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Tém tit

Pit van dé: Sang loc so sinh thiéu enzyme G6PD déngyai td quan trong trong viéc phat hién
som bénh ly di truyén nay, nham co6 chién lugc du phongreacbi€n chimg c6 theé d¢ lai hau qua nang
né.

Muc tiéu: 1) Xéc dinh ty 1 nguy co cao thiéu enzyme:G6PD cua tré so sinh thudc cac tinh mién
Trung va Tay Nguyén dugc tham gia sang lo¢ tai Bénh vién Truong Dai hoc Y - Duoc Hue 2)
Khao sat ty 1€ tré nguy co cao thiéu enzyme/G6RD dugc chan doan xac dinh va mot s6 yéu t6 lién
quan véi két qua sang loc.

P6i twong va phwong phap: 7.532 tié sosinh duoc sang loc thi,é'u enzyme G6PD tir mau mau got
chan tai Bénh vién Truong Pai hoe Y -'Dugc Hué tir 01/2024 dén 02/2025.

Két qua: Ty 1€ nguy co cao thi€u G6PD 1a 3,6%, cac dan toc co ty 1€ cao la Tl}éi, Nung, Tay, Ta
Oi; déq toc Kinh co ty 1€ nay lé} 1,97%. Ty 1¢ tré’nguy,co cao dugc xét nghiém chan doédn 1a 19,56%;
cao nhat 1a & Thira Thién Hué (57,14%) va thap nhat la Kon Tum (4,76%). Ty 1¢ duong tinh that
khi sang loc la 67,92%; rjéngfy Thl‘ra Thién Hué 1a 100%, cac dia phu’0’ng’ khép 1a 62,22% (p =
0,044). Thoi gian tu khi.lay mau dén khi xét nghiém sang loc 6 lién quan dén ket qua sang loc, ty
1¢ duong tinh that'giam tir 91,3% ¢ nhom < 5 ngay xudng con 50% 6 nhom < 5 ngay, p = 0,004.
Trong s6 tré_thiéu GEPD, tré nam c hoat do enzyme thap hon so véi tré nit, trung vi la 0,376
U/gHb so vi6i2,270 U/gHb, p = 0,011.

Két luan: Ty"1¢ nguy co cao thiéu G6PD cua tré so sinh trong khu vuc kha cao, c6 sy khac biét
gilra cac dén toc. Hiéu qua cua chuong trinh sang loc dang bi thach thirc 16n boi ty 1¢ tham gia xét
nghiém chén doan con thap va cac yeu to lién quan dén dia phuong guiri mau, thoi gian tu khi lay
mau dén khi sang loc.

T!‘r khoa: thiéu enzyme GO6PD, sang loc so sinh, mau mau tham khé, hoat do enzyme, dan toc thiéu
S0.
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Abstract

Background: Newborn screening for G6PD deficiency plays an important role in the early
detection of this genetic disorder, enabling timely preventive strategies to avoid potentially severe
complications.

Objectives: 1) To determine the prevalence of newborns at high'risk-for G6PD deficiency among
those in the Central region and Western Highlands of Vietnam who underwent neonatal screening
at the Hospital of Hue University of Medicine and Pharmacy; (2) Investigate the rate of high-risk
newborns confirmed by diagnostic testing, as well as factors associated with screening results.

Materials and method: A total of 7,532 newborns were'screened for G6PD deficiency using dried
blood spots at the Hospital of Hue University of ‘Medicine and Pharmacy from January 2024 to
February 2025.

Results: The overall high-risk rate of G6PD, deficiency was 3.6%, in which ethnic groups with
high prevalance were Thai, Nung, Tay, Ta Oi; while the Kinh group showed a lower high-risk rate
of 1.97%. Among the high-risk newborns, only 19.56% underwent confirmatory diagnostic testing,
with the highest testing rate observed.in Thua Thien Hue (57.14%) and the lowest in Kon Tum
(4.76%). The overall true positive rate of screening was 67.92%, reaching 100% in Thua Thien
Hue and 62.22% in other provinees (p = 0.044). There was a significant association between
screening accuracy and_the time between sample collection and screening, particularly, the true
positive rate was 91.3% for samples tested within 5 days and dropped to 50% for those tested after
5 days (p = 0.004). Amaong infants with confirmed G6PD deficiency, males exhibited significantly
lower enzyme agtivity.than females (median 0.376 U/gHb versus 2.270 U/gHb; p = 0.011).

Conclusion:=The.prevalence of newborns at high risk for G6PD deficiency in the studied regions
was relatively high, with significant variations among ethnic groups. The diagnostic confirmation
rate remainedlow. Screening outcomes were significantly associated with the location of sample
sending and the time between sample collection and screening.

Keywords: G6PD deficiency, neonatal screening, dried blood spot, enzyme activity, ethnic
minority.

