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TOm tat

Muc tiéu: Danh gia két qua choc 6i 0 cac thai phu co nguy co cao bat
thuong nhiém sac thé tai bénh vién truong Pai hoc Y Duoc Hué.

Dadi tugng va phuang phap nghién eiiu: Nghién ctu mo ta cat ngang trén
691 thai phu co nguy co cao bat thuong nhiém sac thé tu 1/4/2016 —
1/5/2018. T4t ca cdc thai phu nay co chi dinh choc 6i va sau do chan
doan bdt thuéng nhiém sac thé 21,18,13 va nhiém sdc thé gioi tinh
béang phuong phdp QF-PCR.

Két qua: Chi dinh choc 6i lam QF-PCR phan tich nhiém sac thé dua
vao xét nghiém sang loc qui | (két hop: Tuéi me + do mo da gdy +
PAPP-A + free beta hCG) (65,4%), sieu am bt thuoéng hinh thdi thai
nhi (24,0%), xét nghiém sang loc quy Il (Triple test) (9,3%), tuéi me cao
(0,9%), tieén su me bat thuong (0,4%). Chi dinh choc 6i do siéu am bét
thuong hinh thai thai nhi co ty lé phat hién cao nhat 8,4%, tiép theo la
chi dinh xét nghiem sang loc quy | (7,3%), sang loc quy Il (1,6%). Co
48 truong hop phat hién bt thuong nhiém sac thé (6,9%), trong do hoi
chung Down la bat thuéng so luong hay gap nhat (chiém 64,6% trong
cdc dang bat thuong), hoi chiing Turner la bat thuong nhiém sac thé
gidi tinh hay gap nhét (4,2%).

Két ludn: Choc ¢i co vai tro chan dodn xdc dinh cdc bat thuong nhiém
sdc thé thai 6 nhom thai phu nguy co cao. Siéu am va xét nghiem cac
chdt chi diem huyét thanh dong vai tro quan trong trong sang loc cdc
truéng hop nguy co cao bat thuong nhiém sac thé thai nhi, dac biét la

trisomy 21.
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Materials and methods: A cross-sectional description study on 691 high-risk pregnancies of fetal
chromosomal abnormalities from 1/4/2016 to 1/5/2018. All pregnant were offered for amniocentesis
and were diagnosed chromosome abnormalities for chromosome 21,18,13, sex chromosome by
using QF-PCR.

Results: Total of 691 cases were offered foramniocentesis and analyzed forchromosome aberrations
by QF-PCR. Indications of amniocentesis based on the first trimester screening (combination of
maternal age, NT, PAPP-A, free beta-hCG) (65,4%); 24,0% for abnormal ultrasound findings, 9,3%
for abnormal maternal serum screening in second trimester (Triple test); 0,9% for advanced maternal
age, and 0,4% for abnormal history maternal. The highest detection rate of chromosome aberrations
was in cases undergoing amniocentesis for abnormal ultrasound findings (8.9%), followed by the
first trimester screening (7,3%) and secondary trimester screening (1,6%). Chromosome aberrations
were detected in 48 cases (6,9%). Down syndrome was the most common autosomal abnormality

(64,6%); Turner syndrome was the most common sex chromosome abnormality (4,2%).
Conclusions: Ultrasound and serum marker are important methods for screening high-risk
pregnancy of fetal chromosomal abnormalities, especically trisomy 21, and amniocentesis was a

confirmition diagnosis.

1. bat van dé

Bt thusng nhiém séc thé (NST) thusng gap
trong thai ky chiém khoang 1/150 tré sinh séng,
75% trusng hop sdy thai ty nhién sém, 50%
trusng hop sdy thai trong ba thang dau cua thai
ky, 5% trusng hop thai chét luu, 5-7% trusng hop
t¢ vong chu sinh [5]. Nghién cou trén s6 tré sinh
ra véi cdc bét thusng sé lugng NST, cho théy da
s6 mdc mét trong ba hoi ching 3 NST (Trisomy)
21, 18, 13 véi tan sudt xuédt hien ngau nhién
trong quan thé lan lugt la 1:700, 1:4000 v&
1:5000. Nhing tré nay thusng mang céc di tat
rét da dang nhu: di dang vé khuén mat, bénh tim
bém sinh, bién dang xuong, chi, nhugc co, thigu
nang sinh dyc dén dén vé sinh, di tat co quan
noi tang, méc cdc réi loan chuyén héa khac gay
cham phat trién tinh than - van déng, cac bénh
vé mdu... va cé thé dan dén tu vong, dé lai génh
ndng cho gia dinh va xa hei [1].

