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VAI TRO CUA EXOME TRONG BENH CO’PNG KHO'P BAM SINH

TOM TAT

bat van dé: Bénh cung khdp bam sinh la mét
tinh trang hlem gap nhung cé thé gay ra nhidu di
cerng nang né. Bénh dac trung bang V|ec cac chi cua
thai c6 tu thé bat terdng va han ché van dongﬁdo su
co cu’ng cua >2 khdp Nguyén nhan cla bénh van con
chua ro rang, viéc xac dlnh vai tro cua exome doéi vai
cu‘ng khép bam sinh 1a can thiét dé hleu ré vé cd che
bénh sinh cua bénh. Muc tleu M6 ta cac biéu hién va
két qua g|a| trinh tu exome clia nhitg trudng hop thai
dugc chan doan cu‘ng khdp b&dm sinh. Phuong phéap:
Mo ta h0| cru cac trudng hop thai phu dén kham tai
Benh vién Pai hoc Y dudc TPHCM véi chan doan thai
mac bénh cu‘ng khdp bam sinh tl ndm 2019 dén
2024. K&t qua: Biéu hién cla citng khdp bam sinh
trén siéu am chu yéu la: tay khéo, chan khoeo, tay c6
dinh & mot tu thé (gap/dudi), chan c6 dinh & mot tu
thé (gap/dudi), thai it hoac khong coé cir dong,...
100% cac trudng hdp trong nghién cutu déu tim thdy
cac dot bién gen gay bénh thong qua giai trinh ty
exome (G4500/WES). Ket luan: Dot bién gen trong
exome la nguyen nhan cta ciing khdp bam sinh. Siéu
am tién san 1a cong cu dé phat hién ra benh giai tr|nh
tu exome (G4500/WES) dé xac dinh cac dot bién c6
lién quan dén bénh. T khoa: bénh ciing khdp, bam
sinh, tudi thai, exome, bo co loat ca.

SUMMARY

THE ROLE OF THE EXOME IN

ARTHROGRYPOSIS

Background: Arthrogryposis multiplex congenita
is a rare congenital condition that can lead to severe
complications. It is characterized by abnormal fetal
limb positioning and restricted movement resulting
from contractures affecting two or more joints. The
underlying causes of this disorder remain unclear, and
determining the role of the exome in arthrogryposis is
essential for better understanding its pathogenesis.
Objective: Description of the manifestations and
exome sequencing results of fetuses diagnosed with
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congenital arthrogryposis. Methods: A retrospective
description of pregnant women who presented to the
UMC with a diagnosis of fetal congenital
arthrogryposis from 2019 to 2024. Results: The
primary ultrasound manifestations of arthrogryposis
multiplex congenita include: clubhand, clubfoot, a
fixed position of the elbows (flexed/extended), a fixed
position of the knees (flexed/extended), and reduced
or absent fetal movements,...In 100% of the cases in
the study, pathogenic gene variants were identified
through exome sequencing (G4500/WES).
Conclusions: Gene mutations in the exome may be
the cause of arthrogryposis multiplex congenita.
Prenatal ultrasound is a tool to detect the phenotypic
manifestations of the disorder, exome sequencing
(G4500/WES) enables the identification of disease-
associated variants. Keywords: Arthrogryposis,
congenital, gestational age, exome, case series report.

I. DAT VAN DE

Bénh ciing khdp bdm sinh (bénh citng khdp
da khép badm sinh-AMC) 13 tinh trang co cing
clia hai hay nhiéu khdp, biéu hién bang viéc thai
nhi ¢ cac tu thé bat thudng va han ché van
dong. Bénh tuong d6i hiém gdp vdi tan suat
1/3000 tré sinh séng [1].

