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DANH GIA KET QUA SANG LOC SO SINH
BANG PHUONG PHAP LAY MAU GOT CHAN
TAI BENH VIEN SAN NHI NGHE AN TU 01/1/2022 - 30/6/2022

Tang Xuan Hal*, Nguyén Thi Van, Nguy&n Th] Tho May, Nouyén S§ Tudn Anh
Bénh vign San Nhi Nghé An — 19 Ton That Tung, Hing Diing, Thanh plxo‘ Vinh, Ngh¢ An, Viét Nam

Ngay nhdn bai: 06 thang 9 nam 2022
Chinh sira ngay: 10 thang 10 nam 2022; Ngdy duyét dang: 12 thang 11 nam 2022

TOM TAT

Dit van d&: Sang loc so sinh la chucmg trinh thuc hién xét nghi¢ém glup phét hién sém céc réi loan
bam sinh lién quan dén chuyén héa — noi tiét, di truyén thuong gip va co thé diéu tri hodc phong tranh
dugc & tré so sinh. Phat hién thong qua bg kit xét nghlem sang loc 5 bénh: bénh thiéu men G6PD, bénh suy
gidp trang bim sinh, bénh ting san thuong than bém sinh, bé¢nh Galactosemia, b¢nh Phenylketone niéu.

Muc tiéu: Xac dinh ty 1¢ cdc bé so sinh nguy co cao 5 bénh va mbi lién quan vdi cac yéu td dich té.

Péi twong va phurong phap nghién ciru: Sir dung phwong phép mé ta ct ngang dbi véi cac bé so
sinh dii 24-72 gi tudi dugc sinh tai Bénh vién San Nhi Nghé An tir thing 1/2022 - 6/2022.

Két qua: Qua nghién ciru khao sat 3147 mau got chan & tré so sinh, chung t6i nhan thay ty 18 bét
thudng cia céc xét nghlem sang loc so sinh chiém nhir sau: Thiéu men G6PD chiém 0,86%, trong d6, nam
chiém 70,37%, tré gai chiém 29,63%. Bénh suy giap trang bam sinh 14 0,22%. Bénh tdng sin thugng than
bim sinh 14 0,13%. Bénh Phenylketone ni¢u 14 0,1% va khong cé tré nao thudc nhém nguy co cao méc

bénh Galactosemia.

Ket ludn: 5 bénh sang loc so sinh néu dugc phét hién sém c6 the dur phong va diéu trj dé tré c6
mot cudc song hoan toan khoe manh. Vi vdy can tdng cudng cong tac tu vén sang loc nhim nang cao chét

lugng dén sb, céi thién doi séng.

Tir khéa: Sang loc so sinh, 1dy méu got chan.
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DETITUTE OF COMMUSITY MLALY

1. DAT VAN DE

Sang loc so sinh 1a qua trinh sang loc mét 50 bénh ly
cho tré ngay sau khi sinh, nhdm chu dgng phat hi¢n,
chan doan, can thiép va diéu trj som cic bénh 1y vé
di truyén, ndi tiét, roi loan chuyén héa, rdi loan chirc
ning anh huéng dén strc khoe va sy phét trién thé
chit, tim than cua tré. Sang loc so sinh bat dau tir
nhimg ndm 1960 khi Robert Guthrie thyc hi¢n sang
loc bénh phenylketon ni¢u sir dung thir nghi¢m trc
ché vi khuén [8).