Vi véy, sang loc va chén dodn truse sinh cac
bét thusng NST thai la mét véin dé cdp thiét, dugc
nhigu quéc gia quan tam. Vdi sy tién bo coa y

hoc, cdc chuong trinh sang loc — chdn dodn trudc
sinh da va dang phét trién manh mé giop chén
dodn sém, dua ra tu vén di truyén phu hep cho
tung trusng hop cy thé. Tu thap nién 1970, dung
don déc tusi me dé tam sodt c6 ty lé phat hién
(DR) chi dat khoang 30%. Két hgp tusi me véi
céc chi s6 sinh héa gom o-feto Protein (AFP),
unconjugated Estriol (uE3), human Chorionic
Gonadotropin (hCG) trong quy Il cho phép tang
DR len 60-70%, c6 thé dén 90% khi ap dung tam
sodt két hop quy | (combined test) gom tudi me,
dé mo da gdy (NT), free B-hCG va PAPP-A [4].
Hon noa, vai trd coa mét s6 chi diém trén sieu am
(sonography marker) cong dé& dugc nhén manh.
Nam 2004, Nicolaides K.H va cong sy da mé té
lien quan gita cdc déu én chi diém nay véi nguy
co cao cdc thé lech boi NST [13]. Vi vay, day
cong dugc xem la moét phuong phdp cé gid tri
trong fam sodt bét thusng NST.

Chong t6i thyc hién nghién cou nay nhém
ddnh gid két qua choc 6i 6 cac thai phy cé nguy
co cao bt thusng NST tai Bénh vién trusng Dai
hoc Y duoc Hué.
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2. bdi tugng va phuong
phap nghién cttu
2.1. Déi tuong nghién cou
Thai phy dugc xdc dinh nguy co cao bét thusng
NST to 1/4/2016 — 1/5/2018, c6 chi dinh choc
&i tai Bénh vién Trusng Dai hoc Y Dugc Hué.
Tiéu chudn chon mau:
Tét cé cée thai phy dugc chon lya véio nghien
cOu thda mén cdéc tiéu chudn:
- Don thai, séng.
- Tu6i thai tU 16+0 tuan tré len.
- Thai phy nguy co cao bét thusng NST dugc
xdc dinh dya vao:
+ Xét nghiém sang loc quy | (U 11- 13 tuain
6 ngay) va quy Il (tv 15 — 22 tuan) cé két qua
nguy ¢ cao.
+ Sang loc quy | (Tuéi me + tién st mang thai
con bi héi ching Down + NT + NB + PAPP-A
+ free B-hCG). Diém cét nguy co cao: Trisomy
21 =1/250, Trisomy 18 =1/150, Trisomy 13
=1/150.
+ Saing loc quy Il (Triple test), diém cét nguy
co cao véi: Trisomy 21 =1/250, Trisomy 18
=1/150.
+ Siéu am xdc dinh ¢6 bét thusng hinh thai
thai nhi lién quan bét thusng NST.
+ Thai phy trén 35 tuéi. Tien su thai chét luy,
sdy thai lién tiép hogc tien su sinh con di tat, da
6 con bi Trisomy, vo hotic chong (hodc ca 2)
da dugc xdc dinh la ngusi ¢6 réi loan céu tric
NST di truyén dugc.
- Thai phy va gia dinh déng y choc 6i.
Tiéu chudn logi tru
- Thai phy ¢6 bénh ly néi khoa nang kém theo.
- Thai phy ¢6 bénh ly réi logn déong méu.
- Thai phy ¢6 nhém mdu mang Rhesus am.
- Thai phy méc Viém gan B dang tién trién.
- Thai phy nhiém HIV.
- Thai phy ¢6 bénh ly nhiém trung.
- Thai phy tham gia chén dodn khéng léy dugc
mau nudc Si hodc nudce 6i bi nhiém mdu.
- Khéng déng y tham gia nghién cou.
2.2. Phuong phap nghién cuu
Phuong phdp mé ta cét ngang, thsi gian nghién
cou tu 1/4/2016 — 1/5/2018 tai Khoa san bénh
vién Truong Dai hoc Y duge Hué.

Cdc budc tién hanh:

Budc 1:Tu véin cho ngusi nha va thai phy: ly do
choc 8i, nguy co cdc tai bién cé thé xdy ra khi thyc
hién tho thuat choc &i.