1. PAT VAN PE

Thléu enzyme glucose-6-phosphate dehydrogenase (G6PD) 1a bénh 1y di truyén lan lién két
nhiém sic thé X, duoc giy nén do dot bién gene G6PD. Day la bénh ly thiéu hut enzyme thuong
gap nhit, véi udce tinh trén toan thé gidi c6 khoang 500 triéu ngudi méic bénh [1]. G6PD la enzyme
xuc tac trong con dudng pentose phosphate (hexose monophosphate) ciia qué trinh chuyén hoa



glucose, déng thoi chuyén NADP* thanh NADPH, rdi NADPH xiic tic phan tmg tao glutathione,
gitip bao vé hong cau chdng lai chat oxy hod va tinh trang tan méau [2]. Hau hét nhimg nguoi thiéu
enzyme G6PD khong c6 triéu chirng 1am sang. Tuy nhién, sy thiéu hut enzyme ndy c6 thé dan dén
ba hau qua quan trong 1a vang da so sinh; thiéu mau tan mau cap tinh duoc lam dé boi cac yéu tb
nhu an dau tam, st dung mdt sb loai thudc, nhiém trung; thiéu méau tan mau khong phai héng cau
hinh ciu man tinh (hiém gip) [1]. Péc biét & tré so sinh, néu khong phat hién va quan 1y sém, co
thé dan dén vang da nhan véi hiu qua ton thuong vinh vién hé than kinh hodc tir vong [3]. Vi vay,
T4 chirc y té thé gisi da khuyén céo can trién khai sang loc thiéu enzyme G6PD cho tat ¢ tré so
sinh, dic biét 1a ¢ cac khu vuc c6 tan suit mic bénh cao tir 3 - 5% ddi véi tré nam [4].

Trén thé gioi, tén sudt mic bénh thiéu enzyme G6PD thay ddi tuy theo chung toc va khu vuc
dia ly, dic biét tan suit dugc ghi nhan cao & bia Trung Hai, Trung Dong, chau A va chau Phi [2].
Mot nghién ciru trén 1.676 hoc sinh nam ¢ mién Bac Viét Nam di ghi nhan ty 1¢ thiéu enzyme
G6PD ¢ tré nam nguoi Kinh chi 0,5%, trong khi & tré nam cac dan tc thiéu 86 nhu Dao, Thai,
Tho, Muong rat cao, 9,7 - 31% [5]. O Viét Nam, chuong trinh sang loc so sinh thiéu enzyme G6PD
da bat dau trién khai tir nim 2006 va dén nay da dugc ap dung rong rain Tieham 2009 dén nay,
Trung Tam Sang loc - Chan doén trudc sinh va so sinh, Bénh vién Frudng Dat hoc Y - Dugc Hué
13 noi diéu phéi chuwong trinh sang loc so sinh ctia cac tinh mién Trung'va Tay Nguyén, budc dau
ghi nhén ty 1¢ tré so sinh sang loc ¢6 nguy co cao thiéu G6PD 13 khoang 2,2%, tuy nhién ty 1 tham
gia chan doan con thip [6], diéu nay anh hudng khong nho ‘dénhiéu qua quan 1y va phong ngira
bién chimg bénh. Viéc danh gia két qua sang loc va chan dean'so sinh thiéu enzyme G6PD 13 hét
sttc quan trong dé tir d6 co bién phap tang cuong hi¢u quawa chién luoc dy phong thich hop. Vi
vdy, chung toi thyuc hién dé tai nay nhdm cac muc tiéwsau:

(1) Xdc dinh ty 1é nguy co cao thiéu enzymie G6PD ciia tré so sinh thudc cdc tinh mién Trung
va Tay Nguyén duoc tham gia sangdoc tai Bénh vién Truong Dai hoc Y - Dugc Hué.

(2) Khao sat ty I¢ tré nguy co cao thiéu enzyme G6PD duwoc chan dodn xdc dinh va mét s6 yéu
16 lién quan véi két qua sang loc.

2. POI TUQNG VA PHUONG PHAP NGHIEN CU'U
2.1. Péi twong nghién cira

- 7532 tré so sinh thudc gac tinh mién Trung va Tay Nguyén duoc sang loc thiéu enzyme G6PD
tr mau mau gét chan tai Trung tim Sang loc - Chéan doan trude sinh va so sinh, Bénh vién Truong
Dai hoc Y - Dugc¢ Hué'trong thoi gian tir thang 01 nam 2024 dén thang 02 nam 2025 (c6 hdi ctru
s liéu tir thang 01 dén thang 04 nim 2024).

- Tiéu chiian loai trir: Cac mAu méau kho khong dat tiéu chuén dé thuc hién xét nghiém sang loc
(mau méau khong tham déu hai mat gidy tham hodc khong chiém it nhat 75% dién tich vong tron
chuan trén giay tham).

2.2. Phwong phap nghién ciru

2.2.1. Thiét ké nghién ciru: nghién ciru mo ta co theo ddi.
2.2.2. CAac budoc thwe hién

- Lay mau va thu thap thong tin: Tré so sinh dwoc 1y mau g6t chan va tham kho trén mau gidy
chuyén dung, tir 24 gio sau sinh. Cac mau méau cing thong tin cta tré duoc giri vé Trung Tam Sang
loc - Chan doan trudce sinh va so sinh, Bénh vién Truong Pai hoc Y - Dugc Hué dé thuc hién xét
nghiém sang loc. Chét luong xét nghiém sang loc G6PD tai Trung tdm dd dugc ngoai kiém hang
nam boi T chire Y hoc du phong, Pai Loan (Preventive Medicine Foundation: PMF).