Thdi diém xuét hién va biéu hién bénh rat da
dang. Tudi thai biéu hién bénh c6 thé dao dong tur
12 dén 30 tuan. Biéu hién cb thé & chi trén vai
hinh anh canh tay gép lai va ndm hai bén nguc
hodc & chi dudi véi hinh anh hai chan bi kéo dan
qua muc va bat chéo nhau. D6i khi bénh cé thé
bi€u hién & tat cd cac nhém cd tao ra hinh anh
thai nhi bat dong. Hall va cong su da chia AMC
lam ba nhém chinh: nhdém 1 chd yéu la cing
khép va mat van dong & cac chi; nhom 2 lién
quan dén cdg-xuang va cac di tat hé thdng; nhdm
3 lién quan dén co-xuang va roi loan chifc ndng
hé than kinh trung uang, khuyét tat tri tué [2].

Tinh trang han ché van dong va tu thé bat
thu’dng cua thai do rdi loan chirc ndng than kinh-
co gay ra. Cac neuron van dong, khdp néi than
kinh-cd, dudng dan truyen than kinh,... chiu
trach nhiém chinh trong viéc nay. Do d¢, cac dot
bién gen anh erdng dén con dudng dan truyén
than kinh—co co thé gay ra tinh trang AMC. Hién

307



VIETNAM MEDICAL JOURNAL N°2 - JANUARY - 2026

nay, da c6 han 400 gen khac nhau dugc xac
dinh c6 lién quan dén AMC, tuy nhién, bay nhiéu
van chua du dé giai thich nguyén nhan cho tat
ca cac trudng hgp [3].

Exome la tap hogp tat ca cac doan exon-vung
ma hda protein trong bd gen. Khoang 85% cac
dot bién gay bénh ndm trong b exome. Viéc tim
ki€ém cac dot bi€én gay bénh AMC trong b6 exome
thdng qua gidi trinh tw exome la can thiét dé
khdng dinh vai trd cla di truyén d6i vSi nhom
bénh nay, tao diéu kién cho viéc ly gidi cd ché
bénh sinh va tu van cho ngudi bénh [3].

Muc tiéu nghién clru: Md ta cac biéu hién
va két qua giai trinh tu exome clia nhitng trudng
hgp thai dudc chdn doan AMC.

Il. DOI TUONG VA PHUONG PHAP NGHIEN CU'U

Thiét ké nghién ciru: M6 ta hoi clru

Poi tugng nghién ciru: nhitng trudng hgp
thai dugc chan dodn AMC tUr cac thai phu dén
kham tai Dan vi Chan doén trudc sinh, Bénh vién
bai hoc Y dugc TPHCM (UMCQ).

Tiéu chudn nhén vao: tit ca nhiing thai phu
¢ biéu hién bat thudng vé su’ van ddng cla thai
trén siéu am, thoa tiéu chuén co ciing > 2 khdp.

Thai gian nghién ciru: tir thang 01/2019
dén thang 12/2024.

Cac budc thu'c hién: Cac thai phu cé cac
bat thuGng vé van dong cua thai dén kham tai
don vi Chan doan trudc sinh-UMC s& dudgc hoi
clfu cac thong tin bénh su, tién can, két qua
kham, siéu 4m. Nhitng trudng hgp thai véi biéu
hién cirng khdp bdm sinh va/hodc cd cac bat
thudng vé hinh thai khac sé& dudc choc i dé€ lam
xét nghiém di truyén dén giai trinh tu exome
(G4500/WES). Két qua giai trinh tu exome sé
dudc ghi chép lai dé tién hanh x{r ly va phan tich
s0O liéu.

. KET QUA NGHIEN CUU

Trong thai gian thuc hién nghién cttu ghi
nhdn cd 6 trudng hgp thai/tré sinh s6ng mac
chiing cing khép bam sinh phat hién qua siéu 4m
tién san/kham sau sinh, két qua cu thé nhu sau:

Bang 1: Pdc diém cua cac déi tuong

trong nghién cuu

Pac diém n %

<25tudi | 0 | 0%

, 25-29tudi| 3 | 50%

Nhom tuoi 35 35161 | 3 | 50%

>35tudi | 0 | 0%
Tién can mang Co 2 | 33,3%
thai/sanh con di tat| Khong 4 | 66,7%
. . Ponthai | 5 | 83,3%
Tinhtrang thai | ‘oovhai | 1 | 16.7%
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i o ... | <l4tuan | O 0%
Nhom tuol thai lic |14-22 tuan| 4 | 66,7%
P kl'{d 9 |>22tuan/| 2 |33,3%
P sinh sGng
AMC 1 4 | 66,7%
Phan nhém AMC AMC 2 2 | 33,3%
AMC 3 0 0%

