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TAM BOI THE PU’'O'C CHAN POAN TRU'G'C SINH TU DICH 01
TAI BENH VIEN PHU SAN HA NOI: BAO CAO LOAT CA BENH
Mai Trong Hung!, Pham Thé Vwong!, Pinh Thiy Linh’

TOM TAT

The tam bdi la mét bat thuGng vé so lugng | nh|em
séc thé, dugc dac trung bgi ph0| thai cd 69 nhiém sac
thé (3n) thay vi 46 nhiém sic thé nhu binh thudng
(2n). Thai tam boi hi€ém khi ton tai dugc dén 3 thang
glLra thai k| véi nhiéu di tat kem theo Muc tiéu: mo
ta két qua chan doan trudc sinh cac thai tam bbi thé
tai bénh vién Phu san Ha NoOi. Doi tugng, phu‘dng
phap nghién ciru: TU 2016 den 2022, co 7 trudng
hdp thai tam b0| trong tong sO 405 tru‘dng hdp thai
bat thu‘dng nhiém sic the Cac bién so nghién clu
gom tudi, tuan thai choc Gi, két qua sang loc trudc
sinh, két qua S|eu am thal va két qua xét nghlem di
truyen Két qua: Tat ca 7 trudng hdp tam boi deu
dugc chan doan béng xet nghlem karyotype, bao gom
5 trl.rdng hgp 69,XXX va 2 trerng _hap 69,XXY. 6/7
trerng hop cb bat terdng trén siéu am nhu tha| cham
tang trudng trong tar cung, di tat tim, phat trién cd thé
bat tuang xUng... 3 trudng hop nguy co thap véi sang
loc NIPT, 1 tru’dng hgp NCC tripletest, 3 trugng hdp
khong Iam sang loc. Cac phuadng phép chan doan
trudc sinh khac nhu array CGH, CNV, prenatal BoBs
khéng chén doén dugc thé tam b0| 69 XXX nhung c6
thé nghi ngd Vi thé 69, XXY. 7w khda: tam boi, bat
thuding siéu &m, nhiém sac thé

SUMMARY
PRENATAL DIAGNOSIS OF TRILOIDY: A

CASE SERIES

Triploidy is a chromosomal abnormality that
occurs when an embryo has 69 chromosomes instend
of the usual 46. Cases that rarely develop up to the
second trimester with ultrasound abnormalities.
Objective: describe the results of a prenatal
diagnosis of triploidy. Subject-Methodology: From
2016 to 2022, we reviewed 7 cases of prenatal
diagnosis of triploidy among 405 cases with
chromosomal abnormalities at our center. Data were
collected from medical records, including the method
of diagnosis, genetic testing results and screening test
results. Result: Karyotype of 7 triploidy cases include
5 cases of XXX and 2 cases of XXY. 6/7 cases had
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abnormal ultrasound findings, such as a congenital
heart defect, intrauterine growth restriction,
discrephancy of body part... 3 cases had low-risk
NIPT, 1 case had a high-risk triple test, and 3 cases
did not have any screening tests. The others prenatal
diagnosis method, such as array CGH, CNV, Bobs were
not detect 69,XXX, but detectable 69,XXY.

Keywords: triploidy, ultrasound abnormality,
karyotyping.
I. DAT VAN BE

The tam boi la mot bat thudng vé s6 lugng
nhiém sic thé gay chét, dudc déc trung bdl
trong t& bao chira 3 [an s6 don bdi n nhiém sic
thé. Thé tam bdi udc tinh xay ra & 1- 3% s6 lan
thu thai va chiém khoang 10% cac trudng hgp
b4t thudng NST gy sdy thai, thai luu trong ba
thang dau thai ky [1]. MOt s rat it thai tam boi
ton tai dén quy 2 thai ki, udc tinh ty 1€ thai tam
boi la 1: 3.500 trudng hgp mang thai & tuan tha
12, 1:30.000 & tuan thir 16 va 1:250.000 & tuan
thr 20 cla thai ky véi nhiéu di tat kém theo [2].

