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MOT SO DANG BAT THUONG NHIEM SAC THE
O NHUNG CAP Vg CHONG CO BAT THUONG THAI SAN

Tom tat

Pat van dé: C6 nhiéu nguyén nhan gdy bdt thuong
thai san trong dé cé bat thudng nhiém sdc thé (NST).
Viéc phdn tich NST & nhing cdp vo chéng ¢ tién sir bat
thudng thai san la can thiét. Muc tiéu: Xdc dinh ty Ié
cdc bdt thuong NST & nhiing cdp vo chdng c6 tién st
bdt thuong thai sén. P8i tuong nghién ciu: Gém
715 cdip vo chong cé bdt thuong thai san tai Trung tdm
Chdn dodn trudc sinh - Bénh vién Phu sén Trung uong
terthdng 11 ndm 2011 dén thdng 4 ném 2014. Phuong
phap nghién citu: M6 ta hoi ciu, Ldp hé so bénh dn
di truyén. Nudi cdy té bao bach cdu lympho mdu ngogi
vi. Bdnh gid cdc bdt thudng NST bang phuong phdp
nhudém bdng G. Phdn tich NST va Idp karyotyp theo
tiéu chudn ISCN (2013). Két qua: C6 62 trudng hop
bdt thudng NST (35 trudng hop ngudi vg, 27 trudng
hap ngudi chéng) chiém ty Ié 8,67%. Trong dé c6 61
cdp (vo hodic chdng) ¢6 réi loan vé cdu tric NST (ty lé
98,39%) va 1 cdp c6 chéng mang réi loan vé s6 lugng
NST (ty I¢ 1,61%). 61 trudng hop réi loan vé cdu tric NST
€6 35 truong hop chuyén doan (19 chuyén doan tuong
hé, 16 chuyén doan hoa hop tadm), 11 trudng hop dao
doan, 15 trudng hop nhdn doan. 1 trudng hop réi loan
s6 luong NST la XYY. Tit khéa: Nhiém sdc thé, sdy thai,
thai luu, thai bt thudng.

Absiract

SOME CHROMOSOMAL ABBERATIONS IN COUPLES
ABNORMAL PREGNANCY

Background: There are different types of dverse
reproductive outcomes such as: Abnormal pregnancy

1. Dat vén de

B4t thudng thai san (BTTS) biéu hién & nhiéu dang
khac nhau nhu sdy thai (ST), thai chét luu (TCL), thai
di tat hoac con di tat (TDT/CDT)... C6 nhiéu nguyén
nhan gay BTTS trong d6 c6 bat thudng nhiém sic thé
(NST). Viéc phan tich NST & nhiing cdp vo chéng c6
tién sir BTTS gép phan chdn doan nguyén nhan, tién
lugng vé nguy cd sinh san dé tur d6 tu van di truyén
cho céc cap vo chéng nay, han ché BTTS dé giam bat
ganh nang vé tam ly va kinh té cho gia dinh va cho
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expression in different types such as miscarriages,
stillbirth, fetal abnormaly or chilren with malformation...
There are many causes of abnormal pregnancy including
abnormal chromosome. We analyze chromosome
in couples with a history of contributing abnormal
pregnancy diagnose the cause, since genetic counseling
for couples, limiting abnormal pregnancy to reduce the
burdenonthepsychology andeconomicstofamily andfor
the whole society. Objective: Determine the percentage
of chromosome abnormadlities in couples with a history of
abnormal pregnancy. Subjects studied: Includes 715
couples with abnormal pregnancy, analysis chromosome
at the Center for Prenatal Diagnosis - National hospital of
Obstetrics and Gynecology from November 2011 to April
2014. The research methods: a retrospective description
combined prospective, genetic medical records and
build a family tree according to international standards.
Cells cultured peripheral blood lymphocytes. Evaluation
of abnormal chromosomes by analysis chromosome
with stain G banding and standard set ISCN (2013).
Results: 62 cases of chromosomal abnormalities
(8.67%) (35 cases of the wife, 27 cases of the husband).
In 61/62 cases (husband or wife) had disorder structural
of chromosomal (98.39%) and 1 case (husband) disorder
about the number of chromosomes (rate 1.61%). 61
cases disorders on chromosome structure, there are
35 cases transitions (19 reciprocal translocations, 16
robertsonian translocations), 11 cases of inversion,
15 cases of duplication. 1 case disorder of the trisomy
sex chromosomes XYY. Key words: Chromosome,
miscarriages, stillbirth, fetal abnormaly.