Tubi me dao dong tUr 25-35 tudi. Tudi thai
lGc phat hién bénh la tir 14 tuan trd Ién, trong do
67% dugc phat hién trong khoang 14-22 tuan.
Co6 1 truong hgp la song thai tu nhién DCDA
(20%). Co6 33,3% co tién can sanh con/mang
thai cd di tdt bdm sinh trudc d6. Phdn nhém
AMC: khong c6 ca nao thuéc nhém AMC 3, 67%
AMC 1 va 33% AMC 2.

Bang 2: Cac bat thuong quan sat thay
trén siéu 3m

Cac bat thudng n|l %

NT >3mm 2 | 40%

Ham nho 11]20%

HG ham éch 11]20%

Khuyu tay c6 dinh & tu thé dudi thang| 4 | 80%
Khuyu tay c6 dinh & tu thé gap 2 | 40%
C6 tay cd dinh & tu thé gap 1]20%

Co cling ban tay/co ciing ngén tay | 2 | 40%
Khuyét tat tim 11]20%

Dau gbi ¢ dinh & tu thé€ dudi thang | 4 [ 80%

DPau goi co dinh & tu thé gap 0] 0%
Bénh chan khoeo 5 1100%

It hoac khong c6 chuyén dong cua

thai nhi 2 | 40%

Pa 6i 2 | 40%

Phu thai 1|20%

Phat hién siéu am phd bién nhét la chan
khoéo (100%). Co cirng khdp (gap hodc duoi)
dudc ghi nhan & khuyu tay la 40-80% va dau goi
la 80%. Hinh anh thai nhi it hodc khong clr dong
(40%), co cung ban tay/co cing ngdn tay
(40%). O ca th&r 2 con ghi nhan nép gap da gay
day, ham nho, ché vom, tran dich mang phéi 2
bén lugng nhiéu. Ca th& 3 con ghi nhan tinh
trang thdng lién that, ca thr 4 con ghi nhan tinh
tranh phu thai véi nang bach huyét I6n viing c6.
Hau hét cac trudng hgp déu cé it nhat hai bat
thudng trén siéu am.

Bang 3: Két qua giai trinh tu’ exome

Két qua giai Ny 2 iaie n
€a | trinh tu exome | K€t qua giai trinh tu
1am & thai/tré sinh exome cac thanh vién
sang séng khac trong gia dinh
Dot bien gen
Ca 1| PIP5K1C dang di
hdp
Dot bién gen
Ca 2lavR1 dang di hp
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Ca3

Dot bién gen
COL6A3 dang di
hgp

Thai con lai (DCDA): Dot
bién gen COL6A3 dang di
hagp nhung kiéu hinh
binh thudng

DOt bién gen NEB

Me: DOt bién gen NEB
dang di hgp. Cha: ot

Ca 4/ dang di hop tu bién gen NEB dang di
kep hap
Me: Dot bi€n gen TTN,
Dot bién gen CCR3, GLE1, SOD3 dang

Cas

TTN, CCR3, GLE1,
FLG, SOD3 dang
di hap

di hgp. Bo: Dot bién gen
TTN, CCR3, FLG, dang di
hgp. Con dau: Dot bién
gen TTN, CCR3, GLE1,
SOD3 dang di hgp

Cab

Dot bien gen
TTN, AGRN,
POMGNT2, FLNB,
POR, CCDCY78,
SMCHD1 dang di

hgp

Me: DGt bién gen TTN,
AGRN dang di hgp. B6:
Dot bién gen TTN,
POMGNTZ2, FLNB, POR,
CCDC78, SMCHD1 dang

di hgp

Cb 5 ca dudc choc 8i dé giai trinh tu exome,
1 ca dén kham tai don vi sau khi da sinh song 1
tré (2 tudi) cd bi€u hién bénh nén xét nghiém
mau cla tré. Ca 6 ca déu tim thdy cac dot bién
gen lién quan dén chirng cing khdp da biét, bao
gdém: PIP5K1C, RYR1, COL6A3, NEB, TTN.

