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V. KET LUAN

Ki€n thic vé nhan biét tré vang da, cach
phong nglra vang da so sinh cling nhu cac biéu
hién va mdc dd nguy hiém clia vang da sc sinh cta
cac ba me con han ché can phai tdng cuGng hon
nifa cac bién phap gido duc cac ba me cham séc
stic khoe tré em noi chung va cham soc tré sa sinh
noi riéng, trong dé cd bénh ly vang da sa sinh.
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KHAO SAT BAT THU'O'NG DI TRUYEN BANG CAC KY THUAT
CHAN POAN TRU'O'C SINH TREN THAI NHI MAC TIM BAM SINH
TAI BENH VIEN TU DU

Trwong Thanh Vi', D6 Thi My Khanh2, Cao Hiru Thinh?,

TOM TAT

Pat van dé: Tim badm sinh 3 loai di tat thl.rdng
gép nhat trong cac bat terdng badm sinh. Viéc chan
doan di truyen trudc sinh sé glup ich cho viéc quan ly
thai ky, tién lugng ciing nhu c6 k€ hoach diéu tri sau
sinh hiéu gua hon. Muc tiéu: Xac dinh ti & bat
terdng nhiém sac the trén thai nhi mac tim bam sinh
va phan tich cac yéu to lién quan dén bat thu‘dng
nhiém sic thé. Phuong phap: Mo ta loat ca hoi clru
trén 396 tru‘dng hop thai nhi mac tim bam sinh tai
bénh vién tu di tur thang 06/2021 dén thang 04/2023
thu thap mau bdng phiéu thu thap sO liéu. Két qua:
B4t thudng s6 lugng NST 13 99 truding hgp chiém 25%
vGi [KTC 95%: 20.71% - 29.28%]. Ti 1€ bat thudng
bién thé s6 lugng ban sao ga}/ bénh (pCNV) trong
nhom thai nhi ¢ bd nhiém sic thé nguyen boi la
9.47% [KTC 95%: 6.07% — 12.87%]. Cac yéu td lién
quan dén bat thuding nhiém sic thé bao gom: tudi me
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> 35 tubi (OR*: 2.01[KTC 95%: 1.23% - 3.28%]),
tién can mang thai con ra (OR*: 1.89 [KTC95%:
1.16% — 3.09%]); tim bam sinh két hop bat thuding
ngoai tim (OR*: 2.39 [KTC95%; 1.51% - 3.76%]).
Két luan: Khi thai nhi dudc chdn doan tim bam sinh
qua siéu dm sau dé can dugc tham van di truyen va
thuc hién xét nghlem chan doan phu hap dé gitp cho
viéc quan ly thai ky va can thiép sau sinh dat hiéu qua
t6i wu. To khoa: tim bam sinh, bat thudng nhiém sic
thé, bién thé s6 lugng ban sao

SUMMARY
PRENATAL DIAGNOSIS OF FETUSES WITH
CONGENITAL HEART DISEASE AT TU DU
HOSPITAL

Background: Congenital heart disease is the
most common class of major congenital defects.
Prenatal diagnosis of congenital heart disease can
provide the best possible medical care for pregnancy
management, prognosis as well as more effective
postpartum treatment plan. Objecttive: Our study
aimed to investigate chromosomal abnormalities in
fetuses with congenital heart disease and to identify
the association of risk factors with chromosomal
abnormalities. Methods: This was a retrospective
study of 396 fetuses with congenital heart disease at
Tu Du Hospital from June 2021 to April 2023, data
collection by data collection sheet. Results: Our study
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found a detection rate for numberic chromosomal
abnormalities (aneuploidy and mosaicism) of 25%
[KTC 95%: 20.71% - 29.28%]in pregnancies (n=99).
The detection rate for pathogenic copy number
variants (pCNVs) was 9.47% [KTC 95%: 6.07% -
12.87%]. The related factors include: maternal age >
35 years (OR*: 2.01[KTC 95%: 1.23% - 3.28%]),
multipara (OR*: 1.89 [KTC95%: 1.16% - 3.09%]),
congenital heart disease with extracardiac structural
anomalies (OR*: 2.39 [KTC95%: 1.51% - 3.76%])).
Conclusion: When congenital heart disease is
identified through prenatal screening by ultrasound,
patients should be referred for genetic counseling and
offered appropriate genetic testing. This can help
optimize outcomes and postpartum intervention.

