nghiém dé tranh tri hodn. Th& ba, theo cac
nghién cru gan day, khi st dung intralipid 20%
trén cac tinh nguyén vién khong lam anh hwéng
va trAm trong thém céc triéu chieng rdi loan than
kinh va tim mach[3]. Chinh vi vay, khi nghi dén
ngd doc thube té nhidu hon, ching t6i st dung
intralipid 20% la hop ly.

KET LUAN

Tém lai, ngd dodc thudc té LAST la mot tai
bién nguy hiém, khéng phai 1a hiém gép, c6 thé
gap & bat ki loai thubc té nao, tai bat ki vi tri dua
thudc té vao co thé. Can canh giac va phat hién
kip thoi dé& dwa ra chan doan va diéu tri theo
phac dd diéu tri ngd doc thubc té tir d6 mang lai
két qua tét cho bénh nhan. Thwc hanh gay té an
toan 1a cach tét nhat d& giam thiéu LAST sau
gay te. E)0| v&i cac co s& y té, phai luén tap
huan cép clu ngd doc thubc té va cé san
intralipid 20% trong hép cap cru.
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TAI BENH VIEN PHU SAN HA NOI

TOM TAT

L&y m4u mau cubng rén la tha thuat xam lan
it duoc thuc hién so véi cac phuong phap 14y
méu khac nhw 1dy méu dich 6i hay sinh thiét gai
nhau. Nguyén nhan do day la tha thuat kho va ty
Ié tai bién cao. Tuy nhién, thi thuat nay cé
nhiing wu diém nhw cho phép tra 16i két qua
karyotype cla thai nhanh chéng, chan doan
nhanh béng dién di huyét séc t6 céc truong hop
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NGUYEN THI SIM,

PHAM THE VUONG, DUONG HONG CHUONG,
VUONG THI BiCH THUY, NGUYEN MANH TRi
Bénh vién Phu san Ha N6i

phu thai Hb Bart’s trong bénh ly Thalassemia,
xac dinh lai két qua khdm tir mau dich 6i hodc
sinh thiét gai nhau. Péy ciing la phuong phép
duy nhét cho phép diéu tri céc truong hop thiéu
mau bao thai. Muc tiéu cda nghién ctru nay
nham danh gia hiéu qua chan doan trwéc sinh
ttr méu mau cuong cuéng rén tai Bénh vién Phu
sén Ha Néi. Két qua thuc hién tha thuat Iay mau
cuébng rén thanh céng & 31/33 truong hop
(93,9%). 31 mau mau cudng rén déu tién hanh
xét nghiém karyotype thanh céng, phat hién 2
trwong hop béat thwong nhiém sdc thé: mot
trirong hop hdi chieng Down 47,XY,+21 va mot
trrong hop 47,XY,+der(9)t(9;13). Bén truong
hop phu thai nghi nge phu thai Hb Bart’s tién
hanh dién di huyét séc té déu co ty 1é Hb Bart
>70%. Xac nhén lai 1 trerong hop gia kham cda
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két qué nubi cay té bao 6i trwéc dé cho két qua
Karyotype &i kham 92,XXYY[20}/46,XY[30] va 1
trvong hop kham khu trd banh rau trisomy 16.
Thoi glan tra loi két qué karyotype tir mau cubng
rén gidm con 4 ngay so voi tw dich bi (10-35
ngay). Thoi gian tra két qué dién di huyét séc té
chi mét 1 ngay so véi thoi gian lam xét nghiém
gene bénh Thalassemia (10-14 ngay). Nhw vay
tha thuét ldy méu cubng rén la tha thuét cén
thiét va wu tién trong mot vai trvong hop nhw
giai doan mudn cuda thai ki, cac trirong hop phu
thai trén Idm sang nghi ngd bénh ly Thalassemia
ma doét bién cua bé me chua biét hay khing
dinh lai cac két qua kham tor mau djch bi/gai rau
trirde do.

Ttr khéa: Chan doan truwéc sinh, ldy mau
cubng rén, nhiém sac thé, Thalassemia, khdm.