- Xét nghiém sang loc: M&i mAu mau thdm khé duogc cit thanh khoanh tron bang may bam méu
trén gidy thim ty dong, sau d6 do hoat d6 enzyme G6PD bang kit Neonatal G6PD (Wallac Oy, Phan
Lan) trén hé théng may DELFIA (PerkinElmer). Cac mau xét nghiém duoc thyc hién cing véi cac
mau chimg.

- Poc két qua trén may doc quang phd huynh quang Victor2D (PerkinElmer) véi phan mém
Dvictor MultiCalc. Két qua sang loc (;iu:(_)rc xac dinh nguy co cao khi hoat d enzyme G6PD < 2,2
U/gHDb (theo huong dan ctia nha san xuat).

- Tu vin cho bd me cua tré ¢ két qua sang loc nguy co cao dé thuc hién xét nghiém chin doan
thiéu enzyme G6PD.

- Hoat d6 enzyme G6PD duogc do trong h@)ng cau cia mdi ml mau tinh mach ngoai vi, thyc hién
v6i kit Randox G-6-PDH (Randox Laboratories Ltd), dinh lugng Hb trong mau dé tinh hoat 46 G6PD
theo don vi U/gHb. Chan doan xac dinh thiéu enzyme G6PD khi hoat d6 enzyme <.6,97 U/gHb (theo
huéng dan ctia nha san xuét).

- Phan tich két qua sang loc va chén doan theo dia phuong, dan to¢, gion tudi thai khi sinh, can
nang khi sinh, thoi gian tir khi 1ay mau dén khi xét nghiém sang loc.

2.3. Xir Iy s6 liéu

Kiém dinh ¥ nghia thong ké bang phan mém SPSSw.26:0. Test Chi binh phuong dugc su
dung trong so sanh cac ty 1€ %, test Fisher dugc sir dung thay thé khi c6 trén 20% tan sb ky vong
trong bang tiép lién c6 gia tri dudi 5. So sanh trj trung binh bang t-test va gia trj trung vi bang test
Mann-Whitney. Su khac biét co y nghia thdng ké khi p< 0,05.

2.4. DPao dirc nghién ciru

Nghién ciru nay gié duoc Hoi déng DPao duc trong nghién’ cuu Y Sinh hgc, Truong Pai hoc
Y - Duogc, Pai hoc Hué thong qua va ¢ho phép thuc hién, ma s6 H2024/052, cap ngay 02/05/2024.

Vi¢e thuc hién xét nghiém(dwoe thuc hién voi su dé)ng y cua bd me hodc nguoi giam hd
thdng qua phicu dang ky sang loc se=sinh cho tré.

3. KET QUA NGHIENCU'U
3.1. T§ 1& nguy eo cao thiéu enzyme G6PD khi sang loc so sinh

Bang 1. Ty1é nguy co cao thiéu enzyme G6PD va hoat do enzyme & tré so sinh theo nhém dén
toc thude cac tinh mién Trung va Tay Nguyén

Hoat d9 G6PD S6tré  S6 tré nguy

Dan the X+ SD (U/gHb)  sang loc €O’ cao Tyle % b
Thai 3,26 +1,24 42 7 16,67 <0,001
Nung 3,40+1,14 73 9 12,33 <0,001
Tay 3,22+1,04 51 6 11,76 0,001
TaOi 4,05+ 1,35 117 12 10,26 <0,001
Co Tu 3,64 +1,15 140 13 9,29 <0,001
M’Néng 3,83+1,19 277 23 8,30 <0,001
Van Kiéu 421 +1,27 915 70 7,65 <0,001
Cham 438 +1,27 54 4 7,41 0,024

Ma 3,70+ 2,33 89 6 6,74 0,010




Dao 371+ 1,04 76 4 526 0,068
H’Méng 3,44 + 0,80 324 12 3,70 0,038
R de 3,95 + 0,39 33 1 3,03 0,484
Ba Na 450 +1,14 497 11 221 0,714
Kinh 4,26 +1,27 3306 65 1,97 Nhom
tham chiéu
Xo Ping 411+ 0,98 723 13 1,80 0,766
Gia Rai 451 +1,15 507 8 1,58 0,553
H'Ré 3,74 +0,70 65 1 1,54 1
Gi¢ Triéng 3,84 + 0,90 204 3 1,47 0,797
Céc dan toc khac” 3,87+ 1,24 39 3 7,69 0,044
Téng 415 + 1,24 7532 271 3,60

Chu thich: "Bao gom ddn téc Co, Hoa, Kho Me, Kho Mii, Lao, Mirong, San Chay,.Sdn Diu, Xtiéng.
Do s6 tré moi dan téc chi tir 10 tré xuong nén chiing t6i khéng mé ta riéng""So sanh véi ty Ié nguy
co cao cua nhom dan téc Kinh.

Ty 1€ tré so sinh sang loc ¢6 nguy co cao thiAé'u enzyme G6PD la 3,60%. Dang luu y, cac dan
toc c6 ty 1€ nay kha cao la Thai, Nung, Tay, Ta Oi, Co Tu, M’N6ngyVan Kiéu, Cham, Ma, Dao,
H’Mong. Tré thudc nhom ngudi Kinh co ty 1€ nguy co cao 1a,1,97%.