Bang 4: Két cuc cua thai ky (CDTK:
Chém dirt thai ky)

Ca lam sang Két cuc thai ky

Cail CDTK luc 20 tuan 3 ngay

Ca? CDTK Itc 23 tuan 3 ngay
Song thai DCDA, hay thai ciring

Ca3 khdp |l:JC\18 tu‘{?m, thai con lai
sanh thudng bé 3200g, Apgar
7/8, chua ghi nhan bat thudng

Ca4 CDTK lic 17 tuan 3 ngay

Cab CDTK lic 21 tuan 1 ngay

IV. BAN LUAN

Clr dong thai la nhitng van déng cda than
minh va chi do luc cg cua thai tao ra. Hién tugng
nay phan anh tinh toan ven cta hé than kinh
trung uong va cd-xuang. Chinh nhitng cr dong
nay cling gép phan vao su phat trién binh
thudng cua thai. Thai bi gi6i han cir dong dan
dan c6 thé dan dén tinh trang bat dong thai [4].
Ty Ié xac dinh dugc dot bién gay bénh trong bao
cdo nay la 100% véi 6 ca déu mang bién thé
trén cac gen da biét cd lién quan dén AMC, bao
gom: PIP5K1C, RYR1, COL6A3, NEB va TTN
[1,3]. Ty Ié€ nay cao han so vd@i cac nghién cliu
truéc day. Mot nghién clu doan hé trén 51
trudng hgp bat dong thai tir 47 gia dinh khong
cd quan hé huyét thong ghi nhan 73% cac
trudng hgp cd khiém khuyét di truyén [5]. Mot

nghién cttu khac & 38 gia dinh cd tién sir bat
dong thai trong ho hang ghi nhan 47% cac
trudng hdp c6 khi€ém khuyét di truyén [6]. Su
khac biét vé c8 mau hodc phuong phap gidi trinh
tu gen cd thé giai thich cho su khac nhau vé ty
Ié phat hién giilra cac nghién clu.

Gen PIP5K1C ma hoa mét protein cd vai tro
trong viéc tong hop phosphatidylinositol 4,5-
phosphate (PIP2) trén mang t€ bao, tham gia
diéu hoa ndng do canxi ndi bao. Cac trudng hop
mang dot bién lién quan dén PIP5K1C dac trung
bgi thai nhé, co cirng nhiéu khdp, teo cg va tr
vong sém do suy ho hap [7]. Trong bdo cdo nay,
ca 1 mang dot bi€n gen PIP5K1C, hinh anh trén
siéu am ldc thai 20 tuan 1 ngay: 2 tay va 2 chan
khoeo, thai nhi khdng thay déi tu' thé trong suét
qua trinh khao sat, khdp g6i ludn trong tu' thé
dudi. San phu chon CDTK, hinh anh thuc té€ ciing
phu hop vGi két qua siéu am tién san. Két qua
nay tuong tu véi bdo cdo tai Trung Quéc nam
2024 cla Zhang Fang va cong su. Xét nghiém
exome trio (b6-me va cac con) ghi nhan thai
bi€u hién bénh do dét bién gen PIP5KIC thé di
hgp tr kép, thira hudng tir bé va me [7].

Thu thé ryanodine loai 1 (RYR1) cd vai trd
trong viéc giai phdng ion canxi tu lugi co tuang
cho hoat dong co co. POt bién gen RYR1 dan
dén bat thudng tai thu thé RYR1, anh huéng dén
viéc giai phong ion canxi tur luGi cg tuong, gay ra
cac bat thudng vé cd: yéu co, dau cd, hiy ca
[1]. Ca th& 2 trong bao cao nay mang dot bién
RYR1 dang di hdp véi cac biéu hién trén siéu 4m
tién san lic 23 tuan: da 6i, phu thai, nép gap da
gay day, cam nho, khoéng thdy clr dong nudt, ché
vom, tran dich mang phdi 2 bén, thai c¢d dinh 1
tu thé trong sudt quad trinh khao sat, t& chi
khong c6 cir dong, 2 ban chan veo trong. San
phu chon CDTK. Nhirng hinh dnh nay phu hgp
vGi bdo cao vé cac trudng hgp AMC do dot bién
gen RYR1 cua Arda Aduc va cong su [1].

