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V. KET LUAN i

S dung gid d& tam thdgi ho trg nat phinh
dong mach ndo la phuong phap c6 két qua budc
dau la an toan va hiéu qua, cd thé 1a mét lua
chon d€ ap dung cho céc tui phinh cé réng thudc
déng mach canh trong.
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KET QUA CHAN POAN TRU'O'C SINH MOT SO BAT THUONG DI TRUYEN
O’ THAI NHI CO DI TAT TIM TAI BENH VIEN PHU SAN HA NOI

Pinh Thiy Linh!, Bui Thanh Tung!, Mai Trong Hung!

TOM TAT

Muc tleu Nhan xét két qua chan doan trude sinh
thai nhi c6 di tat tim bam sinh trén siéu am trude sinh
va cac bat thudng di truyén c6 lién quan. D6i tugng
va phu’dng phap nghién ciru: Nghién ciu phan tich
md ta trén 310 bénh nhan dugc chdn doéan trudc sinh
thai c6 di tat tim bdm sinh tai Trung tdm Sang loc,
chan doan trudc sinh & so sinh - BV Phu san Ha Noi.
Két qua: Trong 310 tru’dng hgp tim bam sinh, c6
10.65% cac tru‘dng hop cé bat thu‘dng di truyén, trong
do bat thudng so lugng nhlem sac the chiém 51,52%
va bat thu‘dng cau tric nhiém séc the chiém 48, 48%.
B4t thudng s6 lugng nhiém sic thé hay gap nhat 13
trisomy 21, trisomy 18,  trisomy 13 va monosomy X.
Bat thu’dng cau tric nhiém séc thé hay gdp nhét 13 héi
chufng Di George (mat doan 22q11. 2), chiém 37.5%
cac bat thudng ciu tric nhiém sic thé. Két luan: Ty

1Bénh vién Phu san Ha Noi

Chiu trach nhiém chinh: Mai Trong Hung
Email: bs.maitronghung.pshn@gmail.com
Ngay nhan bai: 3.01.2025

Ngay phan bién khoa hoc: 11.2.2025
Ngay duyét bai: 10.3.2025

I& bt thudng di truyén trong nhém tim bdm sinh a
10,65% trong dé hay gap nhat la hoi chiing Down va
h0| chufng Di George.

T4’ khda: Tim bam sinh, bat thudng di truyén,
hoi chirng Di George, hoi cerng Down

SUMMARY
PRENATAL DIAGNOSIS OF GENETIC
ABNORMALITIES IN FETAL WITH HEART
DEFECTS AT HANOI OBSTETRICS AND

GYNECOLOGY HOSPITAL

Objective: Comments on prenatal diagnosis of
fetuses with congenital heart defects on prenatal
ultrasound and related genetic abnormalities.
Subjects and methods: Descriptive analysis study
on 310 patients diagnosed prenatally with congenital
heart defects at the Center for Prenatal and Neonatal
Screening, Diagnosis - Hanoi Obstetrics and
Gynecology Hospital. Results: In 310 cases of
congenital heart disease, 10.65% of cases had genetic
abnormalities, of which chromosomal numerical
abnormalities accounted for 51.52% and chromosomal
structural abnormalities accounted for 48.48%. The
most common chromosomal numerical abnormalities
were trisomy 21, trisomy 18, trisomy 13 and
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monosomy X. The most common chromosomal
structural abnormality was Di George syndrome
(deletion of 22ql11.2), accounting for 37.5% of
chromosomal structural abnormalities Conclusion:
The rate of genetic abnormalities in the congenital
heart group was 10.65%, of which the most common
were Down syndrome and Di George syndrome.

Keywords: Genetic abnormalities, Congenital
heart defects, Prenatal ultrasound.

I. DAT VAN DE

Tim bdm sinh 18 mét trong cac di tdt bam
sinh phé bién nhét, véi ty 1& mac khoang 1% sd
tré_sinh s6ng. Hién nay véi su phat trién cla
phau thuat tim mach nhi khoa, da s6 bénh ly tim
ba&m sinh d& ¢ thé phiu thuat stra chira, nang
ty 1é clru s6ng tré sau sinh[1]. Tuy nhién véi cac
trudng hop thai c6 bat thudng di truyén kem
theo thi hién van chua cé bién phap diéu tri triét
dé, gay ra nhitng hdu qua nang né, thdm chi tlr
vong. Ty Ié bat thudng di truyén & nhém di tat
tim bam sinh c6 thé Ién t&i 35% [2].

