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TOM TAT

Dt vin dé: Su két hop gida cdc dét bién diém véi dét bién mat doan hai gen a-globin gay

bénh Hemoglobin H (HbH) khdng mdt doan. Viéc xdc dinh chinh xac bénh HbH khong md dogn
lién quan deén cac kiéu hinh cd 1am sang ngng la rat can thiét vi nhitng dét bién nay da xuat hién
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trong quan thé nguoi Viét Nam. Muc tiéu nghién cizu: Xdc dinh kiéu gen va mé ta kiéu hinh huyét
hoc ciia bénh Hemoglobin H khéng mdt doan. Péi twong va phwong phép nghién cieu: Nghién ciiu
md td cat ngang trén 38 bénh nhan HbH khdng mar doan tai Bénh vién Huyét Hoc-Truyén Mau
Thanh phé Cdan Tho va Bénh vién Truong Pai hoc Y Duoc Can Tho tir thang 12/2022 dén 08/2023.
Két qud: Tuai trung binh bénh nhan HbH khdng mdr doan 1a 32,26 tudi, niz chiém 81,58% va nam
chiém 18,42%. Kiéu gen chiém ty 1¢ cao nhat 1a (--%/a Sa) véi 63,16%, (--/a°*Ta) chiém
31,58% va (--5¥4/a%a) chiém 5,26%. Két lu@n: Dyra vao hai kj thugt sinh hoc phan tiz Gap-PCR va
C-ARMS-PCR hon 68% truong hop bénh HoH khong mdt doan da xdc dinh dwot kiéu gen. Céc chi
sé: RBC, HGB, MCV, MCH giam, RDW-CV tang, thanh phan HDA gidm, HbH va HbBart's tang,
xudt hién HbC va HbE; ty I¢ hong cau leéi va thé viii HbH tang ¢ bénh nhan HbH khong mdr doan.
Tur khéa: Bénh HbH, a-globin, gap-PCR, C-ARMS-PCR.

ABSTRACT
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Background: The interaction of the point mutations with the double a-globin gene deletion

results in non-deletional Hemoglobin H (HbH) disease. Accurate detection of non-deletional HbH

disease, which is associated with severe clinical phenotypes, is necessary as these mutations have

appeared in the Viethamese population. Objectives: To determine the genotypes and describing

hematological phenotypes of non-deletional HbH disease. Materials and method: This cross-sectional

descriptive study was conducted in 38 non-deletional HbH disease patients at Can Tho city

Hematology-Blood Transfusion Hospital and Can Tho University of Medicine and Pharmacy Hospital

from 12/2022 to 08/2023. Results: The average age of non-deletional HbH disease patients is 32.26

years old, women account for 81.58% and men account for 18.42%. The most frequently observed

non-deletional HbH disease patient genotypes were (--**%/a“a) accounts for 63.16%, (--*/0***"q)

accounts for 31.58% and (--°*/a%a) accounts for 5.26%. Conclusion: Based on two molecular

diagnostic tests Gap-PCR and C-ARMS-PCR, more than 68% of the non-deletional HbH cases were

genetically characterised. Hematological indexes: RBC, HGB, MCV, MCH decreased, RDW-CV

increased; HbA decreased, HbH and HbBart's increased, HbC and HbE appeared; the reticulocyte
count and HbH inclusions increased in non-deletional HbH disease.

Keywords: HbH disease, a-globin, Gap-PCR, C-ARMS-PCR.

I. PAT VAN PE

Bénh Hemoglobin H (HbH) la thé trung gian caa a-thalassemia, bénh di truyén lan
trén nhidm sic thé thuong duoc dic trung boi sy giam hoac khong téng hop duoc chudi a-
globin trong phan ta hemoglobin (Hb), dan dén giam sy biéu hién gen a-globin. Bénh HbH
gay ra do su két hop cac dot bién cua 03 trén 04 gen a-globin. Mét ba gen a-globin gay ra
bénh HbH thé mat doan (--/-a), biéu hién tir thiéu méau nhe dén trung binh. Su két hop gitra
dot bién diém va dot bién mat doan hai gen a-globin dan dén bénh HbH khdng mat doan
(/o). Day 1a mot réi loan c6 kiéu hinh 1am sang niang hon HbH mat doan. Bénh nhan
méc bénh HbH khong mét doan c6 nhiéu kha ning bj lach to va can truyén mau [1].

