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Du thao Ngay
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Ban hanh Danh muc bénh bam sinh can sang loc, chan doan,
di€u tri truwdc sinh va so sinh

Can cir Ludt Dan s6 s6 113/2025/QH15;

Can cir Ludt Kham bénh, chita bénh sé 1 5/2023/QH15;

Can cir Nghi dinh so 42/2025/NQ—CP ngay 27 z:hdn?g 02 nam 2025 cﬁa Chinh
phu quy dinh chirc nang, nhiém vu, quyén han va co cau to chirc cua Bo Y té;

Theo dé nghi cua Cuc truong Cuc Ddn $O;

‘ Bo tru’ov’nngé Y té bap hanh Thong tw quy dinh danh muc bénh bam sinh
can sang loc, chan doan, diéu tri trudc sinh va so sinh.

Piéu 1. Pham vi diéu chinh

Théng tu ng‘ly quy dinh danh muc cac bénh jbém sinh can thyc hién sang
loc, chan doan, diéu tri trudce sinh va so sinh, bao gom:

1. Nguyén tic lya chon va cap nhat danh muc bénh bam s,inh dug trén ganh
nang bénh tat, hi¢u qua can thiép va kha nang dap ung cia hé¢ thong y te.

2. Danh muc cac bénh bam sinh can sang loc, chan doan va diéu tri trong
giai doan trudc sinh.

3. Danh muc cic bénh bam sinh can sang loc, chan doan va diéu tri trong
giai doan so sinh.

Diéu 2. Pdi twong ap dung

Thong tu nay 4p dung ddi vdi cac co quan, to chirc, c4 nhan sau day:

1. Cac co s& kham bénh, chira bénh du’qg cép phe":p hoat dong ’chuyén
mép, dugc phé duyét qdanh muc k¥ thuat, co da diéu kjén vé co s{y vat chat, trang
thiét bi va nhan lyc dé thuc hién dich vu sang loc, chan doan, diéu tri trude sinh
va so sinh.

‘ 2. Phu nﬁ: mang thai va tr‘é so sinh su ,dl_mg dich vu sang 1()0,~ chan doan va
di€u tri bénh bam sinh (bao gom ca céc doi tuong thudc dién ho trg cua Nha
nudc hodc tu nguyén).

37. Céc co quan, to chirc ¢ chuc nang quan 1‘}’/ nha nuée co lién quan dén
viéc trién khai chuong trinh sang loc, chan doan, di€u tri trudc sinh va so sinh.

Piéu 3. Giai thich tir ngir

Bénh bam sinh 1 cac bat thudng vé cau trac hodc chirc ning (bao gém ca
bat thuong chuyén hoa) xuat hién tir thoi ky bao thai va gdy anh hudng bat 191 dén
strc khoe cla cé thé.
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Piéu 4. Nguyén tic xdy dung danh muc bénh bam sinh
Vi(:%c lua chon cac bénh bam sinh dé dwa vao danh muc phai bado dam cac
nguyén tac sau day:
1. Tinh phd bién va ganh ning bénh:
a) Bénh co ty 1€ cao ho?tc mang gen fi(f)t })ién cao trong cong doéng hoic
gay ra hau qua nghiém trong vé suc khde, thé chat va tri tué¢ cua tré.
’b) Bénh bam sinh !é ngl}yén nhan gﬁy tor vong cao ¢ tré em hodc gy tan
tat sudt doi, anh hudng dén chat lugng giong noi.
2. Kha ning sang loc va chan doan:
a) CfS phuopg phép sang loc phu hop, an toan, dé thyc hién va dugc co
quan c6 tham quyén cap phép.
~b) C6 ky thuat chan doan xac dinh dé khang dinh tinh trang bénh sau khi
co két qua sang loc.
3. Tinh kha thi va hiéu qua kinh té - xa hoi:
’ a) Phu hop véi kha ning dap tmg vé trang thiét bi, nhan luc ctia hé thong
y t€ Viét Nam.
b) Chi phi sang loc, diéu trj va can thiép phu hop v61 kha nang chi tra cua
nguoi dan hoac ngan sdch nha nude va bao hiém y teé.
g) Loi ich thu dugc tir viéc phat hién, ,diéu tr1 va can thi€p so6m cao hon
dang ké so voi chi phi cham s6c bénh nhan mac bénh muon.
Piéu 5. Danh muc bénh
Ban hanh kém theo thong tu nay:
1. Danh muc bénh bam sinh can sang loc, chan doan, diéu tri truéc sinh
(Phu luc I).
2. Danh muc bénh bam sinh can sang loc, chan doan, diéu tri so sinh
(Phu luc II).
Pi¢u 6. Hiéu lwc thi hanh
Thong tu ndy c6 hiéu luc thi hanh ké tir ngay 01 thang 7 nim 2026.
Piéu 7. To chirc thwe hién
1. Cuc Dan sé:
a) Chu tri, phdi hop véi cac don vi lién quan hudng dan, chi dao va kiém
tra viéc thuc hién thong tu trén pham vi toan quoc.
b) Pau mdi ra soat, dé xuat B@ truong BO Y té stra d6i, bd sung danh muc
phu hop véi thyc tién va sy phat trién ctia y hoc.
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c) Pinh ky 2 ndm mét 14n ra soat, stra ddi, bd sung ,danh muc dua trén su
phat trién cta y boc hién dai, géng nghé trong linh vuc y t€ phu hop vdi céc dieu
kién xa hd1 va diéu kién kinh té - xa hoi trong tung thoi ky.