Trong tam bdi thé co ba kiéu karyotype khac
nhau: 69,XXX; 69,XXY; va 69,XYY, trong dé dang
69,XXX; 69,XXY la pho’ bién hon 69,XYY. C6 ba
cd ché khac nhau 6 thé tao ra thé tam bdi: mot
bo nhiém sic thé don boi thira (extra haploid
chromosome set) c6 ngudn goc tir bo (diandric)
theo 2 cg ché hoac me (digynic) cd 1 cd ché.
Phan 16n cdc thé tam bdi ngudn gbc tu
b6(diandric) 1a két qua cla su thu tinh dong thai
bai hai tinh trung. Mot ca ché khac cua diandric
phat sinh tir qua trinh thu tinh binh thuGng cua
tring bdi mot tinh trung luGng boi 2n, két qua
cla su khéng phan li hoan toan trong qua trinh
sinh tinh. Thé tam bdi cé ngudn gbc tir me
(digynic) la két qua cua su thu tinh cla t€ bao
tri’ng sd cdp hoac tr sy thu tinh cua t€ bao
triing lu@ng boi la san pham cua su khdng phan
chia trong qua trinh giam phan I, gidam phan II
hodc duy tri thé cuc. 69,XXX hodc 69,XXY c6 thé
la diandric hodc digynic nhung 69,XYY thi chi cé
thé la diandric [3].

Tam bdi thé 1a nguyén nhan gay ra nhiéu di
tat bdm sinh nghiém trong, cac van dé vé nhau
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thai, chira tri'ng ban phan va thai cham tang
trudng trong tr cung. Thai tam bdi thudng cham
phat trién trong t&r cung (IUGR) nghiém trong
kém theo nhiéu di tdt badm sinh, bao gom di tat
trén khudn mat, di tat tim, di tat hé than kinh va
cac di tdt bam sinh nghiém trong khac cua chi,
than va day rén mét dong mach [4].Cac truGng
hgp thé tam bdi dugc nhém thanh hai kiéu hinh
cua thai nhi va nhau thai gan tu’dng u’ng vGi
ngudn goc bd me cta bd nhiém sic thé thira :
Loai I: thai nhi hinh thanh t6t véi dau binh
thudng hodc dau nho va banh rau 16n va bién
d6i dang nang - lién quan dén diandric; Loai II:
thai nhi chdm phét trién, dau to, banh rau nho
va khong c6 nang- lién quan dén digynic [5].

Muc tiéu nghién ciru: M6 ta két qua chén
doan trudc sinh cac thai tam bdi thé tai bénh
vién Phu san Ha Nai.

Il. BOI TUQNG VA PHU'ONG PHAP NGHIEN CUU

Nghién cru hoi cru bao gom cac trudng hop
dudc chdn doan trong sudt 7 ndm, tir thang 1
nam 2016 dén thang 12 nam 2022, tai Trung
tdm sang loc, chan doéan trudc sinh va so sinh,
Bénh vién phu san Ha Noi. Cac thdng tin vé tudi,
tuan thai choc 6i, két qua sang loc trudc sinh,
két qua siéu am thai va két qua xét nghiém di
truyén dugc thu thap day du. Tat ca cac trudng
hgp choc 6i déu dugc xét nghiém karyotype tiéu
chudn. Ngoai ra, bénh nhan c6 thé Ilua chon
thém cac phuong phdp chan doan khac nhu
Prenatal BOBs, array CGH, QF-PCR. Phan tich té
bao hoc dudc thuc hién bang xét nghiém nhiém
sic thé tiéu chudn theo phu‘dng phap nhudém
bang G tur ha| ong nudi cay doc lap._ ft nhat 20
cum nhiém sic thé ki gitra tU mdi mau da dugc
phan tich. Phuang phap (QF-PCR) theo kit IVD
QF-PCR Devyser (Devyser, Stockholm, Thuy
Pién). Phuong phap prenatal Bobs s dung hé
thong thiét bi Luminex 100/200 nhg viéc so sanh
mau DNA can phan tich v6i mau DNA ching.
Phuang phap array CGH theo b0 kit G5955A
SurePrint G3 ISCA V2 CGH Array 8x60K (Agilent,
Hoa Ky).

