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THIEU MEN G6PD

Glucose-6-phosphate
dehydrogenase

PGS. TS. Nguyén Viét Nhan

Ban db minh hoa sw phan b6 tinh trang thiéu men G6PD

trén toan cau
WHO Working Group.Glt 6-

WHO. 1989,67:601-611.

Bull

Dich té
hoc
Loai dj tat phd bién hang thir 5 (WHO)

Diéu tra & Hong Kdng (1996)

Nam 4.47 % (n = 223,696)

Nir 0.27 % (n = 208,457)

Lo KK et al: Neonatal screening for GGPD deficiency in Hong Kong. In Lam STS, Pang
CCD (eds): Neonatal and Perinatal Screening - the Asian Perspective, CUHK press,
1996, pp 33 - 35

Diéu tra & Dai Loan (1996)

Nam 2.6 % (112/n = 4.277)

Ni» 1,3 % (50/n = 3.771)

Distribution of G6PD mutations in Taiwan, Huang C-S et al. Am J Hematol 51 19- 25,

Di truyén

Fancori-Animie 8

Wiskott-Aldrich Syn.

+ Do gen G6PD bij dot bién

« Ditruyén kiéu lan lién két voi
nhiém sic thé gi®i tinh X.

< Vjtri: nhanh dai NST X, vuing 2
bang 8 (Xq28)

Pelizeus-Merzbacher
Kankheit

- Cort Aong
Phan bé cac dot bién trén gen G6PD Di truyén - R

G6PD gene:

Dai 18kb (18 ngan cap nucleotide) v&i 13 doan exon, exon
dau tién khdng mang ma.

Enzyme c6 2 hoc 4 tiéu don vi gibng nhau, mi don vi co
kich thwére 5kDa

Chubipolypeptide c6 515 acid amin

H6n nhan cia nguwoi XeY X X X X X Y
bé binh thwéng, NST

khoéng mang gen bénh

va me binh thwong

nhwng mang mét gen Con tral Con géi Con géi Contrai

mécbnh  bianthuong  mang gen  binh thubng

bénh (XXc).
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Di truyén
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Phan loai
(WHO)

Chialam 5 nhém

1. Thiéu nghiém trong: ( hoat tinh <10%) thiéu mau tan
huyét man (khéng c6 héng cau hinh cau)

2. Thiéu nghiém trong: (hoat tinh <10%) thiéu mau tan
huyéttan phat

3. Thiéu nhe: (hoat tinh10 — 60%), chi xdy ra thiéu mau
huyéttan khi tiép xtc v&i cac tac nhan gay oxy héa

4. Céc bién dj khong gay thiéu men: khéng biéu hién

Mécbénh trénlam sang
i 5.Giating hoat tinh ctia men: khong biéu hién trén 1am
sang
Ngw&ilanhmanggen (@)
bénh
So sanh ba dang dét bien gay thieu men G6PD pho
blennhdt 2 Biéu hién lam
G6PD Dia trung hai N G6PD-Canton A
T (G6PD B) G6PD Asahi (G6PD A-) (GePDA) \ sang
lchize Yté Thé gioi Nhém I Nhém it Nhém It " =
HO) - . x . Ky oo
!  GEGoAGY « Thiéu mau huyét tan do
- 76 ( — ) hodc 202 5
o [ s, | sumingre o do fhude
LLoai dotbién Bmingviti 188l M Jamacid aimi & vitrd o nhiem irung
’ heid amini26 hosc o do&n dau tam
ics oM » Vang da so sinh
<Py oD Ty b « Thiéu mau hu.ye!_tan .
(Quan thé bi anh nha, Aap, Dothéi, | Haudué ciia nguoi | pan ol man khéng cé hong cau
lhueng héu dué cla nguoi Chau Phi GELLTD LT Iy o
Do thi (ngusi Kurd), hinh cau (chronic ‘non-
@ng bilirubine mau spherocytic’haemolytic anaemia
e . - - o)
n khi s& dung
leéic chét oxy héa cé cé Co
R a a Con duang chuyén hoa Pentose Phosphate
Bieu hién lam Co ché e
ucose phospho-
sang Bénh Slas > phosphate > gluconate
en
X L sinh LIRS NADP: yiaDy
+ Con xdy ra dot ngét véi trigu chirng:
o Sot, nhirc dau Glutathione

o Dau bung va dau thét luvng

o Vang da, lach to, tiéu huyét séc té mau xa
xi, gan den.