Keywords: congenital heart disease,
chromosomal abnormalities, copy number variants
I. DAT VAN DE

Tim bdm sinh Ia loai di tat thudng gdp nhat
trong cac bat thudng bam sinh. Ti Ié mac bénh
tim bdm sinh & Hoa Ky khoang 11/1000 tré so
sinh séng (Egbe 2014) Mot s6 bat terdng di
truyén bao gom r6i loan nhiém sic thé, vi méat
doan hodc dét bién tir ldu dugc xem la cd lién
quan dén tim badm sinh[5]. Khi t|m bdm sinh két
hgp véi cac bat thu’dng nhiém sic thé thi tién
lugng thai nhi sé kém hon do di tat cdu tric
ngoai tim nghiém trong hodc rdi loan phat trién
than kinh sau sinh[3]. Trong mot nghién clu
trén 9.727 trudng hgp tim bam sinh, tir 1.034
trudng hop dugc chan doan di truyén, hdi chiing
Down la thudng gap nhat (38%), ti€p theo la hoi
chirng Digeogre (24%) va hoi chirtng Noonan
(4,5%)[1]. Su phat trién cua xét nghiém di
truyén trudc sinh trong thap ky qua da phat trién
tlr viéc phat hién thé Iéch bdi chi véi ky thut
nhuém bang G (G-banding karyotype) dén PCR
huynh quang dinh lugng (QF-PCR), sau dé la
viéc phat hién bién thé s6 lugng ban sao (CNV-
copy-number variation) & muc dd dudi kinh hién
vi (submicroscopic) bang CMA (Chromosomal
Microarray Analysis) va bay gid la tiém nang xac
dinh céc bién thé don gen vdi giai trinh tu thé hé
mai (NGS- Next Generation Sequencing)[6]. Tai
Viét Nam, da c6 nghién cltu vé vai tro tam soat
tim bam sinh trudc sinh, vé két cuc thai ky & thai
nhi c6 bat thudng vung than nén dong mach.
Tuy nhién chua cé nhiéu nghién cru danh gia vé
bat thudng di truyén lién quan dén tim bam sinh
dudc phat hién bdi cac ky thudt chdn doan trudc
sinh dac biét la phat hién cac bat thudng & mirc
doé vi mat doan, vi lap doan. Bénh vién T Dii
hién nay c6 nhiéu truGng hgp thai nhi mac tim
bdm sinh dudc chdn doan va tu van xét nghiém
di truyén. Do dd, chlng t6i ti€n hanh nghién clru
“Khao sat bat thudng di truyén bang cac ky thuét

chan dodn trudc sinh trén thai nhi mac tim bam
sinh tai Bénh Vién T&r DU” vGi cau hoi nghién
cttu “Ti Ié phat hién bat thudng di truyén cla cac
k{ thudt chan doan trudc sinh trén thai nhi mac
tim bam sinh tai Bénh vién TU D 1a bao
nhiéu?”.Muc t|eu nghlen clru: Xac dlnh ti 1é bat
thu’dng nhiém s&c thé trén thai nhi mac tim bam
sinh va phan t|ch cac yéu to lién quan dén bat
thudng nhiém sic thé.