toan xa hoi. Hién nay, trén thé gidi va & Viét Nam da
c6 modt s6 nghién ctiu vé bat thudng NST & cac cap
vg chéng co riéng lé tiing dang BTTS hoac két hop
2 trong sé cac dang BTTS, tuy nhién chua c6 nhiéu
nghién ctu phéi hop ca 3 dang BTTS gom ST, TCL,
TDT/CDT [1,2,3]... D& c6 mét céi nhin téng quat hon
vé nguyén nhan di truyén cla BTTS, ching téi tién
hanh nghién ctu dé tai:“Tim hiéu moét s6 bat thudng
nhiém sic thé & nhiing cdp vg chéng co6 bat thudng
thai san” véi muc tiéu:
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Xac dinh ty lé cac bat thudng NST & nhiing cap vg
chong co tién s BTTS.

2. Déi tuong va phuong phap nghién cuu

2.1. Déi tuogng nghién cuu: Gém 715 cip vo
chéng c6 BTTS véi biéu hién ST, TCL, SCDT dén lam
xét nghiém NST tai Trung tdm Chan doén trudc sinh -
Bénh vién Phu sdn Trung uong tu thang 11 ndm 2011
dén thang 4 ném 2014.

2.2. Phuong phap nghién ciu: M6 ta héi ctu.

2.3. Cac budc tié€n hanh nghién ciu

- Lap ho so bénh an di truyén.

- Nuoi cdy té€ bao bach cau lympho mau ngoai vi.

-Danh gia cac bat thudng NST bang phuong phap
nhuém bang G.

- Phan tich NST va lap karyotyp theo tiéu chuén
ISCN 2013.

2.4. X0 ly sé liéu

- Xt ly s6 liéu bang phan mém SPSS 16.0.

3. Két quéa nghién ciu
3.1.Cacdang réi loan NST ctia cac cap vo chéng
c6 BTTS

Bang 3.1. Ty Ié cdc dang karyotype cia ccic cip vg chong c6 BTTS

\lg Chong Chung
KoY | Soluang | Tyle(%) | Solong | Tyk(d) | Soluomg | Tyle()

Binh thuiing 680 9510 688 96,22 653 91,33

Bat thuong % 9 | 7 | 3 | e 867

Silong | 0 0 1 014 1 014
Guie | 35 40 | 2% | 364 | 6l 853
Tong 75 100 | 715 [ 100 | 715 100

Trong téng s6 715 cap vo chdng cé:

- 62 cap vo chong co6 bat thusng NST chiém ty 1é
8,67%. Trong d6 vg chiém ty 1é 4,90%; chong chiém
ty lé 3,78%; su khac biét khong cé y nghia thong ké
véip > 0,05.

-Trong s6 cac bat thudng NST, ty |é bat thudng vé
cdu truc NST 12 98,39% (61/62), ty 1& bat thudng vé s
lugng NST (XYY) la 1,61% (1/62).

3.2. Cac ki€u réi loan cau tric NST & cac cip vo
chdng c6 BTTS

Gap chl yéu la r6i loan ciu trdc dang can bang,
chiém ty 1& 75,41% s6 cac cap vg chong trong doé:

- Chuyén doan la kiéu réi loan NST chiém ty & cao
t6i 57,38% (31,15% la chuyén doan tuong hé, 26,23%
la chuyén doan hoa hgp tam).

