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cat dai trang ndi soi trung binh 8 ngay, néu tién
trién thuan Igi bénh nhan cd thé xuét vién sém
sau 6 ngay, néu co bién ching thi thai gian hau
phau sé€ kéo dai han [8]. Trong nghién clru cla
chung t6i thdi gian tai phat trung binh 12,17 £
5,71 thang, ngén nhat 1a 4 thang va dai nhat la
36 thang Cac yéu t6 anh hudng dén tai phat tai
cho cd thé ké dén nhu: giai doan u, v& u trong
mo, ky thudt mo, do biét hoa té bao hda xa tri
tién phau... Trong d6, mot trong nhitng yéu to
quan trong nhat la ky thuét cat toan bd mac treo
dai trang (TME) va da dugc ching minh trong
nhiéu nghién Cu’u vé kha nang giam ty I€ tai phat
tai chd sau mo. Hoéa xa tri tién phau cling gop
phan lam glam ty Ié tai phat tai chd.Trong
nghién clu clia chung toi thai gian s6ng thém
toan bd sau md trung binh 27,84 + 16,41 (3 -
60) thang. Thai gian song thém khdéng bénh sau
md 25,56 + 17,76 (3 - 60) thang. Thai gian s6ng
thém cé bénh sau mé 10,84 * 4,63 (3 -24)
thang. Nhu vay, phau thudt ndi soi diéu tri ung
thu dai trang gop phan lam tang thai gian tai
phat bénh va lam tang thém chat lugng s6ng va
thai gian s6ng cho ngudi bénh.

V. KET LUAN

Phau thuat ndi soi diéu tri ung thu dai trang
la an toan, hiéu qua véi ty I€ tai bién va bién
ching thap, dam bao tinh triét can vé mat ung
thu hoc, thai glan phau thuat va diéu tri ngan,
ting thdi gian s6ng thém sau mé va thdi gian tai

phat sau m& cho ngudi bénh. Tuy nhién, nghién
cru van con mot s6 han ché do nghién clu hoi
ctru va thdgi gian nghién clru, thgi gian theo sau
m& nén chua danh gié dudc két qua dai han.
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XAC PINH KIEU GEN THALASSEMIA O’ BENH NHAN
CO CONG THU’C MAU NGHI NGO’ BANG REAL-TIME PCR
PA KENH PHAN TiCH PUONG CONG NONG CHAY

TOM TAT

Muc tiéu: Xac dinh ty 1& mang gen, phé dot bién
(24 bién thé) va dac dlem huyét hoc & benh nhan c6
cbng thi'c mau ggi y thalassemia tai mién Bac Viét
Nam, st dung PCR da kénh dudng cong néng chay.
Phuong phap: Nghién cfu md ta cat ngang trén 116
bénh nhan (01/2023-06/2025) tai Trung tam Xét
nghlem Chemedic. DNA tach chiét tir mau ngoai vi,
dinh ki€u gen b&ng PCR thdi gian thuc da kénh huynh
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quang dua trén phan tich dudng cong ndng chay (kit
Thalassemla Gene Assay, Yaneng Bioscience, dat
chudn IVD) trén hé théng CFX96 Touch/DTpnme -5.
Phan tich dir liéu bang OriginPro 2024; kiém dinh
Mann-Whitney U d&€ so sanh chi s& huyet hoc. Két
qua: Ty I&é mang gen 50,9% (59/116); a-thalassemia
29,3%, Bthalassemla 189/0, dong di truyén a+p
2,6%. Tong 66 bién cd dot bién: --SEA 37,9%, HbE
18 ,2%, CD41/42 12,1%. Nhém mang gen c6 RBC cao
hon (5,41 + 0,55 vs 4,87 + 1,01 x10%2/L; p=0,006),
MCHC thap hon (295 + 19,9 vs 306 + 21,7 g/L;
p=0,003), RDW-CV cao hon (17,4 + 3,2 vs 16,6 £
4,1%; p=0,056). Két luan: Ty |é mang gen
thalassemia cao vdi --SEA va HbE chiém uu thé, phu
hgp dich t¢ Bong Nam A. PCR da kénh dudng cong
nong chay chiing té d6 nhay_cao (>99%) trong phat
hién dong thai 24 dot bién, ho trg sang loc cong dong
va tu' van di truyén tién hon nhan.
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Tur khoa: Thalassemia, PCR da kénh dudng cong
nong chay, --SEA, HbE, Cong thic mau.

