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SANG LOC NGUY CO SINH CON MAC BENH TAN MAU BAM SINH
TAI HUYEN DINH HOA, TINH THAI NGUYEN

Nguyén Kidu Glang'?, Nguyén Tién Diing'

TOM TAT: Tan méu bam sinh (TMBS) 1 bénh ly di truyén dong hdng cdu khé phé
bién tai Viét Nam, tuy vay cacchuong trinh sang loc phat hién tinh trang mang gen dé
loai trir nguy co sinh con méac bénh TMBS thé nang con it duoc nghién ciru tai cong
dong. Dé tai nay nham muc tiéu danh gia két qua sang loc nguoi mang gencé nguy co
sinh con méc bénh TMBS tai tuyén y té co s&. Phurong phép nghién ciru:Phuong phap
mb ta cét ngang duoc str dung, céc thai phy c6 tudi thai dudi 12 tuén cung chong dugc
tuyén Iyra vao nghién ciu. Nuéce mubi 1 ndng dé (OF 0,36%) duoc dung dé sang loc
TMBS cho dbi tuong nghién ctru. Chéng cua céc thai phu cé két quéa OF (+) tiép tuc dugc
sang loc dé xé4c dinh ra céc cdp v chdng c6 nguy co TMBS. Chén doén thé bénh béng
dién di huyét séc t6 duoc dugc thuc hién & budc ké tiép, cac cap mang gen TMBS sé
duoc tu van dé 1dm chén doén trude sinh.Dinh chi thai nghén dugc khuyén céo néu thai
méc bénh TMBS thé nang. Két qua nghién ctru: Sau 12 thang sang loc, 226 nguoi tinh
nguyén tham gia vao nghién ctru da dugc lam sang loc. Pién di Hb dugc lam cho 12 cdp
vo chbng ¢6 nguy co sau sang loc trong dé 2 cap dugc xéc dinh mang gen bénh beta
thalassemia. 1 thai nhi dugc lam chén doén trudc sinh.Sau tw van, 226 ngudi dong y 1am
xét nghiém sang loc, 12 cdp dong y Iam thém xét nghiém chan doan thé bénh, 1 cap
quyét dinh 1am chén doén trudc sinh khi biét thai cé nguy co méc TMBS thé nang.

Tir khod: Tan mau bam sinh, sang loc, phu ni¥ c6 thai, y té co s&

1. DAT VAN BE dau dé ddi phé véi can bénh nay.Vé sang

Tan mau bam sinh (TMBS) la mét  loc, BO Y té da c6 quyét dinh hudng dan
trong nhirng bénh di truyén rat phd bién  chan doan diéu tri bénh tan mau bam sinh
trén toan thé giéi. Tai Viét Nam, theo s6  tir ndm 2014 cho céc co s& y té c6 labo
liéu chwra day @, hon 10 triéu ngudi dang  xét nghiém [2]. Tuy nhién, phan Ién ngudi
mang gen bénh va tap trung phan I6n  dan dwoc cham soc va quan ly siic khoé
trongcac nhém dan toc it nguwoi[1). Hau  tai tram y té (TYT) x&, viéc thwc hién &p
hétngudi mang gen (& trang thai di hop  dung sang loc TMBS tai tuyén y té co s&
t(r- DHT) khéng c6 biéu hién 1am sang do  (YTCS) con it dwgc nghién ciru. Do do
d6 ho khong chii dong di xét nghiém sang  chlng téi tién hanh dé tai naynhdm muc
loc TMBS. Khi cac cap doi mang gen vo  tiéu: Déanh gia két qua sang loc nguy co
tinhkét hon voi nhau, con clia ho ¢d 25%  sinh con méc bénh tan méu bam sinh tai
kha nang méac bénh TMBS thé nang can  huyén Djnh Hoé, tinh Thai Nguyén.
diéu tri sudt doi. Hién nay, y hoc vén chua 2. BOI TUQNG VA PHUONG PHAP
c6 bién phép diéu tri triét & TMBS do @6  NGHIEN CUU
dy phong duoc xem la chién lwoc hang 2.1. Do6i twong nghién ciru