Il. DOI TUONG VA PHUONG PHAP NGHIEN CUU
Thiét ké nghién ciru: Mo ta loat ca hoi clru
Tiéu chudn nhdn vao: Thai phu tir 18 tudi

trd 1&n, thai nhi dugc chdn dodn dj tat tim qua

siu 4m va lam tha thudt xam 1a4n chan doéan di

truyén tai bénh vién TU Dii
Tiéu chuén loai trir: Thai ky da thai, ho so

khong day da
C& mau: kich thudc c§ mau dugc tinh theo

cong thirc:
% _a/s P(1-D)
N > d?
Trong do: N: c8 mau
Z- f—

2= 1,96 (ng vd@i xac sudt sai [am

loai 1 1a & = 0.05.

Chung t6i chon P=0.5, d = 0.05 => N= 384.

Phu’dng phap 1dy mau: 18y mau toan bd
thai nhi mac tim badm sinh, dugc thuc hién thd
thudt xam 1&n va chi dinh xét nghiém chan doén
tai khoa Cham sdc trudc sinh bénh vién Tu D tir
thang 04/2023 tré vé trudc, dén khi co toi thleu
dudgc 384 trudng hgp thoa tiéu chudn chon mau.

Phuong phap tién hanh

Buoc 1: Sang loc va lap danh sach cac doi
tugng nghién clru

Buoc 2: Thu thap so liéu, truy xuat két qua
chén doan di truyén

Budc 3: Nhap s6 liéu bang phan mém Excel

Budc 4: X ly va phan tich sG liéu bang
phan mém Stata 14

Buoc 5: Hoan tat luan van

Bién s6 nghién ciru chinh: bat thu‘dng di
truyén trén thai nhi mac tim bam sinh bao gom:
bat thu’dng ] lugng nhiém sic thé (Iéch boi, thé
kham) va bién thé s& lugng ban sao (CNV) vi
mat doan, vi lap doan dugc phan I6p CNV theo
khuyén cdo mdi nhat trong dong thuan cua
ACMG va ClinGen nam 2020[7]

Pao dirc trong nghién ciru y sinh: nghién
cttu dudgc tién hanh sau khi da thong qua quyét
dinh sG: 1952/BVTD — HDDD ngay 24/10/2023
cla H6i bong Pao Ddc bénh vién Tu Di.
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Il KET QUA NGHIEN cUU

Trong thGi gian nghién clu ching t6i ghi
nhan cd 396 trudng hop thai nhi mac tim bam
sinh dugc thuc hién thd thudt xam Ian tai khoa
Cham soc trudc sinh bénh vién T DG thda tiéu
chudn nhan vao. PO tudi thai phu trung binh
31.2 £ 5.95 vdi tudi nho nhat Ia 18 tudi I6n nhat
la 47 tudi. Dac diém vé dan téc: phan I6n la dan
toc kinh chiém ti 1& 97.22%, con lai la cac dan
toc khac chiém 2.78%. Vé dic diém nghé
nghiép: nhin chung su phan b6 nghé nghiép cua
dan s6 trong nghién cltu c6 su khac biét dang ké
vGi ti Ié cao nhat la cong nhan vién (37.61%),
noi trg chi€ém 24.49%, cong nhan chiém ti 1€
21.21% va thap nhat la nhom khac (16.67%)
bao gbm: budn ban, néng dan, uén tdc, thg may

3.1. Thoi diém phat hién tim bam sinh
trén siéu am

Bang 1. Thoi diém phat hién tim bam
sinh trén siéu dm

Pic diém (IZ';;‘;) Ti 1 (%)
Thdi diém do NT 5 1.26
Siéu am hinh thai s6m 83 20.96
Siéu am hinh thai chi ti€t] 183 46.21
Sau siéu am hinh thai 125 31.57
(Min: 12 tuan
Tudi thai trung binh  22.5+5.03/4 ngay— Max:
39 tuan)