Bang 2. Ty 18 nguy co cao theo mot sd-dacrdiém cua tré so sinh

Pic diém tré khi sinh S6 tré Nguy co cao (%) p
Gidi tinh Nam 3922 172 (4,39) 0,0002
Nir 3610 99 (2,74)
Tuoi thai khi sinh Sinh non 174 6 (3,45) 0,920
Sinh du thang 7858 265 (3,60)
Céan nang khi sinh <2500¢ 291 11 (3,78) 1
>2500 g 7241 260 (3,59)
Tong 7532 271

) Ty 1& nguy co cao thiéu enzyme G6PD ¢ tré nam cao hon tré nir, v61 sy khac biét ¢6 y nghia
thong ké. Khong c6 su/khac bict vé ty 1€ nguy co cao G6PD giira cdc nhém sinh non va sinh du
thang, cling nhu gitta«ca¢ nhom can ndng lac sinh <2500 g va > 2500 g.

3.2. Ty 1§ tré nguy ce.cao thi¢u enzyme G6PD dwoc chin dodn xac dinh

Bang 3, T¥1¢ cac tré nguy co cao thiéu enzyme G6PD dwoc tham gia chin doin

Tinh" SO tré nguy co cao SO tré tham gia chin doin TV 18 % p™

Thira Thién Hué 14 8 57,4 ~ nom tham

chiéu
Quang Tri 118 21 17,80 0,003
Quang Nam 15 4 26,67 0,139
Quang Ngai 2 1 50,00 1
Kon Tum 21 1 4,76 <0,001
Binh Dinh 8 3 37,50 0,659
Gia Lai 16 1 6,25 0,004
Pik Nong 77 14 18,18 0,004

Tong 271 53 19,56




Chu thich: "Trong giai doan thuc hién nghién ciu, cdc dia phwong hoat déng theo don vi hanh
chinh cii. *“So véi Thira Thién Hué.

Ty 1é tré c6 nguy co cao thiéu enzyme G6PD tham gia chan doan rét thip, chi 19,56%. Thira Thién
Hué c6 ty 18 tré nguy co cao tham gia chan doan cao, 57,14%; trong khi cac tinh con lai ¢6 ty 16 rat
thap, su khac biét co ¥ nghia théng ké khi so sanh vé6i cac tinh Quang Tri, Kon Tum, Gia Lai va
bak Nong.

Bang 4. Ty 1& cac tré nguy co cao duoc chan doan xac dinh thiéu enzyme G6PD va mot sb yéu tb

lién quan
A LA rea Sang loc nguy co cao p
Yeéu 1o lien quan Duong tinh that (%) Duong tinh gia (%)
Dan toc Kinh 15 (71,43) 6 (28,57) 0.654
Thiéu s6 21 (65,63) 11 (34,37) ’
bia phuong TT Hué 8 (100) 0 (0) 0.044
Khéc 28 (62,22) 17(37,78) '
Thoi gian tir khi lay > 5 ngay 15 (50,0) 15 (50,0) 0.004
mau dén khi xét nghiém <5 ngay 21 (91,30) 2 (8,70 '
Tuoi thai khi sinh Sinh non 3 (100) 0 (0) 0.543
Sinh du thang 33 (66,0) 17 (34,0) '
Can ning khi sinh <2500 g 2 (66,67) 1(33,33) L
>2500 g 34 (68,0) 16 (32,0)
Toéng (N = 53) 36 (67,92) 17 (32,08)

Trong sb nhiing tré nguy co cao dugethamigia chan doan, c6 67,92% dugc chian doan xac
dinh méc bénh thiéu enzyme G6PD. Ty 1¢ dirong tinh gia 1 32,08%. Ty 1é nay khac biét c6 y nghia
théng ké giita tinh Thira Thién Hué va eéc tinh’khac, gitra cac nhom theo thoi gian tir khi 1dy mau
dén khi xét nghiém > 5 ngay va <5 ngay. Khong c6 su khac biét khi so sanh gitra dan toc Kinh va
nhém cac dan toc thiéu so, ciing nhu'gitfa cac nhom sinh non va du thang, gitra cic nhom theo cin
nang khi sinh.

Bang 5. Hoat d§ enzyme G6PD ¢ céc tré dugc chan doan x4c dinh theo gidi tinh

Hoat d6 G6PD U/gHb Nam Nir p
Trung binh (X =.SD) 0,814 + 0,877 2,647 2,213 0,016
Trufig Vi 0,376 2,270 0,011
Khoang.tirphan vi (IQR) 1,216 4,132
Gidtrinho nhat 0,020 0,005
Gidtti 16n nhit 3,389 6,490
Tong N (%) 24 (66,67) 12 (33,33)

IQR: interquartile range (khoang tir phan vi, con goi la d6 trai gitra).

Tré nam thiéu enzyme G6PD chiém 66,67%. Hoat d6 enzyme G6PD ¢ tré nam thap hon c6 y nghia
thong ké so véi tré nir.