Hién nay c6 hon 30 bién thé céu truc a-globin di duoc liét ké trong co sé dit liu
dot bién gen globin & ngudi. Hemoglobin Constant Spring (HbCS) 1a dot bién diém lién
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quan dén sy thay thé cip base TAA—CAA trong codon két thic cua gen a2-globin
(HBA2:¢.427T>C). San pham cudi cting 1a chudi a-globin kéo dai c6 thém 31 gdc axit amin.
HbCS 1 bién thé ciu trac a-globin phd bién nhit & Viét Nam va cac nuée Dong Nam A
khac [1],[2]. Hemoglobin Quong Sze (HbQS) 14 mot dot bién diém gen a-globin khac cua
o*-thalassemia. HbQS 1a két qua dot bién & gen a2-globin trong d6 axit amin leucine dugc
thay thé bang proline (CTG—CCG, codon 125). HbQS (HBA2:c.377T>C) 12 mét bién thé
hemoglobin hiém gap va c6 tinh khong 6n dinh cao dwoc bao c4o & ngudi dan Trung Quéc,
Théai Lan va Viét Nam [2],[3]. Ca hai thé bénh HbH mét doan (--/-a) va khong mét doan (-
-/a" o)) déu dwoc quan sat thay & cac nhém dan toc khac nhau ¢ Viet Nam [2],[4].

Nghién cau vé dic diém kiéu gen va kiéu hinh cua bénh HbH dong vai trd quan
trong trong viéc tién lwong muic d6 ning cua bénh dé dua ra cac quyét dinh diéu tri, theo
ddi phu hop. Pay ciing 1a co sé thiét yéu cho tu van tién hén nhan, tu van di truyén cho
nguoi mang gen bénh, chan doan trudc sinh bénh a-thalassemia néi chung ciing nhu bénh
HbH ndi riéng. Xuat phat tir nhitng ly do trén nghién ciu duoc thuc hién véi muc tiéu: Xac
dinh kiéu gen va mé ta kiéu hinh huyét hoc ciia bénh HbH khong mét doan.

II. POI TUQNG VA PHUONG PHAP NGHIEN CUU
2.1. Péi twgng nghién ciu

Bénh nhan HbH khong mat doan dén kham hosc diéu tri tai Bénh vién Huyét Hoc-
Truyén Mau Céan Tho, Bénh vién Truong Pai hoc Y Duoc Céan Tho.

- Tiéu chuan chon mau: Bénh nhan chan doan bénh HbH khéng mat doan dya trén
két qua phan tich thanh phan hemoglobin c6 xuat hién HbH va/hoic HbBart’s va chi c6 mot
dot bién mat doan hai gen a-globin khi sang loc bing ky thuat Gap-PCR.

- Tiéu chuin loai trir: Bénh nhan HbH méc phai trong bénh canh loan san tiy, bénh
nhan HbH c6 kém nguyén nhan gy thiéu mau khac (ngoai thalassemia).

2.2. Phwong phap nghién ciru

- Thiét ké nghién cieu: M0 ta cit ngang.

- Thoi gian nghién ciru: Tir 12/2022 dén thang 08/2023.

- C& miu: 38 mau.

- Phwong phap chon mau: Chon mau thuan tién thoa tiéu chuan chon va loai trir,

- Noi dung nghién cau:

+ Xac dinh kiéu gen bénh HbH khéng mat doan: Khao sat dot bién mat doan hai gen
a-globin --SEA, -THAI hang k§y thuat Gap-PCR; dot bién diém oS va o bang k§ thuat C-
ARMS-PCR va giai trinh tu gen HBA2 bang phuong phap Sanger.

+ M6 ta kiéu hinh huyét hoc bénh HbH khdng mat doan: Thong qua RBC(10%/L),
HBG(g/dL), MCV(fL), MCH(pg), RDW-CV(%), HbA(%), HbA2(%), HbF(%), HbH(%),
HbBart’s(%), HbE(%), Hb khac (%), ty 1¢ hong cau ludi (%) va ty 18 thé vii HbH(%).

