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Bs Nguyln Thi Kilu Trinh -[

Thalassemia la mOt r0ilo0n di truydn vD mau. Né xOy ra khi cac gen b0 dit biln Onh hIOng din
khO nang tio ra huyltsictl khie minh clacl thd, lodi protein giau chit st c6 trong cac tl
bao hing clu . Hemoglobin mang oxy diin t0t c0 cac bl phin cla ¢l tho. Khicé dit biln gen
lién quan din b0 nh ly nay sU gay nén bl nh Onh hi0ng din cO thD va c6 thD kéo dai sult doi.

Vil ¢ xét nghil m mau trong cham so6c sl ¢ khi e til n hdn nhan hol ¢ thai kU ¢6 thl giup cho bil't
c6 bl dit bil n gen thalassemia hay khéng.
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SO di ditruyd n dl a bl nh Thalassemia khi 2 il chll ng cung mang gene.

1.Cac loli b0 nh thalassemia

C6 nhilu lodi thalassemia khac nhau, tuy thull ¢ vao phin nao clla huylt slc t0 bl Onh h00ng.
Hemoglobin di0 ¢ t0 o thanh t0 cac chuli protein phu hi p: chuli alpha va chulli beta. Cac tridu
ching cla blnh thalassemia r0t khac nhau t0 nh0 dl n n0ng. N6 phQ thulc vao gen nao bl drt
bil n va lil u alpha hemoglobin hay beta hemoglobin b0 Onh hing. Cac thult ngl thalassemia
nhO , thalassemia thO trung gian va thalassemia thl nOng di0c s ding d0 m6 t0 mic di
nghiém tring cl a cac tril u chl ng.

Thalassemia thd nh0 thd0Ong khéng cé trillu chO ng.

Thalassemia thi trung binh c6 thl gay ra nhilu vin d0, vi dd, mOt sO b0 nh nhan c6 thD cln
truy0 n mau, thl nh tho ng hol ¢ thO 0 ng xuyén.

Thalassemia th nOng gay ra nhil u biln ching 0nh h0Ong diin sOc khi e.

Alpha thalassemia

MOt dot bil n trong chuli alpha hemoglobin gay ra bl nh alpha thalassemia. Cac chuli alpha
difcsOnxultbliblIngen.

- NOumOtgen bl ditbiln, hilm khicé bit kD tri0u chd ng nao.

- NOu hai gen bl ditbidn, né c6 thl diin din thilu mau nhl. Bay dilc glila dic dilm
alpha thalassemia.

- NOubagenbl ditbiln, n6 sl dindin mittinhtring glila b0nh huyltslctl H (HbH).

- BOtbilnclacl bln gen alpha gay ra dilng nghiém tring nhit cla tinh trl ng nay. Day
dic glila bl nh alpha thalassemia th nOng (hOi chlOng Hb Bart). ROt it trl sO sinh mdc b0 nh
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alpha thalassemia thd ning sl ng s6t sau khi mang thai hol ¢ khi sinh ra . Nhing ngii0igic
Chéau Phi, Chéau A, 0n B0 holc Trung Bong thiIng c6 khi nang mi ¢ bl nh alpha thalassemia
hin ching t0c khac.

Beta thalassemia

MOt dot bil n trong chuli beta hemoglobin gay ra bl nh beta thalassemia. Chuli beta di0ctlora
bli hai gen:

- NOu mOtgen bl 10i thi con sO mang mOm bl nh beta thalassemia, di0c gli beta
thalassemia thl nh0, th0 0 ng khdng c6 trid u chi ng.

- NOu hai gen bl 10i, n6 s gay ra mOt lo0t cac trilu chl ng thilu mau gUi la beta
thalassemia th0 trung binh. TOt c0 phO thul ¢ vao sO t00ng tac phlc t0p cla cac gen bl Onh
hoOng. MOt sO ngi0i ¢ thd sing khile mO nh ma khéng clin didu tr0 t0i bInh viln .

- DAbi khi, hai gen b0 10 d0n d0 n b0 nh beta thalassemia thd nd ng.