Gen COL6A3 ma hoda chuoi alpha-3 cla
collagen loai VI, loai collagen cé trong hau hét
cac mo lién két. Phan tir nay bao quanh cac té
bao cd xuong, tao ra sic cd va su linh hoat cla
khdp. DOt bién gen COL6A3 gay bat thudng
phan tr collagen VI, gay ra yéu cd va co cing
khép [8]. Ca th&r 3 trong bao cao nay la mot
trudng hop song thai DCDA tu' nhién, cac biéu
hién AMC chi xudt hién trén 1 thai. Hinh anh hoc
lic 18 tuan cua thai AMC: 2 tay va 2 chan ludn
trong tu thé duodi, 2 tay khoéo, thong lién that
phan mang, hinh anh hoc cuta thai con lai binh
thuong. Ca 2 thai déu dugc gidi trinh tu exome
va xac nhan ca 2 déu mang dot bi€n trén gen
COL6A3. Két qua hinh anh hoc va giai trinh tu
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exome cla thai ¢6 bi€u hién AMC 13 phu hop vdi
nghién cliu cua Sarah va cong sy [8]. Tuy nhién,
van con 1 thai mang dot bién COL6A3 chua cd
bi€u hién bat thudng trén siéu &m tién san va
nhitng ngay dau sau sanh. Su’ khac nhau vé bi€u
hién khi c& 2 cuing mang dot bién COL6A3 co thé
do khac nhau vé s6 lugng ban sao dot bién hoac
tdc dong cua cac yéu té6 tu moi trudng. Tuy
nhién, tré sinh séng can dudc theo ddi cac bién
hién lién quan dén dot bién nay gay ra.

Gen NEB ma hoa cho protein tén la Nebulin,
phan tr nay lién két vdi sgi actin, chiu trach
nhiém chinh trong viéc truyén tin hiéu, diéu hoa
co bdp va tao luc td cd nén cd vai tro rat quan
trong doi v&i co cd. Khi xay ra dot bién trén gen
NEB, bi€u hién cta Nebulin giam hodc mét gdy
ra tinh trang yéu cd nghiém trong & thai, dan
dén han ché van dong khdp va lau ngay la co
cing khdp tur trong bao thai [1]. Ca thd 4 trong
bdo cdo nay la mot san phu da co tién can CDTK
lic 13 tuan vi phu thai véi d6 md da gdy 8,1mm.
O thai ky ndy, san phu dén vdi don vi Chan doan
trudc sinh-UMC Idc 15 tudn 2 ngay, cac biéu hién
trén siéu am: phu thai, thai han ché van dong,
ciing da khdp. Xét nghiém exome trio két qua
ghi nhan thai mang dot bién gen NEB dang di
hop tir kép thira hudng tir bé va me (bd, me: dot
bién gen NEB dang di hgp). Sau lan CDTK nay,
san phu con c6 mot [an phai CDTK lac 12 tuan vi
thai vO0 so. Nam 2021, san phu sinh dudgc mét bé
hién 4 tudi, ki€u hinh chua ghi nhan b4t thudng.
Céc biéu hién ciing khdp bam sinh va phu thai &
[an mang thai th(r 2 cung vdi dot bién gen NEB &
ca bo, me va thai la tuang dong vdi bdo cdo cla
Arda Aduc va cdng su' [1]. Tuy nhién, cac biéu
hién phu thai & lan mang thai dau tién va thai vo
so G lan mang thai th(r 3 van chua tim thdy méi
lién quan vai dot bién gen NEB.

Gan day, dot bién gen TTN la dot bién
thudng dugc tim thdy nhat trong cac ca cliing
kh&p. Gen TTN ma hda cho protein Titin, protein
nay dong vai tro nhu mot 10 xo, gilp sgi cg co lai
sau khi bi kéo cang. Cac dot bién gen TTN anh
hudng 18n qua trinh tdng hop protein Titin va
bi€u hién bénh. Cac dang bénh thudng la yéu co
dan dén cing khdp, suy h6é hap, cg tim gidn
ng,...[3]. Ca 5 va 6 trong bao cao nay dugc xac
dinh cé lién quan dén dot bién gen TTN.