SUMMARY

THALASSEMIA GENOTYPING IN PATIENTS
WITH ABNORMAL COMPLETE BLOOD
COUNT USING MULTICOLOR MELTING-

CURVE REAL-TIME PCR

Objectives: To determine the carrier rate,
mutation spectrum (19 variants), and hematological
characteristics in patients with suspected thalassemia
based on abnormal complete blood count (CBC) in
Northern Vietnam, using multichannel melting curve
real-time PCR. Methods: Cross-sectional descriptive
study on 116 patients (01/2023-06/2025) at
Chemedic Laboratory. Genomic DNA was extracted
from peripheral blood and genotyped using
multichannel fluorescent real-time PCR with melting
curve analysis (Thalassemia Gene Assay kit, Yaneng
Bioscience, IVD-certified) on CFX96 Touch/DTprime-5
systems. Data analyzed with OriginPro 2024; Mann-
Whitney U test for hematological comparisons.
Results: Carrier rate 50.9% (59/116); a-thalassemia
29.3%, [-thalassemia 18.9%, a+p co-inheritance
2.6%. Total 66 mutation events: --SEA 37.9%, HbE
18.2%, CD41/42 12.1%. Carriers exhibited higher RBC
(5.41 £ 0.55vs 4.87 £ 1.01 x10%2/L; p=0.006), lower
MCHC (295 + 19.9 vs 306 + 21.7 g/L; p=0.003), and
higher RDW-CV (174 = 3.2 vs 16.6 = 4.1%;
p=0.056). Conclusion: High thalassemia carrier
prevalence with --SEA and HbE predominance aligns
with Southeast Asian epidemiology. Multichannel
melting curve real-time PCR demonstrates high
sensitivity (>99%) for simultaneous detection of 24
mutations, facilitating community screening and
premarital genetic counseling.

Keywords: Thalassemia, multicolor
curve PCR, --SEA deletion, HbE, CBC.

I. DAT VAN DE

Thalassemia la bénh thi€u mau tan mau di
truyen phd bién tai Dong Nam A va van la ganh
nang suc khde bi xem nhe trén pham vi toan cau
[1]. Ty |é mang gen & Viét Nam udc tinh khoang
5-15% tuy vung va nhém dan toc; trong dé mat
doan —SEA (truc a) va bién thé HbE (truc B) la
cac “diém nong” di truyén déc trung cla khu vuc
[2—4]. Nhitng thé bénh phu thudc truyén mau
gy chi phi diéu tri dai han dang ké cho hé théng
y té. Sang loc budc dau dua vao cong thirc mau
(MCV, MCH giam) c6 thé ggi y, nhung chan doan
xac dinh ngudi mang gen va phan tang nguy cg
can dya trén xét nghiém di truyén theo khuyén
nghi ctia WHO/TIF [5-7].

Tai mién Bac Viét Nam, cac bdo cdo trong
nudc trudc day chi yéu khao sat riéng ré a-
hodc B-thalassemia, dif liéu dong thdi vé phé 24
bién thé thudng gdp trong cing mét quan thé
nghi ngG con han ché. Bén canh d6, bang chiing
so sanh truc ti€p cac chi s6 huyét hoc gitta nhdm

melting

mang gen va khéng mang gen trong bGi canh (rng
dung real-time PCR da mau két hgp phan tich
dudng cong néng chay chua dugc cdp nhat cho
khu vuc nay. Lap day khoang tréng néu trén c6 y
nghia thuc tién doi véi chién lugc sang loc tién
hon nhan, trudc sinh va sg sinh, cling nhu t6i uu
hda quy trinh chan doan trong phong xét nghiém
[2-7]. Chlng t6i ti€n hanh nghién cliiu “Xac dinh
Ki€u gen thalassemia & Bé&nh nhén cé Coéng thirc
mau Nghi ngd bang Real-time PCR Da kénh Phan
tich budng cong ndéng chay” véi muc tiéu:

1. Xac dinh ki€u gen thalassemia va phé 24
dot bi€én & bénh nhan cd cong thirc mau nghi
ngd bang real-time PCR két hop phan tich dutng
cong nong chay da mau.

