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Nhan mét trudng hop nang bach huyét viing ¢é thoai trién tu

Bdo cdo lam sang

nhién trong thai ky
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TOM TAT

Nang bach huyét viing ¢ gay ra bai khiém khuyét trong su hinh thanh ctia hé théng bach huyét, 1a
mot bénh ly phé bién trong chan doén trude sinh véi tan suat khoang 1:1000 - 1:6000 tré sinh séng
va thuong lién quan dén cac két cuc thai ky bat Igi. Theo Hiép hoi Y hoc Bao thai, cé dén 90% cac
trudng hgp cd nang bach huyét co két cuc thai ky la thai luu. Tuy nhién, trong mot sé trusng hop
nang bach huyét viing c& sé thodi trién tu nhién trong thai ky va khi dé két cuc thai ky thusng tét,
nhdt la trong cac trudng hop khong kem bat thudng di truyén va cac bat thudng hinh thai khac.
Tai khoa Cham séc trudc sinh — Bénh vién Tur DG, chiing téi bao cao mét trudng hop tré sinh séng
€6 nang bach huyét viing ¢ thodi trién tu nhién trong thai ky vai két qua xét nghiém di truyén
binh thudng, két qua siéu am tim va tham kham téng quat tré & thai diém 5 ngay tudi tai BV Nhi
déng 2 chua ghi nhan bat thuong. Chinh vi vay, khoang sang sau gay day hay nang bach huyét
ving ¢ khéng phai la chi dinh chdm dut thai ky, thai nhi dugce chan doan trudce sinh la nang bach
huyét viing c6 can dugc tu van tién san thich hop, xét nghiém di truyén dé loai trir bat thuong di
truyén va theo déi sat qua cac lan siéu am dé danh gia dién tién cla nang ciing nhu loai trir cac
bat thuong hinh thai khac.

Tu khoa: nang bach huyét viing c8, di dang bach mach dang nang, chan doan trudc sinh, bat
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thudng nhiém sdc thé

DAT VAN DE

Nang bach huyét viing ¢6 14 mét di tat bAm sinh ctia hé
bach huyét do sy tdc nghén bach huyét moét phan hodc
hoan toan gay ra su tich tu dich va tao nang. Nang
bach huyét viing ¢6 dugc mo ta lan dau tién vao nim
1828 b&i Redenbacher !, véi tAn suit xuit hién khoang
1:1000 - 1: 6000 tré so sinh séng va 1:750 cic trudng
hop sdy thai ty nhién?.
huyét ving ¢8 dugc chdn dodn trong tam cd nguyét
thit nhét va thi hai ctia thai ky thudng x4u, vi thuong
lién quan dén bit thudng nhiém sic thé (ting nguy co

Tién lugng ctia nang bach

1én 5 14n), hay lién quan dén cic bat thuong ciu tric
khéc, ting nguy co di tat tim 1én 12 l4n, ting nguy
co tli vong chu sinh 1én 6 1an>. Gia thuyét vé sinh
bénh hoc dugc mo ta 1an d4u tién bdi Van der Putte
nam 1977 va dugc khéng dinh lai b&i Smith va Gra-
ham ndm 1982, cho ring sy thong thuong ctia mach
bach huyét va tinh mach canh thong thuong sé xay ra
vao ngay thit 40 ctia thai ky, néu khong c6 sy luu thong
nay sé gay ra tinh trang nang bach huyét viing c6. Néu
su thong nay xdy ra sau d6 hodc bai cic con dudng dan
luu bach huyét thay thé, cac nang bach huyét sé giam
dan kich thudc va thodi trién ty nhién, tuy nhién khi
d6 nguy co bat thudng di truyén khong giam di va
khoéng dugc loai trii hoan toan?. Chinh vi vy, viéc

chén dodn nang bach huyét vung cd thudng khong
khé khan nhung rit quan trong béi tinh trang nay c6
thé tién trién ting dan theo thoi gian, cing c6 thé mét
di khong d€ lai ddu vét v6i nhiing bét thudng ning
kém theo. Theo Hiép hoi Y hoc Bao thai, c6 dén 90%
cdc trudng hop co nang bach huyét c6 két cuc thai ky
14 thai Ivu”. Tai Khoa Chim s6c Trudc sinh — BV Tt
D, ching ti bdo cdo mot trudng hgp tré sinh séng
¢6 nang bach huyét viing c8 thodi trién ty nhién trong
thai ky v6i két qua xét nghiém di truyén binh thuong.

