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Chi cuc Dan sb - Ké hoach hoa gia dinh Ha
Noi phéi hop véi Vién Huyét hoc — Truyén méu
TW da thyuc hién thanh cong chuong trinh sang
loc bénh tan mau bam sinh cho hoc sinh tai 5
huyén ngoai thanh Ha Néi trong 5 nam, 2016-
2020. Trong s6 24.011 hoc sinh tham gia xét
nghiém sang loc, ty I rat cao (18%) duoc phat
hién cac bit thuong xét nghiém, hau hét co lién
quan t6i tinh trang cé thiéu mau hoic mang gen,
nghi ngd mang gen thalassemia. Ty 1é nghi ngo
mang gen thalassemia/bénh huyét sic té la
10,6%, trong d6 chu yéu la mang gen alpha
thalassemia (7,97%). Diéu nay cho thay, tinh cap
thiét phai mé rong chuong trinh cho sé lugng I6n
hon & ddi twong tién hon nhan dé quan Iy nguon
gen, nham giam dan va tién toi khong dé sinh ra
tré bi bénh thalassemia thé ning trén dia ban
thanh phé.
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National Institute of Hematology and Blood
Transfusion has successfully implemented
thalassemia and hemoglobinopathy screening
program for pupils in 5 suburban districts of
Hanoi from 2016-2020. Of the 24,011 students
participating in the screening program, 18% were
found to have test abnormalities, most of which
were related to the status of anemia or a genetic,
suspected thalassemia gene. The rate of suspicion
of carrying thalassemia gene / hemoglobinopathy
was 10.6%, of which mainly carrying alpha
thalassemia gene (7.97%). This shows that the
urgent need to expand the program for a larger
number of premarital people to manage the
genetic resources, in order to gradually reduce
the number of childen borned with severe
thalassemia in the city.

I. DAT VAN DE

Tan méau bam sinh (thalassemia) 1a bénh
ly di truyén pho bién nhét trén thé giéi, voi
wéc tinh 7 % dan sé thé gisi mang gen va bi
anh huong boi bénh ly nay [1].

Véi dic trung 1a bénh di truyén gen lan-
con bi bénh khi nhan dugc ca gen bénh cua
b va ctia me, nén co nhiéu chién lugc va cap
d6 phong bénh co ban: (1) sang loc, chan
doan truéc sinh danh cho nhitng cap vo
chdng co nguy co mang gen, tir d6 xac dinh
thai c6 thé binh thuong, mang gen hay bi
bénh, va c6 thé phai cham dut thai ky néu
thai bj bénh thé nang; (2) sang loc truéc két
hén, danh cho nhiing cip d6i chuan bi két
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hon va (3) sang loc tién hén nhan ddi Voi
thanh thiéu nién. Cach thir 3 1a bién phép
phong bénh chu dong va hiéu qua nhat, tranh
dugc tinh trang hay hon, dinh chi thai trong
tuong lai. Viéc phat hién, quan ly nguoi
mang gen hay ngudn gen, la bién phap co
ban trong céc chién luoc thm soat gen bénh,
nhim ngin chin viéc sinh ra nhiing tré bi
bénh thé ning, can phai can thiép, diéu tri
suébt doi.

Theo Lién doan thalassemia thé gidi,
nhiéu nudc trén thé gioi da thanh cong khi
xay dyng va trién khai chuong trinh phong
va kiém soat bénh thalassemia bang nhiing
chién lugc néi trén, nhat 1a viéc sang loc
ngudi mang gen cho dbi tuong trudc két hon
(prematerial screening), hay hoc sinh trung
hoc phd théng, trung hoc co s6.

