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BAT THUONG CAU TRUC NHIEM SAC THE
CUA THAI CHET LUU

Tom tat

Muc tiéu: Nghién ctru cdc dang bdt thuong cdu
trdc nhiém sdc thé (NST) cla thai chét luu (TCL)
va lién quan cta nhiém sdc thé bdt thudng dé vai
nhiém sdc thé cta bé me. Pi tugng va phuong
phap nghién cttu: 176 thai chét luu dugc Idy mau
tua rau dé nudi cdy té bao va phan tich NST. Két
qua: da phdt hién 7/176 (3,98%) truong hop TCL
bdt thuong cdu truc, trong d6 ¢6 6 trudng hop dang
thudn, mét trudng hop kham. Dang chuyén doan
NST chiém ty Ié 85,7%, con lai 14,3% la dang ddo
doan NST. Nghién ctru cho thdy 50% cdc bdt thudng
nay cé nguén géc turme, 16,7% c6 ngudn géc tur b,
con lai 33,3% la dgt bién méi. K&t luén: Bdt thuong
cdu trac NST la mét trong nhitng nguyén nhdn gdy
thai chét luu, va thudng cé lién quan téi nhing bdt
thudng c¢é sdn tir b6, me. Viéc xdc dinh dang bdt
thuong cdu tric NST cua cdc TCL ¢6 vai trd quan
trong véi cdc cdp vo chong c6 tién sir thai luu nhiéu
ldn trong tién lugng va tu vdn di truyén cho nhing
lan mang thai sau. T& khéa: thai chét luu, tua rau,
bdt thuong cdu tric NST, sdy thai lién tiép.

1. Dat van de

Thai chét luu (TCL) trong t&f cung c6 thé xdy ra &
bat ky thai phu nao va bat ky thdi diém nao ctia qua
trinh mang thai. Cé nhiéu nguyén nhan gay TCL trong
d6 c6 thé 1a nguyén nhan tir phia bé, me, cling c6 thé
tir phia thai. R6i loan NST nguyén nhan cua it nhat
50% cac trudng hgp thai say, thai luu va dj tat bam
sinh. Theo nghién ctu ctia Nguyén Van Ruc c6 6,86%
cac cap vg chong co tién st say thai, thai luu nhiéu
lan co6 bat thudng cau truc NST. Mot s6 bat thudng
cdu truc NST gay di tat nang vé hinh thai dan dén t
vong xay ra trudc, trong hoac sau khi sinh. Ngay nay
van dé TCL ngay cang dugc quan tam, néu phat hién
s6m cac bat thudng cau trdc NST ctia TCL ching ta
€6 thé tu van cho thai phu va gia dinh thai phu. Véi ly
do trén chdng t6i thuc hién dé tai nay véi muc tiéu:
Nghién ctiu cac dang bat thudng cau trdc nhiém sac
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Abstract

STILLBIRTH WITH A CHROMOSOMAL
STRUCTURAL ABNORMALITY

Objective: Study structural abnormalities of
chromosome of stillbirth and associated chromosomal
abnormadlities that with parental chromosomes. Subjects
and Methods: Consisting of 176 stillbirths were sampled
villus to cell culture and chromosome analysis. Results:
This report have shown that 7/176 (3,98%) cases of
stillbirth with chromosomal structural abnormalities,
in which six cases are pure and one case is mosaic. The
chromosome translocation form is 85,7%, and the
chromosome inversion form s 14,3%. Research shows that
50% of these abnormalities from maternal origin, 16,7 %
are derived from the father and the remaining 33,3% are
new mutations. Conclusion: Abnormal chromosome
structure is one of the causes of stillbirth and often involves
the available abnormal from their parents. The identify
abnormal type of chromosome structure of stillbirths have
an important role to couples with a history of multiple
stillbirths in prognosis and genetic counseling for future
pregnancies. Key words: Stillbirth, villus, structural
chromosome abnormalities, recurrent stillbirth.

thé& (NST) cda thai chét luu va lién quan cla NST bat
thudng do véi NST clia bé me.

2. Déi tuong va phuong phap nghién cuu

Péi tuong nghién cuu: gém 176 thai chét luu
dugc l1dy mau tua rau.