SUMMARY

OUTCOME EVALUATION OF PRENATAL
DIAGNOSIS BY FETAL BLOOD SAMPLING IN
HANOI OBSTETRIC AND GYNECOLOGY
HOSPITAL

Use of fetal blood sampling (FBS) is
becoming rare because diagnostic procedures
such as amniocentesis and chorionic villus
sampling, which pose a lower risk of fetal death,
can be used instead for prenatal diagnosis of
disease. The main advantages of this procedure
are rapid karyotyping, prenatal diagnosis of
hemoglobin Bart's hydrops fetalis by High
Performance Liquid Chromatography (HPLC),
investigation of chromosome mosaicism in
amniotic fluid cell culture. A fetal blood sample
may be taken to check for and treat severe fetal
anemia or other blood problems such as Rh
disease.

Objectives: To evaluate the outcome of
prenatal diagnosis by fetal blood sampling in
Hanoi Obstetric and Gynecology Hospital. The
overall success rate of FBS s 31/33 cases.
Analysis of 31 successful cultures showed 2
karyotype  abnormalities:  47,XY,+21  and
47,XY,+der(9)9t(9;13); diagnosis of hemoglobin
Bart's hydrops fetalis by HPLC in 4 case;
investigation of 92, XXYY[20]/46,XY[30]
mosaicism in amniotic fluid cell culture is
pseudomosaic and
confined placental mosaicism in 1 case. Time for
chromosome analysis results within 4 days.
Time for HPLC results within 1 day.

Keywords: Prenatal diagnosis, fetal blood
sampling, karyotype, Thalassemia, mosaic

PAT VAN DE

B4t thwong bam sinh (BTBS) la mét trong
cac nguyén nhan hang dau gay chét chu sinh va
gay ra nhiéu ganh nang vé kinh t&, tam ly cho
gia dinh ciing nhw xa hoi. BTBS do rat nhiéu
nguyén nhan nhw bat thwéng di truyén (dét bién
nhiém sac thé (NST), dét bién gen), do mdi
trwdng, nhiém trung bao thai... trong d6 hay gap
va gay hau qua nang né nhéat 13 nguyén nhan do
bat thwong di truyén. Cac dot bién nhlem séc
thé thuwong gap la cac léch boi nhidm sic thé
nhuw HOi chirng Down, HC Edwards, Hc Patau,
Hc Turner...Ngoai ra dot bién NST c6 thé Ia cac
dot bién clu tric nhiém séc thé. Trong trwong
hop bd me mang doét bién NST & dang can
bang, trong qua trinh phan ly tao giao t& khéng
can bang dan dén tao ra cac thai bj dj tat bam
sinh do thém/mét vat chét di truyén.

Dot bién gen hay gép va dé lai hau qua nang
né nhat tai Viét Nam 1a bénh ly Thalassemia.
Thalassemia |a mot nhém bénh di truyén gen
l&n do BB gen globin lam gidm san xuét mot
ho&c nhiéu céac tiéu don vi globin dé téng hop
cac Hb binh thwong. Dwa trén loai globin bi anh
hwdng ma bénh dwgc phan thanh 2 loai chinh la
a-thalassemia va R-thalassemia. Thé bénh Hb
Bart's xay ra do mét 4 gen a-globin hay déng
hop t& aO-thalassemia rat phd bién & Doéng
Nam A véi kidu gen phd bién nhét 13 —-SEA/--
SEA. Thanh phan Hb Bart’s chiém khoang 80%.
Thai bi bénh nay thwéng tir vong & tuan 23 — 38
hodc sém sau sinh v&i dac diém thiéu mau rat
nang, gan lach to, phu toan than, suy tim, déi khi
kém theo céac di tat bdm sinh khac[1].

Phu ni* mang thai bénh Hb Bart’s c6 thé bi
nhiéu bién chirng trong thai ky nhw tang huyét

p (61%), tién san giat (30%), xuét huyét bét
thwong truwdc sinh (11%). Cac bién chirng khac
c6 thé xay ra nhw suy than, suy tim tdc nghén,
nhau bong non, thiéu 6i, sinh kho, sét nhau va
bang huyét sau sinh. Néu khéng dwoc quan ly
tét, ti 1& t& vong me co thé dén 50%[2].