- Phwong phap thu thap va xir Iy s6 liéu: Mau DNA cua 38 bénh nhan nghién ciru
duogc khao sat dot bién mat doan hai gen a-globin -S54 va --THA bang k¥ thuat Gap-PCR;
dot bién diém oS va oQS bang k¥ thuat C-ARMS-PCR va giai trinh tw gen HBA2 bang
phuong phap Sanger. Trinh ty thuc hién gom:

+ Ly trich DNA: DNA bénh nhén dugc ly trich tir mau toan phan sir dung bo ly trich
TopPURE® Blood DNA extraction kit (ABT, Viét Nam). Néng do va do tinh sach DNA
duoc xac dinh bang thiét bi do quang phd ké BioDrop uLite (Anh).
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+ K§ thuat Gap-PCR: Mdi 50uL phan tmg chira 100-200ng DNA, 8 doan mdi (Bang
1), 200uM dNTP médi loai, 1,5mM MgClz, 1X Q-solution va 2.5 don vi HotStarTaq DNA
polymerase trong dung dich dém phan tmg (Qiagen, Dtrc). Giai doan bién tinh trong 15 phut
¢ 95°C, sau d6 13 35 chu ky bién tinh & 98°C trong 45 gidy, bét cap ¢ 60°C trong 90 gidy va
kéo dai & 72°C trong 150 gidy sir dung thiét bj luan nhiét C1000 (Bio-rad Laboratories, M¥).
Phan tng hoan thanh sau 5 phut kéo dai ¢ 72°C.
Bang 1. Trinh tw mdi va kich thudc cac san pham cia k§ thuat Gap-PCR [4].

Moi Gap-PCR Trinh ty mdi (5°— 3°) Kich thudc
LIS1-F GTCGTCACTGGCAGCGTAGATC 2503bp
LIS1-R GATTCCAGGTTGTAGACGGACTG

a2-F CCCCTCGCCAAGTCCACCC 1800bp
a2-R AGACCAGGAAGGGCCGGTG
SEA-F CGATCTGGGCTCTGTGTTCTC 1349bp
SEA-R AGCCCACGTTGTGTTCATGGC
THAI-F GGCACTGAGAGCCCTTCACG 1024bp
THAI-R CAAGTGGGCTGAGCCCTTGAG

- K§¥ thuat C-ARMS-PCR: Mot mau DNA c¢6 hai giéng phan tng.

+ Giéng M (d6t bién): Mdi 50uL phan tng chtra 100-200ng DNA, 5 doan mdi CS-
1, CS-M, QS-M, 11E va 11F (Bang 2), 1X hdon hop MyTaq™ HS Mix (Bioline, My), 0,5X
Q-solution (Qiagen, Duc).

+ Giéng N (khong dot bién): Mdi 50uL phan Gmg chira 100-200ng DNA, 5 doan mdi
CS-1, CS-N, QS-N, 11E va 11F (Bang 2), 1X hén hgp MyTaq™ HS Mix (Bioline, M¥),
0,5X Q-solution (Qiagen, Puc).

+ Giai doan bién tinh trong 5 phut ¢ 95°C, sau d6 1a 34 chu ky bién tinh & 95°C trong
60 gidy, bat cip ¢ 66°C trong 60 gidy va kéo dai & 72°C trong 150 gidy st dung thiét bi lun
nhiét C1000 (Bio-rad Laboratories, M¥). Phan img hoan thanh sau 5 phut kéo dai ¢ 72°C.
Bang 2. Trinh tw mdi va kich thudc san pham cia ki thuat C-ARMS-PCR [2].

Mbi C-ARMS-PCR Trinh ty mdi (5°— 3°) Kich thudc

Cs-1 CCTGGGCCGCACTGACCCTATT 183bp

CS-M AGGAGGAACGGCTACCGAGGCTCCAGATTG

QS-M CGGTGCTCACAGAAGCCAGGAACTTGGCCG 138bp

CS-N AGGAGGAACGGCTACCGAGGCTCCAGATTA 183bp

QS-N CGGTGCTCACAGAAGCCAGGAACTTGGCCA 138bp
11E AGTGCTGCAAGAAGAACAACTACC 3230p
11F CTCTGCATCATGGGCAGTGAGCTC

- Pién di gel agarose: SuL san pham PCR dién di trong dung dich TAE & dién thé
90V, cudng do 120mA trén gel agarose 1,5% trong 50-60 phut di voi san pham Gap-PCR
va gel agarose 3% trong 30-40 phut ddi v6i san pham C-ARMS-PCR.