Ca th(r 5 trong bao cao nay la mot san phu
da cd tién can sanh séng mot bé vai ki€u hinh
chua ghi nhan bat thutng, 1 lan CDTK luc 17
tudn vi cac bi€u hién cirng khép va da i trén
siéu am, lan nay dén UMC lic 21 tuan 1 ngay vGi
cac bi€u hién: 2 chan khoéo va ludn trong tu thé
duoi, 2 tay & tu thé gap khuyu va 2 ban tay
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khdng mé trong sudt qua trinh khao sat. Xét
nghiém exome trio ghi nhan: ca thai va tat ca
cac thanh vién trong gia dinh déu mang dot bién
gen TTN (ngoai ra con mét s6 dot bién trén cac
gen khac). Sau lan nay, san phu sinh thém mot
tré véi ki€u hinh chua ghi nhan bat thudng. Két
qua nay hoan toan phu hgp véi bao cdo nam
2021 cta Qun Cao va cbng su [3]. Tuy nhién, su
khac biét vé kiéu hinh khi tat ca cac thanh vién
trong gia dinh cung mang dét bién gen TTN la
diéu khé ly gidi, c6 thé do khac biét vé s8 ban
sao dot bién, toa do dot bién tai gen hoac tac
dong cua cac yéu té méi trudng, ...

Ca thr 6 trong bdo cdo nay dén kham tai
UMC vi mudn chuén bj cho [an cd thai tiép theo.
C6 d3 c6 mot bé trai 2 tudi vdi cac biéu hién yéu
cd, khdm tai dia phuong dugc chin doén la teo
cd tay (Spinal Muscular Atrophy-SMA). Tuy nhién,
xét nghiém exome trio ghi nhan tat ca cac thanh
vién dén mang dot bién gen TTN va mot vai dot
bién gen khac cling lién quan dén AMC. Két qua
gidi trinh tu gen khong phat hién dot bién SMN1-
loai dot bién hay gap trong cac trudng hop SMA.
Cling tuong tu nhu’ bao cao ctia Qun Cao va cong
su, ca thf 6 trong béo cao nay 1a mot dan cerng
vé vai trd ctia gen TTN trong bénh AMC ma c6 thé
bi chan doan lam vdi bénh ly khac khi chua cd két
qua giai trinh tu exome [3].

Ngoai cac dot bién d3 trinh bay, van con
nhiéu dot bién khac dugc cho la cé lién quan dén
tinh trang AMC (ALG12, CHRNG, DNM2, ECEL1,
KLHL40, MUSK, PEX6, PIEZO2, SCN4A, SLC26A2,
TGFBR1 va TPM2) [1]. Tuy nhién, véi su' hiém
gap cta bénh, can thém nhiéu nghién clru khac
vGi ¢G mau I8n han va quan sat trén thai gian du
dai d&€ cd thé khang dinh chic chdn vé vai trd
cla cac dot bién trong exome véi AMC.

V. KET LUAN

AMC la bénh ly di truyén hiém gap nhung
tién lugng nang vdi di chiing da cd quan. Siéu
am tién san tir cudi quy mot la ti€p can dau tay
dé phat hién bénh. Xét nghiém giai trinh tu
exome (G4500/WES) dé tim cac dot bién gen co
lién quan dén bénh. Day la nhitng dir ki€én hiu
ich cho viéc tu van lam sang vé cd ché bénh
sinh, tién lugng va nguy cg tai phat cla bénh.
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PAC PIEM LAM SANG, CAN LAM SANG CUA NHU'NG SAN PHU SINH CON
TU 4000 GRAM TAI BENH VIEN PHU SAN HA NOI GIAI POAN 2024 - 2025