L4y ma&u mau cudng rén duoc thwe hién tw
tuan thai 18 dwdi hwéng dan cla siéu am, mot
kim Iéy mau dwa qua thanh bung thai phu vao
mach mau day rén dé lay khoang 2-3 ml mau.
Uu diém I&n nhat cta ky thuat nay la cho két
qua karyotype trong vong 48-72h. Ngoai gia tri
trong viéc chan doan trwdc sinh, ki thuat lay mau
day rén |a ki thuat duy nhéat cho phép diéu tri thiéu
mau cép tinh cla bao thai, cé vai trd I&n trong
quan ly bénh giam tiéu cau so sinh (bénh ly gay
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gidm tiéu cau so sinh do mién dich clia nguwdi me
tAn cong cac té bao tiéu cau cua thai), bénh ly réi
loan ddng mau, chan doan nhiém tring bao thai
do parvovirus, chan doan sém va diéu tri bénh ly
tuyen giap tlr thoi ki bao thai... Xét nghiem mau
cuong ron cling gilp xac nhan lai két qua kham
clia xét nghiém dich 6i 1a kham that hay chi la gia
kham[3].

Muc tiéu chinh cla nghién clru nay la bwéc
dau danh gia hiéu qua chan doan trwdc sinh t
mau mau cudng rén thai nhi tai Bénh vién Phu san
Ha Noi.

DOI TUQNG VA PHWONG PHAP NGHIEN CUU

bay la nghién cru mo ta, dir liéu dwoc thu
thap tr 31 ca tién hanh ldy mau cudng rén thai
nhi thanh céng tai Bénh vién Phu san Ha Nai ti
thang 3/2020 dén thang 10/2020. Tiéu chuan
lwa chon la cac thai phu c6 tudi thai trén 18
tuan, ddng y thwe hién tha thuat ldy mau cubng
rén thai nhi dap (ng moét trong cac tiéu chuan
sau: a/Cé két qua chan doan trwdc sinh truéc
dé tr mau dich bi/gai nhau cho két qua nghi ng®
gia khdm ho&c kham khu tri banh nhau can xac
nhan lai bang mau mau cubng rén. b/Cé chi dinh
chan doan trwéc sinh va dinh chi thai nghén.

Thai phu dap (rng tiéu chuan nghién clru sé
tién hanh tha thuat 1ay mau dich &i (néu trwdc
do6 chwa xét nghiém dich 4i) va mau mau cubng
rén thai nhi. Ca 2 loai mau déu dwoc tién hanh
xét nghiém karyotype. Bén treong hop nghi ngo
bénh ly phu thai Hb Bart’'s, mau mau cudng ron
sé duoc thwc hién thém xét nghiém dién di
huyét sac td bang phwong phap séc ki 16ng hiéu
nang cao (HPLC). Cac quy trinh lay mau va
cham soc bénh nhan duwgc thwe hién dung phap
luat va quy dinh ctia Bénh vién Phu san Ha Noi.

X ly sb lieu bang phdn mém SPSS 16.0.
Cac bién lién tuc dwoc biéu dién bang gia tri
trung binh va dd léch chuén, cac bién roi rac
biéu thi gia tri va ty 1& phan tram.

KET QUA NGHIEN CcUU

Thuwc hién tha thuat Iay mau mau cubng rén
bao thai thanh céng & 31/33 trwong hop thu
duwoc cac két qua sau:

Bang 1. Tudi thai tai thoi diém l1dy mau mau
cudng rén thai nhi

Tudi thai Sé lwong Ty lé
17-22 tuan 3 9,7%
22-27 tuan 20 64,5%

Trén 27 tuan 8 25,8%

Nhan xét: Tudi thai trén 22 tuan |a cha yéu,
28/31 trwong hop chiém 90,3%. Trong d6 8
trwdng hop thai & quy 3 thai ky chiém 25,8%.