- K§ thuat giai trinh ty gen HBA2 bang phwong phap Sanger:

+ DNA sau khi ly trich s& dugc khuéch dai gen HBA2 v6i cac doan mdi dic hiéu
(Bang 3), dién di gel agarose 1,5% doc két qua. San phdm sau khi dién di s& dugc tinh sach
va thyc hién phan tmg PCR giai trinh tw v6i doan mdi dic hiéu (Bang 3).

+ Céac mau giai trinh tu gen duoc phan tich trén may ABI 3500 Genetic Analyzer
(Applied Biosystem), dung phan mém Chromas dé xem két qua va st dung cong cu
Blast/NCBI so sanh két qua véi trinh tw chudn trén ngan hang gen dé xac dinh cac dot bién.
Bang 3. Trinh ty mdi va kich thudc san pham PCR va giai trinh ty gen HBA2 [2].
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K thuat Moi Trinh ty méi (5°— 3°) Kich thuéc
HBA2-a2R AGACCAGGAAGGGCCGGTG
PCRgen HBA2 1575 F GGGCTCCGCGCCAGCCAATG 895bp
Giaitinh tr | HBA2-in2R GTGATCCTCTGCCCTGAGAG _
gen HBA?2 aG17 (F) AGATGGCGCCTTCCTCTCAGG

Céc sb liéu sau khi thu thap duoc ma hoa va xir Iy bang phan mém SPSS 20.0.
1. KET QUA NGHIEN CUU

3.1. Pic diém chung ciia ddi twong nghién ciéu
Bang 4. Pic diém vé tudi ciia ddi twong nghién ctiru

bac diém

Trung binh + D6 léch chuan

Gia tri nhé nhat

Gia tri 6n nhat

Tuoi

32,26 + 19,10

5

74

Nhan xét: Tuoi trung binh ctia déi twong nghién ciru 1a 32,26 tudi, I6n nhat 1a 74 tuoi
va nho nhat 1a 5 tuoi.

Béang 5. Bac diém veé gioi tinh cua doi tugng nghién clru

Gidi tinh Tan s6 (n) Ty 1 (%)
Nam 07 18,42
Nir 31 81,58
Tong 38 100

Nhan xét: Nit chiém ty 18 81,58% cao hon so véi nam gigi 1a 18,42%.
3.2. Kiéu gen bénh HbH khong mat doan
Bang 6. Kiéu gen bénh HbH khong mét doan

Bénh HbH Kiéu gen Tan s (n) Ty 1& (%)
- R . ~ (__SEA/aCSa) 24 63,16
The khosr;%/r;%)doan ( (552765 2 5,26
(__SEA/ac.ZdelTa) 12 31,58
Tong 38 100

Nhan xét: Kiéu gen (--°4/0°%a) chiém ty 1& cao nhat véi 63,16%, tiép theo la kicu
gen (--SEA/0%2%1Ty) véi 31,58% va kicu gen (--SE4/a%Sa) véi 5,26%.
3.3. Kiéu hinh huyét hoc ciia bénh HbH khéng mat doan

Béng 7. Pic diém huyét hoc bénh HbH khong mét doan

. i Trung binh + D¢ léch chuan
bac diém (-5%A/6Sa) (—-5A/0%) (~-SEAC 20l ) p
RBC (x10%/L) 3,64 +0,58 3,42 +£0,09 3,66 +0,74 0,871
HGB (g/dL) 7146812 | 8050212 | 750+1238 0,317
MCV (fL) 75,19 £ 8,21 84,80 £ 0,84 78,26 £ 5,65 0,106
MCH (pg) 19,84 £ 2,20 23,55 = 0,07 20,67 £ 2,11 0,061
RDW-CV (%) 25,25 + 3,77 19,95+ 1,91 23,28 +1,86 0,045
HbA (%) 82,03+ 4,77 65,70 + 2,82 76,77 £ 10,01 0,003
HbA2 (%) 1,54 +1,06 0,45 £ 0,07 1,0+ 0,66 0,018
HbF (%) 0,76 £ 1,54 - 0,03 £ 0,09 0,153
HbH (%) 9,05 + 6,48 31,25+ 1,77 20,99 = 10,12 0,002
HbBart’s (%) 1,94 +1,39 2,60+1,13 1,10 £ 0,98 0,066
HbE (%) 2,561 +4,58 - 0,07 +0,23 0,223