Nh3n xét: Vé tudi thai phat hién tim bam
sinh, tudi thai trung binh lic chan doan la 22.5 +
5.03, trong d6 tudi thai phat hién sém nhét la 12
tudn 4 ngay, tudi thai chdn doan mudn nhéat 1a
39 tuan. Nhin chung, phan I8n thai nhi dugc
phat hién tim bdm sinh & thdi diém siéu 4m hinh
thai chi tiét tir 18 dén 24 tuan (46.21%). Tudi
thai sau siéu am hinh thai chi tiét chi€ém ti I€ thap
hon (31. 57%) O tam ca nguyet 1, th&i diém do
dd md da gdy ghi nhan cd 5 (1.26%) trudng hdp
phéat hién tim bam sinh va nhitng trudng hgp nay
ddng thdi ghi nhdn c6 NT > 3.0mm thdi diém
khao sat. .

~3.2. Ti Ié bat thudng sdé luwgng nhiém
sac thé

25% |

W SO hrong NST binh thwdng (n=297)
[KTC 95%: 70.71% - 79.28%]

m Bt thirong s6 hrgng NST (n=99)
[KTC 95%: 20.71% - 29.28%]

75%

Biéu dé 1. T7 I bt thuting s6 luong nhiém sac thé
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Nhén xét: Trong 396 trudng hgp thai nhi
mac tim bam sinh ghi nhan bat thudng s6 lugng
NST la 99 trudng hgp chi€ém 25% vdi [KTC 95%:
20.71% - 29.28%] va nhom cé sO lugng NST
nguyén boi la 297 trudng hgp chiém 75 % [KTC
95%: 70.71% - 79.28%].

3.3. Phan bé nhém tim bam sinh trong
nghién ci'u

Bang 2. Phan bo bat thu’o’ng s0 luong
nhiém sac thé theo nhém tim bam sinh

TBS + bat
) Chung TtB:uggn thudng
Pacdiém | n=396 n=216 ngoai tim
(%) = n= 180
( /0) (°/o)
Khéng | 297(75) |176(81.48)121 (67.22)
Lach boi  [95(23.99)|38(17.60) | 57 (31.67)
NST thuong: [94(23.74)| 37(17.14)| 57 (31.67)
o121 [52(13.13)]30(13.90)| 22 (12.22)
T8 |38(9.60)] 7 (3.24) |31 (17.22)
oTi3 3 (0.76) 0 3(1.67)
oMat ”Z"gt NST! 4 (0.25) 0 1 (0.56)
NST&igi)t'”h 1(0.25) | 1(0.46) 0
Triploidy (XXY)| 3 (0.76) | 1(0.46) | 2 (1.11)
Thé kham | 1(0.25) | 1(0.46) 0

Nhdn xét: Nhin chung, cac trudng hgp tim
bam sinh két hop bat thudng ngoai tim cd ti 1é
léch bdi (31.67%) cao hon dang k& nhém tim
bam sinh don thuan (17.60%). Trong dé 1éch boi
NST thudng van chiém uu thé & ca hai nhom.
Nhom TBS don thuan ti Ié trisomy 21 chiém da
s0 (13.90%) trong khi nhdm TBS cd bat thudng
ngoai tim thi trisomy 18 chi€m ti 1€ cao nhat
trong léch bdi trén NST thudng (17.22%) k€ dén
la trisomy 21 (12.22%). Ghi nhan 02 trudng hgp
la triploidy 8 nhém TBS cé bat thudng ngoai tim
(1.11%) con nhém TBS dan thuan chi ghi nhan
01 trudng hdp 1a triploidy (0.46%). Thé kham
ghi nhan 01 trudng hdp & nhém TBS dan thuan
(0.46).

