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Tém tit:

Muc tiéu ciia nghién ciru nham xac dinh thyc trang sang loc bénh tan mau bam sinh (thalassemia) va tim hiéu mot
50 yéu t6 lién quan dén sang loc can bénh nay ¢ phu nir mang thai (PNMT) dén kham tai bénh vién. Doi tugng va
phwong phap: sir dung phwong phap nghién ctru mé ta cit ngang, dinh lwong két hop véi dinh tinh. Tong s6 mau
gom 550 thai phu dén kham tai Bénh vi¢n Phu sian Trung wong tir thang 4/2020 dén thang 3/2021, dwgc sang loc
bang xét nghiém tong phan tich té bao mau ngoai vi, dién di huyét sic té va xét nghiém dot bién gen thalassemia.
17 thai phu duwgcc phdng van dé tim hiéu nhén thirc vé mdt sd yéu t6 lién quan dén sang loc bénh thalassemia. Két
qua: ty 1¢ sang loc thalassemia dwong tinh & thai phu 1a 12,7%. Thé a-thalassemia chiém ty 1¢ 16n nhat la 67,1%,
thé p- thalassemia chiém ty 18 13 12,9%. Bénh Iy huyét sic to E va cac thé phéi hgp khic ciing dwgc phat hién. Yéu
to nguy co chi yeu anh hu’(rng dén ty 1€ sang lgc bénh thalassemia bao gom dan toc, tién sir san khoa va tinh trang
thiéu mau. Bén canh do, cac yeu t6 vé gia dinh va vian héa, xa hfi cung anh huéng toi quyet dinh ciia thai phu Hiu
hét, PNMT khong c6 hiéu biét vé bénh thalassemia nén ho rit lo lang cho sirec khée ciia thai nhi va nhirng lan sinh
con tiép theo. Két luin: tir nhirng phat hién trén cho thfiy, nhan thire ciia PNMT vé bénh thalassemia con thép, ho
chwra quan tAim dén viéc sang loc sém bénh thalassemia. Vi vay, cin tuyén truyén ning cao nhin thirc cho thai phu
va gia dinh vé bénh thalassemia.

Tir khéa: phu nir mang thai, thalassemia, yéu t6 lién quan, yéu to nguy co.

Chi sé phin logi: 3.3

ngay sau kh1 sinh [4]. O nguoi phu nit c6 thai bi phu thai Hb
Bart’s, néu c6 kém phu rau thai thi me nhiéu nguy co tién
san giat va bang huyét sau dé [3]. Bénh p-thalassemia thé
ning do dot bién dong hop tir cia gen beta-globin, 14 thé
lam sang nang nhét véi biéu hién thiéu mau, tan mau nang
né kém theo nhiéu bién chimg nghiém trong, ngudi bénh

Pat van de

Bénh thalassemia 1 mot nhém bénh rdi loan méau di
truyén, déc trung boi su giam hodc ic ché san xuit va téng
hop cac chudi globin ciia hemoglobin [1]. Nguyén nhan gay
bénh 1a do dot bién gen quy dinh tong hop chudi globin dan
t61 hién tuong v hdng cau va gly ra tinh trang thiéu mau &

bénh nhan. Mirc do phé bién cua bénh tuy thuge vao ting
quoc gia, timg khu vyc. Theo T chicY té Thé gidi, bénh
huyét sic t6 anh huong toi 71% sé nudc trén thé gisi. Hang
nam c6 khoang 330.000 tré sinh ra bi bénh (trong dé 83%
1 hong cau hinh 1iém va 17% la bénh thalassemia) [2]. Day
13 bénh thiéu mau di truyén phd bién trén thé giéi, phan bd
khép toan cau nhung c6 tinh dia du ro rét: ty 1€ cao ¢ Dia
Trung Hai, Trung Pong, chau A, Thai Binh Duong [2, 3].
Bénh c6 2 nhom chinh la a-thalassemia va B-thalassemia
tiy theo nguyén nhan dot bién ¢ gen a-globin hay B-globin
[3]. Dang o-thalassaemia nghiém trong nhat 1a hoi ching
Hb Bart hydrops thai nhi khi thai chét trong tir cung hodc
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can phai truyén mau sudt doi [3, 5].

