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cac nghién clru chuyén sau han véi phuong phap
phat hién dot bién c6 d6 nhay cao, chi ph| hgp ly
va cd mau Ién dé khang dinh gia tri chan doan
va dua ra khuyén cao ap dung trong thuc hanh
l&m sang.

V. KET LUAN

- Dot bi€n hTERT C228T trong mau chi phat
hién dugc ¢ nhém UTBMTBG nhiém HBV vdi ty
I€ 25,2%, khéng xuat hién nhom xc gan nhiém
HBV va viém gan B man, p < 0,001. B6t bién
hTERT C228T c6 gia tri chdn doan UTBMTBG vdi
d6 dac hiéu 100%.

- Két hgp dot bién hTERT C288T vGi AFP
huyét tucng trong chan dodn UTBMTBG so V4i
nhom xd gan, viém gan virus B man va nhom
khong ung thu déu cé AUC dat mirc t6t (gia tri
lan luct la 0,81; 0,88 va 0,85), cao han so vdi
gia tri tuang ('ng khi s&r dung AFP dan thuan (gia
tri AUC [an lugt Ia 0,76; 0,84; 0,81).

LO1 CAM ON

Ching toi xin cdm dn tat cd bénh nhan da
tham gia va chudng trinh hoc bdng cua quy
VINIF. “"Pham Chau dudc tai trg bsi Tap doan
Vingroup - Cong ty CP va hd trg bdi Cerdng
trinh hoc bong thac si, tién si trong nudc cla
Quy Pdi méi sang tao Vingroup (VINIF), Vién
Nghién ciu DI liéu I6n, ma soO
VINIF.2021.TS.118”. Du an khoa hoc va cong
nghé m3 s6 VINIF.2019.DA.15.
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TOM TAT

TU khi mang thai dén khi sinh, banh rau déng vai
tro trung gian quan_trong gitta me va thai. Nhiéu
nghlen ctu chi ra mGi lién quan gilra thai cham tang
trerng trong ti cung Vdi tinh trang bat thudng nhiém
sc thé (NST) banh rau, dic biét la dang kham khu tru
banh rau Trisomy 16. Chung t6i bao cao vé 2 trudng
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hgp thai cham tang trudng trong tur cung, cd két qua
sang loc trudc sinh NIPS nghi ngd bat thudng nhiém
sic thé 16, ca 2 trudng hdp déu da phat hién kham
khu tru banh rau trisomy 16, mét thai sinh ra song,
thai con lai chét luu trong taor cung. TU do chung toi
dua ra khuyen nghi sang loc trudc sinh khao sat bat
thudng nhiém sic th€ 16 nhdm phat hién va tién
lUgng sdm cac trudng hgp bat thudng banh rau gay
thai cham tdng trudng trong tr cung.

Tur khoa: Kham khu trd banh rau; thai cham
tang trudng trong tr cung; Trisomy 16; sang loc NIPS,
chan doan trudc sinh; tu van di truyén.

SUMMARY
REPORT OF TWO CASES OF ABNORMAL

PREGNANCIES DUE TO CONFINED
PLACENTAL MOSAICISM OF TRISOMY 16
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From conception to delivery, the placenta plays a
crucial intermediary role between the mother and the
fetus. Numerous studies have highlighted the
association between intrauterine growth restriction
(IUGR) and placental chromosomal abnormalities,
particularly confined placental mosaicism (CPM) of
Trisomy 16. We report two cases of IUGR with non-
invasive prenatal screening (NIPS) results suggestive
of chromosomal abnormality 16, in which CPM of
Trisomy 16 was subsequently confirmed. One
pregnancy resulted in a live birth, while the other
ended in an intrauterine fetal demise. Based on these
cases, we recommend prenatal screening for
chromosomal abnormality 16 to enable early detection
and prognostication of placental abnormalities leading
to IUGR. Keywords: Confined placental mosaicism
(CPM); intrauterine growth restriction (IUGR); Trisomy
16; non-invasive prenatal screening (NIPS); prenatal
diagnosis; genetic counseling.