Bang 2. Chi dinh ldy mau mau cubng rén

Ly do lay mau cubng rén So lwong| Tylé

Siéu am béat thwdng hinh thai 26 83,9%

Phu thai 4 12,9%

Xac nhan lai két qua kham 1 3,2%
tr dich &i trwvéc do

Bang 3. So sanh thdi gian lam xét nghiém
nhiém s&c thé dd tr mau cudng rén va dich 6i

Thoi gian XN NST
tlr mau mau cudng rén

Thoi gian XN NST
tlr mau dich i

4 ngay 16,4 + 7,21 ngay

(10 - 35 ngay)

Nhan xét: 100% cac mau mau cuéng rén
thyc hién xét nghiém nhiém séc thé do thanh
cong. Thoi gian xét nghiém NST do tr mau mau
cuong ron chi méat 4 ngay, trong khi do6 voi mau
dich 6i la 16,4 + 7,21 ngay ngan nhat la 10 ngay,
mudn nhét 14 35 ngay. 6/8 mau bi & thai > 27
tuan co thoi gian nudi cy > 21 ngay.

Bang 4. So sanh két qua tlr cac loai mau
khac nhau

S6 TH két qua cac xét
nghiém khac nhau

SO TH két qua cac xét
nghiém giong nhau

29 2
Céac trworng hop cé két qua khac nhau
Chi dinh NST tir gai nhau NST ttr dich 6i NST t& mau mau
cudng rén
Double test NCC HC Down 1/137 Khbng thwc hién 92,XXYY[20]/46,XY[30] 46,XY
NIPT NCC trisomy 16 MOS 47,XY,+16[12])/46,XY[8] 46,XY 46,XY

Thai cham tang truwdng trong ttr
cung nang, phu gai nhau.
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Nhan xét.

- Két qua nhiém séc thé dd mau cubng rén so sanh véi cac mau khac (dich bi, gai nhau) giéng
nhau & 29/31 trwd'ng hop.

- Co6 1 trwong hop nghi ngo g|a kham & mau dich 6i 92,XXYY[20]/46,XY[30], xac nhan lai bang
mau mau cudng roén chi co dong té bao binh thuo’ng 46,XY

- C6 1 trwdng hop két qua kham trisomy 16 & mau gai nhau, két qua dich 6i va mau cuéng rén
chi c6 dong té bao binh thwdng 46,XY

Bang 5. Cac trwong hop béat thuwdng nhidm sac thé phat hién dwoc

Két qua NST d6 Déc diém 1am sang
47 ,XY,+21 Gi&n nao that 2 bén
47, XY, +der(9)t(9;13),mat Khe hé méi kém hé ham éch hai bén, thoat vi hoanh

C6 29/31 trwrng hop khdng phat hién bat thwéerng cau truc, sd lwong nhiém sac thé.

- Phéat hién 1 trwong hop thai mac hdi chirng Down

- Phat hién 1 thai b4t thwerng cAu tric nhiém séc thé sé 9 va 13 & dang khong can béng, tao ra
trisomy 1 phan nhiém séc thé sb 9 va trisomy 1 phan nhiém séc thé 13. Hau qua do me mang
chuyén doan t (9;13).
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Hinh 1. Karyotype ctia me 46,XX,t(9;13) (trai) va thai47,XY,+der(9)t(9;13) (phai)
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Bang 6. Két qua dién di HST trong cac trwdng hop phu thai

Sé trwdng hop phu thai thiéu mau

Sé trwdng hop co két qua dién di
HST Hb Bart’'s >70%

Thoi gian xét nghiém dién di
HST

4 (tuan thai tlr 25 dén 31 tuan)

4/4 1 ngay

- C6 4 trwdng hop phu thai tir 25 dén 31 tuan cc'),tinh trang phu thai, pht banh nhau, ‘2/4 trwong
hop cé tran dich da mang (mang bung, mang tim, t6 chirc dwdi da). Ca 4 trwdng hop déu céd cong
thirc mau cdia thai phu MCV<80 va MCH<27, tuy nhién chwa cé chan doan gene bénh Thalassemia

cta thai phu va chong truéc do.

