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VAI TRO CUA SIEU AM TRONG
CHAN DOAN ALPHA THALASSEMIA

BS. CKI Tran Thé Hung

Bénh vién Qubc Té Phuong Chau

Bénh thalassemia 13 mot bénh di truyén xay
ra do dot bién trong gen cua cac té bao san xuét
hemoglobin, thanh phin chinh trong hdng ciu
dam nhiém viéc van chuyén oxygen di khip noi
dé nuoi co thé. Nhitng dot bién nay can trd viéc
san xuit hemoglobin, do d6 1am ngudi bénh ¢6 it
hemoglobin va hdng cAu trong co thé hon so véi
ngudi binh thudng gay ra tinh trang thiéu méu.

Viéc phan loai bénh thalassemia phu thudc
vao loai gen va s6 lugng gen dot bién cua nguoi
bénh. Nhu da gi6i thiéu & trén, ciac phan t
hemoglobin ctia nguoi binh thudng (HbA) dugc
tao ra tit 2 phan tt globin alpha (a) va 2 phan
tit globin beta (B), do dé, tuy theo loai gen nao
bi anh hudng ma nguoi ta phan biét thanh bénh
alpha thalassemia néu gen globin alpha bi dot
bién va bénh beta thalassemia néu gen globin
beta bi dot bién.

Trong mot bdo céo ctia T4 chite Y té thé gidi
cho thay™:

— Khoang 7% dan sb thé gi6i 1a nguoi lanh
mang gen bénh ctia hemoglobin.

— Nhitng ngudi lanh mang gen bénh cida
hemoglobin c6 stic khoe hoan toan binh thuong.
- Trung binh c¢6 khoang t 300.000 dén
500.000 tré sinh ra hing nim mic mot trong sb
cac bénh Iy nghiém trong ctia hemoglobin.

— Khoang 80% sb tré méc bénh dugc sinh ra &
nhitng qubc gia c6 thu nhap thip va trung binh.
— Khoang 50.000 dén 100.000 tré mic bénh
beta thalassemia thé ning chét hing nim &
nhitng qubc gia c6 thu nhap thip va trung binh.

Bénh alpha thalassemia xay ra do dot bién
ctia gen globin a nim trén cip NST 16, gen
nay chiu tridch nhiém mang thong tin cho viéc
téng hgp phén tl protein globin o trong cAu
tric cta hemoglobin ¢6 trong hong cau. Mbi
ngudi binh thudng c6 4 gen o, trén mdi NST 16
mang 2 gen a goi la alpha 1 va alpha 2. Trong
bénh o thalassemia, gen globin a bi dot bién [am
giam hodc mét kha ning tdng hop globin a cua
hemoglobin. Tay theo sb lugng gen globin a bi
dot bién ma bénh o thalassemia biéu hién & cac
mtc do khac nhau®. (Hinh 1)

Céc mtc do biéu hién va cdc thé bénh a
thalassemia phu thudc vao bao nhiéu gen trong
sb 4 gen alpha bi dot bién. Néu ban nhan dugc:
— Bbn gen globin a binh thudng: co thé tdng
hop hemoglobin binh thuong (HbA), nguoi
binh thuong.

Binh thudng Thé an Thé nhe
Thé nhe Bénh HbH Phu thai
Hinh 1.
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— Mot gen globin o dot bién: trudng hop nay
duge goi la thalassemia thé 4n, ngudi mang 1 gen
dot bién duge goi 1a ngudi lanh mang gen bénh
a thalassemia (alpha thalassemia silent carrier)
(ky hiéu a™— thalassemia). Ngudi mang gen sé
khong hé ¢6 biéu hiéu hoic triéu ching gi cta
bénh thiéu mau. Tuy nhién ho c¢6 thé truyén gen
bénh sang cho con ctia minh.
— Hai gen globin a dot bién: trudng hop nay sé
gdm hai kha ning, kha ning tht nhit mdi gen
dot bién nam trén 1 NST 16 va kha ning thit hai
ca 2 gen dot bién déu ndm trén cing 1 NST 16,
NST 16 kia mang 2 gen alpha binh thuong (dugc
goi la dang cis, ky hiéu 1a 0%a), kha ning thit hai
trén mdi mot trong hai NST 16 déu mang 1 gen
dot bién va 1 gen alpha binh thudng (dugc goi 1a
dang trans, ky hiéu a™/a*). Truong hop nay duoc
goi 1 o thalassemia thé nhe (alpha-thalassemia
minor), ngudi mang 2 gen dot bién dugc goi
[ nguoi truyén bénh o thalassemia (alpha
thalassemia trait). Ngudi mang gen sé cé biéu
hién cta bénh thiéu mau nhe, hdng cAu nhé va
nhot nhat do thiéu hemoglobin binh thudng.
- Ba gen globin o dot bién (ky hiéu la o%o*):
trong trudng hgp nay trén 2 NST 16 cta ban sé
c6 1 NST mang 2 gen dot bién alpha, 1 NST 16
mang 1 gen binh thuong va 1 gen dot bién alpha.
Nguoi bénh duge goi 1a méic bénh hemoglobin
H, do hong cAu tdng hop loai hemoglobin bAt
thuong duge goi 1a hemoglobin H thay cho
hemoglobin binh thudng. Ngudi bénh cé cac
biéu hién thiéu mau va céc triéu ching sé & mic
do tit trung binh dén ning.
— Bén gen globin a dot bién (ky hiéu o%/a®):
truong hgp nay dugce goi 1a bénh o thalassemia
thé ning. Gay ra tinh trang phu thai (hydrops
foetalis), lam thai chét luu hodic chét ngay sau
sinh. Bénh con dugc goi 1a hdi ching hemoglobin
Bart, do hdng ciu tdng hop loai hemoglobin bat
thuong duge goi 1a hemoglobin Bart thay cho
hemoglobin binh thuong.