Phuong phap: M6 ta

Cac thai phu c6 thai chét luu dugc lap bénh an
di truyén. Nuoi cdy té bao tua rau trong méi truéng
Amniomayx, sau 10 — 15 ngay thi thu hoach, nhuém
tiéu ban theo phuong phdp nhuém bang G, phan
tich NST va lap karyotype cla thai luu theo tiéu
chudn Quéc té ISCN 2005. Qua trinh nay dugc thuc
hién tai B6 mon Y Sinh hoc - Di truyén, Truéng DH
Y Ha No6i. Nhiing thai luu cé bat thudng céu tric
NST thi dugc xét nghiém NST thai phu va chong
thai phu.
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3. Két qua nghién cou
3.1. Ty & bat thudng cau tric NST ctia TCL
Phat hién 7/176 trudng hgp chiém ty lé 3,98%
(g6m ca thé thuan va thé kham).
3.2. Cac dang bat thuéng cau triuc NST cia TCL

Bang 1. Cc dang bt thung cdu fric NST cda thai luu

Karyotyp bét thuang Soluong | (%) Tienstsinkhoa | Tuan thai
46XY4(10:19)(q23.1:13.2) TCL1 fan 12
45X%1(130;14q) 4 TCL1 fan, 2 lain thei di dang | 8
46 XX1(7:8)(q11.2:021.3) TCL1 fan b
46, X%1(11:13)(q13.2.912.2) 85,7 TCL3lan 10
46 XX-18+(318)(q25.3921.3) | 1 T(L3lan 8
46, XH]80%] /46 YK(815) : - 0
(022.3:011.2)[20%]

46 XYinv(9)(p11q13) 1 14,3 T0L2lin 8

Nhan xét: C6 6/7 trudng hgp bat thudng cau tric
NST dang chuyén doan chiém 85,7% (trong d6 c6 5/6
trudng hop chuyén doan tuang hé 1/6 trudng hgp
chuyén doan khéng tuong hé), 1/7 trudng hgp dao
doan quanh tdm NST s6 9 chiém 14,3%.

3.3. Pdi chiéu két qua NST bat thudng cia thai
véi két qua NST ctia bd, me

Bang 2. Do chiéu két qua NST thai luu cd it thuting du tric véi NST ba/me

NST thai luu NST cha me NST i g
46XY4(10:19)(q23.1:13.2) 46 XX 46X
46.XX-18,+1(3;18)(025.3,421.3) 46X 46.XY:(3:18)(925.3,021.3)
45XY:(13¢;14q) 45X%1(130;14q) 46XY
46, X8, +1(7:8)(q11.2:921.3) |46 XX1(7:8)(q11.23:021.3) 46XY

: \ 46 XKH(11;13)
46)X1{11:13)(a132412.2) o 4630
46 YX80%]/ 46 )XX1(8,15)

(022.3:p11.2)[20%] 460 46N

Nhan xét: 6/7 trudng hop dugc lam NST bé , me,
trong do:

- C6 5/6 trudng hap thai c6 mang NST chuyén
doan dang thuan thi c6 4/5 nhan NST bat thudng
nay tu b6 hodc me, (3 trudng hgp nhan ti me va 1
trudng hop nhan tir bé), 1 trudng hgp dot bién méi
phat sinh.

- 1 trudng hgp thai mang NST chuyén doan kham
khong phat hién thay bat thudgng NSt d6 & bo,me.

3.4.Hinh anh 1 gia hé c6 thai chét luu nhiéu lan.

Chung t6i chi xét nghiém dugc NST cua thai va bo

oo,
! @F_i [

Hinh 1. Phé hé cia gia dinh ¢6 thai chét luw mang NST bét thuting v fric

me thai. Phat hién bé 1a ngudi da cho thai NST bat
thuong dé. Chung téi khong lam dugc NST clia cac
thanh vién khac nhung thay ti 1é thai luu cla gia hé
nay (phia b6 cha thai) kha cao.

[.10. Thai v&i karyotyp 46,XX,-18,+t(3;18)
(925.3;921.3).