- Ca 4 trwong hop déu dwoc chan doan xac dinh mac thé bénh phu thai Hb Bart's dwa vao dién
di HST Hb Bart’'s >70%. Thoi gian lam xét nghiém dién di HST bang phwong phap HPLC Ia 1 ngay.

Hb Bart's)

Hb H
f‘"ﬂt —— -"-' . “;‘.j'- ’ o o .
0 20 40 &0 80 100 120 140 1680 180 200 220 240 260
Hinh 2. Két qua dién di HST trwong hop phu thai Hb Bart’s
BAN LUAN c6 dic diém thwong phat hién muédn vao cudi

Trong nghién ctu nay, chi dinh 14y mau mau
cudng rén cha yéu 1a siéu am bét thwdng hinh
thai 26/31 trwdng hop, va phu thai thiéu mau
4/31 trwong hop. 1 trwong hop xac nhan lai két
qua kham tr dich 6i trwéc d6. Cac bat thwong
hinh thai da sb siéu &m phat hién vao quy 2 thai
ki. Tuy nhién, mét sb cac béat thwong hinh thai
chi phat hién dwoc & quy 3 thai ki nhuw tac ta
trang, di tat hau mén - tryc trang, bat san thé
chai va vach trong subt, cac bat thwong than
nhw than da nang, loan san than, cac béat
thwdng co quan sinh duc nhw 16 tiéu thap...Cac
trworng hop phu thai thiéu mau do Thalassemia

quy 2, quy 3 thai ki v&i phu thai, phu banh nhau,
tim to, gidm twdi mau, tran dich da mang. Phu
thai chu yéu do thai dot bién ddng hop t& alpha-
0 ma cha yéu la ddng hop tr SEA. Ty I& lwu
hanh dét bién gen bénh SEA la ddt bién phd
bién tai Viét Nam, tuy nhién da sb cac trwong
hop khéng dwoc chan doan sém tir giai doan
tién hoén nhan hay trwdc khi mang thai. Rat
nhiéu trwéng hop dén Bénh vién Phu san Ha
No&i khi da co dau hiéu phu thai trén siéu am.
Viéc xét nghiém di truyén sém vira cé y nghia
chan doan xac dinh vira tranh tinh trang nhiém
déc thai nghén de doa dén thai phu. Theo

194

TAP CHI Y DUQC HQC SO 1 - 194/2020



nghién ciu, ty 1& tudi thai trén 22 tuan 1a cha
yéu, chiém 90,3%, do dbi twong nghién ctru cla
ching t6i chd yéu 1a cac thai phu c6 cac bat
thwdng I&n trén siéu dm hoac phu thai thiéu
mau nghi ng& do bénh ly Thalassemia. O’ cac
tudn thai I&n, viéc chan doan nhanh cac béat
thwong di truyén la hét st can thiét do day la
yéu td quyét dinh dinh chi thai nghén, déng thoi
& tudi thai cang cao, van dé dao dirc va tam ly
lo 1ang cla thai phu cang cao.

Van dé nay khéng dwoc gidi quyét triét dé
véi mau dich 6i, bdi mau dich bi can thoi gian
nudi cay dai ngay cho ca xét nghiém nhiém séc
thé d6 hay mau xét nghiém cac bénh ly vé gene.
Tudi thai cang I&n, thdi gian nudi cay té bao
cang kéo dai, tham chi that bai. Nguyén nhan
cac trwong hop tuan thai I&n trén 27 tuan, té
bao 6i gia héa nén rat kho kich thich nhan Ién.
Theo nghién clru clia Keelin O'Donoghue trén
cac mau &i trén 28 tuan, ty 1& that bai ciia nudi
céy té bao bi 1a 9,7% [4]. Mot sb phwong phap
chan doan khac cho két qua nhanh nhw QF-
PCR (phat hién léch boi 13,18,21, NST gidi tinh)
hay Prenatal BoBs (phat hién Iéch b6i 13,18,21,
NST gi¢i tinh va 9 héi chirng vi mét doan) lai
khéng khao sat dwoc toan bd cac bat thuwong
trén 24 nhiém sac thé.