2. Cuyc Quan ly Kham, chita bénh:

a) Chu tri, phdi hop véi Cuc Dan sb, Cuc Ba me va Tré em va cac don V1
co lién quan xay dl,mg‘, cap nhat, ban hanh quy trinh chuyén moén ky thuat vé
sang loc, chan doan, diéu tri trudc sinh va so sinh.

b) Chi dao viéc nang cao nang luc chan doan va diéu tri tai cac tuyén.

3. Cuc Bame - Tré em:

Phéi hop vo1 Cuc Quan 1y Kham, chita bénh, Cuc Dan s6 va cac don V1
co6 lién quan xay dung, cdp nhat, ban hanh quy trinh chuyén moén k¥ thuat vé
sang loc, chan doan, di€u tri trudc sinh va so sinh.

4.S6'Y té cac tinh, thanh phé:

a) Chiu trach nhiém chi dao va td chirc trién khai thuc hién thong tu tai
dia phuong.

b) Ra soat, dau tu co so vat chat, trangqthiét b1 va dao tao nhan luc cho cac
co s& kqhém bénh, cl‘qﬁza bénh trén dia ban dé dam bao kha nang thyc hi¢n sang
loc, chan doan va di€u tri.

¢) Pay manh cong tac thong tin, truyén thong dé nguoi dan hiéu va tu
nguyén tham gia thuc hién.

4. Céac Trung tdm sang loc, chan doan truée sinh va so sinh khu vuc

Cac Trung tdm sang loc, chan doan trudc sinh va so sinh khu vuc trong
pham vi, dia ban dugc phan cong c6 nhi¢m vu:

a) Chiu trach nhi€ém chuyén mon, k¥ thuat vé sang loc, chan doén, diéu tri
trudc sinh va so sinh;

b) Chi dao, huéng dan f:huyén mon ky thuat vé sang loc, chan doan, diéu
tr1 trude sinh va so sinh cho cap kham bénh, chita bénh co ban;

¢) Pao tao chuyén mon, nghiép vu vé sang loc, chan doan, diéu tri trudc
sinh va so sinh;

, d)‘T(X) chuc va t}}u’c hién cé}c hoat dong tuyén truyén, van dong, giao duc,
tu van vé sang loc, chan doan, diéu tri trudce sinh va so sinh trong pham vi duogc
phéan cong;

d) Thuc hién cac xét nghiém sang loc, chan doan, diéu trj trudc sinh
va so sinh;

e) Giam sat, ho trg k¥ thuat cho tuyén dudi; To chire mang ludi théng ke,
bao cio;

5. Cac co s6 kham bénh, chira bénh:
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a) Thuc hién viéc tu van, sang loc, chan doan va diéu trj theo ding quy
trinh chuyén mon do B Y té ban hanh.

b) Phdi hop chit ché giita cac chuyén khoa san, nhi, di truyén va xét nghiém
dé dam bao tinh lién tuc trong diéu trj tir giai doan trude sinh dén sau sinh.