.7 BO6 cla thai
(925.3;921.3).

véi karyotyp 46,XXt(3;18)

4. Ban luan

Trong 176 mau thai luu ma ching t6i nghién ctu
cé 7 trudng hgp bat thudng cdu tric chiém 3,98%,
trong dé cé 6 trudng hop thuan va mét trudng hap
kham. Ty Ié bat thudng cdu tric cda ching téi cling
tuong tu Halit P. (5%) [1] va Bernd E. (4,4%) [2].

Dang béat thudng cau trdc gap nhiéu nhat la chuyén
doan (bao gébm chuyén doan tuang hd va chuyén doan
hoa hgp tam) va ddo doan NST. Trong nghién clu cla
chiing t6i bat thudng cau trac NST kiéu chuyén doan
gap 6/7 trudng hop (85,7%), dado doan chiém 14,3%,
va khong gap dang khac (bang 1). Tac gia Bang Ngoc
Khanh [3] nghién ctiu bat thuong NST trén cac thai sdy
lién ti€p cling cho két qua tuong tu bat thudng cdu trc
NST ki€u chuyén doan (83,5%), dao doan (8,6%) va mot
s6 bat thudng cau truc khac (7,9%). Tac gia Pham Hong
Thay [4] nghién ctu bat thudng cdu tric NST cla thai
qua té bao 8i cho thay ty & chuyén doan NST cao nhat
65,8%, dao doan 9,8%.

Nguyén nhan clia cac bat thudng vé cau tric NST clia
thai thuong do di truyén tir b6, me hodc ca 2. Tuy vao
muc do bat thudng clia NST ma thai nhi c6 thé ton tai
dugc hay khong. Vi vdy, véi cac thai ¢ cdu trdc NST bat
thudng déu dugc ching t6i tu van lam NST b6 me dé xac
dinh nguyén nhén bat thudng. Biéu nay rat quan trong
cho tu van di truyén.

Xét 6 trudng hagp thai bat thudng cau tric NST dugc
lam NST cia b& me thi cé 4/6 thai NST bat thudng do6
dugc nhan tir b, me (66,7%) (trong d6 ¢ 3 thai ti me
chiém 50% va Tthai tU bé chiém 16,7%). 2/6 (33,3%) do
dét bién mdi phét sinh.

Néu tinh riéng 5 trudng hop bat thudng cau tric NST
dang thuan dugc xét nghiém NST bé, me (bang 2) thi c6
4/5 thai luu bat thudng NST c6 nguén goc tir bé hoac
me chiém ty |& 80%, trong d6 3/5 (60%) trudng hop me
mang NST bat thudng cdu tric va 1/5 trudng hop bé
mang NST bat thudng cdu tric (20%). Con 1 trudng hop
bat thudng cau tric NST la dot bién méi phat sinh chiém
ty & 20%. Theo mét s6 nghién cuu, kha nang di truyén
NST bat thudng cdu tric cho thai nhi khéng chi phu
thudc vao kiéu bat thudng ciu tric ma con phu thudc
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vao viéc b6 hodc me mang NST bat thudng cdu trdc do.

Vi 1 trudng hop bat thudng cdu tric dang kham
khong phat hién thdy NST bat thudng d6 6 b6, me.

Nhu vay, ding trudc truong hgp thai mang NST bat
thudng cau trdc dang thuan, chiing ta nén tién hanh xét
nghiém NST clia b6, me d€ tim nguyén nhan ca NST
bat thudng do, diéu nay can thiét cho tu van di truyén.

C4 nhimg trudng hgp cac bat thudng cau tric NST
clia bé me dugc di truyén 100% sang thai nén con
thudng cé ki€u hinh binh thudng nhung mang NST bat
thudng gidng bé me [5]. Trong nghién ctu ctia ching
toi, vai trd clia b6 me cling khac nhau trong viéc di
truyén cho thé hé sau NST ¢é cau trdc bat thusng do.
Trudng hop me mang NST bat thudng thi c6 50% con co
NST bat thudng dé, con trudng hap bé mang NST bat
thudng c6 16,7% con c6 NST bat thudng do. Diéu nay
cang thé dugc hién rd trong tién st san khoa clia céc
gia dinh, gia dinh c6 me la ngudi mang NST cau truc bat
thudng thi ty 1& sy thai, thai luu va sinh con di tat cao
haon trudng hop b6 mang [6].