Buéc 2: Phong vén tryc tiép cac déi tuong
nghién cOu béng bo cau héi thiét ké sén, kham
lam sang va lam céc xét nghiem co bén trusc
khi thyc hién thu thuat (cong thic mdu, nhém
mdu, chic nang déng chay mdu, dinh lugng
HBsAg, HIV).

Budc 3: Chudn bi bénh nhan, tién hanh choc 6i
dusi huéng dén sieu am.

Budic 4: Gui méu nuéc 6i dén khoa Di truyen dé
lam xét nghiém chdn dodn béng ky thuat QF-PCR.

Budc 5: Phan tich va xu ly s6 lieu.

S6 lieu dugc xU ly va phan tich béing chuong
trinh SPSS 20.0. Cdc so sanh cé y nghia théng ke
khi p < 0,05.

be tai da dugc theng qua Heéi dong dao duc
trong nghién cdu y sinh hoc Trusng Dai hoc Y
Duoc Hué.

3. Két qua nghién ctu

3.1. Pac diém chung ca mau nghién cou

Bang 1. Bigc diém cua thai phy
Diic diém n=691 Tyle (%)

Tudi thai phy <% 452 654
j 235 239 34,6
Mang thai lan déu 145 21,0
S6 lon mang thai 12 lan 407 589
>2lin 139 20,1
Chua 0 488 70,6
S6 liin sdy thai, thai lu 1 liin 167 242
>2ln 3% 52
L ) 30 43
Sinh con di fat Khorg m %57
o G 57 82
Tiép xuc hoa chit Khong 631 g

Tuéi thai phy trong nghién cou hay gap nhét la
do tuéi dudi 35 chiém 65,4%, da s6 thai phy la con
ra chiém 79,0%, cdc thai phy cé tign su sdy thai,
thai luu chiém 29,4%, ty lé sinh con di tat cia céc
thai phy trong nghién cou chiém 4,3% va 8,2% thai
phy 6 tiép xic héa chét.

3.2. Pac diém thai ky

Tuéi thai tai thai diém choc 6i tap trung nhigu
vao nhém 16 — 20 tuan chiém 84,5%.



Bang 2. Dic diém coa thai ky

trisomy 21 cong la dang dugc phét hién cao nhét

Bic diém S6 luong Tile chiém 12,5% trong s6 céc chi dinh choc &i.
Tudi thai choc oi 16 - 20 fuéin 584 84,5 " TR
(n=691) > 201 07 156 Bang 5. Béi chigu ket qua SI:lf im volT (fl( it 1:t‘r0ng NST o
Hoi chima D 138 9.9 . tisomy | Trisomy | Trisomy v |Tyle
Sang loc quy | Oi-lc(lEJ:i]\?vur(:iwn 7 | 5'9 Siéu m 2 18 13 . chung| (%) (pORYTZI
(n=452) Hoichina Pt 5% 12’3 Naio théit duy nhéit 0 0 1 10 3 1333
— . : HoichingDandyWalker | 0 | 1 | 0 | 0 8 125
Sang loc quy I Hoi ching Down 5 818 Nang dam réi mang mach | 0 2 0 | 0|11 182
(n=64) Hoi chuing Fdward 17 26,6 Thid sin/bisin i ’
Tosime> 35 6 09 e 91 3 | 1 [ 0 |04 |00 p>005
Chidih hoci "é'fs"’ll’ﬁ"h‘{""g 32 04 it o, hi ham 0 | 0 |1 o5
(n=691) Sang loc quy | 45 654 o p=0035
Sang loc quy Il 64 93 Bo mo do gay day 2 2| 1| 0 |09 |33 (o
Siew am tha b thuong | 166 20 33rmm 10929)
Chi dinh choc 6i gap nhigu nhét trong nhém N“"gl,’g(hh”yé””"g(ﬁ ] 0 [ 0 |0 118[38] p>005
. X . o ix . g .. Ditiit fim 2 3 2 0] 22 [318] p>005
sang loc quy | chiém 65,4%, tiép theo la nhom sieu [0 o e 10 | 0 [0 3]77] poogs
am bét thusng hinh thai chiém 24,0%. Thodt i én 0 | o | 1 o]
Xét nghiém sang loc 6 quy | va Il cé két qua  |Heptating 1 | 0 ] 0 |0]5 |20 p>005
nguy co cao vé hoi ching Down la chi yéu, chigm | [loansinthin 01011 [0]3 ]33
A X o . Dn bé hin 1 | 0 | 0 |08 125 p>005
ti le lan luct la 96,9% va 82,8%. —
. A L ox . - Bién dang chi,ngon 0 1 0 [0 ] 6 |167
3.3. Két qua phcm tich nhiém sac thé Ngin céc xuong di 1 0 0 0] 5 |200] p>005
thai nhi Phis theil/rau 0 | 0 | 0 |17 [143
Bang 3. Két qua phan tich NST thai nhi Trénditfh;]ﬁ'?g bu?ﬁ{ 0 2 0 |0 |10 200
Ket qua NST S5 g hgp Tile (%) -
Bifhlzh{"‘"q 643 %1 Thiéu san/bét san xuong moi va bét thusng tim
?::;mlf;? @ ) &2 o lohai déu hieu gap nhieu nhét trong s6 cac bét
Trisomy 18 10 ns|  thuong phdt hién trén siéu am trong nghién cou.
Trisomy 13 4 83 Déu hiéu bét thusng tim, thiéu san/bét san
STt )?X[:{ ]2 ‘;f xuong mii va d6 ms da gdy day la 3 déu hieu gap
: | nhiéu nhét trong nhém c6 bét thusng NST.
Tong 091 481100 100