Tai Viét Nam, uéc tinh mdi nim cé khoang 1,5
tri¢u tré chao doi, trong d6 ¢6 tir 2- 3% bi bénh
Iy di truyén, di tat bim sinh nhu mdc bénh Down
(cham phat trién tri tug), dj tit dng than kinh, thiéu
men G6PD, ting sin tuyén thuong thin bam sinh,
thalassemia (tan méau bdm sinh)... Diéu ndy anh
huong nghiém trong dén chit lugng gidng ndi ciing
nhu sy phat trién bén vimng cua dat nudc. Riéng tai
TP.HCM, theo thong ké ciia Bénh vién Tir Dil giai
doan tr nam 2007 — 2011, trong 23.408 thai phu
sang loc trude sinh, c6 téi 4.867 truong hop phai
cham dut thai ky vi phat hién nhimg bat thuong lén
vé cau tric thai nhi. Trong 114.244 tré dugc sing
loc so'sinh, ¢6 1.693 tré thiéu men G6PD, 19 tré suy
giap bam sinh[3]. Nhin thirc dugc tim quan trong
cuia viéc nang cao chat lugng dén sb, tir ndm 2006,
B Y té da trién khai dé 4n ndng cao chit lugng dan
s6 thong qua xiy dyng va m& rong hé thng sing
loc true sinh va sang loc so sinh. Chuong trinh tim
soat dugc thyuc hién tirndm 2007 trén 63 tinh, thanh.
Ngdy 25-10-2017, Hoi nghj lan thir siu Ban Chap
hanh Trung wong Dang khéa XII da ban hanh Nghj
quyét sb 21-NQ/TU vé cong tac dan sb trong tinh
hinh méi, d3t ra myc tiéu dén nim 2030, ¢6 70% sb
phy nir mang thai dugc tam soét it nhat 4 loai bénh
bam sinh va 90% sb tré so sinh dugc tim soét it nhit
5 bénh bim sinh phd bién nhét[3).

Bénh vién San Nhi Nghé An 1a co s& dau tién cia
tinh Nghé An trién khai chuong trinh sang loc so
sinh theo dé 4n “Nang cao chat lugng dan s6 thong
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qua xdy dyng va m& rng hé thong sang lgc trude
sinh va so sinh tai céc tinh Bic Trung B$”. Nhdm
g6p phn danh gia két qua tim so4t, chan doan cac
dj tat di truyén & tré so sinh, ning cao chat lugng
h¢ théng sing loc so sinh, ching toi tién hanh lyra
chon dé tai: “Dénh gi4 két qua sang loc so sinh bing
phuong phap lay mau gét chan tai Bénh vién San
Nhi Ngh¢ An tir 01/01/2022- 30/6/2022”.

2. DOI TUQNG VA PHUONG PHAP NGHIEN
cuu

2.1. Do twgng nghién ciru

Tré so sinh du tir 24 dén 72 gior tudi dugc sinh tai
Bénh vién San Nhi Nghé An tir thang 1/2022 —
6/2022.

2.2. Tiéu chuin Iya chon

Chon tat ca tré so sinh c6 chi dinh sang loc cua bac
si nhdm thyc hién sang loc so sinh tai Bénh vién San
Nhi Nghé An i théng 1/2022 - 6/2022 s& dugrc ly
mau gt chan trén gidy thim khé. S6 mau dugc chon
nghién ctru 12 3147 méu.

2.3. Tiéu chuén loai trir

- Gia dinh khong dong ¥ tham gia nghién ctru.
- Mau 1y khong dat yéu cau.

- Miu khong du thong tin.

2.4. Phuong phap nghién ciru

Thiét ké nghién ciru: Mo ta cit ngang

Cé mdu: TAt ca céc tré so sinh tham gia tim soat tir
thang 1/2022 - 6/2022.

Phuong phép thyc hi¢n: Sir dung b kit xét nghi¢m
sang loc 5 b¢nh: G6PD, hTSH,

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

Céc ngudng cut out duge thiét I3p 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
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3. KET QUA

3.1. Diic diém chung ciia miu tAm sost
Bang 1: Phin bd gi6i tinh ciia tré so sinh

e

{

Giéi tinh Tré tham gia sang loc n=3147 NPém tré nguy co cao n=41
S0 lrgng Ty 1§ % SO lrgng TY & %
Nam 1771 56,28 26 63,73
Nr 1376 8,72 15 36,27
Tong 3147 100 41 100
JIo0E ..

! Pi tugng tham gia tAm soat ¢4 ty 1¢ bé nam chiém 56,28%, bé nir chiém 43,72%, trong dé dbi
tugng tré nguy co cao ¢6 ty 1§ nam chiém 63,73%, bé nir chiém 36,27%.

|
)

Bing 2: Pijc diém dia du bd me ciia ddi twgng nghién ciru

/DTa du Nhom tham gia sang loc n=3147 Nhém tré nguy co cao n=41
S0 lwgng T 18 % S6 lwgng Ty 18 %

‘Nong thon_ 1918 60,96 31 75,6

Thanh thi 1229 39,04 10 244

| Tong 3147 100 41 100

j Béng 2 thé hién nhém tré tham gia nghién ciru cé gia dinh séng chii yéu viing nong thon chiém
60,96%, 39,04% tré thudc ving thanh t!xi. Trong nhom tré nguy co cao, dugc sinh ra & ving ndng thon
chiém 75,6%, nhom viing thanh thi chiém 24,4%.