DU cac dj tat tim bam sinh dugc md ta nhiéu
trong cac hdi chirng di truyén, tuy nhién cho dén
nay van chua cé nhiéu cac nghién clu tai Viét
Nam nghién cru vé van dé nay. Khong nhirng
vay, cac nghlen clru da phan mdi chi tap trung
chu yéu vao cac bat thlrdng léch bdi nhiém sic
th€ (NST). VSi mong mudn gdp phan danh gid
danh gid moi quan hé gitra bat thudng di truyén
va di tat tim badm sinh, ching téi tién hanh
nghién cltu v8i muc tiéu: Nhdn xét két qua chan
doén trudc sinh thai nhi cd di tat tim bdm sinh
trén siéu dm trudc sinh va cac bat thuong di
truyén co lién quan.

Il. DOl TUONG VA PHUONG PHAP NGHIEN CU'U

2.1. Poi tugng nghién ciru

Tiéu chudn lua chon: Nhiing trudng hgp
thai c6 di tat tim bam sinh dugc chan doén trudc
sinh tai Trung tdm Sang loc, chdn doan trudc
sinh & sc sinh va co choc 6i lam xét nghiém di
truyén trudc sinh.

2.2. Phuang phap nghién clru

Thiét ké nghién ciru: Nghién ctu phan
tich mo ta cat ngang

Thoi gian va dja diém nghién ciu:
Nghién cliu thuc hién lay mau tlr 1/2022 tGi
12/2022 tai Trung tam Sang loc, chdn doan
trudc sinh & sa sinh, Bénh vién Phu san Ha Noi.

C6 mau: Chon mau thuan tién, bao gom
310 thai phu c6 thai nhi dugc chan doan trudc
sinh ¢ bénh Iy tim bam sinh, cd két qua xét
nghiém dich.

II. KET QUA NGHIEN cU'U
Bang 1. Ty Ié bat thuong di truyén o

thai co dj tat tim badm sinh

n Ty 1& (%)
Bat thudng di truyén 33 10.65%
Binh thuGng 277 89.35%
Tong 310 100.00%

Trong 310 bénh nhan cé 33 trudng hgp thai
c6 bat thudng di truyén, chi€ém 10,65%. Cac ky
thuat di truyén thuc hién chan doan trudc sinh
tr dich 6i bao gom nubi cdy t€ bao Oi
(karyotyping), Microarray, giai trinh tu gen.

Bang 2. Ty Ié cac bat thuong di truyén

n Ty lé (%)
Trisomy 13 3 9.09%
Trisomy 18 4 12.12%
Trisomy 21 6 18.18%
Monosomy X 2 6.06%
Trisomy X 2 6.06%
Hoi chitng DiGeogre 6 18.18%
Bat thudng cau tric NST| 10 30.31%
Tong 33 100%

Trong s& 33 trudng hgp thai ¢6 chan doan
bdt thuGng di truyén, cac bat thutng léch bdi
NST chiém 51, 52% (17 trufdng hgp), dot bién
cdu tric nhiém sic thé chiém 48, 48% (16
trerng hop). Trong cac dot s6 lugng nhiém sic
thé, bat thudng hay gdp nhét la hdi chirng Down
(trisomy 21) véi 6 trudng hdp, ti€p theo la hoi
chirng Edwards (trisomy 18) véi 4 trudng hgp va
hoi chirng Pateau (trisomy 13) véi 3 truGng hagp.
Hoi chlﬁrng monosomy X va trisomy X chiém ti &
it nhat véi 2 tru‘dng hgp.

Trong cac dot bién ciu trdc nhiém séc thé,
hdi chrng DiGeogre (méat doan 22q11.2) la phé
bi€n nhat véi 6 trudng hop.

IV. BAN LUAN

Khoang 10% cac trudng hgp cd di tat tim
bdm sinh dudc phat hién cd bat thudng di
truyén. Ty & nay cao hon dang k& so vdi tan
sudt mac cla cac bat thudng di truyén trong dan
s6 nodi chung, 0.11% [3], ggi y mGi lién quan
gilta bat thudng cdu trdc tim mach va bat
thudng di truyén. So vGi cac nghién clru tudng
tu, ty 1€ nay thap hon so vdi cac nghién clu
khac nhu 15,6% bat thudng di truyén trong
nghién cliu cla leselroou hay ty 1€ 12.9% bat
thudng nhiém sic thé & bat thudng tim nang
trong nghién clu theo tac giad C.Vedel va cOng
su [1] [2]. Nguyén nhan do khéng phai tat ca
cac trudng hap thai c6 di tat tim bdm sinh déu
thuc hién chan doan trudc sinh cac bat thudng
di truyén cho thai.