-Dao doan gap & 11 trudng hgp, chiém ty 1& 18,03%.

Réi loan cau trac dang khong can bang chi gap
nhan doan, c6 15 trudng hgp chiém ty & 24,59%. Cac
két qua thé hién & bang sau.
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Bang 3.2. Sy phan b cdc kiéu rdi loan céiu tric NST

Cdc kiéu rdi loan céfu tric NST % lum;upvochongw )

Chuyén dogn 35 57,38

-Tuang hé 19 31,15

(i béing Hoa hgp tiim 16 26,23
Bao doan 1 18,03

Tong 6 4 7541

Khong can béing Nhén dogn 15 2459
Tong s 61 100

4. Ban luan

715 cap vo chong co tién st BTTS ching t6i c6
mot s6 y kién ban luan sau:

Ty lé bat thudng nhiém séc thé & cac cap va chdng
c6 bat thuong thai san: Ty [& bat thudng NST & cac cap
v chéng 6 BTTS khi so sanh véi cac nghién ctu khac
dugc thé hién trong bang 4.1.

Bang 4.1. Thang ké ty |é bt thuong NST cia mot s6 fdc gia

Tdc gia S6 ciip vo chong | S6 bt thuing NST | Ty lé béit thuong NST (%)
Jiang J. etal (2001) [4] 61 )i 11,48
Nguyén Van Ry (2012)[2] 350 % 636
HTNLanva s 715 62 8,6/

K&t qua nghién ctu cla chdng to6i thdp hon
nghién ctu cla Jiang J., c6 thé do d6i tugng nghién
cUu clia tac gia nay la cac cap vg chéng cé tién st
thai sdn nang né hon (STLT), con déi tugng nghién
clu chia ching téi bao gobm ca nhing d6i tuong
md&i chi ST, TCL, TDT/CDT lan dau, lan thd hai. Tuy
nhién, két qua nay lai cao han két qua nghién ctu
cGia Nguyén Van Ruc [2], vi nghién ctru cia Nguyén
Van Ruc chi tap trung vao doi tugng say thai lién
ti€p va sinh con di tat. Tuy c6 su khac biét vé ty |é
bat thuong NST nhung nhin chung cac nghién ctu
déu chi ra rang dang bat thudng vé cau trac NST
chiém ty 1é chu yéu, con bat thudng vé s6 luong
chi chiém ty & nho trong cac réi loan NST & cac
cap vo chéng cé BTTS. Trong s6 7 cap vo chdng co
BTTS phat hién dugc trong nghién clu cla Jiang
J. va cs thi 100% céc trudng hop la bat thuong vé
cau trac NST [4]. Nghién ctu cta Yu M. Y. (2002)
trén 9.258 cdp vg chéng cho thay dang réi loan
cau tric NST chiém 86,9%, con réi loan vé sé lugng
NST chi chiém 13,1% [3]. K&t qua nghién ctu clia
Nguyén Van Ruc nam 2012 thdy c6 24 trudng hop
(va hodc ch6ng) biéu hién réi loan NST, trong d6 c6
21 trudng hop (ty 1& 87,5%) c6 biéu hién réi loan vé
c&u trac NST va 3 trudng hap (ty 1& 12,5%) c6 biéu
hién réi loan vé sé lugng NST [2]. Nghién c(u, clia
chiing t6i cho két qua 98,39% la réi loan vé cau tric
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NST, chi 1,61% la c6 r6i loan vé sé lugng NST. Két
qua nay tuong tu vai nhiéu nghién ciu trong nudc
va trén thé gidi.