¢) Thuc hién bao cao dinh ky vé két qua trién khai va cac ca bénh phat
hién duoc theo quy dinh.

Noi nhén: BOQ TRUONG
- Uy ban vé cac van dé xi hoi cua Qubc hoi (dé giam
sat);

- Vin phong Chinh phii (Phong Cong bao, Cong TTDTCP);

- B6 Tu phap (Cuc KTVBQPPL);

- B§ trudng;

- Céc Thir truong BO Y té (dé phdi hop chi dao);

- Uy ban nhén dan tinh, thanh phd;

- S Y té tinh, thanh phé;

- Chi cuc Dan sd céc tinh, thanh phé;

- Céc don vi truc thuoe BO Y té, Y té cac B, nganh;

- Céc Vuy, Cuc, Van phong Bo;

-Cong TTDT B Y té;

- Trang TTDT CDS;

- Luu: VT, CDS.

Piao Hong Lan
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Phu luc I

) . DANH MUC BENH BAM SINH ]
CAN SANG LOC, CHAN DPOAN, PIEU TRI TRUOC SINH
(Ban hanh kem theo Thong tu so: ....../2026/TT-BYT ngay ... thang ... nam 2026

cua Bo truong Bo Y té)

STT Tén bénh ICD-10 ICD-11
Nhém I | Cac bénh di truyén nhiém sic thé va gen

can sang loc thwong quy

| Hoi ching Down (tam nhiém 21) Q90.0/Q90.9 | LD40.0

2 Ho6i chimg Edwards (tam nhiém 18) Q91.0/Q91.3 | LD40.2

3 Hoi ching Patau (tam nhiém 13) Q91.4/Q91.7 | LD40.1

4 Hoi chting Turner (45,X va céc thé) Q96.0/Q96.9 | LD50.0

5 Hoi chimg Klinefelter (47,XXY va cac | Q98.0/Q98.4 | LD50.3
theé)

6 Hoi ching mat doan 22q11.2 (Hoi chimg | D82.1 (hodc | LD44.NO
DiGeorge) Q93.81)
Hoi ching Williams (mat doan 7q11.23) Q93.8 LD44.70
Hoi ching Prader—Willi Q87.1 LD90.3

9 Hoi chimg Angelman Q93.5 LD90.0

10 Hoi chung Cri-du-chat (mét doan 5p) Q934 LD44.51

11 Ho6i chimg Wolf-Hirschhorn (mat doan Q933 LD44.41
4p) ’ 7 ’

12 Cac bén~h do,bﬁt ‘Ehuéyng sO luong hoac cau | Q90-Q99
tric nhiém sac thé khac

13 Nhom bénh thalassemia D56 3A50

14 Bénh hemoglobin D58 MF94

15 Céc thiéu mau tan méau di truyén D57

Nhém II | Cac bat thuong cau triic thai can sang

loc va chan doan trwéce sinh thwong quy

16 Vo6 s0/v0 nao Q00.0

17 Thoat vi nao Q01.0-Q01.9

18 | Nut d6t song Q05.0-Q05.9

19 | Néo ang thity bAm sinh Q03.0-Q03.9

20 Nao trude khong phan chia Q04.2

(Holoprosencephaly)




STT Tén bénh ICD-10 ICD-11
21 Hoi ching Arnold—Chiari Q07.0
22 Ché vom Q35.0-Q35.9
23 Khe hé moi Q36.0-Q36.9
24 Khe hé moi kém ché vom Q37.0-Q37.9
25 Dinh khép so sém Q75.0
26 | Mit nho/khong c6 mét (mét nho/vo nhan) | Q11.1-Q11.2
27 | Bét thuong tim bam sinh Q20.0-Q28.9
28 Thoat vi hoanh bam sinh Q79.0
29 Teo/hep thuc quan, ro khi—thuc quan Q39.0-Q39.2
30 Bét san phoi Q33.3
31 Thoat vi ron Q79.2
32 Ho thanh bung Q79.3
33 Teo/hep ta trang Q41.0
34 Teo/hep rudt non/rudt gia (teo/hep rudt, | Q41.1-Q41.9
khac)
35 Khong co/teo hau mon—truc trang | Q42.2-Q42.3
(teo/khong 16 hau mon—truc trang)
36 | Bt san than hai bén Q60.1
37 Than & nudc bam sinh Q62.0
38 Van nié€u dao sau Q64.2
39 Thiéu/khuyét chi trén Q71.0-Q71.9
40 | Thiéu/khuyét chi dudi Q72.0-Q72.9
41 Ban chan khoéo Q66.0
42 Thtra ngén Q69.0-Q69.9
43 Dinh ngén Q70.0-Q70.9
44 Loan san xuong thanatophoric Q77.1 LD24.02
45 Loan san sun Q77.4
46 Bénh xuong dé giy Q78.0
47 | Cling khép bam sinh Q74.3
48 | Trat khp hang bam sinh Q65.0-Q65.2
Nhom | Cac bénh di tl"uyén can sang loc va chan
I doan khi c6 tién si ban than va gia dinh
49 | Teo co tuy sdng G12.0-G12.9