170




TAP CHi Y DUQ'C HOC CAN THO - SO 71/2024

Trung binh + D¢ léch chuan

Dic diém (—FA/6CSq) (—A/a%) (—-SEA/ e 28T ) p
HbC (%) 1,98+ 0,93 ; : ;
Ty 16 hong chu 1uéi (%) | 655+1,99 | 810070 | 698+ 2,66 0,590
Ty 1é thé vui HbH (%) 28,33+ 10,72 45,0+ 7,07 33,91 + 8,63 0,060

RBC: so lugng hong cau, HGB: nong dg huyét sac t6, MCV: thé tich trung binh hong cau, MCH:
lrong huyet sac to trung binh cua hong cau, RDW-CV: dai phan bo kich thuéc hong cau, Hb: thanh
phan huyeét sac to, -: khdng gia tri.

Nhan xét: Céc chi s6 hong cau RBC, HGB, MCV, MCH déu giam, RDW-CV ting;
thanh phan HbA giam rd rét trong khi HbH va HbBart’s ting, xuat hién HbC va HbE; ty Ié
hong cau lui va thé vii HbH ting cao & tat ca cac kiéu gen.

IV. BAN LUAN
4.1. Pic diém chung caa d6i twong nghién cieu

Tudi trung binh caa bénh nhan HbH khéng mat doan 1a 32,26 tudi, tuong dong Vi
nghién cau caa Su J Y tai Trung Québc vai tudi trung binh ¢ bénh nhan HbH 14 30,07 [5].
Nghién ctru cia Luo S ¢ Trung Qudc c6 tudi trung binh 1a 28,6 thip hon so véi ching toi
[6], diéu nay co thé do sy khéc biét vé c& mau va quan thé nghién ciru. Nghién ciru ghi nhan
su chénh léch vé ty 18 giai tinh, ty 18 nit gisi 1a 81,58% cao hon so vai nam gigi 1a 18,42%.
Theo nghién ciu ciia Ngo Diém Ngoc nam 2018, ty 1& nir gii chiém 47,4% va nam gidi
chiém 52,5% va theo nghién ctiu ciia Traivaree C nam 2018 tai Théi Lan ty 1é nam, nix lan
luot 12 53,4% va 46,6% [2],[7]. Két qua nghién ciru c6 su khac biét so vai nghién ciu cua
c4c tac gia trén. Tuy nhién, bénh HbH di truyén lan trén nhidm sic thé thuong vi vay gioi
tinh khong anh huéng dén viéc di truyén bénh. Nghién ctiu ghi nhan mot s6 bénh nhéan nix
phét hién mic bénh trong thai ky bi thiéu mau nang phai nhap vién truyén méau, mot sb
truong hop phat hién mac HbH qua sang loc khi kham thai dinh ky. Diéu nay c6 thé ly giai
cho ty 1€ nr cao hon nam trong nghién ctu.

4.2. Kiéu gen bénh HbH khong mit doan

Nghién ciru xac dinh mot sé kiéu gen cua bénh HbH khong mat doan gém kiéu gen
(--S540Sq) chiém ty & cao nhat voi 63,16%, tiép theo 1a kiéu gen (--SE4/ac2%®Tq) voi
31,58% va kiéu gen (--SF4/a%%a) véi 5,26%. Nghién ciru cua Su J Y tai Trung Quéc cd kiéu
gen (-S540 Sa) chiém 60%, kiéu gen (- S¥4/a%a) chiém 6,7% nhom bénh HbH khéng mat
doan, twong ddng véi ching toi [5]. Nghién ciru caa Ngd Diém Ngoc ghi nhan kiéu gen (--
SEA/aCSq) chiém 80,3%, (--54/a%S) chiém 6,1% va (--54/a°2%'Tq) chiém 9,1% nhém HbH
khong mat doan [2]. Theo tac gia Ngd Diém Ngoc, bénh nhan HbH (--S54/0%5q) c6 biéu
hién 1am sang nang hon va ty 1& bénh nhan phu thudc truyén mau cao [2]. Vi vay, ty Ié kiéu
gen (--S540%Sa) & bénh nhi trong nghién ciu cia Ngd Diém Ngoc cao hon nghién ctiu cia
chang t6i [2]. Piéu nay cho thay oS va o®?®'T 13 hai dot bién diém gay bénh HoH khéng
mat doan phd bién tai Viét Nam, can luu ¥ dén sang loc cac dot bién diém nay dé tranh bo
s6t cac cac thé mang gen di truyén tir bd me mac bénh.

