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CN Trin ThO Thanh Ly -0

Cac t0 bao hing cllu (RBCs) la nhing dia I6m hai mit vii d00ng kinh 7,.5um. HOng cOu la
phi0ng tiln hiDu qul d0 trao di oxy va chic nang cla chung phi thulc vao huyltsUctl khle
mOnh va hinh ddng di biln ding. TulithD trung binh cla hiing clu t 100 d0n 120 ngay. SO
pha hly sim cac t0 bao hng clu do cac bt thi0ng mic phliholc blm sinh v huydtsOctO,
protein mang h'ng cOu holl ¢ cac enzym quan tring cho qua trinh chuylln héa hilng clu diiln

dl n thiDu mau tan mau. MO c du ¢é mOt s lo0i thil u méu tan huylt khac nhau, nhi ng t0t cl
chung diu c6 dic dil m gil ng nhau. HOng cOu ¢é tuli thd ngdn hin va thdOng c6 sO gia tang bu
tr0 hOng cOu. B0 nh nhan cé céc trid u chi ng khac nhau do thil u mau va tinh tr0 ng thid u mau co
thD tr0m tr0 ng h0 n tuy thul ¢ vao tinh hul ng 1dam sang.

HinhOnh hing cdlu dl ding0 blnh nhan mic bl nh tan mau bl m sinh

Thil u mau tan huylt di0c phéan loli thanh 2 nhém: mil n di ch va khéng milln dil ch. Trong bai
vil't nay, tri ng tdm s l1a b0 nh thil u mau tan mau khéng mil n di ch (thil u mau tan mau bIm
sinh).

Thid u mau tan mau bl m sinh diUc chia thanh 3 lo0i:

- ROilo0n mang hing clu
- ROilo0n enzym hilng clu
- COu trdc huyOt sOc t0 b0t thd D ng.

PhO biln nhit cla nhing rli lod n nay la tang hi ng cOu hinh cOu di truyl n, thilu hO't glucose-6-
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phosphate dehydrogenase (G6PD) va bl nh huylt sl c t0 alpha va beta. MO ¢c du mi loli thil u
mau nay lam tan huylt théng qua cac ci chll khac nhau nhing bil'u hil n 1dm sang va dil ¢ dil m
xét nghilm cla chang la t00ng t0 nhau. Thilu mau tan mau bl m sinh thdOng xudt hion 0 tr0 sO
sinh hol ¢ trl nhO. CG6 thD ¢6 tiDn sO gia dinh b0 thilu mau tan huylt khidn ngl0ita chuy din
tinh tr ng nay hol c tr0 sO sinh c6 thd b0 tang bilirubin mau dang kU trong thii ki sO sinh.