Véi nhiing cap vg chong mang NST bat thudng cau
trdc ching téi tu van vé kha nang bat thudng cdia nhimng
Ian mang thai tiép theo dé tranh khéng sinh ra mét dia
tré tat nguyén lam ganh nang cho gia dinh va xa hoi.

Trong nghién ctiu cla ching téi cé 1 trudng hop
thai co6 bat thudng cdu tridc NST dang kham (mét
dong té€ bao binh thudng va mot dong té bao bat
thudng) (bang 2), khéng tim thay NST bat thudng do6
G b6 me, diéu nay cling gap & nghién ctiu ctia Pham
Hong Thay [4], 100% b6 me c6 karyotyp binh thudng.

Tién strgia dinh la yéu t6 quan trong d6i véi cac bénh
tat di truyén. Dac biét véi cac bat thudng cau tric NST
cuia thai chét luu, thi viéc xac dinh tién st gia dinh va viéc
xét nghiém NST clia nhiing ngudi trong gia dinh dé tu
van cho cac thai phu & nhiing lan mang thai ti€p theo
la rat can thiét. D€ chiing minh cho van dé nay ching ta
cling phan tich va tu van cu thé trudng hap sau:

Trudng hap thai phu 27 tudi, cé tién st thai luu 3 1an
lién ti€p, cac thai luu déu 7 - 8 tuan. Khai thac tién st gia
dinh bén ngoai (b6 me dé) khéng ai bi sdy thai, thai luu
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lién tiép, cing khong ai bi bénh tat di truyén. Tién st gia
dinh bén chéng cé dac biét hon: me chéng thai phu c6
tién st thai luu 2 1an, anh trai ca ctia chong ldy vo cling
bi thai luu 5 lan va chua c6 con nao, anh trai thu hai lay
vg cling bi thai sdy 1 1an, va c6 mét con géi 4 tudi binh
thuong. Nhu vay cd me chéng va anh/chibén chéng déu
€O tién si thai sdy, thai luu nhiéu lan. K&t qua NST qua
nudi cdy té bao tua rau clia thai luu 1a 46,XX,-18,+t(3;18)
(925.3;g21.3) (Hinh 1). Tién hanh lam xét nghiém NST
thai phu va chéng, két qua cho thdy thai phu c6 bo
NST 46,XX, chéng thai phu c6 bo NST 46,XY,+t(3;18)
(g25.3;921.3). Cap vg chdng nay c6 thé sinh con binh
thudng néu con nhan 2 NST s6 3 va s6 18 binh thudng
tU b6 hodc cling c6 thé ¢6 ki€u hinh binh thudng nhung
mang NST chuyén doan giéng bé khinhan 2 NST chuyén
doan. Trong trudng hgp nay, thai luu nhan NST s6 3 binh
thudng va NST chuyén doan ti b6, nhan NST s6 3 va s6
18 binh thudng tur me, do dé thai luu c6 bd NST dang
monosomy mot phan NST s6 18 va trisomy mot phan
NST s6 3 dan dén nhiing bat thudng gay thai luu.

Chéng thai phu c6 thé nhan NST chuyén doan nay
ti b6 me hodc cling c6 thé do dét bién mdi phat sinh.
Nhung qua gia hé thay lién quan véi chéng thai phu
c6 nhiéu trudng hgp thai luu vi vy nhiéu kha nang
NST bat thudng cdu trdc nay c6 thé dugc truyén tu
b6 hodc me chéng cua thai phu dan dén tinh trang
thai luu nhiéu 1an & ca cac anh/chi em bén gia dinh
choéng thai phu. Rat tiéc la ching t6i khéng lam dugc
xét nghiém NST cho céc thanh vién trong gia dinh dé
kiém ching diéu dé. Nhu vy, tién st gia dinh 1a mot
trong nhiing yéu té quan trong can dugc lam ré khi
khai thac bénh an va tu van di truyén.

5. Két luan
-Ty lé bat thudng cau tric NST cia TCL 3,98%. Trong d6
dang chuyén doan chiém 85,7%, dang déo doan 14,3%.
- Bat thudng cau trac NST clia TCL 50% cb ngudn géc
tUrme, 16,7% ngudn gbc ti bo, 33,3% dot bién mdi.
- VGi thai ¢6 bat thudng cau truc NST dang thuan
can dugc xét nghiém NST b, me.
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