I. DAT VAN DE

Banh rau dam nhan nhiém vu cung cap oxy
va chét dinh duBng cho thai phét trién, van
chuyén chét tir me qua thai va tir thai vé me.
Banh rau cd thé bi &nh hudng bdi cac tinh trang
ngoai tdm thu, bénh cap tinh hodc man tinh &
me, suy dinh duBng, ma tdy, va nhitng bénh
khac. Tuy nhién, cac yéu t6 di truyén va di tat
thai do r6i loan phat trién phdi thai c6 thé gdp
phén vao nhiing thay d6i ¢ thé nhin thay va rdi
loan chuc nang cla banh rau.! Nhitng réi loan
nay c6 thé gay ra tinh trang thai cham tang
truang trong t' cung. Theo hudng dan thuc
hanh Idm sang vé danh gia tang trudng thai cla
Hiép hoi siéu am san phu khoa Qudc té ISUOG,
xac dinh thai nhé hon tudi thai thyc t& va thai
cham tang trudng dua theo chu vi bung (AC)
hodc can nang thai (EFW) nho han bach phan vi
th( 10 cua tudi thai.2 Mot s8 béo cdo cho thdy co
mai lién quan gilra thai cham tang trudng trong
tlr cung vdi tinh trang khadm khu trd banh rau
(Confined placental mosaicism - CPM),>* ddc biét
la thé kham trisomy 16.5

Thai m3c thé thuan trisomy 16 thudng s& két
thlc bang say thai tu nhién. Day 1a truGng hap
trisomy thuGng gdp nhat trong cac trudng hgp
say thai, xay ra trong hon 18% nhom say thai tu
nhién quy dau do trisomy va chiém khoang 10%

B e S
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trong tong sO thai say quy dau do bat thudng
nhiém s&c thé.6 Thai méc thé kham trisomy 16
cd thé s6ng sét dén ky sinh du thang. Thai ky
trisomy 16 co thé gdp cac béat Igi nhu tién san
giat, IUGR, sinh non tu phat va thai chét luu...
Nhirng tré so sinh con sdng c6 kham trisomy 16
cé thé bi han ché& tdng trudng trong ti cung
(IUGR), st moi, di tat tim, bdt thuGng vé than
va cac van dé khac.”

CPM la tinh trang c6 su hién dién cta ca té
bao binh thudng va té€ bao bat thudng vé sb
lugng chromosome ch| @ banh rau, trong khi bao
thai cd bd nhiém sic thé binh thudng. CPM ¢
thé gay két qua duong tinh gia trén xét nghiém
sang loc khong xam lan (NIPS) vi NIPS phan tich
DNA tu do trong mau me, DNA nay phan I6n co
ngudn gdc tr banh rau, khi c6 CPM thi DNA tur t€
bao bat thudng & banh rau sé dugc phat hién.
Can chi dinh chan doan trudc sinh dé xac dinh
bo nhiém sic thé cua thai nhi khi NIPS dudng
tinh va khong nén dua ra quyét dinh vé thai ky
chi dua vao két qua NIPS daon thuan. Chung toi
bdo cdo 02 ca bénh cé két qua sang loc trudc
sinh khong xam lan NIPS va sinh thiét gai rau
bat thudng NST 16, c¢d thai ky bat thudng.

Il. BAO CAO CA BENH

2.1. Ca bénh 01. Thai phu D.K.H, 30 tudi.
PARA 0000. Siéu am 12 tuan: Chua phat hién
bat thudng hinh thai. Khodng sang sau gay 1.2
mm. Tuan thai 16, thai phu lam xét nghiém NIPS
nghi ngd bat thuéng NST 16. Sau do, thai phu
dudc choc 6i va xét nghiém dich 6i cho két qua
karyotype cua thai binh thudng (46,XX). TU 22
tuan, phat hién tinh trang banh rau day va thai
nhé hon tudi thai thuc t&. O 31 tuan, thai dugc
phat hién thiéu 6i, dudc truyén dich vao budng
di gilr thai. Thai 37 tudn 4 ngay &i v& s6m, md
dé tré nir 2600g, apgar 8-9 diém, hién tai tré
phat trlen binh thu’dng Sau dé ching t6i xét
ngh|em mau gai rau bang k¥ thuat Micro-array,
két qua: arr(16)x2~3 - Trisomy 16 thé kham
70%. Xét nghiém mau tré sg sinh: Karyotype
46,XX — BO nhidém sic thé ngudi nit binh thudng.
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Hinh 1: I(et qua micro-arra y thai 01 : arr( 1 6 )x2~3 ( Trlsam y 16' kham 70% ) '
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2.2. Ca bénh 02. Thai phu L.T.T, sinh nam
1984 (36 tudi). PARA 1001 (dé thudng). Siéu &m
12 tuan: Chua phat hién bat thudng hinh thai.
Khoang sang sau gay 1.8 mm. Siéu am theo doi
thai phat hién thai nhd hon tudi thai thuc t& tir
14-15 tuan. Tuan thai 16, thai phu lam xét
nghiém NIPS nghi ngG bat thudng NST 16. Sau
dé thai phu dugc choc 6i va xét nghiém dich Oi

