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ABSTRACT

Objectives: To describe the characteristics of ventricular septal defects on fetal echocardiography
and to evaluate the genetic results of fetuses with isolated ventricular septal defects.

Materials and methods: A cross-sectional descriptive study was conducted on 139 pregnant
women with fetuses diagnosed with isolated ventricular septal defects at Hanoi Obstetrics and
Gynecology Hospital from July 1, 2022, to June 30, 2024.

Results: The mean gestational age at detection was 25.74 = 5.77 weeks. Regarding prenatal
screening, 4.3% of fetuses had increased nuchal translucency, and 4.2% had high-risk screening
test results. On ultrasound, the mean defect size was 2.92 = 1.31 mm, with the majority being
small defects < 4 mm (81.3%). The most common locations were perimembranous (51.1%) and
muscular (42.4%). The amniocentesis rate was 25.2% (35/139). Genetic analysis revealed 8
abnormal cases (accounting for 22.9% of amniocentesis cases), including Trisomy 18, Trisomy 21,
and DiGeorge syndrome.

Conclusion: The majority of cases were small defects (< 4 mm). The most common locations
were perimembranous and muscular. The rate of detecting genetic abnormalities in the
amniocentesis group was relatively high, with most abnormal cases having high-risk screening
results or increased nuchal translucency.
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KET QUA CHAN DOAN
TRU'G’C SINH THAI CO DI TAT THONG LIEN THAT DO'N THUAN
TAI BENH VIEN PHU SAN HA NOI

Bui Minh Hai", Binh Thuy Linh
Bénh vién Phu San Ha Noi - 929 La Thanh, P. Lang, Tp. Ha Noi, Viét Nam

Ngay nhan: 11/11/2025
Ngay slra: 25/11/2025; Ngay dang: 07/01/2026

TOM TAT
Muc tiéu: M6 ta dac diém (6 théng lién that trén siéu Am tim thai va nhan xét két qua di truyén clia
cac trudng hop thai nhi cé di tat thong lién that don thuan.

Péi twgng va phuong phap: Nghién ciru mé ta cat ngang trén 139 thai phu ¢6 thai nhi dugc chan
doén théng lién that don thuén tai Bénh vién Phu San Ha Noi tir ngay 1/7/2022 dén ngay 30/6/2024.

K&t qua: Tudi thai trung binh phat hién di tat (4 25,74 = 5,77 tuan. V& sang loc trudc sinh, ghi nhan
4,3% thai nhi cé tang khoang sang sau gay va 4,2% c6 két qua xét nghiém sang loc nguy ca cao. Trén
siéu am, kich thudc 16 thédng trung binh 14 2,92 + 1,31 mm, da s8 4 16 nhé dudi 4 mm (81,3%). Vi tri
thudng gap nhat la phan quanh mang (51,1%) va phan co (42,4%). Ty L& thai phu thuc hién choc 8i
la 25,2% (35/139). K&t qua di truyén phat hién 8 truong hgp bat thuong (chi€ém 22,9% sé ca choc
8i), bao gobm Trisomy 18, Trisomy 21 va hdi chirng DiGeorge.

K&t luan: Pa s8 céc trudng hop (a 16 théng cé kich thudc nho (< 4 mm). Vi tri 16 théong thudng gép
nhat la phan quanh mang va phan ca. Ty & phat hién bat thudng di truyén trong nhém thuc hién
choc 6i khé cao, da s6 déu co6 test sang loc nguy cd cao hodc tdng khodng sang sau gay.

Tir khéa: Thong lién that don thuan, chan doan trude sinh, siéu Am tim thai.

1. DAT VAN DE

Bé&nh tim bam sinh la mot trong nhirng di tadt bdm sinh hay
gap nhat va la moét trong nhitng nguyén nhan hang dau
gay tlr vong so sinh. Trong céc di tat tim bam sinh, théng
lién that (TLT) la di tat chiém da so vdi 37%, tuong duang
0,3% s0 tré sinh ra. Da s6 TLT nho don doc thudng cé két
cuc tét, 85-90% TLT nho sé tu dong trong nam dau doi,
ti 1& t&r vong chu sinh va can thiép phau thuat thap [1-2].
Da s6 TLT c6 thé dugc chan doan ngay trong thai ky bao
thaithéng qua siéu &m. Bé&n canh do, chan doan di truyén
cling dong vai tro rat quan trong dén két cuc thai ky.