Bét thusng NST trong nghién ciu chiém 6,9%,
trong d6 bét thusng trisomy 21 l& dang hay gap
nhét chiém 64,6%, tiép theo la trisomy 18 chiém
20,8% va trisomy 13 la 8,3%.

Bang 4. Dai chiéu chi dinh choc i véi ccc béit thuang NST

dtthuiing NST|_Trisomy 21 | Trisomy 18 | Trisomy 13 | NST gidi tinh|  Tong
Chi dinh n %/ n %/ n %/ n %|n %
Tudi me> 35 0 0 0 0 0
Tién su bt thuting |0 0 0 0 0
Sang loc quy | 24 50005 1042 4212 42133 688
Sang locquy I 1 2110 0 0 1 21
Sigu am thai bt |6 5 2 1 14
thuting 125 104 41 21 291
Tong 31 64610  208|4 833 6248 100

Béit thusng NST dugc phdt hién chi yéu la do chi
dinh xét nghiém sang loc quy | chiém 68,6%, trong
dé trisomy 21 la dang bét thusng duge phdt hién
cao nhét chiém 50%, tiép theo la do chi dinh siéu
am c6 bét thusng hinh thai thai nhi chiém 29,1% va

Déu hiéu do6 ms da gdy day, néo thét duy nhét,
logn sén than & 3 dédu hiéu co ty lé tien lugng
duong tinh cao nhét déu chiém 33,3%. Thai phy
thuéc nhém cé dé ma da gdy day = 3,5mm lam
tang nguy co méc hoéi ching Down (OR = 10,929;
Cl 95%: 1,703- 70,115).

G trisomy 21 déu hieu hay gap nhét la thigu
san/bét sén xuong moi, d6 ms da gdy day, bét
thusng tim chiém ty lé lan lugt I 25,0%, 16,7% va
16,7%.

O trisomy 18 déu hiéu hay gap nhét la bét
thudng tim, nang dém réi mang mach (nang dém
réi mang mach), tran dich mang bung/mang tim/
mang phéi (tran dich mang bung/mang tim/
mang phéi) chiém ty lé lan lugt la 27,3%, 18,2%
va 18,2%.

O trisomy 13 déu hieu hay gap nhét la di tat
tim chiém ty lé lé cao nhét l& 33.3% var & héi ching
Turner thi ddu hiéu phu thai/rau la hay gap nhét.
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4. Ban luan

Pac diém thai phu

Do tusi gap nhieu nhét trong nghién cuiu
cta chong t6i la dudi 35 tusi chiém 65,4%. Két
qué nay cong phu hop vé6i nghién cou Nguyén
Thi Hoang Trang (2011), Lé Thanh Thoy (2009)
va Leyla OZER (2013) véi do tusi dusi 35 gap
nhigu nhét chiém ty le lan lugt la 61,9%, 54,8%
va 57,9% (2], [3], [7].

Pac diém thai ky

Tudi thai choc 8i nhigu nhédt & nhém 16 - 20
tuan chiém 84,5%, nhém tudi thai choc 6i muon
hon sau 20 tuan chiém 15,5%. Da s6 cdc két
qua sang loc theo chuong trinh sang loc 6 quy
| va Il cOa thai ky déu gap trong nhém tuéi thai
16 -20 tuan. Khi phdat hién sém & dé tusi nay cé
y nghia quyét dinh can thigp, dinh chi thai hay
tiép tyc theo déi quén ly thai. Thai diém choc
8i trong nghién cGu cia ching t6i phu hop véi
nghién ciu Davide Cavallotti va céng sy (2004)
va nghién cdu Zhanglin va cong sy (2010) véi ty
lé lan luct la 91% va 78% & nhém tuéi thai 16 -
20 tuvan [6], [12].

