/
i:+,_l Vietnam Journal of Community Medicine, Vol. 67, Special Issue 9, 251-254

A CASE REPORT OF PRENATAL-CONFIRMED TRISOMY 7 MOSAICISM AFTER COMPLEX
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ABSTRACT

Preimplantation genetic testing for aneuploidy (PGT-A) has been increasingly widely used in
assisted reproductive technology, particularly in patients with a history of recurrent pregnancy loss
orrepeatedimplantationfailure. The development of next-generation sequencing (NGS) technology
has increased the detection rate of mosaic embryos, posing many challenges in embryo transfer
decision-making and subsequent pregnancy management [1-4].

Although many studies and case reports have demonstrated the possibility of achieving a healthy
live birth after mosaic embryo transfer, the risks of persistent fetal mosaicism, confined placental
mosaicism, and discordance among preimplantation genetic testing, prenatal diagnosis, and
postnatal testing remain not fully clarified [2,5,6]. Therefore, case reports with comprehensive pre-
and postnatal follow-up play an important role in providing real-world evidence for clinical practice.

We report the case of a 32-year-old woman with infertility due to bilateral tubal obstruction and
a history of recurrent pregnancy loss. Following one in vitro fertilization cycle combined with
PGT-A, no euploid embryos were identified; only one complex mosaic embryo was available. After
comprehensive genetic counseling, the patient elected to proceed with mosaic embryo transfer.
Pregnancywas achieved after frozen-thawed embryo transfer. Prenatal diagnosis by amniocentesis
confirmed mosaic trisomy 7 (20%). Serial fetal morphological assessments revealed no structural
abnormalities. The infant was delivered preterm at 34 weeks and 5 days of gestation, with a birth
weight appropriate for gestational age, and postnatal peripheral blood karyotype analysis showed
no chromosomal abnormalities.

Keywords: mosaic embryo, PGT-A, trisomy 7, amniocentesis, genetic counseling.

*Corresponding author
Email: Annaphan225@gmail.com Phone: (+84) 929992666 DOI: 10.52163/yhc.v67i7.6001

358 Crossrefd 251




/
i:+l_l P.T. Man, P. T. T. Duong / Vietnam Journal of Community Medicine, Vol. 67, Special Issue 9, 251-254

BAO CAO CA BENH VE KHAM TRISOMI 7 DU'O'C XAC NHAN TRU'G'C SINH SAU CHUYEN PHOI
KHAM PHU'C TAP

Pham Thi Thuy Duong, Phan Thi Man
Trung tdm H6 tro’sinh sén Bénh vién Hong Ngoc Yén Ninh-55 P. Yén Ninh, phudng Ba Dinh, Ha No6i, Viét Nam

Ngay nhan bai:28/05/2026
Ngay chinh stra: 28/06/2026; Ngay duyét dang: 24/07/2026

TOM TAT
Xét nghiém di truy@n tién lam t6 nhdm sang loc l&ch bdi (PGT-A) ngay cang dugc &ng dung rong rai
trong ho trg sinh san, dac biét & cac bénh nhan cé tién sl say thai lién tiép hodc that bai lam t6
nhiéu lan. Sy phat trién clia cong nghé giai trinh tu thé hé mdi (NGS) da lam gia tadng ty L& phat hién
phoi kham, dat ra nhiéu thach thirc trong quyét dinh chuyén phoi va quan ly thai ky sau dé [1-4].

Mac du nhiéu nghién cltu va bao cdo ca bénh cho thdy kha nang sinh con séng khde manh sau
chuyén phéi kham, nguy ca tdn tai kham thai nhi, khdm khu trd & nhau thai va sy khéng tvong déng
gitra cac xét nghiém di truyén tién lam t8, chan dodn trudc sinh va sau sinh van chua dugc lam rd
hoan toan [2,5,6]. Do dd, cac bao cdo ca bénh chuyén phéi khdm véi theo dbi day dd trudc va sau
sinh déng vai trd quan trong trong viéc cung cap bang chitng thuc té cho thuc hanh lam sang.