Phy ni¥ dang mang thai véi tudi thai
duéi 12 tuan, duoc quan ly thai nghén tai

1 . . a

 Dai hoc Y dugc Thai Nguyén TYT xa va chdng clia cac thai phu nay.
!?renh v'enhTrutnég :orr\‘geThé;]?lguyen 2.2. Phwong phap nghién ciu

* Tac gia chiu trach nhiém chinh . . 2 s
Nguyén Kiéu Giang Phwong phap nghién ctru mo ta cat
Email: drgiangk27@gmail.com ngang duwoc thiét k& nhadm danh gia két
:ggz S:g: glae'nzg%zlgg., qua sang loc TMBS.6 trong sb 24 xa cla
Ngay chip nhan dang: 15/6/2017 huyén Binh Hoa da dugc chon lam dia
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gidm nohidn ciru.Chon ¥4 can thiép bing
bdc tham nohu nhidn. C& mAu duoc 1y
thuan tién odm cac phu nir cd thai dén
dang ky quan ly thai nghén tai TYT xa lién
tuc trong thoi gian 12 thang. Céc thai phu
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Sang loc/tur véin cho thai phu
(OF test): 176 ngudi

64(‘)1—) 14 chdng khong sang loc *

——>
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c6 tudi thai khong qua 12 tudn sé duogce
truydn thdng vé bénh TMBS va dugc mdi
vao nghién ciru. Trong nghién clru nay
226ngudi da tinh nguyén tham gia vao
chuong trinh sang loc.

112 ()

Chém sdc thal nghén
thong thuding

Chén doén trudc sinh

Sang loctu v8n chdng
(OF test) :50 ngudi 38(-)
1209 |
Dién di HSTAv vén
12 cép va/chdng 10 c3p khdng c6 NC

2cépcénguycol > 1 cdp khdng lam CDTS**

(01 thai)
0 thai c6 bénh l

Dinh chi thai nghén:
(0 thai)

1 thai DHT —SEA ;

Vg (B/p#;-5€4) Chdng (B/B'";aa/aa)

So d6 2.1. Quy trinh nghién ctru va két qua sang loc. (+) duwong tinh véi OF test, (-)
am tinh véi OF test. CBTS — Chan doan trwdc sinh.

Quy trinh cac bwéc nghién clru
dwoc trinh bay & so dd 2.1. Céac doi
trgng nghién ciru sé dwoc sang loc va
chan doan thé bénh tai Thai Nguyén.
Thai nhi clia cac cip c¢6 nguy co mac
TMBS thé nang sé dugc tw van lam
chan doan trudc sinh (TDDTS) tai co
s& y té tuyén Trung Wong.Dinh chi thai
nghén dugc tw van cho céac thai nhi
dwoc xac dinh 1a méac bénh thé nang
sau khi TDTS.Toan bd dbi twong tham
gia vao nghién ctu dwoc lap sb theo
doi doc. Can bd y té xa duoc tap huan
thwéng xuyén lién lac véi cap vo
chdng c6 nguy co dé cap nhat két
quaxét nghiémtai tuyén trén va thyc
hién cac tw van can thiét sau do.
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Chi tiéu nghién ctru

-Xét nghiém sang loc: 20pimau toan
phan (chdng dong EDTA) dugc trdn déu
voi nudéc mudi 1 6ng(OF-Osmotic
fragility)ndng do 0,36%chira sén trong éng
nghiém.Dé éng nghiém & nhiét dd phong
toi thidu 15 phat. Panh gia két qua béng
mét thwong. OF(+) néu dung dich van
duc, khéng nhin rd chi sau édng nghiém;
OF(-) néu dung dich trong suét, nhin rd
chi sau dng nghiém.