3.4. Ti Ié bat thu’dng CNV trong nhom
co bo nhiém sac thé nguyén boi

STRL035%
9.47%

m Khéng bat thuong n=244

[KTC 95%: 81.53% —89.68%)]
BCNV gay bénh n=27

[KTC 95%: 6.07% — 12.87%]

VUS n=13

[KTC 95%: 2.15% —6.99%]

CNV lanh tinhn =1

[KTC 95%: 0.34% — 1.04%)]
“_85.61%

Biéu dé 2. Ti Ié bat thuong CNV trong nhom
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nhiém sac thé nguyén béi

Nhan xét: Co 328 thai phu thuc hién CMA,
trong dé bat thudng so lugng NST la 43 trudng
hdp (I&ch bdi, triploidy, thé kham) dua vao phan
tich 285 thai phu dudc xét nghiém CMA cd s6
lugng NST binh thudng. Nhin chung phén I18n cac
thai nhi c6 s6 lugng NST binh thudng sau xét
nghiém CMA véi s6 trudng hgp khong bat
thudng la 244 (85.61%) [KTC 95%: 81.53% -
89.68%]. Ghi nhan thém 27 trudng hdp CNV gay
bénh (pCNV) chiém ti 18 9.47% [KTC 95%:
6.07% — 12.87%], bién thé chua rd chirc ndng
(VUS) ¢6 13 trudng hgp (4.57%) [KTC 95%:
2.15% — 6.99%], 01 trudng hop cd CNV lanh
tinh (0.35%) [KTC 95%: 0.34% — 1.04%].

Bang 3. Ti Ié bat thuong CNV co sé

lugng nhiém sdc thé binh thudng & cic
truong hop tim bam sinh don thuan va tim
bam sinh co kém bat thuong ngodi tim

TBS don | TBS + bat
Chung A \
s g _ thuan thuong
Bac dicm n53§5 n=169 | ngoai tim
0 (%) [n=116(%)

Khéng  |244(85.61)[149(88.17) 95 (81.90)

pCNV | 27(9.47) | 11(6.51) | 16(13.79)
pCNV <5Mb| 20 (7.01) | 11(6.51) | 9(7.76)
pCNV >5Mb| 7(2.46) 0 7(6.03)

VUS | 13 (4.57) | 8(4.73) | 5(4.31)
Lanh tinh | 1 (0.35) | 1(0.59) 0

Nhén xét: Trong s6 nhirng ddi tugng ¢ bd
NST nguyén boi cé 285 trudng hgp thuc hién xét
nghiém CMA s€ phat hién thém 27 trudng hgp
(9.47%) cb bién thé s lugng ban sao bénh ly
(PCNV) vGi s6 pCNV c6 kich thudc < 5Mb chiém
7.01% (khdng phat hién dudi kinh hién vi bang
xét nghiém NST d8, RAD (QF-PCR, FISH), cb
2.46% ti 1€ cac pCNV > 5Mb. Nhém TBS co bat
thuGng ngoai tim phat hién 16 trudng hgp CNV
gay bénh (13.79%) cao hon dang ké nhom TBS
don thuan (6.51%). M3t khac, ti 1é cac bién thé
chua rd chirc nang (VUS) trong nhém TBS don
thuan la 4.73% tudng dudng vdi ti Ié trong
nhom TBS c6 bat thudng ngoai tim (4.31%). 01
trudng hgp bién thé phan I8p lanh tinh nam &
nhom TBS dan thuan (0.59%).

Bang 4. Phédn bé bat thuong di truyén trong cac nhém tim badm sinh n=384

,\ Bat thudng so CNV lanh
Khong Iugng NST PCNV | VUS tinh
Nhém tim bam sinh n=384 (%)

B4t thudng vach ngan (n=76) 43(11.19)] 26(6.77) ] 2(0.52) [5(1.3) 0
Bat thiiong V“"(gnihlasr;)”o” dongmach  |;1400.68)  32(8.3) |17(4.42)4(1.04) 0
Ké&nh nhi that (n=37) 12(3.12) | 24(6.25) |1(0.26)] 0 0
B3t thuSng dudng thoat that trai (n=38) | 29(7.55) |  6(1.56) | 2(0.52) [1(0.26)] O

B3t thudng dudng thoat that phai (n=36) | 24(6.25) 6(1.56) | 3(0.78) [2(0.52)| 1(0.26)