1

3.2. bic diém cén 1am sang
i

Ty Ié tré so sinh co nguy co cao thiéu men G6PD

Bing 3: Ty I¢ tré so' sinh ¢6 nguy co thiéu men G6PD

Két qua xét nghiém men G6PD S6 lrong Ty 1&
Nguy co cao G6PD < 2,6 IU/g Hb Nam 19 27 70,37 | 0,86
Nir 8 29,63
Nguy co thip G6PD > 2,6 IU/g Hb 3147 99,14

i
|

Két qua khao sat 3147 mAu mau goét chan ¢ tré so sinh qua bang 3 cho thy ty 1€ tré thugc nhom
nguy co cao bénh thiéu men G6PD la 27 tré chiém 0,86%, trong d6, nam chiém 70,37%, nit chiém

29,63%, nhom nguy co thap 1a 3120 tré chiém 99,14%.

Biéu dd 1: Twong quan nguy co cao G6PD véi dia du

21(:)000 1229 r=0,02 2z

1000 9(33,33) 18(66,67)
) S00 ;s
' 0
‘ thanh thj ndng thon
L_ [ thanh thj nong thon
| BNhém tré tham gia sang loc n=3147 1229 1918
'@Nhém tré nguy co cao G6PD 9 18
' n=27
| OR=0.64 95%Cl (0,08-1.79)
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Qua bidu 8 1, 1§ 16 thinn tré nguy co cao bénh tiba men GEPD tde ving ndng thin du{m_ A2
s 66,67%, thude ving thinh thj chiém 33, 33%, Phin vimg & da o6 mdi tromg quan thudn yéu véi 1y 1€

nguy co cao binh thitu men GEPD, vén gié tri 1 = 0,
cao cao hon vang thinh thi vin 95% CI0,0%-1,79)

TV 1§ tré s sinh ¢ mguy co coo suy gidp bim sinh
Bing 4: T4 I{ tré su sinh c6 nguy co coo suy gidp

1, vk OR=0.64 thé hién vimg ndng thdn cb nguy &

15 1§ tré so sinh ¢6 nguy co cao binh Galactosemia
Ring 7: T¥ K tré so sinh of nguy cv cao Galactosemia

treng hilm sinh " Két qui vét nghi¢m GALT | Sé TV K
Kt quib 2161 nghigm TSH &b | Tiw | lrgng | %
| Jwyng | |GALT<35UgHbNguycocao, 0 | O
Nguy co cao | 7 | 022 | |GALT > 35 UgHb Nguy co| 3147 | 100
(TSH > 1K microU/ml) | | thip | ‘
Nyuy co thip | 3140 | 9988 |
(TSH < 1% microU/mL) | Tam soét 3147 tré, khong ¢6 tré ndo nguy ¢o c20
bénh thi¢u hut men Galactosemia.
Trong 3147 tré khio sit ¢6 7 tré thude nhéom nguy
co ¢ao, chiém 0,22%. 4. BAN LUAN

Ty 1§ tré so sinh c6 nguy co cao b¢nh tang san
thueyng thin bam sinh

Bang 5: Ty I{ tré so sinh ¢é nguy co cao ting san
tuyén thugng thin

Két qua xét nghigm 17-OHP | S6 | Ty 1§
lugng | %
Tré nguy co cao 4 0,13
| (17-0HP > 30 ng/mL)
Tré nguy co thip 3143 | 99,87
(17-OHP = 30 ng/mL)

Trong 3147 tré khio sit ¢6 4 tré nguy co cao ting
san tuyén thugng thin chiém 0,13%

Ty I¢ tré so sinh cé nguy co cao bénh phenylketone
ni¢u

Bing 6: Ty I§ bé so sinh nguy co cao Phenylke-
tone nigu

Két qua xét nghi¢m PKU S6 | TvIg
lugng | %
Nguy co cao 3 0,1
PKU > 2,1 mg/dL
Nguy co thap 3144 | 99,9
PKU <2,1 mg/dL