Chung t6i bdo cdo mét trudng hgp bénh nhan nir 32 tudi, hiEm muén do tac hai voi tring va tién
slr say thai lién ti€p. Sau mét chu ky thu tinh trong 8ng nghiém két hgp PGT-A, khéng ghi nhan phoi
nguyén boi, chi cé mot phodi kham phic tap. Sau tuw van di truyén toan dién, bénh nhan quyét dinh
chuyén phéi kham. Thai ky dat dugc sau chuyén phéi déng lanh. Chan doan trudc sinh béng choc
8i xac nhan kham trisomy 7 (20%). Theo dai hinh thai hoc thai ky khong ghi nhan bat thuang. Tré
sinh non & 34 tuan 05 ngay, can nang phu hop tudi thai va xét nghiém nhiém sic thé mau ngoai vi

sau sinh khéng phat hién b4t thuong.

Tir khéa: phoi kham, PGT-A, trisomy 7, choc 6i, tu' van di truyén.

1. DAT VAN BE

Sy phét trién cua cac ky thuat hé tro sinh san, dac
biét la thu tinh trong 6ng nghiém k&t hgp vdi xét nghiém
di truyén tién lam t8 nhdm sang loc léch boi (PGT-A), da
g6p phan cai thién dang ké két cuc didu trj cho nhiéu cap
v@ chong hiém muén. Nhg ing dung céng nghé giai trinh
tw thé hé mai (NGS), kha nang phat hién cac bat thuong
nhiém sic thé & phéi ngudi ngay cang chinh xac, déng
thgi lam gia tang ty l& phat hién phoi kham [1-3].

Trong bdi cdnh do, chuyén phdi kham ngay cang dugc
xem l& mét lua chon tiém nang nhdm md& rong co hdi mang
thai, dac biét & nhitng bénh nhan khéng co6 phoi nguyén boi
dé chuyén, mac du van tén tai nhirng lo ngai vé nguy cd sy
thai, thai luu, dj tat bAm sinh va kham thai nhi [2,4].

Trisomy 7 la mét dang léch boi hiém gap & thai nhi song,
thudng dugc phat hién dudi dang kham va c6 thé lién quan
dén kham khu tré & nhau thai. Cac béao céo trudc day cho
thdy kham trisomy 7 c6 phd biéu hién lam sang rat rong, tir
cac trudng hap cé bat thudng cdu tric va cham phét trién
thai cho dén nhirng trudng hgp hoan toan binh thudng vé
hinh thai va phat trién sau sinh [7-10]. Tuy nhién, d{ liéu
vé két cuc thai ky sau chuyén phéi khdm dan dén kham
trisomy 7 dugc xac nhan trudc sinh van con han ché.

Xuét phat tir nhirng thach thlrc néu trén, ching toi
bao cdo mot trudng hgp mang thai va sinh con séng sau
chuyén phéi kham phuc tap, véi chan doéan trudc sinh (&
kham trisomy 7, nhung két qua xét nghiém nhiém sic thé
mau ngoai vi sau sinh khong ghi nhan bat thuong.

*Tac gia lien hé

2. BAO CAO CABENH

Bé&nh nhan nit 32 tudi d&n kham vi hiEm mudn nguyén
phat. Tham do hiém mudn ghi nhan tac hai voi tring hai
bén. Tién s san khoa cho thdy bénh nhan da tirng say
thai lién tiép, chua xac dinh dugc nguyén nhan cu thé.

Bénh nhan duoc chi dinh thuc hién mot chu ky thu tinh
trong éng nghiém. Sau choc hit noan va tao phéi, cac phéi
phat trién dén giai doan phéi nang thu duoc 5 phdi nang tét
va kha, dugc ti€n hanh sinh thiét phoi va xét nghiém PGT-A.
Két qua cho thdy 04 phéi léch bdi khdng du diéu kién chuyén
phéi, 01 phdi kham phc tap lién quan nhiéu nhiém sac thé:
+3,+7, +11, +21, mic dé kham 30% (K&t qua PGT-A bang ky
thuét giai trinh tu thé hé méi (NGS) ghi nhan phoi kham phic
tap v&i nhiéu bat thudng ting s6 luong toan bd nhiém sic thé,
bao gobm NST 3, 7, 11 va 21. Ty l& kham udc tinh khoang 30%
trén mAu sinh thiét t& bao L4 nudi phéi. Theo tiéu chudn phan
loai clia labo thuc hién xét nghiém, cac phdi co bat thudng
kham lién quan tir=3 nhiém séc thé dugc x&p vao nhém phoi
kham phrc tap (complex mosaic embryo). (hinh 1).
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Hinh 1. K&t qua sang loc PGT- A clia phdi duwgc chuyén
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Trudc khi chuyén phéi, bénh nhan va gia dinh duoc tu
van ditruyén chitiétvé cac van dé lién quan dén phéikham
cling nhu céc lya chon theo doi trong qua trinh mang thai
va can thuc hién thd thuat chan doan trudce sinh khi thai tir
16 tuan trd lén. Sau khi can nhac day da lgi ich va nguy ca,
gia dinh quyét dinh lua chon chuyén phéi kham.

