoa 2 chi sd free B-hCG va PAPP-A, cung
v6i danh gia siéu &m do KSSG trén 50 truong
hop thai méac Trisomy 18 va 947 truong hop thai
d6i chimg [19]. Két qua cho thdy gia tri MoM
ctia fB-hCG trong huyét thanh me giam dang ké
(0,281 MoM) so v6i nhém thai binh thuong.
Tuong ty, ndng 4 PAPP-A trong huyét thanh
cling giam (0,177 MoM), trong khi gia tri KSSG
trung binh cao hon dang ké (khoang 3,272 mm)
so voi nhom thai binh thuong [19]. Viéc st dung
2 chi s6 sinh hoa MoM free B-hCG, PAPP-A va
gia tri KSSG la cac ddu hiéu dé danh gia nguy co
Trisomy 18 va 13, cung cip thong tin bd sung va
tang dang ké do chinh xac cua sang loc trudc
sinh Trisomy va phan biét dic diém giita cac
nhom thai Trisomy 18 va 13; ciing nhu phan biét
thai Trisomy va thai binh thuong véi nhau.

5. Két luan

C6 su khac biét vé tudi me, d6 mo da gay,
bét thudng vé nhip tim thai va cac chi sb foHCG,
PAPP-A gilta nhom thai Trisomy so voi thai
binh thuong.

Lo1i cam on

Chiing t6i mu6n giri 161 cam on t6i thiy ¢d, can
bd Bénh vién Phuy san Trung vong va Truong Pai
hoc Y Ha Noi da tao diéu kién cho nhom nghién
ctru thu thap s6 liéu, tién hanh nghién ciru nay.
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Nghién ctru duge thuc hién trong khudn kho

ctia dé tai co s6 cép Truong Pai hoc Y Dugc, Dai
hoc Qudc gia Ha Noi: “Nghién ctru dic diém mot
s6 chi sb sinh hoa va siéu 4m thai trong sang loc
trudc sinh hoi chiing Down & quy I thai ky tai
Bénh vién Phy san Trung wong”.
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