BENH AN CHI TIET

San phu Truong Thi Lé N. 31 tudi, Para 2002, 2 1an
sinh thuéng nam 2019, 2022, bé khoe, chua ghi nhan
tién can bénh ly ndi ngoai khoa, dén tu vén tién san
ltc thai 12 tudn 2 ngay vi khoang sdng sau gay 6.8mm
(Hinh 1). Sau khi dugc tu van Igi ich va rii ro ctia thi
thuét sinh thiét gai nhau, san phu déng y thuc hién
nhung vi tri banh nhau khong thuén lgi. 2 tudn sau
d6, siéu 4m ldc thai 14 tudn 2 ngay ghi nhan viing sau
c6 va 2 bén ¢ cdu tric dang nang, bén trong c6 vach
ngan, kich thuéc 14x28mm (Hinh 2). San phu dugc
choc 6i xét nghiém microarray lic thai 16 tuin 2 ngay,
két qua choc 6i chua ghi nhén bat thudng. Siéu am lac
thai 16 tudn 6 ngay ghi nhan c6 nang bach huyét viing
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c6 2 bén, kich thudc 3x4mm va 3x11lmm. Siéu 4m
tim thai tai BV Nhi Dong 2 lic thai 22 tudn chua ghi
nhén bat thuong. Siéu am luc thai 22 tulin 4 ngay ghi
nhan cé nang bach huyét ving c6 2 bén, kich thuéc
3x12mm va 3x10mm (Hinh 3). Luc thai 26 tudn 6
ngay siéu am khong ghi nh4n nang bach huyét ving
0. San phu kham thai déu din theo hen, cc l4n siéu
4m sau d6 déu khong ghi nhan nang bach huyét viing
6. San phu dugc mé ldy thai lac thai 39 tudn 6 ngay vi
con to, bat tuong xing khung chéu va thai, bé TRAIL
Apgar 7/8, can ning 3800g. Bé hong, bu t6t, theo me,
thdm khdm céc co quan chua ghi nhén bdt thudng,
c6 mot it nép da thuia viung ¢§ (Hinh 4). Sau sinh,
bé dugc 14y mau phét t€ bao niém mac ma, lam xét
nghiém di truyén & cdp do gen d€ loai trit nhém céc
bénh ly RASopathy, két quéa xét nghiém gen chua ghi
nhan bat thudng. Me va bé dugc xuit vién ngay thu
5 sau mo. Sau xuat vién, bé dugc siéu 4m tim ki€ém
tra tai BV Nhi Dong 2 ltic 5 ngay tudi, két qua siéu 4m
tim chua ghi nhan bat thudng.

THAO LUAN

Nang bach huyét & thai hay di dang bach mach dang
nang 13 mét tinh trang gy ra do khiém khuyét trong
su hinh thanh ctia hé thong bach huyét. Trong s6 cac
vi tri thi nang bach huyét viing ¢6 1a phd bién nhit
(75% & vung ¢, 20% & ving nach va 5% & thanh nguc,
thanh bung va cic chi)!. Nang bach huyét viing c§
thuong lién quan dén cac két cuc thai ky bat 1gi nhu
bat thuong nhiém sac thé, phu thai, thai chét luu 6. Bat
thuong di truyén, cht yéu 1a hdi ching Turner, gap
trong 50% trudng hgp, ngoai ra con cé Trisomy 21,
Trisomy 13, Trisomy 18 va tam boi thé>. Hoi ching
Noonan ciing thudng dugc ghi nhin & thai nhi cé
nang bach huyét viing ¢8°.

Theo Hiép hoi Y hoc Bao Thai (The Fetal Medicine
Foundation - FMF) khuyén cdo, cac trudng hop thai
6 nang bach huyét viing ¢8 nén dugc choc 6i va xét
nghiém di truyén bing ky thuat microarray®, chinh
vi véy tai thoi diém thai 16 tuin 2 ngay, chung toi
lya chon ky thut microarray dé€ xét nghiém nuédc
6i nham muc dich loai trit cac bat thudng s6 lugng
nhiém sic thé ciing nhu loai trit cdc vi mat doan va vi
ldp doan trén nhiém sic thé. Ky thuat microarray, véi
d6 phan giai tét hon nhiéu so véi ky thuét karyotype
nhudm bing G truyén théng, cho phép phat hién cac
nhiing bt thuong trén nhiém sic thé xdy ra ¢ dudi
muc phat hién cta kinh hién vi (submicroscopic) nhu
la cac vi mat doan (microdeletion) hoéc vi lip doan
(microduplication). Tuy nhién sau sinh, do quan sét
trén lam sang thay kiéu hinh ctia bé ¢6 ¢8 ngén va mot
it nép da thita vung ¢, 14 mot trong nhiing dic diém
nghi ngd cta hoi chiing Noonan, sau khi tu vin va

dugc sy dong thudn cla gia dinh, ching t6i 14y mot
it t€ bao phét niém mac ma ctia bé dé€ lam xét nghiém
phén tich 4500 gen nham loai trii hoi chiing Noonan
ciing nhu céc bénh ly don gen khac. Két qua G4500
chua ghi nhan bat thudng, véi d6 nhay ctia xét nghiém
1a 99.5% va d¢ déc hiéu la 99.9%.