Sau chuyén phéi 16 ngay, xét nghiém B-hCG duong
tinh. Siéu &m ghi nhan mét tui thai trong budng tlr cung.

Trong thai ky s&m, bénh nhan dugc thuc hién xét
nghiém sang loc khéng xam &n (NIPT) 23 cap nhiém sac
thé, cho két qua ggi y kham trisomy 7 véi mic dé kham
53%. Sau tu van di truyén, bénh nhan dugc chi dinh choc
i luc thai 16 tuan vi sau chuyén phéi kham kém theo NIPT
nghingd kham trisomy 7. Phan tich nhiém sic thé do dugc
thuc hién trén t€ bao 6i nudi cay vdi 20 cum metaphase
dugc khao sat, cho két qua karyotype binh thudng va xét
nghiém bién d6i s6 lugng ban sao (CNV) khéng nudi cay
ghinhan kham trisomy 7 vdi ty l&é khoang 20%. (hinh 2)
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Hinh 2. Bi€u d6 két qua CNV dich 6i

Thai ky dugc theo doi chat ché vdi siéu am hinh thai
hoc chi tiét & cdc mdc quan trong. Khdng ghi nhan bat
thudng cau trac, thé tich nudc 8i va sy phat trién thai phu
hgp tudi thai trong suét qua trinh theo doi.

Sau khi dugc tu' van lai vé két qua chan doén trudc sinh,
gia dinh quyét dinh ti€p tuc thai ky. Thai phu chuyén da sinh
non &tudi thai 34 tuan 05 ngay, sinh thudng mét bé trai, can
nang 2,5 kg tuong (rng khoang bach phan vi th(¥ 60 theo biéu
d6 INTERGROWTH-21st danh cho tudi thai, tinh trang sau
sinh 8n dinh, khéng ghi nhan bat thudng hinh thai.

Sau sinh 3 tuan, tré dugc xét nghiém nhiém sic thé
t&r mau ngoai vi. K&t qua karyotype khéng ghi nhan bat
thudng nhidm séc thé (hinh 3). Tai thai didm 7 thang tudi
sau sinh, tré nang 6 kg. Do tré sinh non & tudi thai 34 tuan
5 ngay, tudi hiéu chinh tuong &ng khoang 5 thang 3 tuan.
Tré tinh tdo, ti€p xuc t6t, bu dugc, khong ghi nhan bat
thudng hinh théi trén thdm kham lam sang. V& phat trién
van dong, tré da biét lay va truon, chua tu ngdi virng, phu
hgp khi danh gia theo tudi hiéu chinh.
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Hinh 3. K&t qua Karyotype mau ngoai vi sau sinh 3 tuan.

Bang 1. Timeline dién tién cac két qua di truyén trugc sinh
va sau sinh

Thoi diém Xét nghiém Két qua

Phoi kham phtrc tap
vdi tinh trang tang s6
PGT-A trén mau sinh thiét t& | lugng nhiéu nhiém séc
bao (& nudi phoi (TE biopsy) | thé, bao gdom NST 3, 7,
11 va 21; mic dé kham
udc tinh khoang 30%

Trudc chuyén phéi

Thai 12 tuan NIPT Ggiy kham trisomy 7

Thai 16 tuan Nhiém sac thé do dich 6i |Karyotype binh thudng

Ghi nhan khadm trisomy

Thai 16 tuan 7 mic do thap (~20%)

Phan tich CNV trén dich 8i

Nhiém sac thé d6 mau

Sau sinh A
ngoai vi

Karyotype binh thuong

3. BAN LUAN

Phoi kham la phdi chira dong thdi cdc dong té bao
nguyén bdi va léch bdi véi mic dé va ki€u phan b6 khong
dong nhat. Viéc phat hién phoi kham dat ra nhiéu thach
thirc trong thuc hanh lam sang, dac biét & nhirng bénh
nhan khéng cé phoi nguyén bdi dé chuyén [2,4].