Tai Bé&nh vién Phu San Ha Néi, siéu am chan doan trudc
sinh da phat hién nhiéu trudng hgp tim bam sinh, trong dé
TLT chiém da s6, tuy nhién chua cé nghién clu nao tap
trung vao nhom thai nhi bi TLT don thuan. Vivay, ching téi
thue hién nghién cu nay véi muc tiéu: mé ta dic diém 16
TLT trén siéu dm tim thai va nhan xét két qua di truyén cua
céc trudng hgp thai nhi co dj tat TLT don thuan.

*Tac gia lién hé

2. POI TUONG VA PHUONG PHAP NGHIEN CU'U
2.1. Boi tuwgng nghién ctru

139 thai phu c6 thai nhi dugc chan dodn trudce sinh TLT
don thuan dén kham va quan ly thai tai Trung tdm Chén
doan trude sinh va Sang loc so sinh, Bénh vién Phu San
Ha Noi tir ngay 1/7/2022 dén ngay 30/6/2024.

- C& mau va phuong phap chon mau: chon mau thuat
tién, ldy toan bo ho sa clia céc thai phu dl tiéu chuén lra
chon trong nghién clru nay tai Trung tm Chéan doan trudc
sinh va Sang loc sd sinh, Bénh vién Phu San Ha NGi trong
thai gian nghién ciu.

-Tiéu chuén loai trir: thai cé kém theo di tat tim khac hoac
di tat tai cac co quan khac ngoai tim.

2.2. Phuong phap nghién clu

- Thiét k& nghién cltu: mé ta ct ngang.

- C4c bién trong nghién clru:
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+ K&t qua test sang loc trudce sinh (Double test, NIPT).

+ Khoang sang sau gay trén siéu am 11 tuan 6 ngay dén
13 tuén 6 ngay.

+ Tuén thai khi phat hién TLT, tuan thai khi choc 6i.

+ K&t qua siéu &m tim: vi tri va kich thudc 16 thong.

+ K&t qua xét nghiém &i.

- Phuong phap thu thap sé liéu: lua chon nhitng thai phu
da dén kham trudc sinh co6 két qua siéu dm tim thai bi TLT
don thuan. Khai thac théng tin thai phu trong h6 so bénh
4n dé thu thap céac k&t qua siéu am, bién ban hdi chén,
két qua choc 6i (néu co).

-Xtrly sé liéu: théng tin dugc nhap, x(r ly va phan tich bang
phan mém SPSS 21.0.

2.3. Dao durc trong nghién cltu

Nghién citu dugc chip thuéan ctia Hoi dong Pao dirc trong
nghién ctu y sinh hoc Bénh vién Phu San Ha Nbi theo
Quyét dinh s6 1902/QD-PS ngay 30 thang 12 nam 2024.

3. KET QUA NGHIEN cU'U

K&t qua nghién ctu c6 139 thai nhi bi TLT don thuan, trong
dé 50,4% truong hgp phat hién TLT khi thai dugc 18-26
tuén va 30,9% phat hién khi thai 27-32 tuén. Chi ¢ 7,2%
trudng hop phat hién trude 18 tuan va 11,5% phat hién
muén khi thai trén 32 tuan. Tudi thai trung binh khi phat
hién TLT la 25,74 = 5,77 tuan.

3.1. Sang loc trudc sinh

Bang 1. K&t qua test sang loc trudc sinh (n = 139)

3.2. Dac diém 6 TLT trén siéu am tim

Bang 2. Kich thudc 16 thong trén siéu am tim thai (n = 139)

Kich thuéc
wong | G0 | (mm) | (mm) | XSO
TLT<4 mm
113 81,3
TLT 4-6 mm
23 16,5 1,0 10,0 2,92 +1,31
TLT>6 mm
3 2,2

Phan L&n 16 théng c6 kich thudc nhd (< 4 mm), chi cé 3
trudng hgp 16 thong Lén (> 6 mm). Kich thudc 16 théng
trung binh trén siéu 4m tim thai & 2,92 = 1,31 mm. L&
théng nhoé nhéat cé thé phat hién dugc la 1,0 mm va 16
thong lén nhat 1én t6i 10,0 mm.