2. So sanh cac chi s6 huyét hoc chu chot
(RBC, HGB, HCT, MCV, MCH, MCHC, RDW-CV)
gitta nhdm mang gen va khdng mang gen bdng
ki€m dinh Mann—-Whitney U.

II. DOl TUQNG VA PHUO'NG PHAP NGHIEN CU'U

2.1. P6i tugng nghién ciru. Nghién clu
dugc tién hanh trén 116 bénh nhan cé nghi ngd
mac thalassemia dua trén két qua cong thirc mau,
dugc chi dinh lam xét nghiém khang dinh tai Trung
tam Xét nghiém Chemedic trong giai doan tu
01/2023 dén 06/2025. Mau nghlen citu bao gom
ca nam va nir ¢ nhi€u nhém tubi khac nhau.

Tiéu chuén chon méu:

e Bénh nhan cé thi€u mau hong cau nhéd
nhugc sac trén xét nghiém cong thirc mau, ggi y
thalassemia; va/hoac

e CO tién sir gia dinh mac thalassemia hodc
thi€u mau di truyén.

Tiéu chuén loai tra:

e Bénh nhan da xac dinh nguyén nhan thiéu
mau khac nhu: thi€u st, suy tay, tan mau
khong do thalassemia, hodc cac bénh huyét hoc
ac tinh.

2.2. Thiét ké nghién clru. Nghién cifu mo
ta cdt ngang.

2.3. Thu thap va xtr ly mau bénh pham

e Ldy 2 mL mau tinh mach ngoai vi vao 6ng
chdng dong Ks-EDTA.

e Mau dugc bao quan ¢ 2-8°C va tién hanh
phan tich trong vong 7 ngay ké tir khi Iay mau.

o Tru’dng hgp can luu trit kéo dai, mau dugc
dong lanh & —20°C dén —70°C, tuan thu quy dinh
an toan sinh hoc.

2.3. Phuadng phap xét nghiém

Xét nghiém huyét hoc: Cong thifc mau
dugc thuc hién trén hé thong Sysmex XP-100
(Nhat Ban).

Phén tich di truyén: DNA dugc tach chiét tir
mau toan phan. Xac dinh dot bién a-thalassemia va
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B-thalassemia dugc thuc hién bang ky thuat PCR
két hgp phan tich dudng cong néng chay da mau
(Multicolor melting curve real-time PCR), st dung
bo kit Thalassemia Gene Assay (Yaneng Bioscience,
Shenzhen, China, dat chudn IVD) trén hé théng
DTprime-5 (DNA-Technology, Nga, dat chudn IVD).

Phuong phap cho phép phat hién dong thdi
cac dot bién mat doan va khong méat doan cua
a-thalassemia, cling nhu' cac dot bién diém trén
gen B-globin cé y nghia bénh hoc.

Nguyén ly phan tich duong cong nong
chay:

e PCR khuéch dai doan DNA dich lién quan
dén gen HBA1, HBA2 va HBB.

e ThuSc nhudm huynh quang gan vao DNA
sdi doi gitp theo doi qua trinh khuéch dai.

_ e Sau khuéch dai, nhiét d6 dugc tang dan;
moi ki€u gen cd nhiét d6 ndng chay (Tm) déc trung.

e Dang va vi tri dinh néng chay trén do thi
cho phép phan biét:

o Kiéu gen binh thudng

o Ngudi mang gen di hop tir

oThé ddéng hop t& hodc hop tor kép
(compound heterozygote)

e Ky thudt cho phép phan tich nhiéu dot
bién trong mot phan Ung dua trén tin hiéu
huynh quang da kénh.