Céc nghién cltu gan day cho thay phan L&n thai ky sau
chuyén phéi kham cé thé dién tién thuan loi; tuy nhién, van
ghinhan motty & nho cac trudng hop ton tai kham dugc phat
hién trong chan doan trudc sinh hodc sau sinh [5,6]. Dang
chuay, su khéng tuong dong gitra két qua PGT-A, NIPT, chan
dodn trudc sinh xam lan va xét nghiém sau sinh da dugc moé
ta, phan anhtinh phirc tap va dong hoc ctia hién tugng kham
trong qua trinh phét trién phoi va thai nhi [6,11,12].

Trisomy 7 la mot dang léch boi hiém gap trong thai
nhi s6ng; phan l&n céc trudng hop trisomy 7 toan phan
dan dén say thai sém. Ngugc lai, cac truong hgp kham
trisomy 7 c¢6 phé biéu hién lam sang rong, ti bat thudng
cdu truc da co quan dén thai ky va tré sa sinh hoan toan
binh thudng [7-10].

Trong ca bénh cua chung t6i, két qua sang loc khong
xam l&an (NIPT) goi y kham trisomy 7 va dugc xac nhan
bang chan doan trudc sinh xam (an, véi xét nghiém CNV
trén t€ bao i phat hién kham trisomy 7 & mdc khoang
20%. Tuy nhién, theo déi hinh thai hoc thai ky khéng ghi
nhan bat thudng c4u tric, va phan tich nhiém séc thé tur
mau ngoai vi sau sinh cho két qua hoan toan binh thudng.
Chubi k&t qua nay phu hgp véi gia thuyét khdng dong nhat
vé khéng gian, thoi gian va mo hoc clia hién tugng kham,
thay vi mau thudn vé mat ky thuat.

Trudc hét, can nhan manh rang NIPT ch( yéu phan tich
DNA tu do ¢6 ngudn géc tir nhau thai, cu thé la l6p té bao 14
nudi. Do do, két qua NIPT duang tinh véi trisomy 7, dac biét &
dang kham, cé kha nang cao phan anh kham khu trél & nhau
thai (confined placental mosaicism — CPM) hon la kham
thuc su cua thai nhi. Diéu nay ciing da dugc ching minh
trong nhiéu nghién ctu, cho thay trisomy 7 thuéc nhom
nhiém s3c thé thudng gap CPM va cé ty |& khong tuong dong
cao gitta NIPT va tinh trang nhiém séc thé thai nhi[5,6].

Th hai, xét nghiém CNV trén té bao 6i phat hién kham
trisomy 7 vGi ty l& khoang 20% cho thay dong té bao léch
b6i da hién dién trong moi trudng thai nhi, tuy nhién muic
dd va su phan bd ctia kham cé thé khong dong dau giira
cadc mo. Cac té bao 8i c6 ngudn géc hdn hgp ti nhieu mo
clia thai (da, dudng tiét niéu, dudng tiéu hda, ho hap...),
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vi vdy kham phat hién trong dich 6i khéng nhat thiét phan
anh murc dé kham trong cac mé chirc nang quan trong,
dac biét la hé tao mau.

Th ba, viéc khong phat hién kham trong mau ngoai
vi sau sinh c6 thé dugc giai thich bang déng hoc chon loc
dong té bao trong qué trinh phat trién phoi — thai. Nhiéu
bang ching thuc nghiém cho thay céc té bao léch béi, dac
biét (& trisomy toan phan hodc khdm murc dé thép, co xu
huéng bi dao thai chon loc théng qua apoptosis hoc bi l&n
4t bdi cac dong té€ bao nguyén boi cé |gi thé tang sinh, déc
biét trong cac mo c6 téc do téng sinh cao nhu hé tao mau
[13,14]. Két qua [a, méac du kham dugc phat hién trong giai
doan trudc sinh, dong té bao léch béi cé thé giam dan hoéc
bi€n mat hoan toan trong mau ngoai vi sau sinh.