That trai hai dudng vao va di tat tim phdc tap

(n=9) 7(1.82) 1(0.26)  |1(0.26)| © 0
HOi chirtng dong dang (heterotaxy )(n =6) 5(1.3) 0 0 1(0.26) 0
U tim (n=2) 2(0.52) 0 0 0 0
B4t thudng hdi luu TM phdi toan phan (n=1) 0 1(0.26) 0 0 0
Khac (n=12) 8(2.08) 3(0.78) | 1(0.26)| 0 0

Nh3n xét: C6 12 ca tim bam sinh sau khao
sat bang QF-PCR c6 sd lugng NST binh thutng thi
khéng dugc khao sat thém véi CMA sau d6 nén
khong xac dinh vé tinh trang cd cac bat thudng s6
lugng ban sao hay khong. Vi vay, khong tinh 12
trudng hop nay vao bang phan bo bat thudng di
truyén trong cac nhdém tim bam sinh.

Nhin chung, phan b6 bat thuGng di truyén
trong cac nhdm tim badm sinh phan 16n 1a khdng
ghi nhan bat thudng, k€ dén la nhdm bat thudng
s6 lugng NST, sau dd la nhdm cac CNV trir nhom
kénh nhi that cé ti 1€ bat thutng sO lugng NST
chiém uu thé hon nhom khong bat thuGng NST
(6.25% so VGi 3.12%). Trong cac nhém tim bam

sinh ti 1é bat thudng s6 lugng NST cao nhat &
nhom bat thudng vung than nén dong mach
(8.3%), ti€p dén la bat thudng vach ngan
(6.77%) va kénh nhi that 6.25%). Nhém u tim,
hoi chiftng dong dang khong ghi nhan truéng hgp
c6 bat thudng s6 lugng NST.

Ti Ié CNV gay bénh cao nhat & nhom bat
thuGng vang than nén dong mach (4.42%), ti€p
dén la nhdm bat thudng dudng thoat that phai
(0.78%). Bat thudng dudng thoat that trai va
bat thudng vach ngan cd ti 1€ pCNV bang nhau
(0.52%). Thap nhat la kénh nhi that va nhém
TBS khac (0.26%). Khong ghi nhan pCNV & hoi
chirng dong dang, u tim.
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Ti 1é VUS cao nhét la bat thuGng vach ngan
(1.3%), ti€p theo la bat thudng vung than ndn
déng mach (1.04%), sau dé la nhom bat thuGng
dudng thoat that phai (0.52%), hdéi chirng dong
dang va bat thudng dudng thoat trai cd ti 1€ VUS
thap nhat (0.26%). Cac nhém TBS con lai khéng
ghi nhan trudng hgp VUS. Ti Ié CNV lanh cé 01
trudng hdp trong dan s6 khao sat nam trong

nhom bat thuGng dudng thoat that phai
(0.26%).

3.5. Phan tich cac yéu to lién quan. Thuc
hién muc tiéu 2 cla nghién cltu la tim cac yéu to
lién quan, chL'lng t6i ti€n hanh phén tich dan bién
cac cap bién s& sau d6 chon 5 cap bi€n s6 c6 p<
0.2 dé kiém soat y&u t6 gay nhiéu va dong tac
dua phan tich trong hoi quy da bién.

Bang 5. Phan tich héi quy da bién cdc yéu té lién quan vdi bét thuong nhiém sic thé