Viét Nam dang 1a mot trong nhitng nude c6 ty 1& méc
bénh cao trén ban do thalassemia thé gidi (theo théng ké
nam 2020, c6 khoang 13% dan s6 mang gen bénh) [6]. Nadm
2014, Hoi Tan mau bam sinh Viét Nam (VITA) da canh
béo sy bung nd thalassemia & Viét Nam véi khoang 20.000
ngudi bénh; wdce tinh mdi nam c6 khoang 2.000 tré sinh ra
miéc bénh [7]. Trong mot nghién ciru vé khao sat ganh ning
thiéu mau lién quan dén bénh thalassemia & PNMT tai Thira
Thién - Hué cho thay, ty 1é chung cta bénh 1 7,3%. Trong
s6 77 phu nit bi thiéu mau, c6 20 phu ni (chiém 26%) co
gen thalassemia [8]. Pé cham soc stc khoe cho PNMT tét
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Abstract:

This study aims to determine the current status of
thalassemia and find out some related factors to
screening of thalassemia in pregnant women visiting
the hospital. Materials and Methods: a cross-sectional
study, including quantitative and qualitative research. A
total of 550 women who visited the hospital from April
2020 to March 2021 were screened by full blood count,
hemoglobin electrophoresis, and thalassemia mutation
test. In-depth interviews with 17 pregnant women to
find out their awareness about some related factors to
screening of thalassemia. Results: The prevalence of
pregnant women screened positive for thalassemia was
12.7%. The a-thalassemia accounted for the largest
proportion of 67.1%, the p-thalassemia form accounted
for 12.9%. Hemoglobin E and other combinations have
also been detected. Risk factors affected screening for
thalassemia include ethnicity, obstetric history, and
anemia status. Besides, family and socio-cultural factors
also affected the decision of pregnant women. Most
pregnant women didn’t know about thalassemia, so
they were very nervous about the health of their fetuses
and future births. Conclusion: From the above findings,
awareness among pregnant women about thalassemia is
still low, they do not pay attention to early screening for
thalassemia. Therefore, it is necessary to raise awareness
for pregnant women and their families about thalassemia
disease.

Keywords: pregnant women, related factors, risk factors,
thalassemia.
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hon, giam ty 1€ tré sinh ra méc bénh thalassemia thé nang thi
viéc thuc hién chuong trinh kham sang loc, tu van di truyén
hon nhan 1a rt can thiét. Tai Viét Nam, cac nghién ciru vé
thyc trang bénh thalassemia 6 PNMT dén kham sang loc va
cac yeu t6 lién quan con it. Nhdm goép phan tim hiéu thém
vé van dé nay, chiing t6i tién hanh nghién ctru nay véi muc
tiéu: mo ta thuc trang bénh thalassemia & PNMT dén kham
sang loc tai Bénh vién Phy san Trung wong va tim hiéu mot
s6 yéu 6 lién quan dén sang loc bénh thalassemia & PNMT.

Doi tugng va phueng phap nghién ciu
Déi twong nghién ciu

Nghién ctru duoc tién hanh trén 550 PNMT dén kham
sang loc tai Bénh vién Phu san Trung wong tir thang 4/2020
dén thang 3/2021.

Tieu chuan lva chon:

- Gia dinh c¢6 nguoi bi thalassemia: PNMT, chéng, hoac
¢6 con da dugc xac dinh mang gen bénh thalassemia, hodc
thai phu c6 tién sir sinh con bi phu thai.

- Thai phy c6 két qua xét nghiém tong phan tich té bao
mau ngoai vi cho thiy nguy co mic thalassemia thong qua
cac chi s6 MCV (<80 ), MCH (<28 pg), HGB (<110 g/l)
c6 két qua dién di huyét sdc td hodc két qua xét nghi¢m dot
bién gen thalassemia.

Tiéu chuan loai trir:

- Thai phy khong dong ¥ hodc tir chéi cung cap thong tin
tham gia nghién ctu.

- Thai phu c6 tinh trang mat mau cdp do chin thuong hay
bénh ly: thiéu mau hong cau hinh liém, xuat huyét tiéu hoa,
céc chay mau bét thuong khac. ..

- Thai phu mic bénh Iy man tinh gay thiéu mau da dugc
chan doan trude d6 hodc dang o tinh trang viém nhiém nhu
loét da day - ta trang, nhiém ky sinh tring (giun méc/mo),
bénh hé théng hay bénh ly huyét hoc khac (tan mau ty mién,
u lympho...).

Phuwong phap nghién ciru

Thiét ké nghién ciru: nghién ciru sir dung két hop phuong
phap nghién ctru dinh tinh va dinh lugng.

Nghién cieu dinh heong: st dung thiét ké nghién ctru mo
ta cit ngang, hoi ctru va tién clru cac sd liéu vé két qua cong
thtrc mau, dién di huyet sac to va xét nghiém gen alpha va
beta globin.