Ngwoc lai, véi mau mau cudng rdn, xét
nhiém nhiém séc thé d& hay chan doan cac
bénh ly vé gene déu cho két qua nhanh trong
vong 2-4 ngay. Hon niva, & tuan thai I6n, kich
thwdc day rén 16n tao diéu kién cho lay mau
mau day rén thai nhi d& dang hon.

Nhw vay, tha thuat 1dy mau cudng rén duwoc
wu tién trong cac truong hop chan doan truwéc
sinh muon cho két qua nhanh chong, chlnh Xac.

Phwong phap ldy mau mau cudng rén ciing
thwong dwoce chi dinh trong cac trwdng hop xac
nhan trang thai kham tr mau dich i. Kham 1a
hién twong c6 déng thdi 2 hodc nhiéu dong té
bao trén cung moét co thé. Kham dwoc quan sat
trong khodng 1% mau dich &i; tuy nhién, trong
mot s cac trwdng hop, hién twong kham trong
mau dich &i khéng phdn anh mét hién twong
kham thwc sw cda thai. Kham ttr mau dich 6i cé
thé do van dé Ian t& bao me khi ldy mau dich i,
kham do dét bién phat sinh trong qué trinh nudi
cay (pseudomosaicism- tam dich la gia kham).
Co ché cua hién twong nay dwoc giai thich nhw
sau: té bao 6i sau khi dwoc lay tir budng i,
dwoc trai qua nudi cay dé gia tang sb lwong té
bao &i. Tuy nhién, méi truéng nudi cay la moi

trwéng nhan tao va qua trinh nudi cay la dai
ngay, nén ddi khi mdt hoac mét vai té bao 6i
s& bj dot bién mai phat sinh trong qua trinh
nudi cay, t& bao dot bién nay sé nhan lén
trong qua trinh nudi ciy tao thanh mét clon (dam
té bao) dot bién. Két qua sé& dan dén tinh trang
gia kham. Tirc 1a ban than thai c6 bd nhiém séc
thé binh thwérng nhung sau nudi cly sé cho ra
két qud b4t thuong & dang kham. Trong cac
trwong hop viéc xac dinh la khdm that va kham
gid lam thay déi hoan toan tién lwong cho thai
nhi, nén tién hanh 14y mau dich i lai hoac lay
mau cudng rén dé xac dinh lai chan doan 1a viéc
lam can thiét. Trong nghién ctru nay chung tdi cé
1 trwdng hop xac nhan lai két qua kham tw nudi
céy té bao bi. Két qua karyotype tlr mau cudng
rén gidp khéng dinh két qua nay chi la gia kham
trong qua trinh nudi cay. Thai phu nay theo dbi
sau doé sinh bé trai khde manh.

Co6 1 trwong hgp Kham trisomy 16 khu tra &
banh nhau dwoc phat hién. Thai phu xét nghiém
NIPT phat hién nguy co cao trisomy 16, siéu &m
khong phat hién bat thuwéng hinh thai thai nhung
¢6 dau hiéu thai cham tang trwdng trong tlr cung
rd va hinh anh banh nhau day bat thwong. Két
qua nhiém sac thé dé tir mau dich 6i va mau
cubng rén déu cho két qua binh thuwong 46,XY.
Nhwng két qua nhiém s&c thé d6 tir nhau thai 1a
kham trisomy 16. Hién nay v&i sy phat trién
vurot bac cua ki thuat NIPT trong sang loc trwéc
sinh, ngoai Iéch bdi NST 13,18,21 va NST gioi
tinh, cac léch boi nhiém séc thé hiém ciing duoc
phat hién. Tuy nhién, két qua NIPT c6 thé
dwong tinh gid. Nguyén nhan la NIPT dwa trén
DNA ty do clia cac don bao nudi (trophoblastic
cell) chir khéng phai té bao cua thai. Nén ddi khi
két qua NIPT khong phan anh thuc sy tinh trang
thai dac biét v&i cac nhiém sac thé hiém. Tuy
nhién, kham khu tri & banh nhau lién quan dén
giam chéat lwong clGa banh nhau, 1am tang ty 1&
say thai, thai chét Iwu, thai cham tang trwédng
trong t&r cung, cac bénh ly di truyén mét phia
UPD (uniparental disomy). Nhiéu nghién ctu
cling thdy rdng, khdm khu trd banh nhau
triosomy 16 gay thai cham tang trwdng trong tw
cung nang [5][6]. Trong trwdng hop két qua
kham tr mau gai nhau, déu phai xac nhan lai
bang xét nghiém dich &i ho&c mau cubng rén -
nhirng mau c6 ngudn gdc 14 té bao truc tiép cua
thai nhi, ch» khéng phai trophoblast.