4.3. Kiéu hinh huyét hoc bénh HbH khéng mét doan

Kiéu gen (--SE40a), (-S540 ), (--SF4ac2%'Tq) c6 RBC giam rd rét véi gia tri 1an
luot 1a: 3,42+0,09x10%/L, 3,64+0,58x10%?/L, 3,66+0,74x10%?/L va sy khac biét khong co y
nghia théng ké véi p>0,05. Theo nghién ciru cua tc gia Ngd Diém Ngoc va Lou S ghi nhan
(--SEAaC80), (-S40 Sa), (-SEA/aC2Tg) ¢ RBC giam rd rét [2], [6]. Nong d6 HGB o tat
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ca cac kiéu gen déu giam, thap nhét 1a (--S5%aC%a) voi 71,46+8,12g/dL, ké dén 1a (-
SEA/C29IT ) véi 75,0+12,38g/dL va (--SE4/0%a) vai 80,50+2,12g/dL. Cac kiéu gen déu c6
tinh trang thiéu mau tir trung binh dén nang. Tac gia Ngd Diém Ngoc ciing ghi nhan nong
d6 HGB cua céc kiéu gen giam theo thu tu: (--S54/a%Sa)<(--SEA/0S 2% o) <(--SE4/08a) véi
cac gi4 tri lan luot 1a: 75,4+14,5g/dL; 84,0+18,3g/dL; 84,9+12,0g/dL [2]. MCV la chi sé
hiéu qua dé phan loai thiéu mau dya trén hinh thai té bao hong cau. MCV trung binh cua tat
ca cac kiéu gen déu giam, (-S540 %a) c6 MCV thap nhét vai 75,19+8,21fL; (--SEA/aC2%Tg)
véi 78,26+5,65fL va cao nhit 1a (--S54/0%%a) véi 84,80+0,84fL; su khac biét khdng co y
nghia thong ké véi p>0,05. Tac gia Lou S ghi nhan céc kiéu gen (--55/a%%a) ¢6 MCV trung
binh 13 76,4+9.2fL twong ddng véi két qua nghién ctu [6]. MCH giam ¢ tat ca kiéu gen,
trong d6 (--5**aSa) giam thip voi 19,84+220pg, ké dén la (-5F40"**®Ta) voi
20,67+2,11pg, giam it nhat 1a (--554/a%a) véi 23,55+0,07pg, su khéc biét khong c6 y nghia
thong ké voi p>0,05. RDW-CV tang cao thé hién su chénh léch kich thugc hong cau trong
co thé, tat ca dbi twong nghién ciru c6 RDW-CV ting cao, pht hop Véi tinh trang thiéu mau
tan huyét & bénh canh HbH. Kiéu gen c6 RDW-CV ting cao nhét 1a (-S540 Sa) véi
25,25+3,77%; tiép theo 1a (--S*4a®%Tg) voi 23,28+1,86% va (--SF%aq) véi
19,95+1,91%:; su khac biét c6 y nghia thong ké véi p<0,05. Két qua nay tuong dong vai cac
nghién cuu tai Viét Nam va trong khu vuc [2],[6].