Trong nghién cu nay, ching téi gap mot truéng
hgp duy nhat bat thudng s6 lugng NST gidi tinh véi
karyotype la 47,XYY. Cap vg chéng nay 2 lan TCL va
chua c6 con nao. Tuy nhién trong y van thé gigi da
ghi nhan mot sé dac diém cta nhiing ngudi nam
mang mac hoi ching 47,XYY nhu sau: khong cé
bi€u hién hinh thai dic biét, néi tiét khong co6 gi
thay d6i khac thudng, tinh nét hung hang kém tu
chq, ty 1& pham t6i cao, chi moét sé trudng hop cé
sinh duc kém phat trién, tinh hoan lac ché, tat 16
dai léch thap. Nhu vay, hoi ching 47,XYY ¢6 anh
hudng tdi kha nang sinh sdn nhung van cé thé co6
con binh thudng [5].

Trong s6 61 trudng hop cé rdi loan cdu trac NST,
chiing téi nhan thay cha yéu la réi loan cau tric
dang can bang (46 trudng hop), chiém 75,41% (11
trudng hgp dado doan va 35 trudng hop chuyén
doan can bang) con réi loan cau tric dang khéng
can bang (nhan doan) chiém ty 1& it hon (15 trudng
hop chiém 24,59%).

Trong nghién ctu ctia Nguyén Van Ruc (2012)
cling cho thay ty 1& réi loan cau trdc NST dang can
bang chiém da s6: 20/21 (95,24%) trudng hap; réi
loan cdu tric NST dang khéng can bang chi chiém
4,76% (1/21 trudng hop thudc dang mat doan
nhanh dai NST s6 18) [2]. Dubey S. va cs (2005)
nghién ctru NST & 742 cdp vg chéng co tién su
STLT da phat hién ra 22 trudng hgp bi réi loan cau
trdc NST bao gém 19 trudng hop réi loan cau tric
NST dang can bang chiém 86,36% (15 trudng hgp
chuyén doan tuang hé, 4 trudng hgp chuyén doan
hoa hgp tam) va 3 trudng hgp mat doan (chiém ty
& 13,64%) [6].

& nhiing cdp vo chdng mang chuyén doan hoa
hop tam néu xay ra gilta cac NST trong 1 cdp tuong
déng thi nguy cg sinh san & nhimng cdp vg chong
nay la ST hodc SCDT. Néu su chuyén doan xay ra gilta
cac NST khac cap tuang déng thi kha nang vé sinh
san & cac cap vg chéng nay la ST hodc SCDT hoac
sinh ra nhitng dda con binh thudng. Nghién ctu clia
chiing t6i cho thdy trong s6 35 cdp vg chbng mang
chuyén doan c6 3 cdp vg chdng c6 vg hodc chéng
mang chuyén doan hoa hgp tam gilra cdc NST cing
cap tuong dong khéng cé con nao binh thudng, 2
lan ST, 4 lan TCL, 2 1an TDT/CDT (Down). Cac cap vg
chéng nay cé tién st thai san rat nang né, 100% con
sinh ra la bat thuong. Cac dang chuyén doan khac

du c6 nguy ca cao bat thudng thai san nhung van
¢6 kha nang sinh con binh thudng. Tuy nhién, thai
nghén clia cac cap vg chong nay can dugc quan ly
va theo doi chat ché, ap dung cac bién phap sang loc
chdn doén truéc sinh dé kip thai phat hién nhing
bat thudng cda thai.

Cac cap vg chéng mang réi loan cau trac NST
dang khong can bang déu cé tién st sinh san hét
stiic ndng né. Tuy nhién, ngudi ta cho rang van cé
moét ty 1é ngudi binh thudng mang NST nhan doan
dugc xem nhu la bién thé (variant chromosomes).
Ngoai ra, cling c6 mét so6 trudng hop mat doan va
nhan doan nho khéng biéu hién ra kiéu hinh & bé
me. Nam 2007, Hansson K. va cs [7], ghi nhan mét
trudng hap phu nir 34 tudi, kiéu hinh binh thudng,
tién st ST nhiéu lan, karyotyp clGa ngudi nay la
[46,XX,del(6)(q22.3123.1)].

