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TOM TAT

Dt vin dé: Sang loc so sinh 1a chuong trinh thuc hién xét nghiém gitp phat hién sém
céc r6i loan bam sinh lién quan dén chuyén hoéa — noi tiét, di truyén thuong gip va cd
thé didu tri hodc phong tranh dugc & tré so sinh. Phat hién théng qua bo kit xét nghiém
sang loc 5 bénh: bénh thiéu men G6PD, bénh suy giap trang bam sinh, bénh ting san
thuong than bam sinh, bénh Galactosemia, bénh Phenylketone ni¢u.

Muc tiéu: Xéc dinh ty 1& cac bé so sinh nguy co cao 5 bénh va méi lién quan véi cac yéu t6 dich té.
Doi twong va phwong phdp nghién cieu: Str dung phuong phap mo ta cit ngang ddi véi cac bé
so'sinh di1 24-72 gid tudi dugc sinh tai Bénh vién san Nhi Nghé An tir thang 1/2022 — 6/2022.
Két qud: Qua nghién ciru khao sat 3147 mau got chan & tré so sinh, chiing t6i nhan thay ty 18
bat thudng ciia cac xét nghiém sang loc so sinh chiém nhu sau: Thiéu men G6PD chiém
0,86 %, trong d6, nam chiém 70,37%, tré gai chiém 29,63%. Bénh suy giap trang b4m sinh
1a 0,22%. Bénh tang san thugng than bam sinh 1a 0,13%. Bénh Phenylketone ni¢u 1a 0,1%
va khong c6 tré nao thudc nhom nguy co cao méc bénh Galactosemia.

Két Iu@n: 5 bénh sang loc so sinh néu duoc phét hién sém ¢ thé du phong va diéu trj
dé tré c6 mot cude sdng hoan toan khoe manh. Vi vay can ting cuong cong tac tu van
sang loc nhim nang cao chat lwong déan sé, cai thién doi séng.

ABSTRACT

ASSESSMENT OF THE RESULTS OF NEWBORN SCREENING BY HEALTH
BLOOD LETS AT NGHE AN OBSTETRICS AND PEDIATRICS HOSPITAL
FROM JANUARY TO JUNE 2022



Background: Newborn Screening is a screening program that helps to detect common and
treatable or preventable congenital metabolic-endocrine and genetic disorders in newborn
babies. Detected through a screening test kit for 5 diseases: G6PD deficiency, congenital
hypothyroidism, congenital adrenal hyperplasia, Galactosemia, Phenylketonuria
Obijectives: Determine the rate of newborns at high risk of 5 diseases and the
relationship with epidemiological factors.

Methods: Using cross-sectional descriptive method for newborns full 24-72 hours old
born at Nghe An Obstetrics and Pediatrics Hospital from January 2022 to June 2022.
Results: Through surveying 3147 samples of heel in newborns, we found that the abnormal
rate of newborn screening tests accounted for the following: G6PD deficiency accounted for
0,86%, of which, male accounted for 70,37%, girls account for 29.63%. Congenital
hypothyroidism is 0.22%. Congenital adrenal hyperplasia is 0,13%. Phenylketonuria was
0,1% and none of the children were in the high-risk group for galactosemia.

Conclusions:. 5 newborn screening diseases, if detected early, can be prevented and treated
so that children can have a completely healthy life. Therefore, it is necessary to strengthen
screening counseling to improve population quality and improve living standards.
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Phuong phdp thuc hién: St dung b kit xét nghiém sang loc 5 bénh: G6PD, hTSH,

17-OHP, GALT, PKU va thuc hién trén hé théng sang loc so sinh cua hang Perkinelmer.

Céc ngudng cut out dugc thiét 1ap taj Lab nhu sau: G6PD (U/gHb) >2.6;
TSH (microU/mL) <18; 17- OHP (nmol/L) <30;PKU (mg/dL) <2.1; GAL (U/gHb) >3.5

KET QUA

1. Pic diém chung ciia miu tam soat

Bang 1: Phan bd giéi tinh ciia tré so sinh

Tré tham gia sang loc n=3147 | Nhom tré nguy co cao n=41
Giéi tinh i _
So lwong Ty 1€ % So lwong Ty 1€ %
Nam 1771 56,28 26 63,73
Nir 1376 43,72 15 36,27
Tong 3147 100 41 100

Doi tuwong tham gia tam soat c6 ty 1€ bé nam chiém 56,28%, bé nit chiém 43,72%,

trong d6 ddi tugng tré nguy co cao c6 ty 1¢ nam chiém 63,73%, bé nit chiém 36,27%

Bang 2: Pic diém dia duw bé me ciia dbi twong nghién ctru

. Nhoém tham gia sang loc n=3147 | Nhom tré nguy co cao n=41
R S6 lrgng Ty 18 % S6 lugng TV 1§ %
Nong thdn 1918 60,96 31 75,6
Thanh thi 1229 39,04 10 244
Tong 3147 100 41 100

Bang 2 thé hién nhom tré tham gia nghién ciru ¢6 gia dinh séng chu yéu ving
nong thén chiém 60,96%, 39,04% tré thudc ving thanh thi. Trong nhém tré nguy co

cao, dugc sinh ra ¢ vung nong thon chiém 75,6%, nhom vung thanh thi chiém 24,4%.