Nghién ciru dinh tinh: nghién ctu dinh tinh duoc tién
hanh dya trén cac cudc phdng van sau va quan sat nham tim
hiéu nhan thic cia PNMT vé bénh thalassemia va mot so
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yéu t6 lién quan dén sang loc bénh thalassemia.
Cé méu va phwong phdp chon méu

C& mau cho nghién cieu dinh hrong: ¢& mau dugc xac
dinh dya trén cong thire tinh ¢& mau cho 1 ty 1é nhu sau:

(1 9 p(1-p)
dZ

(M

trong d6: n: ¢& mau nghién ctru; o: mirc y nghia thong ke,
chon 0=0,05 (twong mg do tin cdy 95%); Z(, «=1,96 tuong
ung voi 0=0,05 sau khi tra bang; p=0,013: ty 16 PNMT duoc
sang loc bénh thalassemia duong tinh tai Bénh vién Phu san
Trung vong theo nghién ctru cua Pang Thi Hong Thién nam
2019 [3]; d=0,03 khoang sai léch tuyét ddi.

Thay vao cong thirc (1) tinh dugc ¢& mau tdi thiéu cho
nghién ctru 12 483 d6i tuong nghién ciru. Sau khi cong voi
10% b6 cude thu dugc c& miu la n=483+50=533 dbi tuong.
Thuc té, nghién ctu thu thap dugc 550 dbi tuong.

Nghién ctru dinh lwong sir dung phuong phap chon mau
thuan tién.

C& mau cho nghién citu dinh tinh: ¢& mau cho nghién
ctru dinh tinh 12 20 PNMT dugce chon mau chu dich tir 550
phu nit & mau nghién ciru dinh luong. Tiéu chuin dé chon
nhitng phu nit cho nghién ctru dinh tinh tir mau cua nghién
ctru dinh lugng l1a nhitng phu nit dugc chan doan va theo ddi
mang gen bénh thalassemia. Nghién ciru da tiép can dugc
20 dbi tugng, trong d6 c6 3 dbi tugng khong dong y phong
van sdu do mét moi va budn chan, do khong co thoi gian
dé phong van. Con lai 17 thai phu dong ¥ tham gia va hoan
thanh cudc phong vén sau.

Cdc bién s6 va chi s6 nghién ciru: dic diém nhan khau
hoc cua dbi twong nghién ciru (tudi, tudi thai, dia chi, dan
toc), két qua xét nghlem (t6ng phan tich t& bao mau ng0a1
Vl dlen di huyet sic t6, xét ngh1em dot bién gen), nhom bién
s6 vé mot sb yéu t6 lién quan dén sang loc bénh thalassemia
& PNMT. Céc trudng hop két qua dién di huyét sic t6 cho
thdy, HbH, Hb Bart’s c6 thé chan doan xac dinh thai phu
mic hoi chimg HbH hay Hb Bart’s. Cac két qua khac cua
dién di huyét sic tb gop phan dinh huéng thé bénh alpha
hoic beta thalassemia can phai lam xét nghiém gen.

Tiéu chudn danh gia: thai phu c6 két qua xét nghlem
tong phan tich té bao méau ngoal vi cho thay nguy co mic
thalassemia thong qua cac chi so0 MCV (<80 fl), MCH (<28
pg), HGB (<110 g/l) va xét nghiém sat huyét thanh, ferritin
huyét thanh binh thuong, co két qua dién di huyét sic to
hodc két qua xét nghiém dot bién gen thalassemia.

Xur Iy va phan tich 6 lidu: sb liéu sau khi thu thap dugc
lam sach va nhap liéu bang phan mém Excel 2016. S liéu
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dugc xtr Iy va phan tich biang phan mém Stata 14.0. Thong
ké mo ta dugc st dung dé mé ta dac diém doi tuong nghién
cuu, tinh ty 1€ % bénh thalassemia. Théng ké suy luén: su
dung cac test thong ké (Fisher’s exact test hodc test khi binh
phuong) dé kiém dinh su khac biét va phan tich mot s6 yéu
t6 lién quan bang hdi quy don bién logistic.

Két qua
Ddc diem chung cia doi twong nghién ciru

Bang 1. M6t sé dic diém cua doi twong tham gia nghién ciru.