cho két quad karyotype cua thai binh thuGng
(46,XY). TU 24-27 tuan: Thai chdm tang trudng
nang trong tlr cung EFW < bach phan vi 1%, AC
< bach phan vi 1%, banh rau ¢ nhiéu ving giam
am, ¢6 hinh anh nghi ngg thai triing ban phan. O
29 tuan: Thai cham tang trudng nang trong tl
cung EFW < bach phan vi 0,01%, RI r6n dao
ngugc, day vach lién that, ruét non tang am vang.

Bang 1: Dién bién két qua siéu 4m theo déi thai 02

Tudi Tui Pctl | Cham ]
Ngay | thai thai SA BPD HC AC FL| P | % | tang Bat thuong khac
DKS EFW [trudng
01/07/20/118 4/7 w(16 5/7 w 13 ngay|
10/08/2024 2/7 w20 0/7 w|45.9{190.8|140.7 (<1%)|27.5 2.4 [30 ngay
24/08/20/26 4/7 w21 2/7 W 37 ngay| Thai trr’ng ban phan
30/08/20[127 1/7 w|21 6/7 w| 58 | 212 158 31 [377]| 0.02 |37 ngay RI r6n dao ngugc
Mat trudc banh rau cd
10/09/20[28 5/7 w[22 4/7 w| 61 | 227 170 32 440/ 0.01 29 ngay|nhiéu viing gidm am. TD
thai bénh ly co tim
RI ron dao ngugc. Ruot
17/09/20129 5/7 w23 3/7 w| 62 173 (0.01%) 0.01 43 ngay| non tdng &m vang. Day
vach lién that

Két cuc thai ky: Thai 30 tuan, chét luu trong
tr cung. Xét nghlem mau gai rau bang ky thuat
Micro-array, két qua: arr(16)x2~3 Trlsomy 16
thé kham 80%. Xét nghiém mau cudng rén sau
sinh: Karyotype 46,XX. Giai phdu bénh khdng
thay chura triing

. BANLUAN

Theo huéng dan thuc hanh lam sang vé
danh gia tang trudng thai clia Hiép hoi siéu am
san phu khoa Qudc té ISUOG, xac dinh thai nho
hon tudi thai thuc t&€ va thai chdm téng trudng
dua theo chu vi bung (AC) hoac can nang thai
(EFW) nhd hon bach phén vi thi 10 cia tudi
thai?. Cé nhiéu nguyén nhan gay thai cham tang
truéng trorlg tu’ cung nhu thai di tat, thai bat
thu‘dng nhiém sdc thé, bénh Iy va thé trang cla
ngUdI me, théi quen sinh hoat clia ngudi me,
thiéu &i, nhiém trung 0i, banh rau bat thudng,...
Trong bao cdo nay, chdng t6i ghi nhan bat
thudng banh rau dang kham khu trd Trisomy 16.
Theo khai thac cuia ching t6i, ca 2 ca bénh déu
c6 sang loc NIPS bat thudng NST 16 trong khi
karyotype cla 2 thai déu binh thudng.

O ca bénh 01, thai nho han so véi tudi, tinh
trang chdm tang trudng trong t& cung khong ro
rang (EFW cua thai dao dong trong khoang bach
phan vi 18-36). Ching t6i dac biét chi y tdi tinh
trang day banh rau phét hién tir tudn 25 va thiéu
6i phat hién tur tudn 31. Piéu nay cho thay bat
thudng chic nang banh rau nghi ngGé do tinh
trang kham khu trd banh rau da dugc du bao
trén xét nghiém NIPS, ma sau dé chung t6i da

két luan banh rau kham Trisomy 16 khi thuc hién
xét nghiém micro-array trén mau gai rau dudgc
Idy sau sinh.

O ca bénh 02, thai chdm téng trudng trong
t&r cung ro0 rang, can nang thai nhd hon bach
phan vi 1 va tién trién xdu dan. Ngoai ra cling
ghi nhan bat thudng banh rau thé hién trén hinh
anh nhiéu vung giam am & mat trudc. Két cuc
cla thai la RI ron dao ngugc, bénh ly cg tim,
rudt non tang &m vang gay suy thai va chét luu
trong tur cung.