Ill. KET QUA NGHIEN cUU

Trong tdng s6 4285 trudng hap choc &i (16-
28 tuan thai) tir thang 1 ndm 2016 dén thang 12
nam 2022 vi cac ly do thai nguy cd cao vdi sang
loc huyét thanh me, NIPT, siéu am bat thudng
hinh thai, tién st sinh con bat thudng nhiém sac
thé c6 tong céng 405 (9.45%) truGng hop bét
thudng nhiém sic thé, trong d6 cé 7 trudng hgp
tam bdi thé (0.16%) dudc phat hién

Bang 1. Ty Ié cdc dang tam bdi thé

Karyotype SO ca %
69, XXX 5 71.4%
69,XXY 1 14.3%
69,XXY,inv(9)(p11g13)x2 1 14.3%
Tong 7 100%
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Hinh 2. Tam boi 69,XXX phat hién bang QF-PCR
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MDS1; 84 1Tp13 006 083 0.838- 1.008
MDS2; 38 1Tp13 1.08 130 1.336- 1.531
MDS3; 29 17p13 0.92 1.04 1.585. 1.778
MDS4; 30 17p13 0.87 0.92 2027- 2250
MDSE; 31 17p13 108 1.18 2177-2718
MDSE; 3T 17p13 0.99 1.13 2.312- 24092
PWS1: 33 15q11 084 1.07 21.823- 21.70T7
PWSZ; 87 15q11 097 1.08 22 827- 22 B0+
PWSJ: 58 15q11 R .96 22.737- 22 904
PWE4; 34 1511 o1 0.99 23 .908- 22.000
PWSS; 358 18q11 1.01 1.08 23.114- 23 383
PW3SE: 36 15q11 091 0.83 23 337 23 504
PWST: 37 15q11 O 83 081 24 _371- 24 550
SMS1; 38 17pi 1.01 o.ar 18.789- 16.57T8
SMS2; 41 17p11 0.8 1.11 17.473- 17659
SMEY; 42 17p11 1.14 1.13 8. 141- 18319
SME4; 38 1Tp11 0.95 096 20.013- 20188
WES1; 41 Tg11 000 1.04 T2 508- T2T1T
WEBS2; 44 Tg11 0.9 .96 T2640- T2819
WBSI; 45 Tq11 .05 1.16 TI.048- T3 148
WBS4; 46 Tg11 1.08 1.13 74.148- T3.291
WRSS; 4T Tg11 091 0 S T3 600- TI.639
WHS1; 48 4pi18 1.08 1.15 1.48T7- 1.677
WHSZ; 48 4p18 099 101 1.585- 1.7T85
WHS1; 53 4p16 004 1.10 1.708 1.918
WHS4; 39 4p16 o8 1.13 1.850- 2.043
WHSS: 84 4p18 092 1.08 2127.2322
XC1; T8 Xp23 LT 1.00 8. 958- T 13T [] \1
XC2; B0 Xp23 ] 1.18 10/699- 10.T63
XC3: 81 Xp21 M 37_368- 3T 555
XC4; 84 X3 rs 125 73,303 73450
XC5; 85 Xg27T r4 1.0 146. 757 146.080 -
YC1; 86 Ypi1 W 5] B 4617 8 38
YC2I; 88 Ygi11 i 4 3 15.038- 15174
YC3; 8T ¥Ygi1 ¥ & 64 19.299- 10472
YC4; B8 Ygi1 4 080 25.313- 25416
YC5; 89 Ygi1 Fd 084 25 488- 25 648
o 08 1 18 2
Hinh 3. Nghi ngd tam bgi dang 69,XXY trén xét nghiém prenatal BOBs
Bang 2: Pac diém Iam sang, két qua xét nghiém cua cac truong hop tam béi
S6 [Tudi| Tudi | Sang loc , o Phuong
thir tu] me | thai [trudc sinh Ly do choc 6i Karyotype phap khac
. . Prenatal
1 | 27 |17w2d| triple test | triPle test nguy C‘gleg)(NCC) trisomy 18 | g9 ¥xx |BoBs khong
) phat hién
thai cham tang trudng trong t cung 69 XXY Prenatal
5 28 biw2d Khong thuc| (CTTTTC), da di tat (thoat vi hoanh, dich in’v(9)’ BOBs nghi
hién mang ngoai tim, day rén 2 mach mau, gian (p11q13)x2 ngd tam
dai bé than P pllq boi 69,XXY
thai CTTTTC, tim to, TLT phan cg, Ruot non
Khéna thuc tang am vang, bat tuong xirng kich thudc Prenatal
3 30 |17w3d higé N dau-bung. Ban tay P veo, khong quan sat | 69,XXX [BoBs khong
- thdy than P, than T nhiéu nang mat phan phat hién
biét tuy vo,day rén 2 mach mau, cam tut
R Prenatal
4 36 |20wéed Khorr:igért]hL_rc thai CTTTTC, ban tay veo, nang ho sau 69,XXX [BoBs khong
- phat hién
NIPT nguy | dau nho, rudt non tdng am vang, ban tay QF-PCR:
> | 28 |16wad " 2, dudi, ndt tang am budng that T 69, XXX | 59, xxx
. A \ A R CNV: nghi
NIPT nguy |Loan san than dang nang, ban chan veo, ban \
6 28 |23w5d z : P ¢/ - 69,XXY | ngd tam
co thap tay 6 ngon, thai CTTTTC b6i 69,XXY
NIPT nguy e . QF-PCR:
7 23 |25w2d <o thap thiéu 6i, thai CTTTTC 69, XXX 69, XXX
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Sau khi tu’ van di truyén, cha me cuia tat ca 7
trudng hgp thai tam boi déu lua chon cham dit
thai ki.