Hinh 0 nh nh0 ng em bé ml ¢ bl nh tan mau b0 m sinh

Ngoai ra, bl nh nhan cé thl xult hil n vao thdi di0 m tang tdn huylt vii thiD u mau, tang bilirubin
mau va tang hing clu I00i. Ban d0 u, thilu mau tan huylt b0 m sinh thi0ng din din tan huydt D
mOc d0 nh0 d0n trung binh di0c bu dip t0t bng tang hing clu I00i, ¢é thl ¢cé cac ding nl ng
hin nhOng r0t hidm. Trong nhi'ng tr00ng hip dé, tan mau man tinh x0y ra vii tlc d0 nhanh hin
va tinh trll ng thil u mau nghiém tring hin. MO ¢ du mOi bl nh thil u mau tan huylt b0 m sinh dlu
din din tinh trdng 0n d0nh, phO n 10n khéng ¢é tril u chi ng nhil ng nhi ng cang thi ng nhl nhilm
trung, thul c holc chit dc c6 thl diin dintang t0 I0 tan huyOt va sau dé la thil u mau nghiém
trdng, phO thul ¢ vao truyll n mau. Trong cac khil m khuyt mang hiing clu, ¢é thD x0y ra hiln
t00ng tan huydt tang 1én, cd khd nang la do lach to va do dé lam tang sU ph& hl'y hing clu.
Céac rlilo0n enzym hing clu din din tan mau tang Ién khi til p xtc vOi thul ¢, bl nh t0t hol ¢ vOi
mOt sO lo0i thOc phOm. Trong mii b0 nh thidu mau tan mau bl m sinh, tinh trd ng tan mau ban
diu diic ching I0iblng cach tang hing clu I00i. B0t sOn t0y x00ng thoang qua cé thi diin
dinnging sinxulthOng cOuliOiva lam trdm trdng thém tinh tr0ng thil u mau ban dlu. Tréi
nglOc vOicac dic dil m lam sang cla mit sO kil n tan mau, trong dé cé sl xanh xao va vang
da, trong mOt sU kiln b0t sOn, vang da th0 0 ng khéng c6 trong khi s xanh xao vin tOn t0i. MOt
bl nh nhan bl thilu mau tan mau b m sinh bl st nén dl ¢ danh gia bing sO I00ng t0 bao mau
toan bl (CBC) va sl 100ng hing cOu l00i. Bén ¢l nh tinh trl ng thil u mau tri m trd ng do tang tan
huyOt hol ¢ bt sl n thoang qua, bl nh nhéan thil u mau tan huylt bl m sinh cling c6 nguy ¢ hinh
thanh si mOt. Tang phan hl'y huydt sic t0 din ddn ndng do bilirubin cao hin trong d00ng mOt
va sau do la sl phat triln cla siimit. C6 mit sO théng tin gliy rlng nhi ng bl nh nhan bl tan
mau man tinh c6 nguy c cao bl biln ching huydt khii, d0 ¢ bilt la nhi ng b0 nh nh&dn mi ¢ bl nh
huyOt siic t0. Sinh ly b0 nh ¢c6 lién quan di n tang t0 o thrombin va fibrin, cling nhi tang hoO't
ding cla ylu tl mé va kich holt tilu cOu. Nguy c huyOt khii tang I1én sau khi cOt lach. Bl nh
nhan khéng c6 lach ciing c6 nguy cl bl bil n chd ng nhil m trung, ddc bilt la vii vi khudn ¢6 v
bl c. Bl nh nhan @i c truyd n mau man tinh hol ¢ thO 0 ng xuyén c6 nguy cl bl qua tlisit. Cac
di c didm xét nghil m d0 ¢ trl ng c0 a tan huylt bao gdm thilu mau, tang h'ng clu I00i va tang
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bilirubin khéng lién hi p (gian ti0 p). Thildu mau thi0ng gl p nhit |a thil u h0 ng cOu, tuy nhién,
thiDu mau hing clu to cting ¢6 thD thOy khi tang hing cOu [00i nhanh. HIng cOu 1001 ¢é thD tich
hi ng cOu trung binh la 150 femtoliter, c6 thd lam tang th0 tich hO ng cOu trung binh t0ng thD nOu
hing clu I00i hiindiOnvdisO I00ng l0n. Trong mOt sO b nh thidu mau tan huydt b0 m sinh,
phindng clahing clulililadl di duy tri l[00ng huyOt sic t0 binh thO0ng dln gin binh

th0 0 ng, va thilu mau chl xuOt hiln trong thii gian tang tan huyOt hol c thli gian b0t sOn t0y
x00ng. SO I00ng hiing cOu l00i trong thil u mau tan mau bl m sinh th00ng vt qua 2%. NOng dl
huylt sl c t0 trung binh trong cl thd (MCHC) thi 0 ng tang trong bl nh hilng cOu hinh cOu di

truyd n. PhOt méu ngolli vi nén dl 0 c danh gid vl nhing bitthiOng vO hinh ding hi'ng clu va
thD vui h ng clu. Ngoai cac chi sl hiing clu va sl I00ng hOng clu I0Ci, bilirubin gian ti0 p c6
thD tang cao.

Thil u mau tan mau bl m sinh d0 0 ¢ chia thanh 3 loli:

ROi lo0n mang hing cOud000

Mang hing cllu bao gim I0p kép lipid bén ngoai va khung t0 bao dl a trén quang phl bén trong.
210pdi0ckitnbithéng qua mOt s protein lién kO't. Khil m khuylt mang hing cOu thdOng di0c
nghi ngl 0 bl nh nhan thilu mau tan huylt khi xét nghio m phit t0 bao ngoli vi cho thl'y hing
cOu khéng co6 hinh dlng hai mOt 16m dil n hinh. B nh mang 10 bao la kit qul cla s b0t thIlng
v chitl00ng hoOc sO thidu hOt vl sO I00ng cOa cac protein t0 bao hing clu. 3 bl nh mang t0
bao hing clu phl bidn nhitla bdnh hOng cOu hinh cOu di truyl n, b0 nh 10 bao hinh b0 u dic di
truyd n va b nh rli lo0 n t0 bao hing clu di truydn, trong dé bl nh hi ng cOu hinh cOu di truydn la
phU bil n nhit.