Bang 1. Cac dot bién khao sat trong
nghién cau

a-Thalassemia
—SEA, —a3.7, —q4.2

Hb Quong Sze (HBA2:¢.377T>C),
Hb Constant Spring
(HBA2:c.427T>C), Hb Westmead
(HBA2:¢.369C>G), Hb Thai
(HBA2:¢.427T>G)
B-Thalassemia (gen HBB)

Bién doi vung|IVS-I-1(G>T), IVS-I-5(G>C), IVS-

Mat doan
(Deletion)

Khong mat
doan (Non-
deletion)

promoter/ |II-654(C>T), IVS-II-1(G>A), IVS-
splice II-5(G>C)
Mat/Thém CD41/42(-TTCT), CD26(HbE:

nucleotide
(frameshift/
stop codon)

GAG—AAG), CD17(A>T),
CD27/28(+C), CD30(AGG>GGG),
CD71/72(+A)

-28(A>G), —29(A>G), —32(C>A),
Cap +1(A>C), CD31(C>T),
—90(C>T), Initiation codon

Thay thé base
khac

(ATG>AGG)

2.5. X ly s@ liéu. Dt liéu dugc nhap va
phan tich bang Microsoft Excel va OriginPro
2024. Su dung théng ké md ta dé xac dinh ty I1&
phan bd cac thé thalassemia va ki€u gen tuong
U'ng, kiém dinh Mann-Whitney U, x2 hai phia
(continuity correction) dudc st dung dé danh gia
su' khac biét thong ké cia dir liéu. Ngoai ra,
Clopper—Pearson, Fisher's exact test dugc dung
cho bang cd tan suat nho.

2.6. Pao dirc nghién ciru. Nghién clu
dugc Hoi dong Dao dic trong nghién cltu y sinh
hoc cla Trung tdm Xét nghiém Chemedic phé
duyét. Tat ca déi tugng nghién clru (hodc ngudi
giam ho) dugc giai thich muc tiéu nghién clru va
ky cam két dong y tham gia. B

2.7. Kiém soat chat luogng. Cic mau
ching duong va ching am dudc chay kém trong
moi 16 xét nghiém nhdm dam bao d6 chinh xac
va tinh tai Idp. Toan bd quy trinh tuan thua hudng
dan cua nha san xuat va quy dinh an toan sinh
hoc cia BO Y té.

Ill. KET QUA NGHIEN CU'U

_3.1. Ty Ié mang gen thalassemia trong
mau nghién clru. Trong s6 116 bénh nhan
dugc xét nghiém di truyén (Bang 2), 59 trudng
hop (50,9%) mang it nhat mot dot bién
thalassemia, gbm cac loai: a-thalassemia chiém
29,3% (34/116), B-thalassemia 18,9% (22/116),
dong di truyén a+B 2,6% (3/116), va khong
mang gen dot bién 49,1% (57/116). Phan bd cac
thé thalassemia theo giGi dugdc trinh bay & Bang
2. Khong ghi nhan sy khac biét c6 y nghia thdng
ké gitra nam va nit & bat ky nhém nao (p > 0,05
cho tat ca cac so sanh).

Bang 2. Phin bé céc thé thalassemia theo gidi (kém 95% CI va p-value)

Nhom Nir (n/N)| Nir % (95% CI) |Nam (n/N)| Nam % (95% CI) | p-value
a-thalassemia 19/62 30,6% (19,2-42,1) 15/54 27,8% (15,9-39,7) 0,74
B-thalassemia 12/62 19,4% (9,5-29,2) 10/54 18,5% (8,2—28,9) 0,92

Pong di truyén a+B 3/62 4,8% (=0-10,2) 0/54 0,0% (0—=6,6)* 0,24t
Khong mang gen 28/62 45,2% (32,8-57,5) 29/54 53,7% (40,4-67,0) 0,35

* Gidi han trén udc tinh theo Clopper—Pearson
khi s6 dém bang 0 (xap xi). T Fisher's exact test
dung cho bang co tan suat nhd; cac hang con lai
dung x2 hai phia (continuity correction).