Ha No6i la d6 thi dac biét, c6 dia ban da
dang v&i 30 quan huyén, trong d6 nhiéu
huyén c6 dja ban mién ndi, nhiéu huyén co
ba con dan toc thiéu sé sinh séng. .. Theo udc
tinh cua Vién Huyét hoc- Truyén mau TW
va mot sb cudc khao sat nho tai dia ban mot
s6 quan noi thanh Ha Noi, ty 1 nguoi dan
mang gen bénh kha cao, khoang 10%. Chua
ké mot s huyén, c6 khu vuc ving nai, khu
vuce ¢6 nguoi dan toc thiéu sb sinh song, ty 1é
c6 thé cao hon. Pay thyc sy la van dé 1on de
doa chat lwong dan sé Thu d6 do chua co
chwong trinh phong bénh tan mau bam sinh
duoc thuc hién trén dia ban Ha Noi.

Nim 2016, UNND Thanh phé phé duyét
Pé 4an Tam soat, phéat hién sém mat sb tat,
bénh bam sinh thdng qua sang loc, chan doan
trude sinh va so sinh cua thanh phé Ha Noi
giai doan 2016 — 2020. S& Y té thanh phd Ha
Ni, Chi cuc Dan sb - Ké hoach hoa gia dinh
da phdi hop véi Vién Huyét hoc — Truyén
méau TW trién khai Chuong trinh can thigp
giam ty 1& tan méu bam sinh (Thalassemia)

trén Thanh phd Ha Noi. Bé dam bao hiéu
qua tét, Chuong trinh hudng téi nhom doi
tuong tién hon nhan, cd thé thuc hién thu
thap mau va quan ly ngudn gen thuan loi,
dua trén mang ludi y té va dan s6 caa Thanh
phd, @6 1a hoc sinh trung hoc phé théng
(THPT), trung hoc co so (THCS) tai cac
huyén ngoai thanh.

Muc tiéu ctia Chwong trinh:

1. Nang cao nhdn thirc cong dong, dic
biét 1a hoc sinh tai khu viec cac huyén ngoai
thanh vé bénh tan mau bam sinh.

2. Sang loc phét hién bénh va nguy co
mang gen bénh tan mau bam sinh cho céc
doi twong tir 12 dén 18 tudi tai 5 huyén dé cé
bién phap can thiép kip thoi, hiéu qua.

Il. NOI DUNG CONG VIEC DA TRIEN KHAI
TRONG 5 NAM

1. Xay dung ké hoach: Sau khi dé an
dugc UBND Thanh phé phé duyét véi su
phdi hop, thong nhat giita Chi cuc DS
KHHGD Ha Ngi va cac chuyén gia cua Vién
Huyét hoc- Truyén méau TW, Ké hoach dugc
xay duyng va kinh phi duoc phan bo theo
ting nam, tir 2016-2020.

2. Trién khai chwong trinh:

Chi cuc DSKHHGD t6 chuc Hoi thao
trién khai hoat dong kham va xét nghiém
sang loc bénh tan mau bam sinh tai Chi cuc
DSKHHGD Ha Ngi va tai dia ban trién khai
hoat dong cua thanh phé.

Trién khai cong tac truyén thong: Tuyén
truyén trén cic phuong tién thong tin dai
chung, tuyén truyén trén hé thdng truyén
thanh thon, xa, dai phat thanh, truyén hinh
Thanh phé, quan/ huyén; xay dung, san xuét
c4c tai liéu tuyén truyén vé can thiép giam
thiéu bénh tan méau bam sinh.

T6 chac hon 40 16p Tap huan, bdi dudng
vé tuyén truyén, giéo duc sic khoe gan voi
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bénh thalassemia cho cén bo y té, dan sb,
doan thé vé k¥ nang truyén thong, kién thuc
va ky nang thuc hién cac hoat dong cho chu
nhiém cau lac bo.

T6 chuc 100 cudc truyén théng nang cao
nhan thirc cong dong, dic biét 1a cac cap vo
chdng, phu nit c6 thai, nam, nir trong do tudi
két hon.

T6 chirc hon 120 cudc truyén thdng cho
hoc sinh cac truong THCS, THPT vé bénh
tan mau bam sinh, loi ich cua viéc xét
nghiém, sang loc bénh tan mau bam sinh.