STT Tén bénh ICD-10 ICD-11
50 Bénh wa chay mau A (Hemophilia A) D66 3B10.0
51 Bénh ua chay mau B (Hemophilia B) D67 3B11.0
52 Loan dudng co Duchenne/Becker G71.0
53 Hoi ching nhiém sic thé X d& gay Q99.2
54 loan dudng chét tring—thugng than lién két E71.3

X
55 Bénh Tay—Sachs (GM2 gangliosidosis) E75.0 5C56.00
56 Bénh Niemann—Pick E75.2 Niemann—
Pick
57 Xo nang E84.0-E84.9
58 Bénh than da nang troi Q61.2
59 Bénh u soi than kinh type 1 Q85.0
60 Bénh xo cung cu Q85.1
61 Hoi chung Marfan Q87.4 LD28.0
62 Bér}h tdng san thuong than bam sinh do E25.0 5A71.01
thiéu 21-hydroxylase
63 Bénh phenylketon niéu E70.0 5C50.0
64 Bénh nudc tiéu siro phong E71.0
65 Bénh homocystin ni¢u E72.3
66 Bénh tang galactose mau E74.2
67 Bénh Gaucher E75.1 5C56.0Y
68 Bénh Hunter (MPS II) E75.2 5C56.31
69 Bénh Krabbe (loan dudng chat tring té bao E75.6 8A44.4

hinh cau)




Phuluc Il
‘ DANH MUC BENH BAM‘SINH
CAN SANG LQC, CHAN POAN, PIEU TRI SO SINH
(Ban hanh kém theo Thong tw s6: ....../2026/TT-BYT ngay ... thang ... ndm 2026
cua Bo truong Bo Y té)

STT| MAICD 10 MaICD 11 Tén bénh
1 | E03.0; E03.1 Suy gidp trang bam sinh
2 | E25.0 Tang san thuong than bam sinh
Thiéu men G6PD (Glucose-6-Phosphate
3 | D55.0
Dehydrogenase)
4 | E74.2 Tang Galactose mau (Galactosemia)
5 | D81.810 Thiéu men Biotinidase
6 | E70.0; E70.1 Bénh Phenylxeton ni¢u (PKU)
7 | D56 Tan mau bam sinh Thalassemia
8 | D56 Bénh ly Hemoglobin
9 | E70-E72 Mot sb rdi loan chuyén hoa axit amin
10 E71.1; E71.19; Mot s6 rdi loan chuyén hoa axit hiru co
E71.2
11 | E71 Mot s6 rdi loan chuyén hoa axit béo
E72.2; E72.20; Ay A A . A
12 E72.29 MGt s0 rdi loan chu trinh uré
13 | 1190 Khiém thinh bam sinh (sang loc thinh
luc)
14 | Q20-Q28 Benh ‘Elm bam sinh (dac biét 1a tim bam
sinh ndng)
15 | G12 Bénh teo co tuy (SMA)
16 | E84 Bénh xo nang (Cystic FibrosisCF)
17 | D81.0; DSLI; Suy giam mién dich két hop thé ning
DS81.2 (SCID)




STT| MaICD 10 MaICD 11 Tén bénh
18 | G71.01 Loan dudng co Duchenne (DMD)
19 | E75 Rdi loan duy trit thé tiéu bao (LSDs)
20 | Q00-Q07 Bénh Iy hé than kinh trung uong
21 | E71.529 Loan dudng ndo chat trang thuong than

(X-ALD)