TOM TAT

Muc tiéu: Md t3 dic diém Idm sang, cin 14m
sang cua nhiing san phu sinh con tUr 4000 gram tai
Bénh V|en Phu san Ha NoOi giai doan 2024 - 2025. DOi
tugng va phu’dng phap nghlen clu: Nghlen cttu
mo ta cat ngang hoi ctu trén 94 trudng hop san phu
sinh c6 can ndng sc sinh ngay sau sinh > 4000g tai
BV Phu san Ha N&i ti 01/01/2024 dén 31/03/2025
Két qua: Me c6 d6 tudi trung binh 13 30,8 £ 4,6 tudi,
chiéu cao trung binh 1a 159cm, céng dao dong £l 55 —
119kg. Ty |€ san phu la con so chiém 30%, con ra
chiém 70% (con lan 2, 3, 4, 5 lan lugt la 40%, 21%,
8% va 1%). Ty Ié benh Iy clia me trerc khi mang thai
la 17% (16/94), cac bénh ly bao gom DTD, tim mach,
thalassemia, viém gan B, bénh tuyén giap. Benh ly sén
khoa cua me goém 31% déi thdo dudng thai ky
(BTDTK), 3% rdi loan tang huyét. Can nang thai nhi
trung binh Idc sinh cao hon so véi khi siéu am, sai sO
trung binh la 295g. Tuan thai dd thang tir 38 — 40
tuan chiém 93,6% (88/94), ty I non thang va qua du
kién sinh chiém 6,4% (6/94). S sinh c6 64,9% la giGi
tinh nam, 35,1% gidi tinh nit. Can ndng I6n nhat & tré
nam la 4600g & tré nif la 5000g, can nang trung binh
la 4131,4 + 177,2g. Két luan: Dadi véi nhitng thai phu
sinh con > 4000 gram, DTDTK 13 bénh ly chiém ty lé
cao nhat (31%). Siéu am co thé du doan tuong doi
chinh xac can nang thai nhi vdi sai s§ trung binh 295
gram. Thai nhi 6 gidi tinh nam c6 thé ¢4 lién quan téi
can nang sa sinh > 4000 gram
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dai thao du‘dng thai ky, tang huyet ap, tién san giat
T viét tat: Do tugng nghlen clru (BTNC), dai
thdo dutng (DTD), dai thao dudng thai ky (BTDTK),
tang huyét ap (THA), tién san giat (TSG)
SUMMARY
CLINICAL AND PARA-CLINICAL
CHARACTERISTICS OF MOTHERS GIVING
BIRTH TO INFANTS WEIGHING 4000 GRAMS
OR MORE AT HANOI OBSTETRICS AND

GYNECOLOGY HOSPITAL DURING 2024—-2025

Objective: To describe the clinical and para-
clinical characteristics of mothers giving birth to
infants weighing 4000 grams or more at Hanoi
Obstetrics and Gynecology Hospital during the period
2024-2025. Subjects and Methods: A retrospective
cross-sectional descriptive study was conducted on 94
cases of mothers whose newborns weighed >4000g
immediately after birth at Hanoi Obstetrics and
Gynecology Hospital from January 1, 2024, to March
31, 2025. Results: The average maternal age was
30.8 + 4.6 years, with an average height of 159 cm.
Maternal weight ranged from 55 to 119 kg.
Primiparous women accounted for 30%, while
multiparous women made up 70% (second birth:
40%, third: 21%, fourth: 8%, fifth: 1%). The rate of
pre-pregnancy maternal comorbidities was 17% (16
out of 94 cases), including diabetes mellitus,
cardiovascular diseases, thalassemia, hepatitis B, and
thyroid disorders. Obstetric complications included
31% gestational diabetes mellitus (GDM) and 3%
hypertensive disorders. The average birth weight was
higher than the estimated weight from ultrasound,
with a mean discrepancy of 295 grams. Full-term
pregnancies (38—40 weeks) accounted for 93.6% (88
out of 94 cases), while preterm and post-term births
made up 6.4% (6 out of 94 cases). Among the
newborns, 64.9% were male and 35.1% female. The
highest birth weight recorded was 4600g for male
infants and 5000g for female infants. The average
birth weight was 4131.4 + 177.2 grams. Conclusion:
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