3.2. Déc diém huyét hoc. Bang 3 trinh bay
so sanh cac chi s6 huyét hoc gilta nhdm mang
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gen va khong mang gen thalassemia. Két qua
cho thdy nhém mang gen cé RBC cao hon (p =
0,006), HGB cao haon (p < 0,001), HCT cao hon
(p < 0,001), va MCHC thap han (p = 0,003) mot
cach cé y nghia thdng ké. Cac chi s6 khac nhu
MCV, MCH va RDW-CV khong cé su khac biét co
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y nghia (p > 0,05).

Bang 3: So sanh cac chi sé6 huyét hoc giiita nhom mang gen va khéng mang gen

thalassemia
s Mang gen (n=59) Khéng mang gen (n=57)
Chi s Mean = SD | Median [IQR] | Mean % SD | Median [IQR] |P_V2lue™

RBC (x1012/L) 541 +£0.55 | 5.31[5.01-5.76] | 4.87 £ 1.01 | 4.81[4.33-5.41] | 0.006 t
HGB (g/L) 126.5 + 14.9 126 [118-138] 112.6 £ 23.0 114 [94-126] <0.001
HCT (L/L) 0.43 £ 0.04 | 0.42[0.41-0.45] | 0.37 £ 0.07 | 0.37[0.34-0.40] | <0.001
MCV (fL) 79.3 £ 7.6 79.4[74.9-83.3] | 76.5+ 109 | 75.1[67.6-84.4] | 0.091
MCH (pg) 23.5 £ 3.2 23.6 [21.5-25.5] 23.5+4.5 | 21.9[20.3-27.8] | 0.697
MCHC (g/L) 295 + 19.9 296 [285-308] 306 + 21.7 306 [295-322] 0.003
RDW-CV (%) 17.4 £ 3.2 16.8 [15.5-18.4] 16.6 + 4.1 15.9[14.0-18.3]1 | 0.056

* p-value tUr ki€m dinh Mann-Whitney U (hai
phia). t p < 0.05: khac biét c6 y nghia thdng ké

3.3. Phan bd ki€u dot bién (cip bién
thé). Trong 59 bénh nhan mang gen, ghi nhan
téng cdng 66 bién cd ddt bién (Mot sd trudng
hgp mang nhiéu dot bién). Ty 1€ phan b6 theo
truc gen: a-thalassemia 55,0%, B-thalassemia
45,0%. Chi tiét phé dot bién dugdc trinh bay &
Bang 4 va minh hoa & Hinh 1.

Bang 4. Tan sudt cac dot bién phat hién
(n=66 bién cé)

Dot bién So ;:;ing .{X/‘:?
—SEA/aa 37,88
—a3.7/aa 7,57
—-a4.2/aa 1,52
—a3.7/-SEA 1,52

Hb Constant Spring

(HBA2:C.427T>C) 7,37

Hb Westmead
(HBA2:¢c.369C>QG)

CD41/42

(HBB:c.126_129delTTCT) 12,12

HbE (HBB:c.79G>A) 18,18

CD17 (HBB:c.52A>T) 9,09

25
5
1
1
5
3 4,55
8
12
6
66

Tong 100

Nhéan xét: -SEA (truc a) va HbE (truc f)
chiém ty 1& cao nhat — phu hdp véi dich te di
truyén ¢ Viét Nam/Pdng Nam A; c6 y nghia
trong tu van tién hon nhan, tién sén va thiét ké
panel sang loc.

a0 3T RS

an
& 3o P ...
Ez-;
i
& 18
r=d

10 4 »en
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Hinh 2. Phén bé t3n suat cic dot bién phat
hién dugc (n=66 bién cé)