4. BAN LUAN

Sang loc so sinh thiéu enzyme GOPD dong vai tro quan trong trong viéc phat hién s6m bénh
ly di truyén nay, nham c6 chién lugc du phong cac bién chimg c6 thé dé lai hau qua ning né. Theo



Sirdah, nhitng qudc gia trién khai t6t chuong trinh sang loc so sinh G6PD da ghi nhén ty 1é bénh
than kinh do ting bilirubin va vang da nhan giam dang ké [7]. Viét Nam 1a mot trong 14 nudc som
trién khai rong rii sang loc so sinh thiéu enzyme G6PD [2]. Trung tdm Sang loc - Chan doén trudc
sinh va so sinh, Bénh vién truong Pai hoc Y - Duogc Hué 1a don vi duge B y té phan cong diéu
phdi hoat dong ciia chwong trinh sang loc so sinh cho céc tinh mién Trung va Tay nguyén, véi
nhiéu dan tdc khac nhau. Trong nghién ciru nay, chiing t6i d4nh gia chuong trinh sang loc so sinh
thiéu enzyme G6PD, dé tir d6 c6 nhan dinh vé tinh hinh bénh 1y trong khu vue, ciing nhu cac yéu
t6 c6 thé anh hudng dén viéc trién khai, nham co bién phap khic phuc va nang cao hiéu qua cta
chuong trinh sang loc nay.

4.1. Ty 1& nguy co cao thiéu enzyme G6PD khi sang loc so sinh

Trong thoi gian tir thang 01 ndm 2024 dén thang 02 ndm 2025, ching toi di xét nghiém sang
loc G6PD cho 7532 tré so sinh thudc khu vuc mién Trung va Tay Nguyén bang phuong phap do
hoat d6 enzyme tir mau mau got chan thAm khé, trén hé thong ban ty dong DELFIA (PerkinElmer),
nguy co cao dugc xac dinh khi hoat d6 enzyme G6PD < 2,2 U/gHb. Hoat dé,enzyme G6PD trung binh
trong nghién ctru ctia chiing toi 1a 4,15 + 1,24 U/gHb va ty 1é tré c¢6 nguy-co cao thiéu enzyme G6PD
tinh chung cho toan khu vuc 12 3,6% (Bang 1). Ty 1é nay tuong ddifcao s0:v6i cac nghién ctru khac
nhu nghién ctru ciia Tran Thi Chi Mai (2021) trén 5680 tré so sinh'é.Bénh vién Nhi Trung Uong
ghi nhan ty 18 nguy co cao thiéu G6PD 14 0,81% [8]; nghién ciu'¢tia V6 Thi Hau (2024) trén 10.020
tré so sinh & Bénh vién San Nhi Da Nang c6 ty 18 nguy ce.caonla 1,12% [9]; nghién ctru cia Ngo
Thi Binh Minh (2021) trén 1422 tré so sinh ¢ Bénh vién Dai hoc Y Dugc Thanh phé HO Chi Minh
12 3,09% [10]. Nguyén nhan chinh cua sy khac biét vé .18 nay 1a do bénh thiéu enzyme G6PD c¢6
tan suat mic bénh thay d6i dang ké giira cac dan tdcvawing dia 1y [5]. Ba nghién ciru ciia cac tac
gia trén thuc hién cho tré so sinh tai cac bénh vién trung tim cua ting khu vuc, véi hau hét tré so
sinh 1a nguoi Kinh, trong khi ¢6 nghién ciru«¢tia'echung toi thuc hién cho céc tinh thuéc mién Trung
va Tay Nguyén véi hon 20 dan toc khac nhau. Trong do, dan tdc Kinh c6 ty 1€ nguy co cao chi
1,97%, khong khac biét so vdi cac taggiaméu trén (0,81 - 3,09%).

Chung t6i ghi nhan ty 18 nguy ¢o.cao thiéu enzyme G6PD thay d6i tuy theo dan tdc, tir 1,47%
dén 16,67% (Bang 1). Dang luu y,.edc dan toc Thai, Nung, Tay, Ta Oi co ty 1& nguy co cao trén
10%; 1an luot 13 16,67%; 12,33%:"11,76% va 10,26%. Tiép dén 1a cac dan toc Co Tu, M’Néng,
Van Kiéu, Cham, Ma, Dao 66.ty 1 nguy co cao trén 5%; nhom tré dan toc H’Mong c6 ty 1¢ nguy
co cao la 3,70%. Nghi€n‘cu cua Verlé ¢ hoc sinh nam mién Bic Viét Nam cho thay ty I thiéu
enzyme G6PD cuia cac dan toc thiéu sé séng ¢ ving chan doi nhu Dao, Thai, Th, Muong rat cao,
tir 9,7 - 31% [5)-Két-qua nghién ctru cua chang toi ciing c6 ty 1& nguy co cao thiéu G6PD ¢ cac
dan toc Thai(16,67%) va Dao (5,26%) déu cao, cac ty 1& nay pht hop véi ghi nhan cta Verlé, lan
luot 1a 19,3%(n= 575) va 9,7% (n = 165). Mot nghién ctru ciia Chau Khanh Hung (2018) da sang
loc trén 2579 aguoi song ¢ khu vue mién Trung - Tay Nguyén, ngoai ngudi Kinh con ¢6 gdm Ccéc
dan toc thiéu s6 nhu nhu H’Mong, Gia Rai, Ba Na, E Dé, Van Kiéu, véi ty 18 nguy co cao thiéu
GG6PD tir 1,85 - 2,46% & nam va 0,44 - 0,63% & nir. Nhin chung, cic ty 1& nguy co thiéu enzyme
G6PD ¢ cac dan toc H’Mong, Gia Rai, Ba Na, EDéo nghién ctru cia chung t6i va Chau Khanh
Hung tuong tu nhau [11].