Théng tin chung S6 lwgng (n) Ty 18 (%)
Tudi

<25 77 14,0
25-29 149 27,1
30-34 156 28,4
>35 168 30,5
Tuéi thai

<13 tudn 110 20,0
13-22 tudn 301 54,7
23-28 tudn 89 16,2
29-37 tudn 49 8,9
>38 tudn 1 0,2
Dan toc

Kinh 478 86,9
Mudng 17 3,1
Tay 22 4,0
Théi 13 2,4
Nung 8 1,4
Khéc 12 2,2
Thiéu mdu

Co 32 5.8
Khong 518 94,2

Két qua bang 1 cho thay, nhom tudi cia PNMT hay gip
nhit 1a nhitng ngudi tir 35 tudi trd 1én ¢6 thai - thude nhom
nguy co cao theo tudi me (chiém ty 1€ 30,5%). Tubi thai duoc
lam xét nghiém nhiéu nhét 1a 13-22 tuan (chiém 54,7%).
Trong 550 phu nit c6 thai dugc sang loc bénh thalassemia
thi nguoi dan toc Kinh 1a cha yéu (chiém 86,9%), cac dan
toc khac nhu San Diu, Dao, Gidy chiém ty 16 rat it.

Nghién ctru dinh tinh gdm 17 phu nit ¢6 do tudi tir 21
dén 38 cho théy, phén 16n phu n@ ndi trg 6 nha, lam viéc
chii yéu ¢ nha may hodc 1a nong dan hay nhan vién hanh
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chinh. Trinh d hoc van cua phu nit tir trung hoc co so dén
tot nghiép cao dang/dai hoc. Co6 1 phu nit da dugc chan
doan bénh thalassemia tir khi con nhd, s6 con lai chua biét
ve bénh nay.

Thuec trang bénh thalassemia 6 PNMT

Ty l¢ sang loc bénh thalassemia ¢ PNMT :

9
(12,9%)

Duong tinh

6
70 (12,7%) (8,6%)

1
(1.4%)

;
(10%)

mAmtinh ®Phdihop ® Alpha-thal Beta-thal lia WHbE ®Khic

Hinh 1. Ty Ié sang loc bénh thalassemia & PNMT.

Theo nghién ctru cua Pang Thi Hong Thién (2019) [3]
tai Bénh vién Phu san Trung uwong tir nam 2015 dén 2018:
trong 9.516 thai phu c6 1.237 (13%) PNMT c6 hong cau
nho, trong d6 c6 123 PNMT (10% ctia PNMT c6 hdng cu
nho) c6 chdng ciing mang gen thalassemia ciing thé bénh
nén phai chin doan trude sinh. Nhu vy, vé 1y thuyét s& con
1 ty 1€ (cao hon 10%) PNMT c6 mang gen thalassemia va
chdng khong mang gen thalassemia hodc mang gen thalase-
mia khong cuing thé bénh véi vo nén khong can chan doan
trude sinh.

Két qua hinh 1 cho thay, trong tong s6 550 ddi twong
nghién ciru dugc sang loc bénh thalassemia thi phat hién
dugc 70 truong hop dwong tinh, chiém ty 1& 12,7% [c6 59
thai phu (chiém 84,3%) biéu hién thiéu mau hong cau nho
va nhuoc sic qua xét nghiém tong phan tich t& biao mau
ngoai vi va 11 thai phu (chiém 15,7%) duoc xét nghiém
mang dot bién gen bénh thalassemia].

Trong s6 70 truong hop sang loc bénh thalassemia
duong tinh, ¢6 47 trudng hop thude thé a-thalassemia chiém
ty 1¢ 16n nhét 1a 67,1% (c6 36 PNMT duoc sang loc bang
dién di huyét sic tb theo ddi mang gen a-thalassemia va 11
PNMT di xét nghiém dot bién gen duoc chan doan mang
gen bénh); c6 9 truong hop thudc thé p-thalassemia chiém
ty 1€ 12,9% (c6 4 PNMT duoc chan doan mang gen bénh
B-thalassemia va 5 PNMT dugc sang lgc theo ddi mang gen
B-thalassemia). Bénh 1y huyét sic t6 E chiém 8,6%, cac thé
phdi hop gdm HbE két hop theo ddi mang gen B-thalassemia
va HbE két hop mang gen o-thalassemia va B-thalassemia.
C6 1 trudng hop mang bénh 1y huyét sic t6 C, chiém 1,4%.

TAP CHI

HOA HOC

NG NGHE | [ct Nam 64(2) 2:2022

Khoa hoc Y - Duoc n——

Két qua xét nghiém dot bién gen thalassemia:

61

50 46 46

cip vo chdng

20 18 17

10 8 6
|
0

Alpha-thalassemia

4
0-0

Beta-thalassemia Khong xét nghiém Binh thwong

W Thaiphy M Chdngthaiphy M Thai nhi

Hinh 2. Két qua xét nghiém dét bién gen thalassemia & nhém
thai phu va gia dinh thai phu cé nguy co mac thalassemia.