- Dién di huyét sic tdduoc may
Capyllarys Il - Sebia - France tai Trung
tam Huyét hoc truyén mau Thai Nguyén.
Phan loai thé bénh theo hwéng dan cua
Bo Y té [2].Binh thwong: HbA, (96-98%);
HbA; (0,5-3,5%); HbF (<1%). B4t thuéong:
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Beta thalassemia néu  HbA,>3,5%:
HbF>1%; Alpha thalassemia néu c6 HbH
hodc/va Hb Bart's; C6 HbE: Huyét sic tb
E; HbF va/hoac HbA, tang + HbE: bénh
beta thalassemia/HbE.

- Xac dinh kiéu gen dot bién: Kiéu gen
ddt bién cva cap vo chdng va thai nhi

nghiém DNA, Hoc vién Quan y, Ha Noi,
theo quy trinh xét nghiém quy chuén.
- Chi tidu vé tu van: 86 nguti duge tu
van, hidu qua tr van (chAp nhan/tir chéi)
2.3. Phuromg phap xir Iy s6 liéu
Céac sb lidu duge xir ly trén may vi tinh
bang phAn mém théng ké Stata phién ban12.0
3. KET QUA NGHIEN cUU

duoc xac khi 1am CDTS tai Trung tAm xét
Béng 3.1. Két qua xét nghiém OF cho céc cdp vg chdng

Két qua Sang loc (+) Sang loc (-)

Déi twong S8 ngudi % S8 ngudi % Wik
Vo 64 36,7 112 63,3 176
Chong 12 24,0 38 76,0 50
Téng 76 33,6 150 66,4 226

Nhéan xét: Ty I (+) chung v&i xét nghiém OF la 33,6%.
Bang 3.2. Két qua chan doan thé bénh va nguy co sinh con méc TMBS

S6 cap

Nguy co’ sinh con

i J LT Kiéu HST Két luan thé bénh IMBS

7 c5p Choéng A2A Binh thudng TR
j Vo A2A Binh thuwdng
Y Chéng A2A Binh thudng D, p¢

Rl > ABats H-CS  othal kit hop HbCS | \nong €0 nguy co

Al Chong  A2A (HbA2>3,5%) B thal DHT 25% B thal DHT, 50%

Vo  A2A (HbA2>3,5%) B thal DHT 8 thal DHT

_ Chong A2A Binh thwéng ) S0

16P =0 AZA (HbAZ>3.5%) B thal DHT IsHoNg co gy o
4 Chéng A2A Binh thudng 51

1P —  EA (HbE=258%) HbE di hop tir WO Co Ny LY

Nhan xét: 2 cap vo chdng duoc xéc
dinh 1a DHT beta thalassemia ddng thoi.
Nguy co sinh con méac TMBS thé B

thalasemia cla tirng cap la 25% thé PHT
va 50% thé DHT, 25% sinh con khéng
mang gen bénh.

Bang 3.3. Két qua tw van xét nghiém TMBS clia can b y té

3 : N sé Két qua
boi twong tw van Néi dung lvong Thanhcdng  Thét bai
Phu nir c6 thai <12 tuan Xet ’(‘jgg“é"‘ 176 176 0
Chong cta nhirng ngudi vo (+) véi  Xét nghiém .
sang loc OF 64 i A
Cap vo chong (+) véi sang loc Dién di HST 12 12 0
Cap vo chong (+) véi dién di HST CDTS 2 1 1

* 11 trudng hop chong di lam xa, 3 trong hop khéng dong y lam xét nghiém.
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Nhan xét: Tu van thanh cdng cho 176
thai phu va 50 ngudi chdng lam xét
nghiém sang 10¢;12 cdp vo chdng lam
xét nghiém dién di HST chan doan thé
bénh; 1 cdp vo chdng lam CDTS cho
thai nhi. Tu van that bai cho 14 ngudi
chdng can 1am sang loc va 1 cap vo¢
chdng cin lam CDTS.