Két qua cho thdy --SEA (37,88%) va HbE
(18,18%) la cac dot bién phd bién nhat, phu hdp
vGi dac dlem dich t& di truyén tai Viét Nam va
Pong Nam A. Trong nhém a-thalassemia, dét
bién mat doan --SEA/aa chiém uu thé, thudng
lién quan dén ki€u hinh HbH khi két hdp di hop
tlr. Cac dot bién mat doan nhd (--a3.7/aq, --
a4.2/aa) va khong mat doan (Hb Constant
Sprmg, Hb Westmead) o ty 1€ thap han nhung
van gdp phan vao gidam tong hgp chudi a-globin.
Trong nhém B-thalassemia, HbE (CD26 G>A) la
dodt bién diém phd bién nhé“t, co thé gay thé
bénh HbE/B-thalassemia ndng khi dong hgp tur.
CD41/42 (-TTCT) va CD17 (A>T) ciing thu(jng
gap, gay dich khung hodc codon két thic sém,
dan dén ngting tong hop chudi B-globin.

IV. BAN LUAN

Két qua nghién clu cho thay ty Ié mang gen
thalassemia & nhém bénh nhan cé cong thdc
mau nghi ngd tai mién Bac Viét Nam la 50,9%,
cao han so véi udc tinh trung binh toan quéc (5—
15%) theo cac nghién clu dich té trudc day.
Diéu nay cé thé giai thich bai thiét k& nghién clru
tap trung vao nhom nguy €0 cao, Vdi thi€u mau
hong cau nhd nhugc sac 1a tiéu chudn chon mau
chinh. Trén pham vi toan cau, thalassemia la
ganh nang sic khoe bi bd qua ngéy cang tang,
v@i han 300.000 tré sinh ra moi nam mang bénh
ndng, chu yéu & cac nudc dang phat trién [1].
Tai khu vuc Dong Nam A, bao gém Viét Nam, ty
|é mang gen a- va B-thalassemia dao dong tur 1-
30% tuy nhém dan téc, gop phan vao ty 1€ tir
vong tré em dudi 5 tudi Ién dén 3,4% [4]. Két
quéa cla ching tdi phu hgp véi bdo céo cua T6
chlrc Y té Thé gidi (WHO), nhdn manh nhu cau
sang loc s6m dé giam ganh ndng kinh t& va xa
hoi tir diéu tri sudt dai [6].

Phan loai theo loai thalassemia, a-
thalassemia chiém uu thé (29,3%), theo sau la
B-thalassemia (18,9%), véi ty 1€ dong di truyén
a+B thap (2,6%). Khong cd su khac biét gidi
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tinh cd y nghia théng ké (p > 0 05), phu hgp véi
tinh chat di truyén 13n trén nhiém sac thé thudng
cua bénh [2, 3]. Trong phGé ddt bién, --SEA
(37,9%) la bién thé phd bién nhét & tryc a, phan
anh "hotspot" di truyén Dong Nam A, thu’dng
dan dén thé& HbH khi két hop di hop tu véi cac
mat doan nho nhu --a37 hodc --a42 [1, 8]. HbE
(18,2%) chiém uu thé & truc B, 1a dot bién diém
ddc trung gdy hemoglobin bat thudng, cd thé
tién trién thanh thé ning HbE/B-thalassemia khi
dong hgp tir [3]. Cac dot bién khac nhu CD41/42
(12,1%) va CD17 (9,1%) ciling thudng gdp, gay
dich khung hodc codon két thic sém, dan dén
giam tdng hop chudi B- globin [3, 8] Phé nay
tuong dong véi dich té toan cau, noi B-
thalassemia tap trung G Dia Trung Hai va bong
Nam A véi han 200 bién thé d3 biét, nhung chi
khoang 20 bién thé phd bién chiém 90% trudng
hap [2, 4]. So véi cac nghién cu trudc tai Viét
Nam, ty |é --SEA va HbE cao hon, nhan manh
nhu cau panel sang loc khu vuc héa [1].