Két qua hinh 2 cho thiy, trong sb 70 cip vo chong co két
qué sang loc nguy co méc bénh thalassemia ciia vo duong
tinh, chi c6 24 cip (chiém 34,3%) lam xét nghiém dot bién
gen thalassemia. C6 17 cip vo chong (chiém 24,3%) déu
mang gen a-thalassemia, trong s6 d6 co 8 thai nhi dugc
chan doan dot bién gen a-thalassemia (chiém 47,1%). C6
3 cdp vo chong (chiém 4,3%) déu mang gen p-thalassemia,
trong sO nay c6 1 thai nhi dugc chan doan dot bién gen
B-thalassemia (chiém 33,3%).

Mt 56 yéu to lién quan dén sang loc bénh thalassemia
0 PNMT
Yéu t6 cd nhan:

Bang 2. M6t s6 yéu t6 ca nhan lién quan dén sang loc bénh
thalassemia & PNMT.

Sang loc Sang lgc
thalassemia (+) thalassemia (-) OR (95%CI)
n (%) n (%)
Dan toc
Kinh 35(7,3) 443 (92,7) 1
Khac” 35(88,2) 37 (11,8) 11,97 (6,73-21,3)
Tién sii sin khoa
Chua c tién sir 58 (10,9) 474 (89,1) 1
C6 tién st 12 (66,7) 6(33,3) 16,34 (5,91-45,20)
Tinh trang thiéu mdu
Khéng thiéu mau 40 (7,7) 478 (92,3) 1
C6 thiéu mau 30 (93,8) 2(6,2) 179,25 (41,33-777,47)

*: dan toc Tay, Thai, Mwong, Nung, Dao, San Diu, Giay.

Két qua phan tich don bién & bang 2 cho thdy, mot sd
yeu to ca nhan lién quan dén ty 1€ sang loc bénh thalassemia
0 PNMT bao gom dan tdc, tién st san khoa va tinh trang
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thiéu mau. Trong nghién clru cta chung t6i, nhimg PNMT
thudc cac dan tdc Tay, Thai, Muong dén kham sang loc
thalassemia tai Bénh vién Phu san Trung wong c6 kha nang
phat hién nguy co cao mic thalassemia qua sang loc cao hon
11 1an so véi PNMT la nguoi dan toc Kinh. Két qua nay co
¥ nghia théng ké voi p<0,05. PNMT da tung sinh con mic
bénh thalassemia dugc chan doan mang gen bénh va phu
thai c6 khd nang phat hi¢én duong tinh véi thalassemia qua
sang loc cao gap 16,34 1an PNMT chua timg c6 tién st san
khoa lién quan dén bénh thalassemia. PNMT c6 biéu hién
thiéu méau c6 kha nang phat hién duong tinh véi thalassemia
qua sang loc cao gip 179,25 lan so v&i nhitng PNMT khong
c6 biéu hién thiéu méau.

Két qua nghién ctru dinh tinh ciing cho thiy rang theo
quan diém cta PNMT thi yéu t6 dan toc co anh huong dén
bénh thalassemia. Sau khi dugc bac sy tu van vé bénh thi
mot sd phu nir chia sé 1a nhitng dan toc thiéu sé nhu Mudng,
Tay... co xac suat mic bénh cao hon so véi dan toc Kinh.
Mot phu nir chia sé, sau khi dén kham thi méi biét dén bénh
thalassemia va dugc bac sy giai thich la dan toc thiéu sb thi
x4c sut bi bénh nay cao hon.

Dbi véi truong hop PNMT di timg duge chin doan méc
bénh thalassemia tir khi con nho thi ho ciing ¢6 nhiing hiéu
biét nhat dinh vé bénh thalassemia. Bénh nhan duoc biét vé
bénh qua bac sy tu van khi di diéu tri tai bénh vién. Theo
quan diém cua ho, yéu td vé dan toc duoc cho 1a ¢6 anh
hudng nhiéu dén bénh thalassemia.

Yéu t6 gia dinh: Thalassemia 1a bénh di truyén gen
13n trén nhiém sic thé thuong, do d6 viéc sang loc va xét
nghiém dot bién gen cia PNMT va chong duoc tién hanh dé
xéac dinh loai dot bién gen thalassemia, tu d6 1am co so dé
tinh nguy co mac bénh cho thai nhi va c6 huéng xir tri phi
hop. Nhiing cip vo chong déu mang gen bénh thi co nguy
co sinh con méc bénh cao hon so v&i nhiing cip vo chong
chi ¢c6 mot nguoi mang gen bénh thalassemia.