C6 3 tré thudc nhom bénh Phenylketone ni¢u nguy
co cao, chiém 0,1%,
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Két qua khio sit 3147 miu so sinh trén gidy thim
kho gitp phét hién ra cic bénh hiém gdp nhung giy
ra nhimg hdu qua nghiém trong cho sirc khée cia
tré. |

Ty 1é tré bi thiéu men G6PD chiém 0.86%, trong
d6 gidi tinh nam chiém 70,37%, gidi tinh nit chiém
29.63%. Trong tong s6 27 tré thudc nhém nguy co
cao, qua khing dinh lugng men G6PD< 6.97 U/
gHb, ¢6 25 tré khing dinh duong tinh chiém 92,6%
ty I¢ tré mjc bénh.

Thiéu hyt Glucose-6-phosphate dehydrogenase
(G6PD) 12 m{t tinh trang di truyén do khiém khuyét
cu tric trong G6PD[7], 14 tinh trang thiéu hut en-
zym phd bién nhit & ngudi, anh huémg dén khodng
400 tri¢u ngudi trén todn thé gidi, vai ty 1¢ luu hanh
cao & nhimg ngudi goe Phi, Chiu A va Dja Trung
Hai [5). Nguyén nhin nén tang cta bénh thiéu men
G6PD 1a di truyén theo thé In trén NST X, diéu ndy
khién cho ty 1¢ mic bénh ¢ nam gidi cao hon rat
nhiéu so véi nir gioi vi & nam gidi, chicé | NST X
dugc nhin tr ngudi me¢. Phu hop véi ty 1¢ bé nam
(70,37%) so véi nir (29,63%).

C6 moi quan hé chit ché giira bénh sét rét va bénh
thiéu men G6PD, boi vi ky sinh tring sét rét cin
hong céu dé ky sinh va sinh san, nhung khi ky sinh
vio hong cu cia ngudi thiéu men G6PD, do dic
tinh d& v cua hong cau cia nhom ngudi nay sé& can
trd sy sinh san cia ching, khién cho ngudi thiéu
men G6PD c6 sirc dé khéng tu nhién véi bénh sét
rét. Trong mdt s0 nghién ciru dich té hoc, ngudi ta
da chi ra rang sy phan b ctia bénh st rét gin gidng
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véi su phan bd ciia bénh thiéu men G6PD[4][1], vi
vdy 0 nghién ciru ndy ty l¢ thiéu men G6PD ¢ viing
nong thon xuat hién nhiéu hon & vung thanh thj 1a
phu hop.

Theo thong ké cua T6 chirc Y té Thé Gigi (WHO,
2006), ti 1¢ mic bénh suy gidp

bam sinh 12 1/3000-1/4000 tré, nghia 1a cir 3000-
4000 tré sinh ra méi nam thi c6 1 tré bj suy gidp
bam sinh. O cac nudc Au, My 1a 1/4000. Tai Viét
Nam, trung binh tir 2.500 — 5.000 tré so sinh s& c6
mot tré mic bénh CH. Bénh nay thuong phd bién ¢
nir hon nam. Nam 2010, Trung tam Bénh vién Phu
san Trung wong thuc hién sang loc 106.625 ca. So
tré dugc phét hién bi mac b¢nh CH 1a 29 tre, tan suat
la 1/6265 tré sinh song. Tai Trung tam Bénh vién
Tir Dii phat hién tan suat tré mic CH cé tan suat la
1/5877 tré sinh song [2].

Trong 3147 tré khao sat ¢6 7 tré thugc nhom nguy
co cao suy giap bam sinh chiém 0,22%.

Trong co thé hormone tuyén gidp c6 tac dung diéu
hoa qué trinh chuyén hoa, su ting truéng va phat
trién cia co thé, dac biét 1a sy phit trién ciia ndo b,
cho nén thiéu hut hormone tuyen gidp s gay ra qua
trinh chim phat trién tam than (dan dn), tiy thudc
vao lugng hormone thiéu hut, va théi gian phat hién
bénh. Néu bénh phat hién mudn, cic bé sé bi thip,
nhe can va s& bi lin khi truéng thanh. Néu bénh suy
giap bam sinh dugc phat hién va diéu tri sOm, n3o sé
khong bi ton thuong, tri tué sé it bi anh huéng. Do
46, thuc hién sang loc nguy co mic bénh suy giap 1
hoan toan can thiét.