Vé déc diém huyét hoc, nhdm mang gen cho
thdy RBC cao hon (541 = 0,55 x1012/L;
p=0,006), HGB cao hon (126,5 £ 14,9 g/L;
p<0,001), HCT cao hon (0,43 = 0,04 L/L;
p<0,001), nhung MCHC thap hon (295 + 19,9
g/L; p=0,003) so v&i nhdm khong mang gen.
Nhitng thay doi nay phan anh bu dap bu trir
trong san xudt hong cau dé doéi pho vGi giam
tong hop globin, dan dén hong cau nhé nhugc
séc — dau hiéu kinh dién cla thalassemia carrier
[2, 3]. RDW-CV cao han bién gidi (17,4 £ 3,2%;
p=0,056) ggi y su khong dong déu kich thudc
hong cau, phu hgp véi tan mau man tinh nhe
[1]. Cac hudng dan cla Lién doan Thalassemia
Quéc t& (TIF) nhdn manh rang chan doan sém
qua chi s6 huyét hoc két hgp phan tir gip giam
ty 18 tré sinh ra thé ndng 1én dén 70% [5, 71.
Tuy nhién, MCV va MCH khong khac biét co y
nghia (p>0 05), c6 thé do mau nghlen ctru da
chon loc dua trén thi€u mau nghi ngg, lam giam
dd nhay cla cac chi s6 nay [8].

Ky thuat PCR da kénh dudng cong noéng
chay chirng té hiéu qua cao trong nghién clu
nay, vGi kha ndng phat hién dong thsi 24 dot
bién trong mét phan (ng, do nhay >99% va thdi
gian ngan (2 gig), vuot trdi so véi phuong phap
truyén théng nhu gap- PCR hodc sequencmg [2].
Y nghla ldm sang cua két qua nam & viéc ho trg
tu van di truyén: cac cdp vg chong mang --
SEA/HDE c6 nguy c6 25% sinh con thé ndng, doi
hoi chdn doadn trudc sinh [6]. P& gidm ganh
nang, can trién khai sang loc cong ddng theo mé
hinh "3 budc" dé xuat, phu hgp véi khuyén nghi
TIF vé quan ly transfusion-dependent
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thalassemia (TDT) [5, 7].

Tom lai, nghlen cltu khdng dinh ty Ié mang
gen cao tai mién Béc Viét Nam, Vdi phS dot bién
dac trung Poéng Nam A, va nhan manh vai tro
cla chan doan phan tr hién dai trong phong
ngra. Cac phat hién nay gop phan vao chién
luge qubc gia, giam t&r vong va chi phi y t€ dai
han [4].

V. KET LUAN

Nghién cltu da xac dinh dugc ty Ié mang gen
thalassemia cao (50,9%) trong nhom bénh nhan
c6 céng thi'c mau nghi ngs tai mién Bac Viét
Nam, trong dé a-thalassemia chiém 29,3%, B-
thalassemia 18,9%, va dong di truyén a+pB
2,6%. PhG dot bién dic trung bdi hai bién thé —
SEA (37,9%) va HbE (18,2%), phan anh
“hotspot” di truyén clia khu vuc Béng Nam A.
Cac chi s6 huyét hoc cho thdy nhém mang gen
¢d RBC cao han, MCHC thap hon va RDW-CV ¢o
xu hudng tang, trong khi MCV va MCH khong
khac biét dang k& — phu hgp véi ki€u hinh hdng
cau nhod nhugc sac dac trung clia ngudi mang
gen. Ky thuat real-time PCR da mau két hgp
phan tich dudng cong ndéng chdy chirng minh
hiéu qua cao, cho phép phat hién dong thgi 19
bién thé trong mét phan ('ng vdi d6 nhay va dic
hiéu vuot trdi, phu hdp trién khai tai cac phong
xét nghiém huyét hoc — di truyén. Két qua
nghién cu nhan manh nhu cau mé réng sang
loc cong dbng, dac biét la tu van tién hén nhan
va trudc sinh, nham giam thiéu ty Ié tré sinh ra
thé bénh nang
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