Bang 3. Vi tri 16 TLT trén siéu 4m tim thai

Vitri TLT Sé lwong | Ty Lé (%)
TLT quanh mang 71 51,1
TLT co 59 42,4
TLT budng nhan 8 5,8
TLT budng thoét (dudi van dong
o 1 0,7
mach phoi)

DPa s6 16 TLT & vi tri quanh mang (51,1%) va phan co
(42,4%). Chi c6 8 trudng hgp phat hién TLT phan bubng

nhan (5,8%) va duy nhat 1 trudng hgp phat hién 16 théng
& vi tri dudi van déng mach phdi (phan budng thoat).
Test sang Nguy Nguy " Tylé ~ - "
loc truédc sinh cothdp | cocao Tong (%) 3.3.Keétqua ditruyen
C6 35 thai phu ddngy choc 6i (chiém ty 1& 25,2%). C6 104
thai phu khéng choc 8i, trong dé 59 trudng hgp phat hién
TLT mudn, khi thai trén 27 tuan khong du diéu kién choc
Combine-test 22 1 23 16,5 8i. Tuéi thai trung binh khi choc 6i 14 20,69 + 3,27 tuan.
Trong s nhirng trudng hgp choc 6i, 27 trudng hgp co két
qua 6i binh thudng (chiém ty & 77,1%).
NIPT 92 4 %6 | 69,1 Bang 4. Cac bat thudng di truyén
Bat thuong S6 lugng | Ty lé (%)
Khoéng lam 20 14,4 .
Trisomy 21 2 25
Pa s6 cac thai phu trong nghién ctu c6 lam xét nghiém Trisomy 18 4 50
sang loc trudc sinh (85,6%), trong do6 69,1% xét nghiém Trisomy 13 0 0
NIPT va 16,5% lam Combine-test. Trong s6 119 thai phu o -
da lam xét nghiém sang loc trudc sinh, c6 5 trudng hgp Hoi chung Digeorge L 12,5
sang loc nguy co cao va da thyc hién choc 6i xét nghiém B4t thuong nhiém sac thé 1 12,5
di truyén. khac
Khi siéu a&m hinh thai quy |, c6 6 truong hgp thai nhi tang Téng 8 100

khoang sang sau gay (chiém 4,3%). Nhirng trudng hop
nay khi choc 8i xac dinh 4 thai cé b4t thudng nhiém sic
thé, chi cé 2 trudng hap két qua di truyén binh thudng.
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Trong 8 trudng hgp choc 6i c6 két qua di truyén bat
thuong, cé 2 thai Trisomy 21, 4 thai Trisomy 18 (trong c6
c6 1 trudng hop thé khdm 40%). Ngoai ra ¢6 1 thai bi hoi
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chirng Digeorge va 1 thai bi l&p doan nhiém sic thé s6 4
va nhiém sdc thé s8 7. Khong cé trudng hgp bat thudng
don gen nao dugc ghi nhan.

4. BAN LUAN
4.1. Tudi thai phat hién TLT

Nghién cttu ghi nhan tudi thai trung binh phat hién TLT la
25,74 = 5,77 tuén, vGi phan l&n cac trudng hgp (50,4%)
dugc chdn doantrong khoangthoi gian tir 18-26 tuan thai.
Tuy nhién thoi diém 18-22 tuan dugc Hiép hoi Siéu am
san phu khoa qudc té (ISUOG) khuyén nghi a clra s6 t8i
uwu dé thuc hién siéu &m tim thai chi tiét [2]. Theo nghién
clru ctia Gomez O va cdng sy, tudi thai trung binh khi chén
doéan TLT la 30,4 tuan [3], cao hon nhiéu so vd&i nghién
cliu clia chiing t6i. Con theo nghién ctu clia Nguyén Thai
Doéng Nhi va céng su tai Bénh vién Tir D, tudi thai chan
doéan TLT trung binh (4 22,1 = 1,5 tuan [4], do céac tac gia
nay lua chon nhirng thai dugc phat hién TLT khi siéu am
tim lGc 18-24 tuan. Nghién clru clia chang téi thuc hién
trén nhém thai phu rdng hon, bao gobm ca nhirng trudng
hop phat hién mudn. Cu thé c6 16 thai phu phat hién TLT
muén (thai > 32 tuan), trong c6 c¢é nhirng trudng hgp 36-
38 tuan khi di lam hd so sinh mdi tinh c& dugdc phat hién
dj tat. Ch&n doan muén (sau 26 tuan tudi thai) cé thé gay
kho khan trong viéc dua ra cac quyét dinh x(r tri, dac biét
& cac van dé lién quan dén chan doan di truyén va quyét
dinh dinh chi thai.

4.2. Sang loc trudc sinh

Ty L& thai phu thuc hién cac xét nghiém sang loc truéc
sinh dat murc rat cao (85,6%) cho thdy nhéan thic ti€n bd
clia cac thai phu vé mic do quan trong ctia sang loc trudc
sinh. Dac biét, NIPT chiém t&i 80,7% trong tdng s cac
test sang loc (96/119), diéu nay cho thay s dich chuyén
ro rét tlr cac test huyét thanh truyén théng (Combined/
Triple test) sang phuaong phap NIPT c6 dd nhay va d6 dac
hiéu cao han trongviéc phat hién cac bat thudong so lugng
nhiém sic thé.