Theo nghién ctiu ctia Malone F. va cong su, ti1é két cuc
x4u & thai ky c6 nang bach huyét viing c6 12 77.8%°.
Cé nhiéu yéu t6 tién lugng két cuc thai ky bat 1¢i & thai
c6 nang bach huyét ving c6. Theo tic gid Rosati va
cdng su, su hién dién ctia vach trong nang bach huyét
viing ¢ thudng lién quan véi két cuc bét 1¢i ctia thai”.
Phu thai thudng gip hon & nang bach huyét c6 vach so
v6i nang bach huyét khong vach (60% so véi 19%), ti
1é tré sinh sdng cao hon & nang bach huyét khong vach
(27%) so v6i nang bach huyét c6 vach (2%) 7.Diéu nay
dugc giai thich rang nhiing nang c6 vach thudng do
sy tdc nghén hoan toan, ngan su thong thuong véi hé
thong tinh mach va ¢ dich trong nang tao nén nhiéu
thuy.

Mot s6 nghién ctu cho thdy khoadng sdng sau gay
(Nuchal Translucency - NT) cting lién quan dén tién
lugng vé két cuc. Tanriverdi va cong su da chi ra ring
thai cé karyotype binh thuong vaNT > 6,5 mm c6 tién
lugng x4u hon nhém c¢6 NT <6 mm®. Scholl va cong
su ciing chi rarang NT day c6 lién quan dén ting nguy
co bat thuong nhiém sic thé, ting nguy co kém theo
di tat bdm sinh 16n, dic biét 1a di tat tim, ting nguy co
tti vong chu sinh va cdc két cuc bét lgi khac 3,
Trudng hop bénh nhan ctia chiing t6i du ¢6 cac yéu
t6 tién lugng két cuc bt 1gi nhu nang bach huyét co
vach, khodng sang sau gay day > 6.5mm, tuy nhién két
qua choc 6i microarray khong ghi nhin bat thuong,
qua trinh khdm thai khong ghi nhén cac bt thuong
hinh thai trén siéu 4&m, dac biét 1a bat thuong tim, dién
tién ty nhién ctia nang giam dén kich thudc va sau khi
sinh chi con quan sat thdy mot it nép da thtia § viing
c6 2 bén.

KET LUAN

Mic du nang bach huyét ving 6 13 mét bét thudng
phd bién trong thai ky, c6 thé ch&n doan dugc trude
sinh va thudng lién quan dén céc két cuc thai ky bét
lgi, trong mot s trudng hgp nang bach huyét ving c6
s€ thodi trién tu nhién trong thai ky va khi dé két cuc
thai ky thuong t6t, nhat la trong cac truong hgp khong
keém bat thudng di truyén va cac bat thusng hinh thai
khac. Chinh vi vay, khoang sang da gay day hay nang
bach huyét viing ¢6 khong phai 1a chi dinh chdm dut
thai ky, cdn dugc tu vén tién san thich hgp, xét nghiém
di truyén d€loai trit bat thudng nhiém sic thé va theo
doi sat qua céc 1dn siéu 4m d€ ddnh gia dién tién cha
nang cling nhu loai trii cac bat thudng hinh thai khac.
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Hinh 1: Khodng sang sau gay 6.8mm, do ltc siéu am thai 12 tuan 2 ngay

Hinh 2: Nang bach huyét viing ¢6 thai nhi, kich thuéc 14x28 mm, siéu &m ldc thai 14 tudn 2 ngay
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Hinh 4: Bé so sinh chup Itc 3 ngay tudi, c6 mét it nép da thiia viing ¢ bén

DANH MUC CAC TU' VIET TAT DONG GOP CUA CAC TACGIA

BV: bénh vién

Banh Kiéu Vi, H6 Bao Tran: 1én y tudng, thiét ké va
NT: Nuchal Translucency

viét ban thao. Trinh Nhut Thu Huong, Nguyén Van
XUNG DOT qu ICH Yén Nhi, D Thi My Khanh: gép ¥ va chinh stia ban
Nhém tac gid cam két ring khong ton tai xung dotlgi  thao. Tét ca tic gia da doc va duyét ban thao cudi ciing.

ich lién quan dén nghién ctiu va bai béo nay.
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DAO PUC TRONG NGHIEN CUU Y
SINH

Dy la nghién ctiu béo cdo ca bénh hiém, cac thong
tin vé bénh 4n va hinh anh trong bai bao da dugc sy

dong y - chip thuin nghién ctiu ctia ngudi bénh.
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ABSTRACT

Cystic hygroma, caused by defects in the formation of the venolymphatic system, is a common
condition in prenatal diagnosis with a prevalence of approximately 1:1000 to 1:6000 live births. It
is often associated with adverse pregnancy outcomes. According to the Society for Maternal-Fetal
Medicine, up to 90% of cases diagnosised with cystic hygroma result in fetal demise. At Department
of Antenatal Care - Tu Du Hospital, we report a clinical case of live newborn with prenatal diagnosis
of cystic hygroma that underwent spontaneous regression during pregnancy, with normal genetic
testing resul. At 5 days old, the newborn had normal echocardiography and general examination at
the Children's Hospital 2 revealed no abnomolities. Therefore, cystic hygroma is not an indication for
medical termination of pregnancy. The fetus diagnosed with cystic hygroma requires appropriate
prenatal counseling, genetic testing to rule out chromosomal abnormalities, and subsequent fetal
ultrasound to assess the progression of cystic hygroma and exclude other fetal malformations.
Key words: Cystic hygroma, lymphangioma, chromosomal abnormalities
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