Vé ty 1& nguy co cao theo gidi tinh, két qua nghién ctru cta ching t6i & Bang 2 cho thziy ty
1€ nay ¢ tré so sinh nam 1a 4,39%, cao hon so voi nit la 2,74%, véi sy khac biét co ¥ nghia thong
Ké. Nghién ctru cua Ng6 Thi Binh Minh ciing ghi nhén sy phan bb tré so sinh nam cao gip d6i nir
trong so cac tré nguy co cao [10], nghién ctru cua V6 Thi Hau c6 ty 1€ nguy co cao ¢ tré so sinh
nam la 1,71% cao hon c6 y nghia thdng ké so véi tré so sinh nir, 0,48% [9]. Nhimng két qua cia
chung t6i va cac tac gia khac déu ‘phu hop voi dac diém cua bénh thiéu enzyme G6PD 1a bénh ly
di truyén 1an lién két nhiém sic thé X, vdi ty 16 mic bénh ¢ nam cao hon nit. Ngoai gi6i tinh, chung



t61 con khao sat ty 1é nguy co cao & cac nhom theo tudi thai khi sinh va can ning khi sinh, tuy nhién
két qua cho thay khong c6 su khac biét c6 y nghia.

4.2. Ty 18 tré nguy co cao thiéu enzyme G6PD dwoc chin doan xac dinh

Déi voi nhimng tré c6 két qua sang loc nguy co cao thiéu enzyme G6PD, viée tu van dé bd
me déng ¥ cho tré dugc thuc hién xét nghiém kh'fmg dinh chan doan tir mau mau tinh mach 1a rat
quan trong. Ty 1& tré dugc xét nghiém chan doan va ty 1¢ dwong tinh that cang cao 1a nhing yéu t6
gitip danh gia hiéu qua cta viée trién khai chuong trinh sang loc so sinh. Két qua nghién ctru cua
chung t6i & Bang 3 cho théy ty 1¢ duoc tham gia xét nghiém chan doan kha thap, chi chiém 19,56%
trong s6 271 tré c6 két qua sang loc nguy co cao. Mot van dé can quan tdm d6 1a nghién ctru cta
chung t6i khao sat trén nhiéu tinh thanh thudc khu vic mién Trung va Tay Nguyén, trong d6 chi
c¢6 nhing tré & Thira Thién Hué 1a thudc nhom x3a hoi hoa (gia dinh c6 didu kién chi tra phi xét
nghiém), con céc tré cua céc tinh khac déu thudc dién khé khan va duge xét nghiém sang loc mién
phi. Hién nay, mic du nude ta d3 c6 ngan sach chi tra xét nghiém sang loc/cho, ca¢ dbi turong khod
khian, tuy nhién xét nghiém chan doan van chua duoc hd trg. Vi vy, sw.chénh léch vé diéu kién
kinh té - x3 hoi giita cac khu vuc dan cu 13 yéu t6 gy nén su khac biét 16 vé ty 16 tham gia xét
nghiém chan doan, ty 18 nay & Thira Thién Hué 1 57,14%, cao hon cow nghia thong ké so voi
Quang Tri (17,80%), Kon Tum (4,76%), Gia Lai (6,25%) va Dak Nong (18,18%). Ngoai ra, con
c6 mot yéu td quan trong anh huong dén ty 1¢ tham gia chan'doan thap 1a nhiéu co so y té dia
phuong chua thuc hién dugc xét nghiém chan doan thiéu G6PD. Vi vay, bén canh vi¢c trién khai
chuong trinh sang loc so sinh, can c6 ké hoach hd trg xét'nghiém khang dinh chan doan cho tré cd
nguy co cao. Dong thoi, vai tro cia y té co s 1a hétsic'quan trong trong viéc truyén thong, tu van
tryc tiép va cu thé vé su can thiét cua xét nghiém khang.dinh chan doan thiéu enzyme G6PD.

Trong sb 53 tré ¢ nguy co cao duoc thuc hién xétinghiém chan doan, ¢6 36 tré dugc khfmg dinh
thiéu enzyme G6PD, chiém ty 1& 67,92% (Bang'4). Nhu vay, ty 1é duong tinh gia kha cao, dén
32,08%. Mic du két qua duong tinh gia khong dang lo ngai bang am tinh gia (c6 thé bo sot ca
dwong tinh), nhung két qua duong tinh giaco thé 1am b6 me tré lo lang khong déng co, tang thém
chi phi xét nghiém chan doan Va giam niem tin dbi véi chuong trinh sang loc [12]. Nhiéu nghién
ctru trén thé gidi da chi ra mot'sd yéwtd anh huong dén két qua duong tinh that va duong tinh gia
clia xét nghiém sang loc, dangyuu’y 1a thoi gian tir khi 14y mAu dén khi xét nghiém sang loc va
diéu kién bao quan, van.chuyén mau [13]. Nghién ciru cta Flores cho thay d6 am ting, nhiét do
cao va thoi gian tir khilay mau dén khi xét nghiém sang loc kéo dai s€ lam gidm hoat d0 enzyme
G6PD [14]. Do béi ¢anh.c4c tinh mién Trung va Tay nguyén co nhiéu noi dia hinh hiém tré, phuong
tién giao thong khong thuan loi, khi hau khac nghiét (nhiéu thang trong nam nong am), _cac co so
y té dia phuong thiéu nhan lyc thu va giri mau, nén anh huong kha l6n dén cht lugng méu khi dén
duoc phong xétnghiém cua Trung tim. Dy 1a mot yéu td quan trong lam ty 1¢ duong tinh gia cao
trong nghién efru cia chung t6i khi so véi cac nghién ctru khac dugc thuc hién cho tré so sinh tai
cac bénh vién. Chrfmg han, nghién ctru cua VO Thi Hau thuc hién tai Bénh vién Phu San - Nhi ba
Néng ghi nhén ty 1& duong tinh gia chi 7,84% (4/51) [9]; nghién ctru ctia Tran Thi Chi Mai 14 2,17%
(1/46) [8]; nghién ctru ciia Luu Vi Diing 1a 4,55% (2/44) [15]. Trong nghién ctru cua chung t6i,