Trong cac bat thu’dng s6 lugng nhiém séc
thé, bat thudng hay gdp nhét la hdi chirng Down
(Trisomy 21), r6i dén trisomy 18, trisomy 13 va
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cudi cung la trisomy X va monosomy X. Két qua
nay tuong dong vdi két qua cla cac tac gia khac
tim dudc trén nhdm bénh nhan cd di tat tim bam
sinh trén siéu am trudc sinh nhu cla tac gia
C.Vedel [2].

Trong cac tru‘dng hgp phat hién bat thu‘dng
ciu trdc nhiém sic thé, bat thudng phd bién
nhat la hoi chiing DiGeogre hay mat doan
22q11.2, chiém 37.5% (6/16 trudng hdp). Theo
cac nghién cliu khac nhu ciua tac gid Van
Nisselrooij va cong su’ vao nam 2020, mat doan
22q11.2 cung dugc tim thady nhu dot bién cau
trGc nhiém sic thé phd bién nhat trén nhimg
trudng hgp bat thudng cdu trdc tim vdi tan suat
mac 41.62% [1].

V. KET LUAN

Ty |é bat thuGng di truyén & nhitng bénh nhan
c6 bat thudng cau trac tim mach la 10.65%.

Bat thuGng di truyen pho bién nhat trong
nhom bat thudng s lugng nhiém sic thé [a hoi
chitng Down (trisomy 21) va b&t thudng phd

bi€n nhadt trong nhom bat thuGng cdu tric nhiém
sdc thé€ la hdi ching DiGeogre (méat doan
22q11.2).
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PAC PIEM LAM SANG, CAN LAM SANG VA DAC PIEM
VI KHUAN HQC CUA VIEM PHOI TAI DIEN NANG
TAI BENH VIEN TRE EM HAI PHONG 2021-2022

TOM TAT

Muc tiéu: (1) Mo ta dac dlem Idm sang va ddc
diém can 1am sang cla bénh viém phdi tai dién
(VPTD) nang tai Bénh vién Tre em Hai Phong nam
2021 - 2022. (2) M6 ta mot s6 déc diém vi khuan hoc
clia viém phdi tai dién ndng & cac tré n0| trén. Doi
tugng va _phuadng phap Nghlen cfu mo ta héi ciu
két hop tién ctu. Két qua Co6 99 bénh nhan VPTD
nang trong nghién clu nay vGi da sO tré dudi 12
thang tudi. VPTD ndng g3p & tré nam nhleu han tré
nu’ (nam/nir: 1 74/1). Cb 79,8% tré mac dudi 3 dat
viém phéi. Triéu chu’ng thu’dng gap I thd nhanh
(100%), ho (100%), sét (68, 7%), rat 16m 16ng nguc
(64,6%), kho khe (51,5%), ran am (92,9%). Can Iam
sang cho thay c6 64,6% tré tang sO lugng bach cau;
58,9% tré tang CRP. Ton thuang chu yeu trén Xquang
nguc: ndt md radi rdc (52,5%) va tén thuong ké
(28,3%). Nhitng vi khuan da phan 14p dudc & tré viém
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phGi téi dién nang la S. pneumoniae (19/60), M.
catarrhalis (13/60), S. aureus (13/60) va HI (10/60).
Két Iuan Nghlen cfu cua chung toi da xac dinh dugc
mot s6 triéu cerng lam sang can lam sang terdng
g3p & tré méc viém phdi tai dién nang tai Bénh vién Tré
em Hai Phong, qua « dé gop phan cai thién cong tac chan
doan va diéu tri viém ph0| tai dién ndng & tré em. Tor
khoa: viém phoi téi dién néng, kho khé, tré em.

SUMMARY
CLINICAL, PARACLINICAL AND
BACTERIOLOGICAL CHARACTERISTICS OF
SEVERE RECURRENT PNEUMONIA IN
CHILDREN AT HAI PHONG CHILDREN'S

HOSPITAL 2021 - 2022

Objective: (1) To describe the clinical and
paraclinical characteristics of severe recurrent
pneumonia at Hai Phong Children's Hospital in 2021 -
2022. (2) To describe some bacteriological
characteristics of severe recurrent pneumonia in the
above children. Subjects and methods:
Retrospective descriptive study suitable for research.
Results: There were 99 patients with severe
recurrent pneumonia in this study with the majority of
children under 12 months old. Severe recurrent
pneumonia was more common in boys than in girls