Phu nit khi mang thai thuc sy rat can sy quan tam cua
chdng va nguoi than trong gia dinh. Va khi dwoc hoi vé
thai do cua chéng va nguoi than thi cau tra 101 nhan dugc
tir hau hét cac ddi tugng nghién ctru 1a duge chong va gia
dinh quan tm, ting hd va dong vién trong viéc ra quyét dinh
v6i bénh thalassemia nay. Tuy nhién, khong phai ngudi phu
nir ndo ciing may min dugc chong va gia dinh quan tim,
ung ho quyét dinh cua ho. Mot sd it phu nit bdo cao ré’lng ho
mudn l1am tiép xét nghiém chin doan gen bénh thalassemia
dé c6 thé biét vé nguy co mang gen bénh khi mang thai 1in
sau nhung chong phan dbi nén quyét dinh khong lam nia.

Yeéu to vé co soy té, van hoa va xa hoi:

Ngoai yéu t6 ca nhan va gia dinh thi yéu t6 vin hoa, xi
hdi cling anh huong dén sang loc bénh thalassemia 6 PNMT
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nhu 14 viéc cung cip thong tin vé bénh tir phia co sO y té,
tinh san c6 vé dich vu xét nghiém sang loc va chan doan gen
bénh, phong tuc tdp quan cua cac dan tdc.

- Thir nhat, mot sd phu nit nhan théy viéc cung cép thong
tin vé& bénh thalassemia tir cac co s¢ y té 1a chua diy du
dé ho c6 thé hiéu 15 vé bénh. Sau khi nghe tu van vé bénh
thalassemia tai co s&'y té thi van chua hiéu 15 va can cac bac
sy giai thich sau hon.

- Thtr hai, tinh sin c6 cua cac xét nghiém sang loc va
chin doan gen bénh thalassemia ciing 1a yéu t6 co anh
huong dén kha ning tiép can ciia PNMT. Mot sé phu nir
chia sé tai tuyén y té co so khong c6 ddy du trang thiét bi va
cong ngh¢ hién dai dé c6 thé sang loc bénh thalassemia cho
PNMT. Chinh vi vay, khi ho di kham thai thi khong dugc
lam céc xét nghiém sang loc vé bénh nay.

- Tht ba, ¢6 5/17 phu nit cho ring, phong tuc tip
quéan ciing 14 mot yéu té ¢6 lién quan dén sang loc bénh
thalassemia. Theo quan diém cua ho thi phong tuc két hon
can huyét & mot vai dan toc thiéu s co thé 1a nguyén nhan
dan dén sy tring gen va di truyén bénh thalassemia qua cac
thé hé. Viéc khong biét dan toi khong di kham sang loc 1am
tang ty 1¢ nguoi mac bénh nay.

Ban luan
Ty I¢ sang loc bénh thalassemia ¢ PNMT

Két qua nghién ctru cho thiy, ty 16 PNMT sang loc bénh
thalassemia dwong tinh 1a 12,7%. Két qua nay twong dong
v6i ty 1€ sang loc thalassemia duong tinh trén PNMT trong
nghién ciru ctia Dang Thi Hong Thién nam 2019 [3] 1a 13%.
Tuy nhién, ty I¢ nay cao hon so véi nghién ctru cia Gupta
va cs (2015) [9] tai An Do cho ty 1¢ PNMT duoc sang loc
bénh thalassemia duong tinh tai bénh vién la 5,9%. Mat
khéc, ty 1¢ nay lai thép hon so voi ty 1€ PNMT duogc sang
loc thalassemia duong tinh trong cac nghién cuu thuc hién
& Thai Lan va Lao (1an luot 1a 25,4 va 23,7%) [10, 11]. Su
khac biét nay c6 thé 1a do ty 1& sang loc thalassemia khac
nhau & cac chung toc va qudc gia trén thé gioi.