2. Pic diém can lam sang

Ty I¢ tré so sinh c¢é nguy co cao thiéu men G6PD

Bang 3: Ty 18 tré so sinh c6 nguy co thiéu men G6PD

Két qua xét nghiém men G6PD

So6 lrong

Ty 18

Nguy co cao

Nam

19 27

70,37 0,86




G6PD < 2,6 IU/g Hb N

29,63

Nguy co thap G6PD > 2,6 IU/g Hb

3147

99,14

Két qua khao sat 3147 mau méau got chan & tré so sinh_qua bang 3 cho thay ty 18 tré

thuéc nhom nguy co cao bénh thiéu men G6PD, 1a 27, tré chiém 0,86%, trong d6, nam chiém
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chiém da s6 66,67%. thudc ving thanh thi chiém 33,33%%-. Phan ving dia du c¢6 méi tuong

quan thuan yéu véi ty 18 nguy co cao bénh thiéu men G6PD, véi gia tri r = 0,1, vd OR=0,64

thé hién ving nong thon c6 nguy co cao cao hon viing thanh thi véi 95% CI(0,08-1,79).

Ty Ié tré so sinh c6 nguy co cao suy gidp bam sinh

Bang 4: Ty 18 tré so sinh ¢é nguy co cao suy giap trang bAm sinh

Két qua xét nghiém TSH S6 lugng Ty 1é
Nguy co cao (TSH > 18 microU/mL) 7 0,22
Nguy co thip (TSH < 18 microU/mL) 3140 99,88

Trong 3147 tré khao st c6 7 tré thuc nhdém nguy co cao, chiém 0,22%.

Ty Ié tré so sinh c6 nguy co cao bénh ting sin thwong thin bim sinh

Bang 5: Ty 1é tré so sinh ¢é nguy co cao ting san tuyén thuong than

Két qua xét nghi¢m 17 - OHP

S6 hrong

TV 1§ %

Tré nguy co cao (17-OHP > 30 ng/mL)

4

0,13

Tré nguy co thap (17-OHP < 30 ng/mL)

3143

99,87

Trong 3147 tré khao sat ¢ 4 tré nguy co cao ting san tuyén thuong than chiém 0,13%




Ty 1¢ tré so sinh co nguy co cao bénh phenylketone nié¢u

Bang 6: Ty 1€ bé so' sinh nguy co cao Phenylketone niéu

Két qua xét nghi¢ém PKU

So hrong

Ty 18 %

Nguy co cao PKU > 2,1 mg/dL

3

0,1

Nguy co thdp PKU < 2,1 mg/dL

3144

99,9

Co6 3 tré thugc nhém bénh Phenylketone niéu nguy co cao, chiém 0,1%,

Ty Ié tré so sinh co nguy co cao bénh Galactosemia

Bang 7: Ty 1€ tré so sinh c¢6 nguy co cao Galactosemia

Két qua xét nghiém GALT S6 lugng Ty 1é %
GALT < 3,5 U/gHb Nguy co cao 0 0
GALT > 3,5 U/gHb Nguy co thip 3147 100

Tam soat 3147 tré, khdng co tré nao nguy co cao bénh thiéu hut men Galactosemia.
IV. BAN LUAN

Két qua khao sat 3147 mau so sinh trén gidy thim khé giup phat hién ra cac bénh
hiém gap nhung gy ra nhimg hau qua nghiém trong cho strc khoe cua tré.

Ty 18 tré bi thiéu men G6PD chiém 0.86%, trong do gidi tinh nam chiém 70,37%, gii
tinh nit chiém 29.63%. Trong tong sb 27 tré thudc nhom nguy co cao, qua khing dinh lwong
men G6PD< 6.97 U/gHb, c6 25 tré khing dinh dwong tinh chiém 92,6% ty 18 tré méc bénh.

Thiéu hut Glucose-6-phosphate dehydrogenase (G6PD) la mét tinh trang di

truyén do khiém khuyét cu triic trong G6PD[7], Ia tinh trang thiéu hut enzym phd bién
nhét & nguoi, anh huong dén khoang 400 tridu ngudi trén toan thé gidi, véi ty 18 luu
hanh cao & nhitng ngudi gbc Phi, Chau A va Pia Trung Hai[5]. Nguyén nhin nén ting
ctia bénh thiéu men G6PD 1a di truyén theo thé l3n trén NST X, diéu nay khién cho ty
1¢ mic bénh & nam gidi cao hon rat nhiéu so véi nir gii vi & nam gi6i, chi c6 1 NST X
dugc nhén tir ngudi me. Phu hop véi ty 1€ bé nam (70,37%) so voi nir (29,63%).