Beta thalassemia phQ biln hOn nhidu so vii alpha thalassemia . Nhil u ng00i m0c b0 nh nay
khéng cé trilu ching va s khéng bilt hI mang gen dit biln tr0 khi h0 d00c xét nghilm mau .
NhOng ngl0i 0 c&c vung Bla Trung HOi, Déng Au, Trung Déng, 0n B0 hollc Bl ¢ Phi thilng
mO ¢ b0 nh nay.

2. Lam th0 nao di phat hiln cé b0 thalassemia hay khong?

ChU ¢l n xét nghidm cdng thi'c mau 2 vil ching tr00c¢ mang thai hoU ¢ khi thai con nh (cang
simcang tit-dildi 13 tuln) d0 xem 2 chd sO MCH va MCV c6 b0 gi0 m khéng.

NOu 2 vl ching diu cé MCH va/hollc MCV gilm ( MCH < 27 pg, MCV < 80 fL gOi la gifm, c6
thD mO rOng ngd0ng MCH <28 pg, MCV<85 fL) thi nghi ngd c6 bl nh Thalassemia.

COn thO ¢ hil n cac xét nghid m tidp theo la di0n di huydt s c t0, xét nghidm tim dlt bi0n gene
Thalassemia.
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3. Bl nh thalassemia di truyl n qua con thi nao?

Thalassemia di0c di truylln qua cac gia dinh va mang gen lon.

+ NOu bl holc m0 la ngd0i mang mOm bl nh thalassemia, con s ¢6 50% cl hUithOa hiOng
khi0 m khuyOt gen va la ngd 0i mang mOm bl nh gil ng nhd b0 hoJc mO cUa bé.
+ NOu ¢ b0 va mi dilu mang mOm bl nh thalassemia, tr0 sinh ra s co6:

- 25% khong phlila ngd0i mang mdm b0 nh, ciing khdong mO ¢ bl nh.
- 50% tr0 thanh ngd0i mang mdm b0 nh khéng c6 tril u chl ng.
- 25% khO nang m0Oc bl nh thalassemia thd ndng.

4. Lam th0 n0o d0 phat hiln tr0 sinh ra b0 bl nh hay khéng?

- Sinh thi0t gai nhau trong khong 11 tuln din 14 tul n thai k0.
- ChOcOi dbc kidm tra sau 15 tuln.

Béc sisl cung cUp cho bl n thdng tin v mic d0 nghiém tring cl a thai, va c6 thD gili thidu din
trung tdm chin doén tion sOn d0 t0 vOn, gidp can nhilc céc bil n phép I0a chi n va theo dai trong
thai kU .

Vi cac philng phap diu trd hi0n dli, nhing ngl0i mOc bl nh beta thalassemia th0 nOng va
bl nh alpha thalassemia th0 ni ng HbH ngay cang c6 thd t0n hiOng cullc sing t0t hin va lau
hin . Tuy nhién, khi d00c chin doan mi ¢ cac ding thalassemia nilng hO n, biln phap chim dit
thai kU dic diara dl thai phD can nhic l0a chin.

5. MO b0 thalassemia 0nh hing din thai kU th0 nao?

Cho du m0 mOc bl nh thalassemia hay la ngd0i mang mOm bl nh, cac chuyén gia khuyén bl
sung 5mg acid folic hang ngay trong sult thai kO . DBillu nay la do bl nh thalassemia cé thd lam
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tang nguy cl thai phat tril n khuyOt t0t 0 ng thOn kinh nhi t0tn0td0t sOng .

MO b0 thalassemia c6 thd din ddn thiDu mau trong thii kI mang thai . Xét nghi0 m Feritin va
st huyOt thanh gitp cho villc c6 cln dung vién st hay khong. Khéng phiitit cO ph0 nO dlu
cOn bl sung sOt, va dilu quan tring la khéng n p qua nhilu sOt vao ¢l thd ndu khéng cln.

Beta thalassemia th0l nlng lam cho cac biln ching thai kI di x0y ra hin. Cac cl quan trong
cl thD cdamd vinda phdilam vilc cOtloc dl dbi phd viinhOng 0nh hI0ng cla blnh
thalassemia, cé thém nhu cO u cho thai phat trid n.