Viée xét nghiém di truyén hoc phan tir tim dot bién gen
bénh thalassemia & PNMT c6 két qua sang loc duong tinh
kha quan trong dé chan doan kiéu gen cho hai vg chong.
Két qua xét nghiém di truyén nay c6 gid tri ca doi, cac thiy
thudc dya trén két qua do, phén tich theo co ché di truyén
dé tu van nguy co di truyén cho mdi lan mang thai cta hai
vo chong [3]. Tuy nhién, trong nghién ciru nay chi c6 34,3%
PNMT c6 két qua xét nghiém dot bién gen thalassemia.
Qua phong vén dinh tinh ching t6i thiy ring, ty 1& nay con
thép 1a do PNMT quyét dinh khong sang loc tiép dé chan
doan gen bénh vi diéu kién kinh té kho khdn ma chi phi xét
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nghiém dot bién gen thalassemia cho mdi ngudi kha cao
hoac vo chéng hiém muon nén van quyét dinh sinh con va
theo ddi sau sinh. Nhitng PNMT chi c6 két qua xét nghiém
dot bién gen thalassemia ma khong co két qua xét nghiém
téng phén tich t& bao mau ngoai vi, Iy do c6 thé 1a trude
day ho di timg dugc chian doan mang gen bénh thalassemia
hodc da lam xét nghiém té)ng phan tich t& bao mau ngoai vi
0 co sd khac hodc da tung co tién st san khoa duoc tu van
sang loc rdi nhung chua lam xét nghiém tim do6t bién gen
bénh thalassemia.

Mot sé yéu 16 lién quan dén sang loc bénh thalassemia
¢ PNMT

Nghién ctu thyc hién tai Bénh vién Phu sdn Trung uong
nén chu yéu ngudi Kinh dén kham kha dong. Két qua
nghién ctru cho thdy ty 1¢ cac dan toc thiéu sé mang gen
bénh thalassemia rat cao. Tuy nhién, mot sb nghién ciru
khac nhu cua Nguyén Cong Khanh va cs (1986) [12], Tran
Cong Khanh (1993) [13] da chi ra rang, ty 16 mang gen
B-thalassemia va bénh huyét sic t6 & nguoi dan toc it nguoi
mién Bic rit cao, nhat 1a & ngudi Thai va ngudi Mudng
(lan luot 13 33,3 va 16,6% ¢ ngudi Thai va 32,5 va 25% 6
ngudi Mudng). Nghién ctru ciia Bach Qudc Khanh va cs
(2019) [14] ciing cho thdy két qua twong tu, ty 1& mang gen
thalassemia va bénh huyét sic t6 chung chiém 64,7%, 1a rat
cao trong cong dong gdm 9 dan toc thiéu s6 & Tay Nguyén.

Duya vao phan loai muc do thiéu mau theo tiéu chuin
ciia WHO dbi v6i PNMT khi dugce chan doan thiéu mau
(chi s6 HGB<110 g/I), trong nghién ctru ctia Dao Phan Thu
Huong [15] ¢6 5,8% PNMT c6 biéu hién thiéu mau & mirc
d6 nhe va vira lan luot 1a 53,1 va 46,9% . Nghién ctru cta
Ge va cs tai Trung Qudc nim 2020 [16] cling cho phat hién
tuong tu nhu két qua ciia ching t6i, hdu hét PNMT véi bénh
thalassemia déu co biéu hién thiéu mau nhe.

Nghién ctlru ctua ching t6i cling chi ra mot yéu td quan
trong khac 1a tién sir san khoa c6 lién quan dén sang loc
bénh thalassemia & PNMT. Trong sé phu nit c6 tién sur san
khoa lién quan dén bénh thalassemia, c6 66,7% ngudi co
két qua sang loc duong tinh mang gen bénh thalassemia.
Nhiéu phu nir dugc phong van chia sé ho da co tién su
phu thai, thdm chi dinh chi thai nghén vi phu thai nhiéu
1an nhung khong biét minh mang gen bénh thalassemia. Ho
khong di lam cac xét nghiém tiép theo lién quan dén bénh
vi nghi rang lan nay mang thai chua may man, lan sau sinh
con s& binh thuong. Mot sé phu nir khac bao céo ring, ho
dd dugc nhan vién y té tu van vé bénh thalassemia nhung
khong hiéu rd tinh trang mang gen ciing nhu nguy co cho
nhitng 14n sinh con tiép theo, vi thé 1in nay mang thai c6
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bat thuong thi ho mai di kham. Vay nén yéu té nhan thic
ctia PNMT vé bénh thalassemia ciing 1a mot yéu té ¢ lién
quan duoc tim thy trong nghién ctru nay. Hau hét phu nir
khong biét vé bénh thalassemia trude khi dén kham thai tai
bénh vién. Ho khong nhan thic dugc tam quan trong cua
viéc sang loc sém gen bénh thalassemia va hau quéa ning né
ca vé thé chét 1an tinh than ddi voi tré sinh ra méc bénh thé
nang. Chinh vi vay, PNMT thuong chti quan va khong di
kham sang loc gen bénh thalassemia, ddn dén nhiéu trudng
hop déng tiéc xay ra. Nghién ctru ciia Hanprasertpong va
cs (2018) [17] cling c6 phat hién tuong ty nhu két qua cua
chung t6i, cho thy kién thirc cia PNMT & Thai Lan vé tim
soat bénh thalassemia trudc sinh con th?ip. Bén canh do,
trinh d¢ hiéu biét va thai do cia PNMT vé bénh thalassemia
c6 anh hudng dén viec quyét dinh thuc hién sang loc trudc
sinh cua ho.