T6 chirc cac hoat dong truyén thong, tu
van truc tiép tai cong dong nham nang cao
nhan thirc cong dong, dic biét 1a cac cap vo
chdng, phu nix ¢6 thai; nam, nir trong do tudi
két hon, hoc sinh tai viing mién ndi vé bénh
tan mau bam sinh.

Long ghép noéi dung phong tranh bénh
Thalassemia vao hoat dong cua cac cau lac
bo tién hén nhan tai cac x4, cac truong, cac
budi truyén thdng, cac hoat dong sinh hoat
cong dong.

Cong tac ldy mau xét nghiém duoc trién
khai & hoc sinh cac truong THPT, THCS tai
5 huyén ngoai thanh, viing dan toc, mién ndi
vé bénh thalassemia.

3. Trién khai lay miu: tw van, lay mau
xét nghiém

Trién khai qua Trung tam y té 5 huyén Ba
Vi, Thach That, Qudc Oai, Chuong My, My
bruc: phdi hop véi cac truong té chire tu van,
phét tai lieu, gui phiéu ding ky tu nguyén
tham gia xét nghiém sang loc (gui cho phu
huynh hoc sinh dé ly y kién dong y).

T6 chuc kham, ldy miu méau va xét
nghiém sang loc phat hién bénh tan mau bam
sinh cho 24.011 hoc sinh céc truong.

Téng hop, nhan dinh két qua cua tirng hoc
sinh, tra két qua, tu van cho phu huynh va
hoc sinh cua tung truong.
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Dénh gia két qua tirng nam va trién khai
cho nim tiép theo.
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5 Céc xét nghiém, chi sé va tiéu chuin
danh gia két qua

5.1 Tong phan tich té bao mau ngogi vi

Ap dung cho tit ca cac dbi tugng, danh
gia dya trén 32 chi s hdng cau, bach ciu,
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tiéu cau. Céc chi sb chinh dé danh gia nguy nho khi chi sé6 MCV duéi ngudng binh
co mang gen bénh thalassemia/huyét sic t6 thuong; Lugng huyét sic té trung binh hdng

bao gom: Luong huyét sic to
méu khi huyét sic té <120g/l;

(Hb), c6 thiéu cau (MCH): Hdng ciu duogc coi 1a nhuoc sic
Thé tich trung  khi chi s6 MCH du6i ngudng binh thuong

binh hong cau (MCV), hdng cau duoc coi 1a  theo do tudi.

So dd quy trinh xét nghiém
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Tong phan tich té bao mau Thalassemia thap

MCV < 85fL va/hoac
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Xac dinh thanh phan Hb Sét, Ferritin Giam Thiéu sat
HPLC & ‘ 2
( ) huyét thanh —| Tw vén: bd sung
| |
\ 4
A\ 4 A 4
Bét thuwong: Binh thwong: Bét thuwong:
HbA2 : tang (> 3,5%) HbA : 96,5-98% HbH: dwong
Hb F: tang (> 2%) HbA 2:2-3,5% Hb Bart's: duong
HbF < 1%

HbE: dwong

Mang gen Beta thalassemia

Hb bét thuwong khac

Hb CS: duwong
Nghi ngo mang
gen alpha

thalassmia Hb bat thuong khac

Bénh Alpha Thalassemia

y

Nhén dinh két qua

Tw van truec tiép
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5.1 Xét nghiém sinh héa mau

Duoc chi dinh thuc hién cho cac truong
hop ¢6 hdng cau nho. Hai xét nghiém dugc
thuc hién 12 St huyét thanh va Ferritin huyét
thanh. Panh gia c6 thiéu sit khi Ferritin
huyét thanh < 30ng/dl.

5.2 Bign di huyét sic té

Chi dinh cho cac truong hop nghi ngo
mang gen bénh. Thanh phan huyét sic t6
binh thuong (nguoi trén 2 tudi) bao gom
HbA (96,5 — 98%), HbA2 (2-3,5%), HbF (<
2%). Tir xét nghiém dién di, 6 thé xac dinh:
Bi bénh Alpha thalassemia khi c6 HbH; nghi
ngo mang gen Alpha thalassemia khi thanh
phan huyét sic td binh thuong hoic HbA2

. MOT SO KET QUA VA BAN LUAN

giam; nghi ngd mang gen/ bi bénh Beta
thalassemia khi: HbF >2% va/hoic HbA2
>3,5%; mang gen bénh huyét sic t6 khi cé
cac huyét sic t6 bat thuong: HbE, Hb Tak,
HbCS, HbQs. ...