Roos A. va c¢s (2008) [8] cling da phat hién mot
trudng hop mot phu ni kiéu hinh binh thusng, c6
tién s ST nhiéu lan. K&t qua phan tich NST cho
thay c6 mat doan nhanh dai NST 13 [46,XX,del(13)
(921g21.1)1.

Nghién ctu ctia ching téi cho thay, s6 cdp vo
chéng mang r6i loan NST dang nhan doan 1a 15
trudng hop chiém 24,59%, cao han hdn so vai
cac nghién ctru khac. Nghién cliu cia Nguyén Van
Ruc (2012) cho thdy chi cé 4,76% la bat thudng
NST dang khong can bang (mat doan), khong co
trudng hgp nao nhan doan [2]. Trong s6 15 trudng
hgp nhan doan dugc phat hién trong nghién ciu,
chiing t6i nhan thay chd yéu la nhan doan NST s6 1
(7/15 trudng hop), NST s6 9 (7/15 trusng hop). Chi
¢6 1 trudng hop duy nhat la nhan doan NST s6 16.
Trong cac dang nhan doan NST s6 1 va s6 9 hay gdp
nhat 1a [46,XX(XY),dup(1)(q11g12)] chiém 6 trudng
hgp va [46,XX(XY),dup(9)(q12q13)] chiém 7 trudng
hop, ho van khoé manh, va nhu vay ho van cé kha
nang sinh con lanh ma mang NST nhan doan nhu
ho. Tac gia McKinlay R. J. da cho rang nhan doan
NST s6 9, doan 9912 hodc 9p13 déu la dang bién
thé [9]. D& xem xét cu thé méi lién quan gita nhan
doan va BTTS can c6 nghién ctu di sdu hon véi c&
mau thich hop mai cé dugc két luan chinh xac.

Nghién cttu cia BabuR. V. & An Do trén 3.392 bénh
nhan cé nghi ngd bénh di truyén da phat hién 1,24%
c6 r6i loan NST dang dado doan quanh tam. Trong
s6 dao doan quanh tam thi loai dado doan quanh
tam NST s6 9 chiém ty |é cao nhat (64,29%) [10]. Két
qua nghién clu cla ching téi cho thay, trong sé
715 cap vg chong BTTS phat hién 11 cap vo chdng
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c6 mot trong hai nguoi mang NST dao doan, trong
dd 10 trudng hop bi ddo doan quanh tam NST s6 9
[inv(9)(p11q13)] chiém ty 1& 90,91%, chi c6 1 trudng
hgp vo mang dao doan quanh tam NST s6 6 [inv(6)
(p239g15)], trong s6 d6 c6 5 cdp vg chong da sinh con
khoé manh, 6 cap vg chéng bi ST, TCL nhiéu lan, TDT/
CDT va chua c6 con nao binh thuong.

K&t qua clia ching t6i tuong tu véi nhiéu nghién
clfu & cac cap v chdéng co tién st STLT, TCL nhiéu lan.
Cac tac gia thdy rang cac trudng hgp c6 dao doan
quanh tam van cé kha nang sinh san va chiéu dai
clia doan bj ddo ngugc & nhiing ngudi mang NST
dao doan sé quyét dinh nhiing tac déng c6 hai tGi
thé& hé con céi, nguy co tao nhiing giao tir khong can
bang gen sé tang cao hon trong gidm phan so vai cac
vong dao doan co kich thudc nhé hon. Hau qua cua
dao doan la tao nén nhiing giao t& mang NST nhan
doan thi phat hodc mat doan, tir dé dan tGi cac BTTS
& cac cap vg chong mang NST dao doan. Azim M.
va ¢s da nghién ctu trén 300 cap vg chong co tién
st it nhat tu hai lan ST, TCL tr& Ién, két qua cho thdy
14/16 trudng hop la dét bién cau trac, trong d6 co 4
truong hop dao doan quanh tam NST s6 9 (3 niiva 1
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