Ngoai ra, thdi diém phat sinh kham cling dong vai tro
quan trong trong quyét dinh kiéu hinh [dm sang. Néu Lbi
khéng phan ly nguyén phan xay ra & giai doan phan cat rat
sdm, kham c6 thé phan bd rong va anh hudng dén nhiéu
mé. Ngugc lai, néu su kién nay xay ra & giai doan mudn
hon, khdm c6 thé bi gisi han & mdt s6 md nhat dinh, dan
dén biéu hién lam sang nhe ho&c khéng cé biéu hién, nhu
trong ca bénh clia chang t6i. Diéu nay phu hop véi céc
béo céo trudc day vé kham trisomy 7 vdi két cuc thai ky va
phét trién sau sinh thuéan lgi [7-10].

Téng hgp céac yéu td trén ggi y su khac biét gitra két
qua NIPT, choc 6i va xét nghiém nhiém séc thé sau sinh
khéng nén dugc xem (& mau thudn, ma c6 thé 14 bidu hién
cla sinh hoc kham phuc tap, phu thudc mé va thay déi
theo thoi gian. Nhan thic day da vé hién tugng nay co y
nghia quan trong trong tu van di truyén, giap tranh viéc
tién lwong qué murc va ho trg cac quyét dinh lAm sang phu
hgp trong quan ly thai ky sau chuyén phéi kham.

Mot diém dang chu y trong ca bénh clia chuing t6i la su
khong tuang déng gilra hai phuong phéap phan tich di truyén
trén t& bao 8i, trong do6 karyotype cho két qua binh thudng,
trong khi xét nghiém bién doi s6 ligng ban sao (CNV) phat
hién kham trisomy 7 véi ty l& khoang 20%. Hién tugng nay
da dugc mé ta trong y van va phan anh sy khac biét vé do
nhay, nguyén ly ky thuat va kha nang phat hién kham murc
dé thap gitra cac phuong phap chan doan trude sinh.

Karyotype truyén théng dua trén phén tich hinh thai
nhiém sac thé & céc t& bao dang phan bao, thudng yéu
cau nudi cay té bao G6i trong nhiéu ngay trude khi phan
tich. Do do, phuong phap nay cé xu hudng wu tién phat
hién cac dong té bao cd lgi thé tang sinh, trong khi céac
dong té€ bao léch boi, dac biét la cac dong kham vdi ty &
thap, c6 thé bi gidm dai dién hodc bj loai trir trong qua
trinh nudi c4y. Pigu nay c6 thé dan dén két qua am tinh gia
ddi véi kham, nhat & khi ty 1& t€ bao éch boi dudi ngudng
phat hién ctia karyotype théng thuong.

Nguagc lai, xét nghiém CNV dua trén phan tich DNA
téng thé cuia quan thé t& bao i, khong phu thudc vao qué
trinh nudi cdy, cho phép phat hién céc bién déi s6 lugng
ban sao & mirc do tinh vi hon. Nh& dé phan giai cao, CNV
cé kha nang nhan dién kham muic do thap (low-level
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mosaicism), thudng tir khoang 10-20%, tly nén tang ky
thuat va chat lugng mau. Trong b6i cdnh nay, viec CNV
phat hién khdm trisomy 7 vdi ty 1& 20% trong khi karyotype
binh thudng la mot két qua phu hgp vé mat sinh hoc va ky
thuéat, hon & mau thuan.

4. KET LUAN

Ca bénh clia ching t6i bd sung thém bang ching cho
thay chuyén phdi kham phtc tap cé thé dan dén thai ky
va két cuc sd sinh thuan Lgi, ngay céa khi chan doén trudc
sinh xac nhan kham thai nhi. Sy khac biét gitra két qua di
truyén té€ bao 6i va té bao mau ngoai vi sau sinh phan anh
tinh déng, khdng dong nhat va phu thuéc mé clia tinh trang
kham (luu y két qua xét nghiém mau ngoai vi khong loai trir
hoan toan kham mo khac). Trong b6i canh PGT-A ngay cang
dugc sirdung rong rai, cac bao céo ca bénh vdi theo déi day
du trudc va sau sinh la can thiét dé hd tro bac si va bénh
nhan dua ra cac quyét dinh ldam sang an toan va phu hop.

5. DPONG THUAN NGU'O'l BENH

Ngudi bénh da dugc giai thich day du vé muc dich
coéng bé bdo cdo ca bénh va déng y cho st dung céac dit
liéu lam sang, can ldm sang va di truyén dudi hinh thic
an danh nham phuc vu muc dich khoa hoc va hoc thuat.
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