Qua céc xét nghiém trén, ching toi xac dinh,
dbi twong 13 binh thuong (khéng nguy co
mang gen), c6 thiéu mau (do thiéu sat
va/hoac mang gen thalassemia), nghi ngo
mang gen alpha, beta, HbE, bénh huyét sic
t6 khac hay két hop. Nhimng truong hop co
bat thuong vé két qua xét nghiém sé duoc tu
van, tu quan ly két qua xét nghiém va tiép
tuc 1am xét nghiém chuyén sau dé xac dinh
kiéu gen dot bién khi can.

3.1 K&ét qua lay miu va sang loc thalassemia
Bdng 1. Két qud ldy mdu sang loc tai ting huyén qua 5 niam

Huyen Nam | o016 | 2017 | 2018 | 2019 | 2020 | TONG
QUOC OAI 820 0 2725 1152 1022 5719
CHUONG MY 1743 667 1000 1013 1086 5509
MY BUC 0 1266 951 864 1030 4111
THACH THAT 0 961 1425 1005 938 4329
BA Vi 0 1053 1500 966 824 4343
TONG 2563 3947 7601 5000 4900 24011

Sau nam dau trién khai tai 2 huyén, tir 2017, chuong trinh duoc trién khai mdi nam tai 5
huyén, véi tong s6 24.011 hoc sinh tham gia ldy mau xét nghiém tu nguyén.
Bdng 2. Két qud thuec hién xét nghiém sang lec 2016-2020

Niam| 2016 2017 2018 2019 2020 TONG
Tinh tran nl % /| n| % | n % n| % | n| % n | %
Benhalpha | 0 00l 1 1 002| 1 |o0013| 1 |002| 2 |004| 6 |0.02
thalassemia
Mang gen
bénh Huyét
£z <] 37 |1.44] 100 | 2.01 | 107 | 1.408 | 98 | 1.96 | 108 | 2.20 | 459 |1.80
sac to E, huyet
sac to khac
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Mang gen
bénh beta
thalassemia

24 1094 41 | 0.82 | 42

0.553 | 44 | 088 | 62 | 1.27 | 217 |0.85

Mang gen
bénh alpha
thalassemia

172 16.71| 243 | 4.88 | 608

7.999 | 537 |10.74| 438 | 8.94 | 2037 |7.97

Thiéu
sat/Chua loai
trr kha nang

mang gen
Thalassemia

179 16.98| 86 | 1.73 | 153

2013|165 | 33 | 75 | 153 | 674 |2.64

Chua loai trur
nguy co mang
gen alpha
thalassemia

197 |7.69| 190 | 3.81 | 628

8.262 | 142 | 2.84 | 19 | 0.39 | 1199 |4.69

Tong mau bat 610 23.8

thuong 0 661

13.27]1539

17.9

20.247 3

987 |19.74| 704 |14.37| 4592

2563| 100 | 3947 | 100 | 7601

Tong s6 mau

100 |{5000| 100 |4900| 100 |24011/100

Chung t6i da thuc hién xét nghiém cho
24.011 hoc sinh tu nguyén tham gia, co
4.592 truong hop (17,98%) dugc phat hién
cac bat thuong xét nghiém, hau hét co lién
quan tai tinh trang c6 thiéu mau hoic mang
gen, nghi ngo mang gen thalassemia. Ching
toi phat hién 6 hoc sinh bi bénh thalassemia
thé nhe, c6 thiéu méau, nhung chua hé dugc
kham, tu van vé bénh,

Nhom hoc sinh tham gia nghién cuu co ty
I¢ nghi ngo mang gen thalassesmia kha cao
(10,6%), trong d6, chii yéu la mang gen
alpha thalassemia (7,97%), ty 1€ mang gen
beta thalassemia thap (0,85%), ty Ié bi bénh
huyét sic t6 (HDE, huyét sic t6 khac) la
1,8%. Nhitng két qua nay kha twong dong
véi cac két qua da nghién ctu ¢ ngudi Kinh
va mot sb dan toc khac & khu vuc mién Bic.