Thanh phan HbA ¢ tat ca cac kiéu gen déu giam, thap nhét I (--S54/a%5a) véi ty 1&
la 65,70+ 2,82%, tiép theo la (--S5%a®Tg) véi 76,77+10,01% va (--S5%aSa) véi
82,03+4,77%, su khac biét co ¥ nghia thong ké véi p<0,05. Kiéu gen co ty Ié HbA2 thap
nhat 13 (--S5/a®q) véi 0,45+0,07%, tiép theo la (--54/a®>®Tq) véi 1,00+0,66% va kiéu
gen (--SE4a%5a) vai HbA2 13 1,54+1,06% va mot vai truong hop co ting nhe HbA2, sy khac
biét c6 y nghia thdng ké véi p<0,05. Thanh phan HbH hién dién & hau hét bénh nhan HoH
va la tiéu chuan quan trong chan doan bénh HbH. Nghién ctu ghi nhan thanh phan HbH
giam dan theo thir tu (-SEA/aBe)>(--SEA/aC2®Tg)>(--SFA/0Sa) vai ty 1& lan luot la
31,25+1,77%, 20,99+10,12%, 9,05+6,48% sur khac biét co ¥ nghia thong ké vai p<0,05. Tac
gia Ngo Diém Ngoc ghi nhan ty 1& HbH ¢ kiéu gen (—-5*#/aSa) 1a 10,7+4,2% [2]. Két qua
nay twong dong vai nghién ctu caa ching tdi. Thanh phan HbF hién di¢n & mot vai bénh
nhan (--S84/a°2%'Ty) véi gid tri binh thudong va ting & mot sé truong hop cé kiéu gen (-
SEA/a®Sq). Thanh phan HDbE xuat hién & mot s6 bénh nhan (--S84/0%2%Tg) va (--SEA/0 Sa).
Thanh phan HbC chi xuat hién & kiéu gen (--S54/a%5a) vai ty 1& 1,98+0,93%. HbC thudng
lru hanh trén chung toc ngudi chau Phi hoic ngudi My gbe Phi do dot bién & vj tri sé 6 cua
chudi p-globin bién d6i glutamic thanh lysin gay nén. Tuy nhién khi dién di Hb, mot s6 loai
Hb khac ciing c6 thé xuat hién trén cing vi tri dinh Z(C) ciia HbC, dang luu y nhét 1a HbCS
(Hb Contant Spring). Nghién ctu ghi nhan tat ca trudng hop dién di c6 HbC déu mang dot
bién a®S khi khao sat dot bién gen a-globin. Khi dot bién aS két hop véi dot bién mat doan
hai gen -S54 s& gay ra bénh HbH-Contant Spring vai kiéu gen (--S54/0%Sa) gy nén tinh
trang thiéu mau tan mau phuc tap véi cac biéu hién 1am sang rat khac nhau [1],[2].[5].
Chung t6i khuyén nghi rang néu xuat hién dinh Z(C) khi dién di Hb, phong xét nghiém chi
nén ghi nhan két qua khdng nén két luan loai Hb.

Ty Ié hong cau ludi tang & tat ca cac kiéu gen, dap tng tinh trang thiéu mau va sy
tang san sinh hong cau ¢ tuy xuwong cua bénh nhan HbH. Céc kiéu gen c6 ty & hong cau
ludi ting theo thir tu (--SEA/a Sa)>(--SEA/0C20Tq)>(--SEA/0CSa), su khac biét khong co y
nghia théng ké voi p>0,05. Kiéu gen (--S54/a®a) co ty 1& hong cau ludi cao nhat voi
8,10+0,70%; tiép theo 1a (--SF4/0*%®'T) véi 6,98+2,66% va (--F4/aSa) véi 6,55+1,99%.
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Thé vui HbH 1a dic diém quan trong cua bénh ly HbH khi khao sét té bao hdng cau trén tiéu
ban nhuém xanh sang cresyl. Nghién ctu ghi nhan kiéu gen (—-5%/a%%a) c6 ty 18 thé vui
HbH 1a 28,33+10,72% thap hon kiéu gen (--SF4/0%2%'Tq) voi 33,91+8,63% (20-45%) va cao
nhét 12 (- SEA/OLQSOL) v6i 45,07,07% su khac biét khdng c6 y nghia théng ké vai p>0,05. Ty
16 hdng cau ludi va thé vii HbH ting cao tuong dong vai nghién ciu khéc [4],[8].

V. KET LUAN

Duwa vao hai ky thuat sinh hoc phan tir Gap-PCR va C-ARMS-PCR hon 68% truong
hop bénh HbH khdng mat doan di xac dinh duoc kiéu gen véi (--S54/aSa) chiém 63,16%,
(--EA/a8q) chiém 5,26% va (--S54/a°2%Tq) chiém 31,58% duoc xac dinh bang giai trinh
tu Sanger. Cac chi s6: RBC, HGB, MCV, MCH giam, RDW-CV ting; thanh phan HbA
giam, HbH va HbBart’s ting, xuat hién HbC va HbE; ty 1é hong cau lugi va thé vii HbH
tang cao & bénh HbH khéng mat doan.
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