Két qua bdo cdo nay cla ching tbi cd diém
tuong dong véi mot s6 nghién cltu trén Thé gidi.
S. Grau Madsen va cOng su nghién ctu 49
trudng hgp nghi ngd Trisomy 16 tai Ban Mach:
25 trudng hdp tiép tuc thai ky, dudc chan doan
Trisomy 16 thé& kham khu trd banh rau (CPM16),
trong do6 17 trudng hgp (68%) mang thai CPM16
co thai ky bét Igi, tir thai nhd hon so vdi tudi
thuc (SGA) cho dén di tat thai va sa tr cung. 8
tré (32%) sinh ra dd thang, can nang binh
thudng va khong bi di tat.8 G. Simoni va cong su
bdo cdo 2 trudng hgp: Trong trudng hgp dau
tién, sau khi chan doan Trisomy 16 thé thuan &
mau gai rau, thai chét luu trong tir cung & tuan
th(r 22. Trong truGng hdp th(r hai, gai rau kham
khu trG Trisomy 16 va thai van dugc sinh ra &
tuan th& 38 >. TUr viéc so sanh cac trudng hgp
cta ho véi céc trudng hgp khac trong y van, cac
tac gia két ludn réng thé kham khu trd banh rau
Trisomy 16 c6 anh hudng tiéu cuc dén su’ phat
trién cua thai va két qua mang thai.’
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Hién nay, sang loc trudc sinh khéng xam lan
NIPS ap dung cong nghé giai trinh tu gen thé hé
mdi da dudc trién khai rong rai. Vi DNA tu do
cua thai trong tuan hoan me cé ngudn goéc chu
yéu 1a tir cac t€ bao rau thai (hgp bao 1a nudi),
xét nghiém NIPS sé cho két qua lién quan dén
rau thai ¢4 thé co khac biét v4i md cda thai.
Ngudi ta thudng chd y nhiéu han t8i mot s6 cap
NST cé ty 1€ bat thudng cao nhu 21, 18, 13 va
gidi tinh, so véi nhitng cap NST thudng khac.
Qua két qua nghién cru clia ching toi va nhiéu
nghién ciu khac trén Thé gidi, chdng t6i dua ra
khuyén nghi thuc hién sang loc trudc sinh chu
trong khao sat tat ca cac cap NST, dac biét NST
16 nhdm phat hién sém cac trudng hgp CPM gay
nguy cd thai cham tang trudng trong tr cung.
CPM la mot yéu té quan trong anh hudng dén
két qua NIPS duaong tinh gia. Néu sang loc NIPS
nguy cd cao bat thudng NST, can dat ra nghi
ngG cé bat thudng CPM, c6é kha nang gay anh
hudng xau dén chiric nang cia banh rau. Trong
nhifng trudng hgp nay, tang cudng quan ly thai
nghén 13 rat quan trong dé€ gidm cac két cuc bt
Igi cho thai ky. VGi cac trudng hgp thai cham
tang trudng trong tir cung khong rd nguyén
nhan, ching téi khuyén nghi thuc hién xét
nghiém [ap céng thic NST gai rau sau sinh dé
tim nguyén nhan lién quan dén CPM va dinh
hudng cho nhiing thai ky ti€p theo. Chu y khao
sat va giai quyét cac yéu té cd thé lam cho thai
tién trién ndng han, vi du nhu trong ca bénh 01
clia ching téi, thai thiéu 6i da dugc truyén dich
vao budng 6i. Thai cham tang trudng trong tl
cung ciing can c6 bién phap tang cudng dinh
duBng ngudi me ngay tu khi phat hién nham
cung cap dinh dudng nhiéu han dén thai, tranh
cham téng trudng tién trién ndng hon.

IV. KET LUAN VA KHUYEN NGHI

Sang loc khong xam Idn NIPS dong vai tro la
phuong phdp sang loc trudc sinh nhanh, mang
lai nhitng cai thién cho cac hoat dong sang loc
trudc sinh, nhung cling cé két qua duong tinh
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gid vi NIPS cho két qua lién quan dén rau thai,
¢ thé co khac biét véi md cua thai.

Thé kham khu trd banh rau trisomy 16 cé
anh hudng tiéu cuc dén su phat trién cua thai va
két qua mang thai. Can tang cuGng quan ly thai
nghén |a rdt quan trong dé giam cac két cuc bat
Igi cho thai ky nhu két hgp dinh duBng va cac
thudc tdng cudng tuan hoan banh rau, thuc hién
cac ky thuat can thiép bao thai néu can.
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