Co mbi quan hé chét ché giira bénh s6t rét va bénh thiéu men G6PD, béi vi ky sinh
tring s6t rét can hong cau dé ky sinh va sinh san, nhung khi ky sinh vao hong cau ciia

ngudi thiéu men G6PD, do dic tinh dé v& clia hong cau ciia nhom nguoi nay s& can trd sy
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sinh san ctia chung, khién cho nguoi thiéu men G6PD c6 strc dé khang tw nhién véi bénh
sbt rét. Trong mdt sb nghién ctru dich t& hoc, nguoi ta da chi ra r?mg su phan bd coa bénh
sOt rét gan gibng v6i su phan b ciia bénh thiéu men G6PD[4][1], vi vy & nghién ctru nay
ty 1¢ thiéu men G6PD & viing ndng thon xudt hién nhidu hon ¢ viing thanh thi 1a phi hop.

Theo théng ké ctia té chirc Y té Thé Giéi (WHO, 2006), ti 1¢ mac bénh suy giap
Bam sinh I 1/3000-1/4000 tré, nghia 14 ctr 3000-4000 tré sinh ra mdi nam thi ¢ 1 tré bi suy
giap bam sinh.O cac nuéc Au, My 1a 1/4000. Tai Viét Nam, trung binh tir 2.500 — 5.000 tré
s0 sinh s& c6 mét tré mic bénh CH. Bénh nay thuong phd bién ¢ nit hon nam. Nam 2010,
Trung tam bénh vién phu san Trung wong thuc hién sang loc 106.625 ca. S6 tré duoc phat
hién bi mic bénh CH 14 29 tré, tin suat 1a 1/6265 tré sinh song. Tai Trung tim Bénh vién Tir
Dii phét hién tan sut tré méc CH c6 tin suat 1a 1/5877 tré sinh séng [2].

Trong 3147 tré khao sat ¢6 7 tré thude nhom nguy co cao suy giap bam sinh chiém 0,22%.
Trong co thé hormone tuyén giap co tac dung diéu hoa qua trinh chuyén hoa, su ting
truong va phat trién cta co thé, dic biét 1a sy phat trién ctia ndo bd, cho nén thiéu hut
hormone tuyén giap s& gy ra qué trinh cham phat trién tdm than (dan don), tiy thudc
vao lugng hormone thiéu hut, va thoi gian phat hién bénh. Néu bénh phat hién mudn,
cic bé s& bi thp, nhe can va sé& bi lun khi trudng thanh. Néu bénh suy giap bam sinh
duoc phat hién va diéu tri s6m, ndo s€ khong bi tdn thuong, tri tué s€ it bi &nh hudng.
Do d6, thyc hién sang loc nguy co mic bénh suy giap 12 hoan toan cin thiét.

Tang san thuong than bam sinh (CAH) 12 mot rdi loan di truyén cua tuyén thugng
than c6 thé anh huong dén ca bé trai va bé gai. Ty 1¢ tré co nguy co ting san tuyén
thuong than bam sinh & khdo sat nay 12 0,13%.

Bénh Galactosemia 14 bénh di truyén gen lan trén nhidm séc thé thuong hiém gip,
anh huong dén kha nang chuyén hoa galactose ciia co thé thanh glucose. Khao sat 3147

céc tré so sinh, két qua khong co tré ndo thudc nhém nguy co cao bénh thiéu hut men

Galactosemia. Tén sudt mic Galactosemia theo Y van Thé gidi 1a 1:40000 — 1:60000/tré

so sinh[6].
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Phenylketone niéu (PKU) 1a mot rdi loan chuyén héa axit amin giy ra hoi
ching 1am sang vé tri tué voi nhitng bat thuong vé nhan thirc va hanh vi do
phenylalanine huyét thanh ting cao. Tan suét trong nghién ctru nay chiém 0,1%.

V. KET LUAN

Qua nghién ctru khao sat 3147 miu mau got chan trén gidy thim kho, chung toi
nhan thiy ty 1& bat thuong cua cac xét nghiém sang loc chiém nhu sau: Thiéu men
G6PD chiém 0,86% trong d6 nam chiém 70,37%, nit chiém 29,63%, Suy gidp bam
sinh chiém 0,22%, tang san thugng thin chiém 0,13%, Phenylketone ni¢u chiém
0,1%, khong c6 ca ndo nguy co thiéu hut men Galactosemia.

Bét thuong di truyén va rdi loan chuyén héa & tré so sinh khong chi giy anh
huéng dén qua trinh phat trién thé chét, tinh than, tri tué cua tré ma con 1a ganh ning
cho gia dinh va xa hoi. Tuy nhién, cac bénh bat thuong di truyén bam sinh hoan toan
¢6 thé chin doan, sang loc sém ngay tir nhitng thing dau mang thai va ngay sau khi
sinh thong qua cac phuong phap sang loc trude sinh va so sinh. Vi vy cin ting cudng
cong tac tu van tién hon nhan, khuyén khich cic ba me sang loc trudc sinh va so sinh
nhim tranh dwoc nhing truong hop sinh con méc bénh hodc c6 thé dy phong diéu tri
som ngay khi sinh dé tré c6 thé c6 cudc sdng hoan toan khoé manh.
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