3. BAN LUAN

Dinh Hoa 14 moét huyén mién nui cla
tinh Thai Nguyén, noi tap trung nhidu
nhém dan tdc it ngudi cung sinh séng.
Nghién ciru gan day cho théy ty I& mang
gen trong nhém dan tdc it ngudi tai Thai
Nguyén la kha cao, 27% [3). Thém vao dé
hanh vi dy phong TMBS cia nhém ddi
trong nay 1a rat han ché[4]. Diéu nay dy
bdo nguy co sinh con mang bénh TMBS
tai dia diém nghién ctru la cé co sd. Hién
tai viéc dy phong TMBS trén dia ban méi
dirng & gidi phap truyén théng gido duc
sirc khoé 1dng ghép trong cac chuong
trinh vé& dan sb. Trong khi d6, phan lén
nguwdi mang gen la ngwdi khoé manh do
vayho thuwdng itchd ddng di xét nghiém
phat hién bénh, hon nira néu cé nhu clu,
ngudi dan phai di chuyén Ién cac co sd' y
té tuyén trén, khoang cach dia ly va chi tra
la mot rdo can cho viéc tiép can voi dich
vy y té.

Trong nghién ctru clia chung t6i, md
hinh sang loc dugc xay dyng dé phu hop
v&i sy phan bd ngudn Iyc trong hé théng y
té Viét Nam. Quy trinh thyc hién 1a triét dé
bat dAu tir khau sang loc, chan doén thé
bénh, chdn doan trwéc sinh, twv van di
truyén, dinh chl thai nghén 1a khau cudi
cing néu thai dwgc két luan 14 méc bénh
thé nang. V& viéc tiép can véi dich wy
sang loc, do céc thai phy mang thai vao
nhiéu thoi diém khac nhau trong nam, néu
sang loc cét ngang trén dién rong tai mot
thoi diém sé& dan viéc bd sét cac thai phy
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sau thoi didm sang loc. Thiét késang loc
clia ching t6i da 1dng ghép véi chuong
trinh quan ly thai nghén tai TYT xa nén
hAu hét cac thai phy dén diang ky thai
nghén déu c6 co hoi tiép can véi chuong
trinh do d6 viéc bd sét dbi twgng dugc
han ché tbi da. Vé.xét nghiém sang loc,
OF testdugc thyc hién ngay tai tram y té
xa. Xét nghiém OFcho két qua nhanh (sau
15 phat) véi d§ nhdy cao d@ dac hiéu cao
[5],[6], ddng thei duwge BY Y té khuyén céo
s dung cho cac co s& y té khéng cé may
xét nghiém mau ty dong [2].Day la mdt
diém méi clia d tai so véi cac nghién clru
sang loc trudc day tai cdng ddng[7],[8].[9].
Viéc thyc hién OF tai tram vira tang tinh
tiép can ddng thdi viéc cé két qua xét
nghiém nhanh rét cé ich cho can bd y té
trong truyén théng va tw van dbi twong.
Cac miu mau sau dé dugc leu gitr va
thye hién cac xét nghiém ky thuat cao &
céc tuyén trén, két qua xét nghiém duoc
tra v& tuyén xa dé tw van di truyén.

Sau 12 thang thi diém tai 6 TYT xa
huyén Binh Hoa, tinh Thai Nguyén,
176thai phy da duwgc sang loc.Phat hién
64 trvong hgp dwong tinh véi OF test,
chdng cla cac thai phy nay tiép tuc duoc
sang loc va phat hién 12 ngui (+) véi OF
test. Nhw vy c6 12 c&p vo chdng ddng
thdi dwong tinh voi xét nghiém sang loc,
day la cac cap vg chdng c6 nguy co mang
gen bénh TMBS. Cac cap nay duwgc lam
dién di huyét séc té6 dé sac dinh thé bénh
tlr 6 chan doan nguy co méc bénh TMBS
cho thai nhi (So @b 3.1). K&t qua xét
nghi¢gm sang loc duwgc trinh bay & bang
3.1 theo do6 ty I1& (+) vdi sang loc chung la
33,6%.