IV. BAN LUAN

Trong nghién clu cla ching téi ty I€ thai
tam bdi thé chiém ty & r&t nhé 0.16% cac
trudng hop choc &i va 7/405 (1.72%) cac trudng
hop bat thudng nhiém sic thé trong quy 2 thai
ki. Ty I& thai tam bdi nam: nif la 2:7. Theo
nghién cttu nay khong cé6 mdi tuong quan giira
th€ tam bdi vai tubi me cao va tudi me trung
binh trong cac trudng hogp tam bdi 1a 28.57 tudi.
TuGi me dudi 35 tudi trong 85.7% trudng hogp.

Sang loc huyét thanh me truyén théng cé 1
trudng hgp thai tam bdi 69,XXX nguy cd cao vdi
trisomy 18 (tripletest). Trong sang loc quy 1 thai
ki bdng combitest, cac nghién ctu thiy rang thé
tam boi diandric dugc dac trung bdi su két hgp
cla tang BhCG tu do va giam vira phai PAPP-A,
tuong tu nhu cla cac trudng hgp trisomy 21.
Trong trudng hop thé tam bdi digynic, két qua
combitest cho thay lugng BhCG tu do va PAPP-A
giam ro rét véi MoM tuong tu nhu cac trudng
hgp trisomy 18 [6]. Phan tich tripletest trong ba
thang gilra cho thdy ndng dé hCG thap, ugE3 thap
va nong d0 AFP cao trong thai tam boi. Thai
trisomy 18 dudc lién quan véi mot gidm ndng do
AFP, hCG va uE3 huyet thanh trong ba thang
gitra cla thai ky. & thé tam bdi, hCG va gia tri
uE3 thudng thdp han so véi trisomy 18 [7].
Yilmaz Z va cdng su bdo cdo 4 trudng hgp tam
bdi thé phat hién trong quy 2 thai ki, ca 4/4
trudng hgp déu coé nguy cd cao vdi trisomy 18
trén xét nghiém triple test [8]. Dudng nhu cac
xét nghiém sang loc huyét thanh me truyén
théng c6 gia tri trong sang loc tam bdi thé