K&t qua 95,8% thai phu c6 thai nhi dugc chan doan TLT
don thuan déu co6 két qua sang loc trudce sinh la nguy co
thdp. Viéc gan nhu toan bd két qua sang loc trudc sinh
nguy cd thdp cho thay phan l&n céc trudng hgp TLT trong
nghién cttu khong phai la hau qua cla céac bat thuong s6
lugng nhiém sac thé. Dieu nay dinh huéng nguyén nhan
sang co ché da yéu t8, gen don & hodc céac bat thudng vi
mat/vi ldp doan nhd ma NIPT khéng phat hién dugc.

Nghién clru clia ching t6i ghi nhan 4,3% (6/139) thai nhi
duge chan doan TLT don thuan co tang khoang sang sau
gay. Ty l& nay th&p hon nhigu & nhom tim bam sinh khéc.
Theo nghién clru clia Sotiriadis A va céng sy trén 537 thai
di tat tim phdec tap, co tdi 44% truong hgp tang khoang
sang sau gay [5]. Swkhac biét nay c6 thé la do tiéu chuén
loai trir chat ché cua chung tbi, chi gir lai cac truong
hop TLT ma khéng kém theo b4t thudng tim khac hay bat
thudng & co quan khac, qua dé loai bo céc ca phic tap.
Diéu nay chirng to tédng khoang sang sau gay c6 mai lién

hé mat thiét hon vdi cac di tat tim phic tap hodc céc bat
thudng di truyén néng, hon la TLT don thuan. Trong s6 6
catang khoang sang sau gay, c6 4 ca xac dinh bat thudong
nhiém sac thé sau khi choc 6i va 2 ca két qua di truyén
binh thudng.

4.3. Kich thuéc 16 théng trén siéu &m tim thai

Trong nghién ctu nay, kich thudc 16 thédng trung binh &
2,92 +1,31 mm, cao hon so vdi nghién cfu cia Gomez O
va cong su trén 248 thai nhi bi TLT don thuén (kich thudc
trung binh 2,6 = 0,77 mm) [3]. M&c du l&6n hon, nhung vé
mat lAm sang, ca hai gia tri trung binh déu ndm trong gidi
han ctia TLT nho (< 4,0 mm) nén sy khac biét nay khong
lam thay déi tién lugng chung tich cuc cua di tat TLT don
thuan.

Nhém TLT nhé (< 4 mm) chiém ty & ép déo (81,3%). Diéu
nay tuong dong véi da s6 cac bao céo trong y van vé TLT
don thuan, trong dé céac 16 théng nhd chiém dai da sé.
Nhom TLT trung binh (4-6 mm) va TLT l&n (> 6 mm), mac
du chi chi€ém mot ty & khiém t6n 18,7% (26/139 ca) trong
téng thé mau nghién ctu, lai dai dién cho phan khic nguy
cd cao nhat. Kich thudc 16 théng dat ngudng nay bao hiéu
kha nang shunt trai-phai dang ké sau sinh, gy qua tai thé
tich that trai va suy tim sung huyét. Trong thai ky, mac du
khang luc mach mau phéi cao c6 thé che l&p hoan toan
anh hudng huyét dong, cac 16 thdng lén nay van tiém &n
nguy co gay gian budng tim trai va can theo doi sat cac
d&u hiéu sdm culia suy tim thai trén siéu dm.

4.4.Vitri 6 théng trén siéu am tim thai

TLT quanh mang chiém 51,1%. Day a loai phd bién nhat
trén lam sang va trong cac nghién cifu chan doan trudc
sinh, phu hop v&i hau hét cac béo céo trong céac nghién
clu trén thé gidi (thudng chiém 50-80% téng s ca TLT)
[6]. TLT ph&n co chiém 42,4% (59 trudng hgp), ty & nay
cao han so vdi cac bao cdo trong quan thé sau sinh noi
chung (thudng 5-20%) [7]. Su chiém ty & cao nay trong
chan doan trudc sinh c6 thé 1a do dd nhay cao cua siéu
am Doppler mau trong viéc phat hién céac shunt nho &
vung ca bé. TLT phan mang va phan co chiém da s6 va co
tién lugng sau sinh tdt vi ty & tw dong sau sinh cao nhat.

TLT budng nhan (5,8%) thudng lién quan dén di tat kénh
nhithat (Atrioventricular Septal Defect - AVSD). TLT bubng
thoat (0,7%) ty & thap cling phu hgp, vi loai TLT nay mac
du hiém hon, nhung c6 nguy cad cao di kém vdi cac di tat
l&n hon nhu t& chirng Fallot hodc thuong xuyén gay bién
chirng sa van déng mach chu.