ROi lo0n enzym hing clu

HOng cOu phO thulc vao vil ¢ s n xult adenosine triphosphate (ATP) théng qua qua trinh
di0ng phan va ATP la ngud n nang I00ng duy nhi't cho hilng cUu. Cac khid m khuyOt trong con
di0ng di0ng phan cla enzym co thd din din tan mau. Hai lodi phd biln nhitla thidu
Glucose-6-Phosphate Dehydrogenase (G6PD) va thillu pyruvate kinase (PKD). Thilu G6PD la
bl nh ly enzym hl ng cOu ph bi0n nhit. G6PD déng vai tro quan trdng trong s n xult
nicotinamide adenine dinucleotide phosphate (NADPH), va NADPH déng mit vai trd quan trl ng
trong vil ¢ ngan ngla t0n th00ng oxy héa dili v i protein trong t0 bao hlng clu nao dic bil't
nhOy cOm. CO chO tan huydt0 ngd0i thilu G6PD nhi sau: MOt tac nhan oxy hda gay ra sl
chuyl n dUi glutathione thanh glutathione disulfide-> Bl vi cac t0 bao thil u G6PD khdéng tl o ra
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glutathione mOt cach hilu qul, nén glutathione ¢ n kilt nhanh chéng-> Khi glutathione cl n kilt,
cac nhém sulfhydryl cla hemoglobin bl oxy hda -> Hemoglobin bl oxy hda kit tla va lam hi ng
mang hing clu -> Tan mau. Chuli sO kil n nay thO0ng di0c kich hoOt bli cac lodi thul ¢ ¢é tho
oxy hoa NADPH. Nhi0 m trung cing c6 thd lam tan huy0t 0 b0 nh nhéan thil u men G6PD. G6PD
gil m theo clp s nhan khi hing clu gia di. Do dé, hiing cOu 1001 ¢6 nhilu G6PD hiin hiing clu
ch, dilu nay cé thd Onh hDOng din kit quld chin doan. Gen G6PD nim trén nhidm s c th0 X,
va do dé sl thiDu hOtla mOtrdilodn lién kOt vOi X. Nam gili cé nhilu khO nang bl 0nh hODng
hin, mOc du cé nhing ph0 n0 c6 trilu ching do X b0t hoOt. G6PD la mit rUiloln phd bidn, Onh
ho0ng d0n hdn 400 trilu ngdOi trén toan tho gili. Co tinh tring tang hiing cOu 001 dang kO, ¢cé
thD lam tang holOt tinh G6PD mit cach gil t0o do ham I00ng G6PD cao cla hing clu l00i. 0
nhO ng bl nh nhan cé bilu hil n tan mau va tang bl ch clu I00i dang ki, chi'n doan cé thD bl bl
s6t do ning di G6PD cao gil.

COu truc huyOt sUc t0 b0t thiOng

Hemoglobin tr0 0 ng thanh bao gim 2 chuli a-globin va 2 chulli B-globin. B0 nh huylt slc t0 bao
g0 m cac khid m khuy0t di truyd n trong chuli a-hol ¢ B-globin. SO thiJu hit sO 100ng trong qua
trinh s n xult globin dIn d0n bl nh thalassemias. SO thilu hOtv0 chitdin din sO thay diiclu
trdc cla huylt slctl diin din sO hinh thanh huylt sOc t0 b0t th00ng. Cac bil n thD trong huylt
sic 1l clu trac bao gilm thilu mau hing clu hinh lilm, huyOt sOctl E, huyOtsOctl C vanhilu
lo0 i khac. Hai lo0i b0 nh huyltsictl c6 thd t0ntli kit hOp vlinhau va mit bl nh nhan cé thd
vla bl rdilo0n thalassemia vila b0 khi0 m khuyOt clu trac trong huyt sOc t0. Trong bai vilt nay
sl 0 p trung vao cac thi thilu hit dl nh 100 ng: thalassemias vii tring tam la cac th0 ¢6 thl din
dl n tan mau.

Thil u mau tan mau bl m sinh la th0 phat sau khio m khuyOt mang hing clu, thilu hi't enzym

hi ng clu, hoU ¢ khio m khuyOt v@l cOu trdc hol ¢ nii dung cla huyOt sOc t0. Thilu mau tan huyOt
|a bil u hil n 1&m sang phd biln nhit, nhdng mOt sO b0 nh thil u mau tan huylt b0 m sinh c6 thQ
din d0n thilu mau phU thul ¢ vao truylln mau sult dli. Ngoai ra, nhi ng b0 nh nhan b0 thilu
mau tan huylt b0 m sinh c6 thd d00c cham séc y t0 khi mOt yOu t0 gay cang thi ng sinh ly din

di n tang tan huylt va culi cung la thil u méu cé tril u chi ng. C4c bill n chl ng l1au dai bao gom
sUimdtva tang nguy cl nhidm trung nfu bl nh nhan d00c cOt lach. COt lach khéng chia khii t0t
cl cac bl nh thilu mau tan huylt b0 m sinh. BO sung axit folic d0 0 ¢ khuyl n cao, dic bidt [
nhOng b0 nh nhan bl tang hing clu 1001 nhanh d0 hO tr0 sOn xult hO ng cOu.

Tai liou tham khD o
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1. DOch trang https://pubmed.ncbi.nlm.nih.gov/28189176/
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