Téng san thugng than bam sinh (CAH) 12 mét réi
loan di truyén cua tuyén thugng thin cé thé anh
huong dén ca bé trai va bé géi. Ty I¢ tré c6 nguy co
ting san tuyén thugng than bam sinh & khao sét nay
120,13%.

TAI LIEU THAM KHAO

Bénh Galactosemia 14 bénh di truyén gen lan trén
nhiém sic thé thuong hiém gép, anh huing dén kha
ning chuyén hoa galactose cia co thé thanh glu-
cose. Khao sit 3147 céc tré so sinh, két qua khong
¢0 tré nao thujc nhom nguy co cao bénh thiéu hyt
men Galactosemia. Tan suit mic Galactosemia theo
Y vén Thé gidi 14 1:40000 — 1 :60000/tré so sinh[6].

Phenylketone ni¢u (PKU) 12 mét rdi loan chuyen
hoa axit amin giy ra hol chimg lam sang ve tri tué
v6i nhimg bat thuong vé nhan thic va hénh vi do
phenylalanine huyét thanh ting cao. Tan suit trong
nghién ciru nay chiém 0,1%.

5.KET LUAN

Qua nghién ciru khao sat 3147 mau méau gét chan
trén gidy thim khé, ching t6i nhan thiy ty 1¢ bat
thuong cua cic 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 bim sinh chiém
0,22%, tang san thugng than chiém 0,13%, Phenyl-
ketone niéu chiém 0,1%, khong c6 ca nio nguy co
thiéu hut men Galactosemia.

Bit thuong di truyén va r6i loan chuyén héa & tré
so sinh khong chi giy anh huong dén qua trinh phit
trién thé chat, tinh than, tri tué ciia tré ma con 14 génh
ning cho gia dinh va x hdi. Tuy nhién, cac bénh bat
thuong di truyén bim sinh hoan toan c¢é thé chin
doan, sang loc sdm ngay tir nhimg théng dau mang
thai va ngay sau khi sinh thong qua cac phuong
phép sang loc truée sinh va so sinh. Vi vay can tang
cudmg cong tic tr vin tién hon nhin, khuyen khich
cac ba me sang loc trudc sinh va so sinh nhim tranh
dugc nhimg trudng hgp sinh con mic bénh hodc ¢
thé du phong diéu tri sém ngay khi sinh dé tré c6 thé
c6 cudc sdng hoan toan khoé manh.

1. Ngo Thi Binh Minh, Pham Thanh Long & cs, “ Nghién ciru khao sat ty 1¢ bat thuong clia xét nghiém sang loc so sinh tai Bénh
vién Dai hoc Y Dugc thanh pho Ho Chi Minh”, Nghién ciru Y hoc 2021,25.2.
2. Nguyén Thu Nhan, “Sang loc so sinh bién phap dé phét hién sém bcnh 1y r6i loan ndi tiét — chuyé én hoa va di truyen Tap

chi Nhi khoa, 2010, 10,6.

3. Nguyén Thj Nhién, “ Dé 4n tam soat, chan doén, diéu trj mét sb bénh, tat trudc sinh va so sinh: Giam ganh ning bénh tit bim

smh,nangmochaxluqngdanso Bo Y té, 2010.

4. Adill M.Allahverdi yev, Malahat Bagu'ova, glucose-6-phosphat Dehydrogenase. Deficiency and malaria: Amethod to detect

ine — Induced Hemolysis in vitro”, 2012.

5. Ella T Nkhoma, Charles poole, “ the global prevalence of glucose-6-phosphate dehydrogenase deficiency : asystematic re-
view and meta — analysis”, Blood cells, Molecules &Diseases, 2009, 42(3):267-78.

6. Gerard berry,

MD, “Galactosemxa Boston children’s Hospital, 2012.

7. Guideto G6PD deﬁcnency rapid d:agnosuc testing to support p.vivax radical cure”, world Health organization, global Malaria

programme, 2018.

8. Valaree Don Francecci, “ Newborn Screening: History, Future and awareness month”, 2021.

S6 chuyén dé 2022
Website: tapchiyhed.vn

-

Scanned with

CamScanner“E


https://v3.camscanner.com/user/download