Su quan tam, hd tro, dic biét tir phia chong va gia dinh
ciing 12 mot yéu t6 khac duoc tim thiy trong nghién ctru ¢6
anh hudng dén PNMT v6i bénh thalassemia. Trong nghién
clru nay, da s6 phu nir déu chia sé ho dugc chdng va gia dinh
quan tdm, ung ho trong moi quyét dinh. Nghién ctru cia
Boardman va Hale ndm 2019 [18] ciing chi ra sy tuong dong
v6i két qua nghién ciru nay, cho thdy phu nit dwoc chong va
gia dinh ting hd quan diém ctia minh. Tuy nhién, khong phai
moi quyét dinh cua phy nit déu nhan duoc su tng ho, hd
tro tir phia gia dinh. Mot s6 it phu nit trong nghién ctru ciia
chung toi chia sé ho muén lam xét nghiém tim phan tir dot
bién chin doan gen bénh thalassemia dé biét vé nguy co di
truyén bénh cho con nhing 1an mang thai tiép theo nhung
chdng phan d6i nén khong 1am nita. Diéu nay ciing 1a mot
khoang trong trong viéc sang loc va phat hién chinh xac ty
1¢ nguoi mang gen bénh thalassemia.

Nghién ctru cia Nguyén Thi Thu Ha va cs nam 2019
[19] ciing c6 phat hién tuong tu véi két qua nay, cho thay ty
1¢ mang gen thalassemia va bénh huyét sic t6 & mot sb dan
toc ¢ xu hudng két hon can huyét trong cing dén toc song
tap trung ¢ Bac Trung B6 déu rat cao.

Vi véy, can tuyén truyén phd bién kién thirc vé& bénh
thalassemia va mot s6 yéu td lién quan dén sang loc mang
gen bénh cho PNMT va gia dinh biét qua nhiéu hinh thirc.
Tuyén truyén dé cong dong han ché két hon can huyét, dic
biét & mot vai dan toc thiéu sd nhim gop phan lam giam ty
1€ nguoi méc bénh thalassemia.

Keét luan

Qua nghién ctru thyc trang bénh thalassemia & PNMT
dén kham sang loc tai Bénh vién Phu san Trung wong va mot
s0 yeu to0 lién quan, chung toi rat ra mot sO ket luén nhu sau:
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Ty 1¢ sang loc bénh thalassemia duong tinh 1a 12,7%,
trong d6 thé a-thalassemia chiém ty 1¢ 16n nhét 1a 67,1%,
thé B-thalassemia chiém ty 1& 16n thir 2 1a 12,9%, bénh 1y
huyét sic t6 E va cac thé phdi hop ciing dugc phat hién.

Mot s yéu t6 c4 nhan co lién quan dén sang loc bénh
thalassemia & PNMT bao gdm: nhém céac dan toc Mudng,
Thai, Tay c6 kha nang phat hién duong tinh véi thalassemia
qua sang loc cao hon dan tdc Kinh (OR=11,97); nhiing
nguoi c6 tién sir san khoa lién quan dén bénh thalassemia c6
kha ndng phat hién duong tinh véi thalassemia qua sang loc
cao hon nhitng ngudi chua c6 tién sir (OR=16,34); nhimng
PNMT bi thiéu mau c6 kha ning phat hién duong tinh voi
thalassemia qua sang loc cao hon nhiéu so voi nhimng nguoi
khong bi thiéu mau (OR=179,25).

Yéu to gia dinh c6 lién quan dén thai d6 cua chong va
nguoi than trong vi¢e ung hd vo lam sang loc nguy co mac
bénh thalassemia.

Yéu té vé xa hoi co anh huong dén ty 1¢ sang loc bénh
thalassemia thdp & PNMT tir phia co so y té bao gdm viéc
cung cap thong tin vé bénh chwa day du, thiéu trang thiét bi
chén doan gen bénh tai tuyén co sé hodc yéu té van hoa nhu
1a phong tuc két hon can huyét & mot vai dan toc thiéu so.
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