4.5. Ty lé choc &i

Nghién ctru ghi nhan 25,2% thai phu c6 thai nhi TLT don
thuan da thuc hién choc 6i, mot ty 1& tuong d6i thap. Tudi
thai trung binh khi choc 6&i la 20,69 + 3,27 tuan vdi thai
s&m nhat la 16 tuan va mudn nhét la 26 tuan. Viéc phat
hién TLT, dac biét la cac 16 thédng nho, c6 thé rai vao tuan
thai mudn nén khong cé chi dinh choc 6i. Do dé nhitng
trwdng hop TLT dugc phat hién mudn hon 26 tuan sé ty
dong loai trir kha nang thuc hién xét nghiém ditruyén, nén
lam giam ty L& choc Gi chung clia nghién ctru. Ngoai ra do
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yéu t6 tién lugng lac quan vi kha nang ty déng cao cla 16
thoéng, dac biét khi TLT cé kich thudc nho va khéng kem
d&u hiéu bat thuong nao khac, khién thai phu vu tién theo
ddi tw nhién han [ tim kiém chan doan di truyén. TLT don
thuan cling dugc y van ghi nhan la it lién quan dén bat
thudng di truyén hon céac di tat phirc tap khac.

4.6. K&t qua choc 6i

Mac du ty l& choc 6i thdp, nhung trong nhom 35 ca dugc
thuc hién, ty l& phat hién bat thuong di truyén lai rat cao:
22,9% (8/35 ca). Ty l& nay cao hon dang ké so vdi nghién
cltu ctia Gomez O va cong sy (c6 3 truong hgp TLT cé bat
thudng nhiém sac thé trén t6ng s6 119 thai phu déng y
choc 6i) [3], nhung thdp hon nhidu & nhém tim bam sinh
noéi chung nhu theo nghién clu tai Bénh vién San Nhi
Nghé An, c6 31/57 thai phu choc 8i vi thai bj di tat tim c6
két qua di truyén bat thudng (chi€ém 54%) [8].

Cu thé, trong 8 két qua di truyén bat thudng, cé 2 ca Triso-
my 21, 4 ca Trisomy 18 (trong c6 ¢6 1 ca thé kham 40%),
1 ca hdi chirng DiGeorge va 1 truding hop lap doan nhiém
séc thé s6 4 va nhiém sic thé s8 7. Qua phan tich ching
téi thay rng 6/8 trudng hgp bat thudng di truyén nay cé
chi dinh choc Gi vi sang loc NIPT nguy cd cao bét thuong
nhiém sic thé hodc c6 tdng khodng sang sau gay khi siéu
am thai quy |. TLT don thuan dugc phat hién sau khi choc
8i. Chi c6 2 trong s6 8 trudng hgp bat thudng nhiém séc
thé trén choc 8i vi siéu am thay TLT don thuan. Trudng
hop thl nhat: thai phu khong lam test sang loc trudc
sinh, hinh thai quy | binh thudng, thai phat hién TLT phan
mang lic 16 tuan, két qua choc 6i la héi chirng DiGeorge.
Truong hgp tha hai, thai phu lam xét nghiém NIPT binh
thudng, siéu &m hinh thai quy | binh thuong, phathién TLT
phan co luc thai 23 tuan, két qua choc 6i thai bi lap doan
nhiém séc thé& s6 4 va nhiém sdc thé s6 7.

5. KET LUAN

Pasdcéactruong hop 1a 16 TLT cé kich thudc nho (<4 mm),
chiémty & 81,3%, vGi dudng kinh trung binh 142,92 = 1,31
mm. Vi tri 16 théng thudng gap nhat (4 phan quanh mang
(51,1%) va phan cd (42,4%). Ty l& phat hién bat thudng di
truyén trong nhém thuc hién choc 6i la 22,9% (8/35 ca),
bao gdm céac hoi chirng nhu Trisomy 18, Trisomy 21 va hoi
ching DiGeorge. Dang chly, phan lén céc ca bat thuong
ditruyén nay (6/8 truong hgp) déu cé suhién dién ctia cac
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d&u hiéu canh béo tirtest sang loc nguy cd cao hoac tang
khoang sang sau gdy. T két qua trén, c6 thé thady du TLT
don thuan thudng coé tién lugng hinh thai tot, nhung nguy
cao bat thudng di truyén van hién hivu. Do do, can két hgp
chat ché gitra siéu &m hinh thai va xét nghiém ditruyén dé
c6 co sd dé chan dodan va tu van cho thai phu.
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