khi phan nhom theo dia phuong, két qua ciing cho thay ¢ tai Thira Thién Hué, khong c6 truong
hop duong tinh gia nao trong s6 8 tré nguy co cao dugc xét nghiém chan doan. Két qua nay cho
thay k¥ thuat xét nghiém sang loc & tai Trung tim Sang loc - Chén doan trudc sinh va so sinh,

Bénh vién Truong Pai hoc Y Dugc Hué 1a dang tin cdy. Hon ntra, hang nam xét nghiém sang loc
G6PD déu dugc ngoai kiém va ludn ludn dat chuan chat lugng. Vi vy, van d& can quan tam la thoi
gian tur khi lay mau ¢ cac don vi dén khi xét nghiém. Két qua & Bang 4 cho thdy c6 méi lién quan
ro gitra yeu t6 nay va két qua duong tinh gia, cu thé ty 1& dwong tinh gia & nhom c6 thoi gian trén
5 ngay rat cao, 1én dén 50%:; trong khi ty 1& nay & nhom c6 thoi gian khéng qua 5 ngay chi 8,7%,



voi p = 0,004. Nghién ctru cua Jalil cing cho théy mAu mau thim kho c6 hoat d6 G6PD giam dan
c6 y nghia khi so sanh véi méiu mau tuoi c6 chong dong EDTA trong 7 ngay dau tién [16]. Nhu
vay, dbi voi cac mau mau thim kho str dung cho sang loc so sinh, cac yéu tb thot gian lay mau, do
am va nhiét d khi van chuyén méu 1a ddc biét quan trong. Theo Oliveira, néu thoi gian tir khi lay
mau dén khi xét nghiém qua 5 ngay thi nhiét d6 khi van chuyén va luu trit khéng nén quéa 25°C,
dé)ng thoi phai kiém soat do am. bay thuc su la mot thach thice 16n trong viée nang cao hi¢u qua
sang loc so sinh thiéu enzyme G6PD ¢ khu vuc mién Trung va Tay Nguyén trong diéu kién hién
nay [13]. Do do, d¢ khac phuc tinh trang ty 1¢ duong tinh gia cao do anh huong cua didu kién bao
quan va van chuyén miu, can chu trong rit ngan thot gian vén chuyen mau va dam bao diéu kién
bao quan thich hop trong qua trinh giri mau bang cach tang tan suat thu gom mau, b tri cac dlem
trung chuyén hop 1y hodc thiét 14p mang ludi van chuyén méu dinh ky giira cac don vi y té va
Trung tam Sang loc. Ngoai ra, cac co sO y té can dugc trang bi day da hop van chuyén chuyén
dung co tui hit am, tai cach nhiét hodc hop gitr nhiét nham han ché anh huong cua nhiét do va do
am cao. Song song voi do, cac co s6'y té nén duogc tap huin dinh ky vé kythuat lay va bao quan
mau méu thim kho, déng thoi tang cudng giam sat chat lvong mau trugekhichuyén dén trung tim
xét nghiém. Didu nay s& gop phan nang cao chét lugng va hiéu qua sang loe sovsinh thiéu G6PD.