Bat thuong NST

Khong bat thudng

Pac diém (n=126) (%) (n=258)(%) OR* 959%KTC pP*
Nhém tudi me
< 35 tudi 73(57.94) 197(76.36) 1
> 35 tudi 53(42.06) 61(23.64) 2.01 1.23-3.28 0.005
Pia chi
Tp.HCM 20(15.87) 58(22.48) 1
Tinh khac 106(84.13) 200(77.52) 1.58 0.87-2.90 | 0.133
Tién can mang thai
Con so 38(30.16) 126(48.84) 1
Conra 88(69.84) 132(51.16) 1.89 1.16-3.09 0.010
Nghé nghiép
Cong nhan vién 39(30.96) 107(41.47) 1
NOi trg 31(24.60) 61(23.64) 1.15 0.64-2.11 0.630
Cbng nhan 31(24.60) 49(19.00) 1.34 0.73-2.50 | 0.344
Khac 25(19.84) 41(15.89) 1.12 0.57-2.19 | 0.741
TBS c6 bat thu'dng ngoai tim
Khéng 51(40.48) 158(61.24) 1
) 75(59.52) 100(38.76) 2.39 1.51-3.76 | <0.0001

Logistic Regression don bién, OR*: OR hiéu chinh, P*: P hiéu chinh

Nhan xét: Sau khi phan tich hoi quy da bién
cac yéu to, chung toi tim thdy cd 03 yéu to lién
quan bat thudng NST cé y nghia thGng ké bao
gdém: tudi me > 35 tudi, thai tdng nguy cd xuét
hién bat thudng NST vdéi OR* hiéu chinh la 2.01,
su’ khac biét nay co y nghia théng ké (p=0.005).
Tién can mang thai, thai ky [an nay la con ra
tang nguy co thai mang bat thudng NST so vGi
con so v@i OR* hiéu chinh la 1.89, sy khac biét
nay cd y nghia théng ké (p=0.010). Tim b&m
sinh két hgp bat thudng ngoai tim thai sé tang
nguy cd cd bat thudng NST gap 2.39 lan so vdi
nhém tim badm sinh don thuan véi su’ khac biét
c6 y nghia thong ké (p= <0.0001)

IV. BAN LUAN

Qua nghién clu cla chdng toi, cac xét
nghiém di truyen dugc s dung pho b|en la CMA,
QF — PCR, ngoai ra con cé nhiém sic thé do,
FISH, g|a| trinh ty gen. Ti 1€ bat terdng s6 lugng
nhiém séc thé (I&ch boi, triploidythé kham) trong
nghién clu la 25% [KTC 95%: 20.71% -
29. 28%] So sanh ti 1€ bat thudng s6 Ilugng
nhiém s&c thé véi nghién clru khac (Bang 6). Két
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qua nay gan tuong duong vdi nghién clu cua
tdc gia Musfata va cs co ti &€ la 64/217
(29.5%)[2], tuy nhién ti I& nghién cltu ching toi
thap hon nghién ctru cla tac gia Bui Hai Nam
(2018) vdi ti 1€ la 86.2%[4]. Mac khac, két qua
nghién clu ching t6i cao hon nghién clu cla
tac gid Yan Wang (2018) vdi ti 1€ la 14.1% va
nghién clu cla tac gid Trinh Nhut Thu Hugng
(2015) vdi ti 1€ la 12.8% [8]. Su khac biét nay co
thé€ do nghién cltu cua tac gia Bui Hai Nam khao
sat trén c@ mau thap hon va chi khao sat trén
xét nghiém BoBs. V&i nghién clu cla tac gia
Yan Wang va c¢s khdo sat trén c@ mau I6n han
dang k& (602 trudng hdp) so véi nghién cliu cla
ching t6i, nghién clfu cua tac gia Trinh Nhut
Thu Huong do dan s6 nghién ciu chi khao sat
trén thai nhi bat thudng ving than nén dong
mach véi ky thuat s dung la QF PCR (xet
nghiém nay chi khdo sat cac nhiém sic thé
thudng gap) nén ti lé thap hon nghién clu
chdng t6i. TU két qua néu trén chung t6i nhan
thay ti 1€ bat terdng s lugng nhiém sac thé trén
thai nhi mac tim bam sinh 13 tuang ddi cao.
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Bang 6. So sanh ti 1€ bat thuong sé
Iuong nhiém sac thé vdi nghlen curu khac