Xét nghiém sang loc & quy | va Il thai ky cé két
qué nguy co cao chu yéu la hoi ching Down véi
ty l& lan lugt la 96,9%, 86,9%. Két qua nay phu
hop véi tan suédt hoi ching Down hay gap hon so
v6i hoi chung Edward va Patau. Nghién ciu coa
chung t6i c6 két qué phu hop véi nghién cou coa
Le Thanh Thuy (2009) nguy co cao cho héi ching
Down l& hay gaip nhét chiém 62,6% khi sang loc
bang Triple test [2].

Trong s6 cdc chi dinh choc &i trong nghién
ctu cua ching t6i chi dinh do sang loc quy |
chiém cao nhét 65,4%, tiép theo la siéu am thai
bét thusng chiém 24,0%. Nghién cou cta ching
t6i phu hop nghién cdu Nguyén Thi Hoang Trang
(2011), Zeynep Ocak va cong sy (2014), N. An
va cong sy (2015) véi ty lé chi dinh choc 6i do
xét nghiém sang loc va siéu am thai bdt thusng
cla tung nghién cou la (69,7% va 30,0%), (77%,
28%), (69,56%, 3,58%) [3], [9], [10].

Két qua bét thueng nhiém sac thé

Trong nghién cOu cia chong téi, ty le bét
thusng NST s6 lugng (21,18,13, gidi tinh) chiém

6,9%, trong d6 trisomy 21 chiém ty lé cao nhét
64,6%, tiép theo la trisomy 18 va trisomy 13, bét
thusng NST gigi tinh lan lugt la 20,8% va 8,3%,
6,3% trong nhém cé bét thusng NST.

Nghién ciu cia ching téi tuong ty véi cdc két
qud nghién cou sau:

Bang 6. Két qua bt thuang nhiém sc thé

Biit thuoing | Trisomy 21 | Trisomy | Trisomy | NST gidi

LD NST(O) | () | 18(%) | 13(%) | fih(%)
Cuong Danh Tran v cs [ 8] 6,7 68,0 230 35 55
Shuo Zhang va s [14] 20 617 196 18 169
Z0akvis[10] 23 | 669 | 131 | 48 | 152
SungHee Hanva s [11] 1,88 609 168 20 203

Nguyén Thi Hoang Trang [3] | 7.3 54 293 33 134

Tien lugng duong tinh cua céc chi dinh choc
8i dya vao sang loc quy |, sang loc quy Il va
siéu am thai bét thusng lan lugt c6 d6 nhay la
7,3%,1,6%, 8,4%. Theo nghién cou cta Zeynep
Ocak va cong sy (2014), tién lugng duong tinh
cua tung chi dinh lan lugt la 5,1%, 1%, 4% [10].
Két qué nay cong tuong tu nhu nghién ciu cua
chung téi.

Theo nghién ciu Leyla OZER nhém c6 dé ms da
gdy day tang co méc bét thusng NST (p< 0,001),
tuong ty nhu nghién cdu cta chong t6i [7].

Theo nghién clu cta ching téi, cac déu higu
sieu @m phdt hién trén tung hoi chung bénh
c6 két qua tuong ty nhong hinh énh siéu am
cUa nhung bét thusng phé bién nhu Nicolaides
(2004) mé ta: [13]

o] trisomy 21 c6 ddu hiéu thiéu san/bét san
xuong moi, phu da gdy, di tat tim, nét tang
am thét trai, hep ta trang va bién dang chi.
O trisomy 18 ¢6 déu hiéu nang dém réi mang
mach va di tat tim. O trisomy 13 ¢ déu hieu
néo thét duy nhdt, thodt vi rén va logn sén than.

5. Két luan

Choc 6i ¢6 vai tro chdn dodn xdc dinh cdc
bét thusng nhiém séc thé thai 6 nhém thai phy
nguy o cao.

Sieu am va xét nghiem cdc chét chi diém
huyét thanh ddng vai trd quan trong trong sang
loc cdc trusng hop nguy co cao bét thusng
nhiém séc thé thai nhi, dac biét la trisomy 21.
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