Con thwong xay ra chi trong mét thoi gian

ngan

o Sau 1-2 ngay, nwoc tiéu nhat dan, tré rat
mét, thiéu mau nang

o C6 thé c6 bién chirng suy than cép, dé tir
vong néu khaéng duoc truyén mau kip thai.

reductase

655G A

G6PD xuic tac bién NADP* thanh dang khir NADPH trong con
dwong pentose phosphat.

+ G6PD: glucose-6-phosphate dehydrogenase

ATP: adenosine triphosphate
ADP: adenosine diphosphate
NADP*: nicotinamide adenine dir
héa]; NADPH: dang NADP da bj khtr

GSSG: glutathione da bj oxy hda; GSH: glutathione dé bj khtr

[dang oxy
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- Tén thwong mang héng cdu

Oxidant |mesp ity —3  Thé Heinz

Céc triéu chirng va xét nghiém & cac bénh nhan thiéu men
G6PD va bj con huyét tan cap.

e ey Trén bénh nhan thiéu
as e A m men G6PD va bj huyét
— H GSSG HBHQ ciu Triéuchirng Xétnghiém tan cap két hop sé
[Glucose A 2 thay:
khéng the Py p—, Fhigorma hhe-tozc—|
NADP SADBH —tao ra Pau lung Cong thirc mau ning F
Lo J a A A ia ting 4 3
Gop 5 NADPH bang Dau byng Démhdng chu lusi | Ciatdng 4 dén 5 ngay
G6PD cac con . | i sau con huyét tan.
iAo dwng khic Vang da Tiéu b tar méa rgoat Thé Heinz,
FfP - Lach Ion thoang qua Haptoglobin Bi giam
| Hemoglobin niéu Chirc nang gan Tang bilirubin gian tiép
ﬁ Vang mét Nghiém phap Coombs Am tinh
Tan huyét cap & ngwoi t
9 & /
9 \
~ ;
\ &% Ve
.4

Thé Heinz trong héng cau
madu ngoai vi

Cédc héng céu bj “can”
( bite red cell)

Sang loc

Testdinh tinh : Fluorestcent spot test

Nguyén téc:
Oxy hoéa glu-6 phosphat glu-6 phosphonate
NADP* H
Test (+): khéng hién dém hujrryuang dwéi tia cwe tim

G6PD)

IN (binh
thwong)

S (binh
thwong)

D (chirng thiéu

Két Qua Sang Loc

I (chibng trung gian)

B (khéng co
mau,
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Chén doan Chén doan

Testdinh lweng : Mién dich huynh quang Phan tich dot bien : PCR

My do huynh quang Hé théng Auto Delfia

Victor D
Huyét tan Pau tdm (fava
cap bean)
Xay ra do:

« Nhiémtrung

+ An dau tam (fava bean)

+ Sirdung céc thudc gay oxy
héa

Broad Bean, Fava Bean, Faba Bean, Field Bean, Bell Bean, Tic Bean

T TORT IO AN TR S CC TON
DUNG 0 NGUOI B] THIEU MEN G6FD

e i . Can phai lam gi khi tré bj thiéu men
Th I n - PD?

uoc gay oxy
Khi tré bj thiéu men G6PD cén nhé:
Nh&c nhan vién y té v& tinh trang thiéu men GBPD clia tré.
Céc ba me cho con bt khéng duoc st dung nhirng thirc an
hoc dwgc pham khong duoc st dung & ngudi bi thiéu men
GBPD vi nhitng chét nay cé thé di qua sva me.
Khéng nén tu y mua thudc cho tré ma phai hdi y kién clia bac
si.

Khéng st dung céc loai dwgc pham, thirc &n hodc nhitng chét
gay oxy hoa.

Khoéng st dung long n&o (bang phién).

Canh giac véi mot sé loai thubc nam, thubc déng y va cac loai
dau c6 chiva chét oxy hoa.

Néu tuan theo hwéng dan tré sé co
mot cudc séng hoan toan binh thwong.




Xin cam on cac ban da theo d6i
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