Xét Bat
Tac gla Dans6 | nghiém | thudng
nghién | N hién ci ha 51
ity nghién ciru| chan |s8 lugng
doan n(%)
Musfata va g
cs 21752131)221' mad cMA |64 (20.5)
(2020)[2]
Bui Hai s L. e
Nam va cs| 92 quabgm M BoBs |25 (86.2)
(2018)[4]
Yan Wang L e
va cs 602;2131)221' ma cMA | 85(14.1)
(2018)[3]
Trinh Nhut Thai bat i
: : \ . F-PCR, vi
Thu thuGng vungQ o
Huong 86 than non mg;dflan 11(12.8)
(2015)[8] déng mach | <9
..« [Karyotype,
, A Thai nhi mac
Ching t6i [396), * =+ o QI=C-I\F/’I§R, 98 (25)

Ti 1é pCNV gay bénh trong nghién cru chiing
t6i gan tuong duong vdi két qua nghién ctu cla
tadc gid Wan Yang va cs ti Ié pCNV la 48/517
(9.2%)[3] va cao han két qua trong nghién cliu
cla tac gid Musfata va cs vdi ti 1€ pCNV la
16/217 (7.4%)[2].

Phan tich hoi quy da bién cac yéu to lién
quan, chang t6i ghi nhan 03 yéu t6 cé lién quan
vGi bat thudng NST ¢ y nghia thong ké bao gom
: tuSi me > 35 tudi, thai tdng nguy cd xuét hién
bat thudng NST véi OR* hiéu chinh 1a 2.01, su
khac biét nay cé y nghia théng ké (p=0.005).
Tién can mang thai, thai ky lan nay la con ra
tang nguy cd thai mang bat thudng NST so vdi
con so va@i OR* hiéu chinh la 1.89, sy khac biét
nay ¢4 y nghia théng k& (p=0.010). Tim b&m
sinh két hgp bat thudng ngoai tim thai sé tang
nguy cc cé bat thudng NST gap 2.39 lan so véi
nhém tim badm sinh don thuan véi su’ khac biét
c6 y nghia thong ké (p= <0.0001)

Han ché cha dé tai: Vi nghién cttu thyc
hién tra cru hd so ngugc dong thdi gian dé ghi
nhan thong tin nén kha nang thi€u s6t mau, sai
Iéch thdng tin. Nhiéu truGng hgp thai nhi sau khi
xét nghiém chan doan binh thudng véi QF-PCR
hoac CMA thi khong dugc khao sat sau han véi
xét nghiém khac (nhu CMA sau QF-PCR binh
thudng, G4500,...). Nghién ciu khong theo di
dén cudi thai ky trén toan b6 mau do mat dau,

d6i tugng nghién ciu khong sanh tai bénh vién
T Da.
V. KET LUAN

1. Bat thudng so lugng NST la 99 trudng hgp
chiém 25% vdi [KTC 95%: 20.71% - 29.28%].

2. Ti 1& b&t thudng bién thé s6 lugng ban sao
gay. benh (PCNV) trong nhém thai nhi cé bd
nhiém sic thé nguyén bdi 13 9.47% [KTC 95%:
6.07% — 12.87%], bién thé chua rd chirc néng
(VUS) c6 13 trudng hgp (4.57%) [KTC 95%:
2.15% - 6.99%], 01 truGng hdp cé CNV lanh
tinh (0.35%) [KTC 95%: 0.34% — 1.04%].

3. Cac yeu to lién quan dén bat thu‘dng
nhiém s&c thé bao gom: tudi me > 35 tudi (OR*
2.01[KTC 95%: 1.23% - 3.28%]), tién can
mang thai con ra (OR*: 1.89 [KTC 95%: 1.16%
— 3.09%]); tim bam sinh két hgp bat thudng
ngoai tim (OR*: 2.39 [KTC 95%: 1.51% -
3.76%])
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