Co 674 trudng hop thiéu méu, thiéu sat
(2,64%), trong d6 co ty I¢ nhat dinh chua
loai trir cO mang gen tan méau bam sinh.
Nhimng truong hop nay chung toi tur van bo

sung sat, sau d6 xét nghiém lai dé xac dinh
c6 nguy co mang gen Alpha thalassemia hay
khong.

Qua khao sat, ching t6i cling phat hi¢n
mot s6 bat thuong khac & hoc sinh, lién quan
t6i té bao mau nhu: Thiéu mau ning, giam
tiéu cau, huyét sic td tang bat thuong...,
nhitng trudng hop nay déu dugc théng béo
cho hoc sinh va phy huynh ngay (trong vong
24 gio tir khi lay mau) dé gia dinh dua cac
chéu di kham va diéu tri tai cac bénh vign.
Tat ca nhitng truong hop bat thuong trén
day, chung toi déu guri két qua toi phu huynh
hoc sinh, t6 chirc moi va tu van truc tiép vé
két qua xét nghiém cho phu huynh va hoc
sinh dé biét va nam bat két qua xét nghiém,
hudng theo ddi va xtr tri trong twong lai.

3.2 Nhitng wu diém cia chwong trinh
va kinh nghiém thu dwgc

Qua 5 nam trién khai sang loc
thalassemia, chuang tbi lién tuc rut Kinh
nghiém, danh gia dé diéu chinh cho nim tiép
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theo va thu duoc nhitng kinh nghiém rét c6
gia tri. Nhitng yéu t6 gop phan tich cuc vao
thanh cong nay, do la:

- Chuong trinh nhan dwgc sy ung hg,
quan tdm va tao diéu kién cua ldnh dao
UBND, S¢ Y té Thanh phé trong viéc trién
khai 1ong ghép trong dé an 16n duoc Thanh
phd phé duyét nham tim soat, phat hién sém
mot sé tat, bénh bam sinh théng qua sang
loc, chan doan trude sinh va so sinh cua
thanh phé Ha Noi giai doan 2016 — 2020.

- Khi trién khai vé& tuyén huyén, chuong
trinh nay nhan dwoc su hudng ang, ung ho
va tao diéu kién thuan loi cia UBND, Trung
tam Y té cac huyén, sy tham gia va huong
tng rat nhiét tinh, trach nhiém cua Phong
DS-KHHGD cac huyén cling nhu Ban giam
hiéu cac truong. Nho dé, chung t6i co thé
trién khai déng bo tir khau truyén thong, iy
mau va tu van sau khi cd két qua xét nghiém.
O cac trudng, can bg, gido vién ciing tham
gia rat tich cuc trong viéc dong vién hoc sinh
ldy miu, giai thich, tu van thém cho hoc
sinh. Nhiéu truong da dwa noi dung vé bénh
di truyén nay vao bai giang trong mén Sinh
hoc.

- Viéc xéc dinh va lya chon déi tugng phi
hop, d6 1a hoc sinh THPT, THCS tai céac
huyén da gitp cho chuong trinh dwogc trién
khai thuan lgi. Day 1a nhém dbi tuong dang
duoc quan ly tét tai dia ban, c6 nén tang kién
thic kha tét, hau hét da biét toi cac khai
niém so bo nhu di truyén, bam sinh...(bai
giang sinh hoc 16p 9). Tac dong vao nhom
dbi twong nay, thong diép truyén théng co
thé tac dong dén phu huynh cta cac em. Hau
hét phu huynh truée day chua duoc biét va
khong hé nghi con minh c6 thé bi thiéu mau
hay mang gen bénh thalassemia, ké ca khi ky
gidy dong y cho con lam xét nghiém. Sau khi
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duoc tu van, chuong trinh da gitp thay doi
nhan thic caa ho, ho tiép tuc quan tam va
tuyén truyén cho cac thanh vién khac trong
gia dinh. Két qua budc dau s& 1a co so dé
phu huynh va hoc sinh tu quan tdm va theo
doi sirc khoe cho cac em, cho dén budc tiép
theo la sang loc trude hon nhan, trude sinh
cho céc chau.