Bang 3.2 1a két qua 12 cap v¢ chdng
(+) v&i sang loc dugce chdn doan thé bénh
béng dién di HST.Trong dé 7 cap c6 chi sb
HbA, binh thuwéng, 3 cdp khac ngudi



HbA; ctia ngudi chdng 14 binh thuong, 3
ngudi vor mang gen bénh trong dé 1
ngudi madc bénh HbH, 1 ngudi DHT HLE
va mOt ngudi DHT B thalassemia, Nhu
vay theo két qua dien di huydt sic 14, 10
cap vor chdng nay dugc xac dinh 1a khdng
cO nguy co sinh con mdc bdénh beta
thalassemia thé ddng hop t&r hodc beta
thalassemia/HbE, day 1a cdc thd gay thidu
mau ndng phai didu trj truydn mau thai sat
subt doi. Tuy vdy, theo Nguydn Kidu
Giang nghién clru trén nhém ngudi Tay tai
Dinh Hoa, ty 1¢ mang gen a’thalassemia
lén 16 14,7%, trong d6 79,5% DHT
a’thalassemia c6 HbA,<3,5%, dién di HST
chi phat hién dugc 11,4% duéi dang HbH,
9,1% céc trudong hop DHT o’thalassemia
con lai két hop véi DHT B thalassemia chi
dugc phat hién qua xét nghiém DNA[3].
Diéu nay cho thay dién di huyét sic té rét
han ché trong viéc chdn doan ngudi mang
gen a’thalassemia. Nhu vay ngoai trir 1
trwong hop HbH, cac trudng hop con lai
déu chua loai trlr khd n&ng mang gen
o’thalassemia.

V6i 2 cap vo chdng dugc xac djnh la
mang gen TMBS thé beta thalassemia
(HbA2>3,5%). Thai nhi clia cac cdp v¢
chdng nay c6 25% nguy co méc bénh thé
nang, 50% kha ndng mang gen bénh va
chi 25% sinh con binh thudng. Tw vén
COTS dugc thyc hién, 1 cdp vo chdng da
ddng ¥ lam chan doan truéc sinh (so dd
1). Két qua CDTS clia tuyén trén cho thay
ngudi chdng va ngudi vo déu mang dot
bién gay bénh beta thalassemia, diéu nay
la phu hop véi két qua dién di HST. Tuy
nhién, xét nghiém DNA c(ng chi ra ngudi
ve' mang thém dot bién >, loai dét bién
xo0a 2 gen tdng hop chudi a globin, va két
qua DNA cua thai nhi cling mang dot bién
nay t&r ngudi me (So db 3.1). Didu nay
mét 1An nira cho thdy han ché clta chén
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dodn a’thalassemia bing dién di HST va
vai tro cua xét nghidm sinh hoc phan
trong dy phong TMBS., Trong nghién clru
ndy, bude chin doan trude sinh bude phai
thue hién tai Ha Noi do han ché vé co s&
vat chét va k§ thult.

Cong tac tw van 1 bude rbt quan trong
c6 y nghia quyét dinh dén viéc lya chon
dich vy y té cta ngudi dan. Trong nghién
ctru ndy, tv vAn dugc tién hanh & nhidu
giai doan tuy vao két qua xét nghi¢m cta
dbi tugng (so db 3.1). Bang 3.3 cho thdy
két qua ctia hoat dong tu van cla can bd
TYT xa. 100% dbi tugng mang thai trong
dd tudi <12 tudn dugc tuv van déu dong y
thyc hién xét nghiém sang loc. Chéng cua
cac thai phy cé OF (+) cling duwgc moi téi
tw van dé thyc hién sang loc. 50 trong sb
64 ngudi chdng da ddng y thyc hién xét
nghiém OF. Van cén 14 trudng hop tw
van khéng thanh céng, trong dé 3 truong
hgp ngudi chdng tir chéi 1am xét nghiém,
11 trwdng hop con lai ngudi chdng di 1am
xa nha. Céc truwdng hgp nay déu chua loai
trir dugc nguy co mang gen bénh. V&i 2
cdp vo chdng mang gen B thalassemia
(Bang 3.2) dugc tu van chan doan trudc
sinh, 1 c&p da chap nhan giai phap tw van.
Cép con lai khéng ddng y 1am xét nghiém
gen cho thai nhi. Nghién clru nay chua chi
ra dugc cac rao can anh hudng dén hiéu
quad tw van chan doan trudc sinh. Tuy
nhién thyc trang hiéu biét v& dy phong
clia ngudi dan trong khu vyc thap cé thé
la yéu td anh hudng[4]. Viéc tiép can voi
dich vu CDTS ciing khong thuén lgi va gia
thanh cho xét nghiém gen con rét cao.
Trong nghién cru nay cép vo' chdng dong
y 1am chén doén trudc sinh cé tién st sinh
con dAu ldng da méc bénh P thalassemia
va dang thudng xuyén diéu trj truyén mau
thai sat. Do dé viéc tim hiéu cac yéu 16
anh hudng dén hiéu qua sang loc va lw
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vén cin tidp tue duroe nghién e,