Trong trwdng hop két qua dich 6i, gai nhau
nghi ngd nhiém me, ¢6 tinh trang kham, thi viéc
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xac nhan lai bdng mau cudng rén khéng nhirng
khang dinh chin doan nhiém me hay khéng,
kham that va gia kham, con cé y nghia trong
viéc nhan dinh chinh xac mirc do kham.

C6 4 trwdng hop phu thai tlr 25 dén 31 tuan
c6 tinh trang phu thai, phu banh nhau, 2/4
trwong hop cod tran dich da mang (mang bung,
mang tim, t6 chirc dwdi da). Ca 4 trwdng hop
déu co cong thirc mau cua thai phy MCV<80 va
MCH<27, tuy nhién chwa c6 chan doan gene
bénh Thalassemia cua thai phu va chéng truéc
d6. Mac du xét nghiém gene chan doan cho thai
la tiéu chuan vang cho bénh ly Thalassemia,
nhwng trong nhirng trwdng hep da coé phu thai,
néu theo quy trinh xét nghiém dét bién gene cho
thai, phai tién hanh chan doan gene bénh cho
thai phu va chéng, sau dé méi tiép tuc xét
nghiém dét bién cho thai s& méat nhiéu thoi gian,
de doa chirc ndng sbéng cua thai phu. Vi vay, lay
mau mau day rén cla thai lam dién di huyét sac
t6 1a phwong phap wu tién hon do day la xét
nghiém thuc hién dé dang, nhanh chéng, chi phi
thap va két qua twong irng véi két qua thu duoc
bang phan tich DNA. Phan tich Hb cuda thai nhi
bang phwong phap phan tich Hb-HPLC tw dong
da dwoc ap dung thanh coéng trong chan doan
trwde sinh dbi véi cac trudng hop nguy co sinh
con Hb Bart's va BE-B0 thalassemia[7][8]. Tai
Thai Lan, phuwong phap xét nghiém dién di
huyét sac t tir mau cudng rén thai nhi dwoc coi
la phwong phéap double-check trong chan doan
trwde khi sinh bénh ly Thalassemia[9].

Mac du, chan doan trwdce sinh bang phwong
phap Iay mau day rén it dwoc st dung do ty e
tai bién cao, né van con phu hop trong moét s
trwdng hop, dac biét trong cac trwdng hop da
c6 phu thai ma dot bién cta bd me chwa duoc
biét trwdre.

KET LUAN

- 31 m&u mau cudng rén déu tién hanh xét
nghiém karyotype thanh cong, phat hién 2
trwong hop bat thwong nhiém sic thé: mot
trwdng hop hdi chirng Down 47,XY,+21 va mét
trwong hop 47,XY,+der(9)(9;13). Thoi gian tra
I két qua karyotype tw mau cudng rén giadm
con 4 ngay so véi tir dich 6i (10-35 ngay).

- Bén trworng hop phu thai nghi ngd phu thai
Hb Bart's tién hanh dién di huyét sac t6 déu cho
chan doan xac dinh véi ty 1& Hb Bart >70%. Thoi
gian xét nghiém dién di HST la 1 ngay.

- Xac nhan lai 1 treéng hop gid kham cuia két
qua nudi cay té bao 6i trwdc dd cho két qua
Karyotype 6i kham 92,XXYY[20]/46,XY[30] va 1
treong hop kham khu trd banh rau trisomy 16.
Thoi gian trd |oi két qua karyotype tr mau
cudng rén gidm con 4 ngay so vai tir dich bi (10-
35 ngay).
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