- Trén dia ban thanh phd, su tham gia
tich cuc caa Vién Huyét hoc- Truyén mau
TW-mét don vi c6 chuyén mon, k§ thuat rat
¢ uy tin. Bong thoi, cong tac truyén thong
va tu van két qua sau xét nghiém duoc thuc
hién rat chuyén nghiép va hiéu qua.

3.3 Mt s6 han ché ciia chwong trinh

Do ngudn luc kinh phi ¢6 han, ching toi
chua c6 diéu kién hd trg cac gia dinh va hoc
sinh ¢ dién c6 két qua bat thuong dugc lam
cac xét nghiém khing dinh thém (xac dinh
gen dot bién). Kinh phi chuong trinh chi du
dau tu lam diém cho 5 huyén ngoai thanh
chua mo rong thém cac quan/huyén khac.

Cong tac truyén thong con chua duoc
thuc hién hiéu qua cao, do thiéu vé mang
luGi tu van vién, tai lieu tuyén truyén, thoi
lwong danh cho tuyén truyén & ting truong.

IV. KET LUAN

Ching t6i da thyc hién thanh c6ng
chuong trinh sang loc bénh tan mau bam
sinh cho hoc sinh tai 5 huyén ngoai thanh Ha
Noi. Trong sé hon 24.011 hoc sinh, 18%
dugc phét hién cac bat thuong xét nghiém,
hau hét co lién quan tGi tinh trang c6 thiéu
mau hoac mang gen, nghi ngd mang gen
thalassemia. Ty Ié¢ nghi ngo mang gen
thalassemia/bénh huyét sic té6 l1a 10,6%,
trong d6 chu yéu la mang gen alpha
thalassemia (7,97%).
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KHUYEN NGH|

1. Viéc t6 chic truyén thong, tu van va
xét nghiém sang loc budc dau bénh
thalassemia/huyét sic to c6 ¥ nghia va vai trd
guan trong. Nho chuong trinh nay, cac dia
phuong c6 thé nim bit va quan ly dugc cac
dbi twong cd nguy co bi bénh, mang gen
bénh. Pdng thoi, nang cao y thac trach
nhiém phong bénh va thuc hién nhirng budc
tiép theo (sang loc trudc hon nhan, sang loc
truée sinh) cho chinh dbi tuong co6 nguy co
tiép tuc theo ddi va thyc hién. Gia dinh c6
con duoc chan doan mang gen thalassemia s&
chu dong chia sé thong tin thalassemia va
sang loc thalassemia cho cac thanh vién khac
trong gia dinh, dong ho. Piéu nay rat cd y
nghia thuc tién trong diéu kién kinh phi
phong bénh va hd trg xét nghiém sang loc
con hét suc han ché.

2. Chuong trinh rat can c6 su phéi hop
chat ché gitra Chi cuc dan sé Thanh phé Ha
Noi, Trung tdm y té cac huyén véi co s y té
c6 du nang luc trong viéc thuc hién truyén
thong, tu van trudc va sau ldy mau, to chic
ldy mau, xét nghiém. Chang tdi kién nghi
nganh y té can dau tu ting cudng ning luc
cho y té cac quan/huyén trong linh vuc nay.
Nhu thé mai dam bao hiéu qua bén viing cua
chuong trinh nay.

3. Pé chuong trinh duwoc nhan rong va
duy tri bén viing, ching toi kién nghi dua noi
dung vé di truyén va cac vi du cu thé vé bénh

di truyén, bam sinh, trong d6 c6 thalassmia
vao bai giang mén Sinh hoc dé giang day
cho hoc sinh.
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