Cac k&1 qua nghidn ciru trén cho théy,
md hinh sang 1ocTMBS tai tuyén YTCS 13
phi hop trong du phdongTMBS thé B
thalassemia. Can tiép tuc nghién ciru ky
thudt chan doan ngudi mang gen
o’thalassemia va xay dung dich vu chén
doan trudc sinh tai Thai Nguyén dé md
hinh sang loc duroc hoan thién hon.

4. KET LUAN

Sau 12 thang tién hanh sang loc nguy
co sinh con méac bénh TMBS tai Djnh Hoa
Thai Nguyén, chung t6i dua ra mot sb két
luan sau:

- Mb hinh sang loc buéc dau da phan
loai duoc cac cap vo chdng c6 nguy co
sinh con méac bénh TMBS tai cdng dong.

- Két qua sang loc: C6 226 nguoi da
duoc sang loc, OF (+) la 33,6%. Phat hién
va chan doan thé bénh cho 12 cdp vo
chdng cé nguy cokét qua: 2 cap mang gen
bénh B thalassemia;10 cap con lai khong
c6 nguy co sinh con mac TMBS thé B
thalassemia.

- Két qua tu van: Tw van thanh cong
cho 176 ngudi vo' va 50 ngudi chong lam
xét nghiém sang loc; 12 cép vg chbng lam
xét nghiém chan doan thé bénh va 1 cép
vo chdng lam CDTS. Tw vanthat bai cho 3
ngudi chdong can sang loc va 1 cap vo
chdng ¢6 nguy co can 1am CDTS.
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SUMMARY

THALASSEMIA CARRIER SCREENING IN DINH HOA DISTRICT, THAI NGUYEN
PROVINCE: A STRATEGY FOR PREVENTING THE RISK OF NEWBORN
WITH SEVERE TYPE

Nguyen Kieu Giang'?, Nguyen Tien Dung'
"Thai Nguyen Pharma-Medical University
?Central Hospital of Thai Nguyen

Thalassemia is the most common inherited blood disorder in Vietnam, but the
screening program for the carrier to prevent new cases with thalassemia server in the
community is lacking. This study aims to evaluate the results of the screening criteria for
thalassemia carriers in Community Health Center. Crossectional study was applied.
Pregnant women under 12 weeks were enrolled in the study. OF-Osmotic fragility 0.36%
was used to screening for thalassemia carrier. The phenotype was diagnosed by
electrophoresis in the next step; Prenatal diagnosis will be conducted for the couple who
was positive in HbTyping. After 12 months of screening, 226 participants are volunteers
in the study. 12 couples were positive with the screening test. 2 couples were diagnosed
with B thalassemia heterozygotes. Afetus was done with prenatal diagnosis. After the
counseling, 226 participants accepted to screen for thalassemia, 12 pairs agreed to do
the diagnostic of phenotype, one couple decidedto do prenatal diagnosis.

Keywords: Thalassemia, carrier screeeing, pregnant women, community health
center
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