Dé han ché nhiing truong hop thalassemia
thé ning sinh ra, vin dé chin dodn tién san vo
cing quan trong. Ching ta phat hién sém dé
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c6 thé chim dut thai ky dang ldc va kip thoi.
Siéu Am 12 cAn 1Am sang va ciing [3 mdt sang loc
khong xam 14n c6 gid tri chdn dodn cao trong
thalassemia thé ning & tam ca nguyét 1 va 2.
Mot nghién citu ctia Lee niam 2016 v@ gid tri
cta céc dAu hiéu trén siéu 4m dé chin doan o°

thalassemia.

Bang 1. Gia tri cla mot s& marker trén siéu am dé chan
doan a° thalassemia.

Marker C8& mau

trén siéu am

D& nhay

Duong
tinh gia

Tam cé nguyét 1

Do day banh nhau 231 95% 4%
598 771% 19%
Chis6 tim nguc 62 75% 8%
135 100% 0%
832 975% 91%
149 971% 0%
Tam cé nguyét 2
Do day banh nhau 231 100% 4%
345 88,6% 98%
488 74% 39%
Chis6 tim nguc 62 100% 8%
345 98,6% 11%
488 95% 39%
Doppler dong mach 88 85% 0%
néo gitla 79 643%  14%

Nghién cttu cia Leung nam 2010, tac gia cho
ring c6 thé st dung chi sb tim nguc va do day
banh nhau dé du dodn «° thalassemia tir 12 dén
20 tuan (p < 0,05). T4c gid ciing chi ra ring,
MCA — PSV va chi s tim nguc gia ting chin
dodn lac 12 — 15 tuén, giam ty 1é duong tinh gia
& 16 — 20 tuan™.

Téc gia Li nim 2015, da dua ra diém cut off
cta do day banh nhau = 18 mm ldc 12 — 15
tuan, chi sb tim nguc = 0,5 ldc 12 — 20 tuan va
Doppler dong mach ndo gitta > 1,5 MoM ldc
15 — 20 tudn cho viéc chin dodn thalassemia.



Bang 2. Gia tri cia MCA-PSV va Hb cla san phu khi so vai muc dé thiéu méu cda thai nhi

MCA-PSV, MoM

Hb, g/dl

Pac diém MCA-PSV cm/s
Thalassemia

Khéng 90 2596 + 555
Alpha 43 394+94
Muc d6 thi€u méu thai nhi

Khéng 79 2559+ 576
Nhe 17 3085 +876
Trung binh 25 3940+932
Nang 12 4169 + 8,32

Bang 3. Gi4 tri cia MCA-PSV tai cac ngudng cut off

117+ 0,31 106+12 098 £ 009
184+ 045 64+08 059+009
117+£032 107+10 098 +0,07
139+ 040 78+15 073+0/13
184 + 045 65+05 060+ 0,06
2,01+ 034 53 +11 050+0M

MCA- PSV Bdnhay % Do dac hieu % PPV %
>30cm/s 100 780 697
>13 MoM 100 69,2 62,2
> 1,4 MoM 935 835 74
>15 MoM 84,8 89,0 796

NPV % FER % FNR % Chinh xac %
100 22,0 0 854
100 308 0 796
96,2 165 65 869
92,0 10 152 876

Ghi chu: PPV: gié tri chan doan duong, NPV: gi4 tri chan doan am, FER: ty l& duong sai, FNR: ty l& am tinh sai.

V6i d6 nhay, do dic hiéu va ty 1& chin doén sai
thap.

Nghién cttu niam 2018 ctia Tongprasert dua
ra gid tri cua siéu Am Doppler ddng mach nio
gitta trong viéc chin doan thalassemia ldc 18 —
22 tuanl,

Nghién cttu ctia Zhen ndm 2015 trén 154 san
phu c6 nghi ngo Hb Bart. Tac gia da khao sat chi
s6 tim nguec ldc 11 — 13 tuan, phat hién 33 truong
hop c6 bét thuong va da sinh thiét gai nhau trén
33 trudng hop nay cho két qua 1a Hb Bart. Con
lai 116 truong hgp khong c6 bt thudng, ho lip
lai siéu 4m sau 2 tuln va ghi nhén 1 trudng hop
bt thudng chi s6 tim nguc va sinh thiét gai nhau
duge tién hanh cho két qua Hb Bart, 114 truong
hop con lai theo déi dinh ky va khong cé mic
bénh. Téc gid cho ring siéu 4m dénh gid chi s6
tim nguc c6 gia tri ddng ké trong chin doan Hb
Bart sém. Diéu nay gidp gidm ty 1é sang loc xAm

14n, chan dodn sém < 14 tun thai'™.

TOM LAI

Mot s6 diu 4n trén siéu Am nhu: chi sb tim
nguc, do day banh nhau, Doppler dong mach
ndo gitta ¢6 gid tri chdn dodn alpha thalassemia
trong tam ca nguyét 1 va 2. V6i dd nhay va do
dic hiéu cao, do d6 c6 thé st dung dé tién doan
sém va dua ra nhitng bién phép sang loc xAm lin
mot cach sém nhat va hiéu qua nhét.
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