Nguoc lai, 3 trLr(‘ing hgp thai tam boi (bao
gom ca 69,XXX va 69,XXY) lai cd két qua sang
loc NIPT nguy co thap I&ch bdi nhiém s3c thé. Co
nhiéu phugng phap xét nghiém NIPT, trong dé
phuang phap NIPT dua trén SNP c6 kha nang
sang loc tam bdi thé. Tuy nhién ca 3 trudng hap
cta ching t6i khong thuc hién theo phudng
phap nay NIPT xét nghiém DNA tu do cula thai
trong mau me theo phuong phap g|a| trinh tu, S0
sanh ty I& tin hiéu tuang ddi gitta cac nhiém séc
thé, do dé khong phat hién dc tam bdi thé, do
tat ca cac nhiém sac thé déu tang 1én bdi s6 1.5
[an. Banh gia vé gia tri ctia NIPT trong sang loc
tam boi thé con it dugc nghién cliu.

Han ché tang trudng trong ti cung (IUGR) la
nhitng phat hién dién hinh goi y thé tam boi.
Trong nghién clu clda chdng toi, nhitng bat
thudng phé bién nhat dugc quan sat thdy & thai

nhi tam boi lic siéu am la: IUGR & 71.43%
trudng hop va phat trién cd thé bat tuong xing
28.57%. Cac su hién dién cua thé tam bdi tao ra
nhiéu di tat va thutng thai nhi bat dau cé IUGR
trong giai doan dau cda thai ky va chua anh
hudng nghiém trong dén phét trién dau cling
nhu cd th€ ma rd dan khi tuadn thai tdng Ién.
Khi€ém khuyét hé théng than kinh trung uong la
phé bién. Chung toi tim thdy su da dang cla di
tat than kinh bao gom tat dau nhd, nang ho sau.
Di tat tim (42.86%), di tat than (42.86%) va di
tat chi (42.86%) cling phé bién trong thai tam
bdi. Ngoai ra, cac bat thudng khac nhu thiéu &i,
thoat vi hoanh, day rén 2 mach mau ciling gap
trén cac thai tam boi.

Tam boi dang 69,XXX chi€m ty Ié cao nhat
71.43%, 69,XYY 28.57% va khong cd trudng
th nao 69,XYY. Két qua nay tudng tu cac bao
cdo khac. Dudng nhu ki€u karyotype cd lién
quan dén sy thoat hda clia banh rau, thé tam
bdi XYY thudng dan dén su thoai héa banh rau
sém gay thai luu trong 3 thang dau, trong khi
XXY vGi muirc d6 thodi hoa trung binh Va XXX Vi
mUc d6 thodi hda it hon. Thé tam bdi XXX ton tai
lau hon trong tr cung do mat do thoai hda dang
nang & banh rau thap han.

Gay chét la mdt quy ludt chung trong cac thé
tam boi, mac du hiém khi xay ra mot s6 trudng
hgp mang thai tam bdi ¢ thé tiép tuc cho dén
giai doan sau cua thai ky. Trong nghién clftu cta
chiing téi tudi thai cao nhat choc &i la 25w2d.
Tuy nhién, néu tam bdi dugc chdn doan trong
thdi ky mang thai, chdm dut thai ki la lua chon
to6t han do cac rui ro siic khde cho nguGi me
(tién san giat hodc u nguyén bao nudi). Nguy co
tdi phat trong tam boi diandric lién quan dén
ch(ra trirng ban phan da dugc bao cao la 1-1,5%
[9]. Do d6, cac lan mang thai sau, cac cap vg
chéng nay dugc tu van theo ddi sat thai ki bdng
sifu am thai cung nhu 18y mau dich 6i xét
nghiém nhiém séc thé do.