Trong sb 36 tré da duoc chan doan xac dinh thiéu enzyme G6PD, tré nam chiém wu thé voi
ty 16 66,67%, gip doi so v6i nit (33,33%). Su chénh 1éch gidi tinhmay nhu da dwoc giai thich trong
phan ban luin ¢ trén, 14 phu hop voi bénh 1y di truyén 1an liénkétnhiém sic thé X. Dic biét, hoat
d6 enzyme G6PD & nhom tré nam thiéu G6PD thap hon.cé.y nghia thong ké so véi nhom tré ni,
trung vi va khoang tr phan vi ¢ tré nam la 0,376 U/gHb vai1,216 U/gHb, trong khi & nhém tré nit
14 2,270 U/gHb va 4,132 U/gHb; gia tri trung binh/@ hai nhoém tré nam va ni thiéu G6PD lan luot
14 0,814 £ 0,877 U/gHb va 2,647 + 2,213 U/gHb (Bang 5). Nghién ctru cua Al-Bedaywi (2024)
cling sir dung kit do hoat d0 G6PD ctia Randox vaighi nhan hoat d§ ¢ nhom tré nam thiéu G6PD
thap hon so véi nit c6 ¥ nghia théng ké, lan\luot1a 34,4 + 34,6 mU/10° va 104,7 + 73,3 mU/10°
héng cdu [17]. Nghién ctru cua Ngb Thi, Thao ciing cho thay hoat d6 G6PD & tré nam mic bénh
thép hon so v6i tré ni, lan luot 1a 35,9+ 30,9 U/10* va 82,3 + 45,8 U/10" hong cau [18]. Sy khéc
biét vé hoat d6 enzyme giita hai fihém fré thiéu G6PD giéi nam va nit (v6i & nam thap hon nir)
trong nghién ctru cua ching t61,cing'nhu cua cac tac gia khac 1a phu hop voi dac diém lién két
nhiém sic thé X cta gene GBPD. Nam gidi chi c6 mot nhidém sic thé X nén nguoi bénh mang allele
dot bién & trang thai banhopitir (hemizygous), vi vy sé& bj anh hudng hoan toan boi loai dot bién.
Trong khi do, nguoi nit ¢6 hai nhiém sic thé X, déng thot c6 hién tuong bat hoat ngau nhién cta
mot trong hai nhim sac the X nén nguoi ni mic bénh c6 thé 1a dong hop tir, di hop tir keép hodc
tham chi 1a di hop'tirpdan dén pho kicu hinh kha rong, thay doi tuy theo ty 1¢ té bao mang blen thé
gay thiéu hut.chéic néing enzyme G6PD ning. Nguoi nit di hop tir ¢6 thé biéu hién tan huyét néu ty
1¢ hong cau thidu hut enzyme chiém trén 50%, tuy nhién s& it trdm trong hon so v&i nit dong hop
tlr va nam banshop tir ctia cing loai dot bién [19].

Tom lai, nghién ciru cua ching t61 dé cho thiy thuc trang sang loc va chan doan so sinh thiéu
enzyme G6PD ¢ khu vuc mién Trung va Tay Nguyén, bao gém cac tinh do Trung tam Sang loc -
Chan doan trudce sinh va so sinh, Bénh vién truong Dai hoc Y-Dugce Hué diéu phdi. Budc dau da
ghi nhan duoc su khac biét vé ty 1é nguy co cao giira cac dan tdc va nhitng kho khin co ban khi
trién khai sang loc so sinh va chin doan thiéu enzyme G6PD. Tur d6, c6 co s dé khic phuc kho
khin nham nang cao hiéu qua ctia chuong trinh muc tiéu qudc gia nay. Tuy nhién, nghién ctru cia
chung t6i van con mot sb han ché nhu chwa kiém soat yéu té diéu kién bao quan trong qué trinh
van chuyén mau (nhiét do, do6 4m) ma chi ghi nhan yéu t6 thoi gian tir khi ldy mau dén khi xét
nghiém. Ngoai ra, ty 1& tham gia chan doan sau sang loc con thap (chi 19,56%), diéu nay cé thé
lam giam dg chinh xéc trong viéc udc tinh ty 1¢ duwong tinh that va gia trong toan bd nhom nguy co
cao.



5. KET LUAN

Trong giai doan tir thang 01 ndm 2024 dén thang 02 nam 2025, chung t61 da thyc hién sang
loc enzyme G6PD cho 7532 tre so sinh thude cac tinh mién Trung va Tay Nguyén va rat ra mot so
két luan nhu sau:

5.1. V& sang loc so sinh thiéu enzyme G6PD dwa trén miu mau gét chan thim kho:

- Ty 1& nguy co cao thiéu enzyme G6PD cua tré so sinh thudc cac tinh mién Trung va Tay Nguyén
dugc tham gia sang loc tai Bénh vién Truong Pai hoc Y - Duge Hué 1a 3,6%, thay doi tir 1,47%
dén 16,67% tuy theo dan toc. Cac dan tdc co ty 16 nguy co cao cao 1a Thai, Nung, Tay, Ta Oi;
dan tdc Kinh c6 ty 1€ nguy co cao 1a 1,97%.

- Ty I€ nguy co cao c6 su khac biét theo gidi, vdi tré so sinh nam 1a 4,39% va tré so sinh nit 1a
2,74%.

5.2. Vé chan do4n xac dinh thiéu enzyme G6PD bing xét nghi¢ém miu miu tinh mach:

- Ty 1é tré nguy co cao thiéu enzyme G6PD duoc thuc hién xét nghiém, chan doan 1a 19,56%;
trong d6 cao nhat 1a & tinh Thira Thién Hué (57,14%) va thip nhat1a3Kon Tum (4,76%).

- Trong s tré so sinh nguy co cao dugc xét nghiém chan doan, ty:lé duong tinh that 13 67,92%.

- Céc yéu t6 lién quan dén két qua sang loc 1a dia phuong giiméy, thoi gian tir khi 1y mau dén
khi xét nghi¢m sang loc.

Loi cam on: D8 tai n?}y du’qg h(§ trg kinh phi tir Quy nghién ctru khoa hoc ctia Bénh vién Truong
Pai hoc Y - Dugc Hué, ma so dé tai 07BV/24.
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