NOu m0c bl nh beta thalassemia s0 dU b0 dai d00ng thai ki. Bac st s xem xét I00ng di 0 ng
trong mau cla mi hang thang cho dl n khi mang thai d00c 28 tul'n va sau do6 hai tuin mdtI0n.
NOu mO m0Oc bOnh tilu d00ng, sO phdi hOp chuyén khoa nii tilt di0 u chOnh d00ng huyOt thich
hi p.

COn khédm thém tim mOch 0 tudn thd 28 d0 danh gia nhu cOu trong thai kO va dla ra phO0ng an
cham séc phu hilp ndlu ¢é biln chi ng tim mOch .

NOu tr00c khi mO ¢é truydn mau, thi vioc dilu tr0 cOa bl n ¢6 thd duy tri trong sullt thai k. Tuy
thul c vao sc khl e thng quat va mic dl huyltsOctl cla mi, cOn truydn mau bl sung trong
vai tuln culi cla thai kI d0 dim bl o an toan.

NOu m0O cé liDu phap thii sOt dl kil m soat s tich t0 sOt trong cO thO do truyl n mau, thi liDu
phap nay cting sl di0c dilu chinh trong thai kO. TO tuln thd 20 d0n tudn thd 24 c0a thai kO,
thai ph0 sO d00c theo d6i dili sO phiihlp cla Bac st huylt hic va Bac si tim mich.

MOt bil n chi ng khac ¢6 thl x0y ra cl a bl nh beta thalassemia la cé thd gay suy giap. Bac s1 sl
theo d6i chil ¢ nang tuyl n giap trong sullt thai ki va dilu chi nh thull ¢ cho phu hi p. Khi mang
thai, tuyl n giap phUi holt dl ng nhilu hO n binh thDOng vi vy hllu h0't phl n0 mang thai dang
dung thul ¢ dilu tr0 suy giap cln phdi tang li0 u.
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NOu m0O da b0 cOt bl lach do bl nh thalassemia, cé nguy cU t0c mich do huyOt khii. Lach la cl
quan kil m soat holt ding cla tilu cOu . Khi mang thai, thai phQ dO b0 tang déng hin so VUi
binh thO 0 ng . Bac si sl khuyén bl n dung heparin tring I00ng phan t0 thOp (difu tr0 dI phong
huyOt khii) cing nhO aspirin lilu thd p 75mg/ ngay.

6. DO phong cho con trong tri0ng hi'p vi chl ng dJu mang gen bl nh Thalassemia.

NOu clp vl chOng phat hiln ddu la ngd0i mang mdm b0 nh tr00 ¢ khi mang thai, cac I0a chln
bao gl m:

- COp vl chdng co6 thl mang thai va sau do6 lam xét nghid m d xem thai nhi cé m0c bl nh
hay khéng.

- COp vl chOng cé thD mang thai b0 ng phO0ng phap tho tinh trong 0ng nghid m (IVF). BO
mO c6 th0 sO ding trdng hol ¢ tinh trung c0a chinh minh. B0 m0 cting c6 thd sO dOng trdng
hoU ¢ tinh trung c0a ngd0i hil n t0ng. Cac xét nghil m ¢é thd di0c thd ¢ hiln trén phdi trl 0 ¢ khi
né di0c chuyln vao bullng t0 cung. Bay la phi0ng phap chi n doan di truyln tiln lam t0 .

- COp v0O chOng cé thi mang thai bl ng phi0ng phap bl m tinh trung vao bull ng t0 cung (1UI)
. VUi tuy chl n nay, tinh trung t0 ngd0i hidn tdng khéng phiila ngl i mang mOm bl nh sO di0c
sl ding.

- ChOn khéng mang thai.

- ChOn nhOn con nubi.

Ngul n tham khO o:

1. https://www.acog.org/womens-health/fags/carrier-screening-for-hemoglobinopathies
2. https://www.rcog.org.uk/en/patients/patient-leaflets/beta-thalassaemia-and-pregnancy/
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