Tai bénh vién cua ching t0i, Karyotype dugc
thuc hién 100% cac trudng hgp choc 6i du hién
nay co6 nhiéu phuang phap hién dai va cho két
qua nhanhnhu array CGH, prenatal BoBs, QF-
PCR. Cac phugng phap hién dai nay mac du co
uu diém vé dd phan giai nhung lai han ché trong
cac trudng hop tam bdi thé va thé kham, cling
nhu khong loai dugc t€ bao me néu trong nudc
6i 13n mau va gia thanh con cao. Cac truGng hgp
69,XXY c6 thé nghi ngd tam bdi khi thuc hién
cac ki thuat nhu prenatal BoBs, array CGH, CNV
do tin hiéu nhiém séc thé gidi tinh X, Y bang
khoang 2/3 va 1/3 so vdi tin hiéu cac nhlem sac
thé con lai. Tuy nhién, dang tin hiéu nay cling c6
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thé g3p trong thai nam bi nhiém t& bao me.
Trudng hop 69,XXX thi khdng thé phat hién dugc
bang ki thuat prenatal BoBs, array CGH, CNV.
Ngoai ra ki thuat QF-PCR cling gilp phat hién
cac trudng hdp tam bdi thé dua trén ty 1€ cac
dinh cta cac SNPs trén NST 13,18,21 va gidi tinh
déu & dang 1:1:1 hoac 1:2.

V. KET LUAN

Theo su hiéu biét clia ching t6i, day la bdo
cdo dau tién vé tam bdi thé & Viét Nam, bdo cdo
nay cung cap cac thong tin ldam sang ciing nhu
gid tri cac phuong phap xét nghiém sang loc,
chan doan tam bdi thé.

Sang loc va chdn doan sdm thai tam bdi s&
cung cap cho phu nit mang thai cg hoi cham dat
s6m thai ky bi tam bdi va theo ddi bién chirng
clia chira tring ban phan

Phan tich nhiém s&c thé 13 tiéu chuan vang
trong viéc phéat hién thé tam bdi, nhung cac
phuong phéap phan t&r nhu QF-PCR cé thé cung
cap thém thong tin cé gid tri cho phan loai
diandric va digynic. K&t qua ciia nghién clru nay
c6 thé cung cép théng tin hitu ich cho tu van di
truyén trudc sinh.
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NGHIEN C’U (YNG DUNG PHAU THUAT STRIPPING TRONG PIEU TRI
NGOAI KHOA BENH SUY GIAN TINH MACH NONG CHI DU'O'1

TOM TAT

Muc tiéu nghién ciru: Tim hiéu ddc diém Iam
sang, can lam sang va phan loai bénh nham cd sd chi
dinh phau thuat banh gia két qua diéu tri suy gidn
tinh mach nong bang phau thuat stripping. Phu'ong
phap: Ngh|en clru hdi clru cac bénh nhan cé chan bi
suy g|an tinh mach hién cd chi dinh phau thust tai
Bénh vién Ha Tinh tur thang 01/2013 dén thang
5/2017. Ket qua Ty Ie nit (57, 8%) cao hon nam
(42,2%) va nit gi6i tudi cang cao ty I& mac benh cang
cao (46,6%). Bénh nhan di khdm cht yéu vi 3 ly do
chinh, cac triéu chirng Iam sang nang Ién gép trong da
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s6 bénh nhan (51%). Cac triéu chling Iam sang rat da
dang trong d6 chd yéu la ndng chan (95,6%), tinh
mach gian & chan (100%), ngtta chan (80%). Phudng
phap v6 cam cha yéu la té tiy séng (93,3%). Chiéu
ludn stripping chl yéu dudi lén (77,8%). Bién chimg
s6m sau phau thudt chd yéu la bam tim moé mém
(26,7%) va di cdm chan (22,2%). Két qua sém sau
phau thudt dat rat tot (88,9%). Két qua tham my dat
100% khong c6 xeo xau. Két luan: Bénh nhan cd
nhiéu triéu chiing 1am sang phoi hdp cac triéu chiing
nang chén, dau chan, ngua chan va tinh mach hién
g|an I6n. S|eu am Doppler g|up chan doan xac dinh.
Két qua sau phau thut dat rat tot. Sau phau thuat
bénh nhan it xay ra bién chu‘ng hodc bién chimng giam
va bién mat trong 2 — 3 tuan sau mé.

Tu khda: phiu thuat Stripping, ngoai khoa, suy
gidn tinh mach néng chi dusi.

SUMMARY
RESEARCH ON THE APPLICATION OF
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