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Tom tat

Cac dot bién trén gene GO6PD dugc phat hién 1a c6 lién quan dén bénh thiéu men G6PD. Khoang 160
dot bién vira dugc ghi nhan. Tai Viét Nam, 7-9 dot bién d3 tim th?iy, tuy nhién dot bién chu yéu gdy bénh van
chua duoc xac dinh. Nhu mot phan ciia nghién ctru xac dinh dot bién chii yéu gy bénh thiéu men G6PD trong
quéan thé ngudi Viét Nam, nghién clru ndy tap trung vao viéc tam soat cac dot bién xuat hién trén exon 8, 9, 10,
11, 12, 13 mi hoa cho domain B + o clia enzymeG6PD. Phan domain nay ciia enzyme G6PD bao gdm vi tri gan
co chat (199-205aa), vi tri cia phan tir NADP+ (487-515aa) va vung lién két ctia dimer (380-425aa)- nhiing
ving ¢6 anh huéng 16n dén hoat tinh enzyme. Ba muoi tré so sinh nam ¢ két qua dwong tinh véi bo Kit phat
hién bénh thiéu men G6PD (Neonatal Screening Kit- ciia hing Zentech) dugc chon lam dbi twgng cho nghién
ctru nay. Cac mau mau kho tir cac bénh nhan nay dugc thu thap va tach chiét DNA. Nhitng phan doan gene muc
tiéu (exon 8, 9, 10, 11, 12, 13) dugc nhan 1én nhd phan tmg PCR véi 3 cip mdi duge thiét ké riéng cho 3 phéan
doan gene 16n. Sau d6 nhitng phan doan gene nay duogc giai trinh tu 2 chiéu dé tim soat cac dot bién. Nam dot
bién trén cac phan doan gene G6PD muc tiéu da dugc xac dinh (Viangchan, Union, 1311C>T, Canton, Kaiping).
Dot bién co tan sb cao nhit 1a mot dot bién vo nghia (1311 C>T) véi 56.67%. Dot bién Viangchan chiém
43.33% trong quan thé ngudi Viét Nam, trong khi dot bién Canton chiém 26.67%. Hai dot bién con lai chi xuét
hién véi tan sb <10%. Hai dot bién Viangchan va Canton duogc biét nhu 14 nhitng dot bién phé bién trong khu
vuc Bong Nam A. Pay ciing 1 cac dot bién phd bién trong nghién ciru ndy trén quin thé ngudi Viét Nam. Két
qué tir viéc quan sat moi lién hé giita cac dot bién da xuat hién va ham luong enzyme cho thdy: cic miu mang
dot bién Viangchan c¢6 lugng men tir 1.1-3.5U/g Hb, va & Canton 1a 1.9-2.2 U/g Hb.

SCREENING THE MUTATIONS ON THE B + A DOMAIN OF G6PD GENE IN
VIETNAMESE KINH POPULATION

Abstract

Mutations in G6PD gene are known related to G6PD deficiency. There are 160 mutations have been
discovered. In Vietnamese there are 7-9 kinds of mutation have been found, however the causative mutations of
G6PD deficiency are still unknown. Take a part of a study which is identifying the causative mutations of G6PD
deficiency in Vietnamese, this study focuses on screening mutations occuring within exons 8, 9,10, 11, 12, 13
which encoding for the p + a domain of the G6PD enzyme. This domain contains the substrate binding site
(199-205aa), a site for a structural NADP+ molecule (487-515aa) and a surface forming the dimer-interface
(380-425aa) which may affect on enzyme activity. Thirty male newborns that had positive results with the
Neonatal Screening Kit (zentech) for G6PD were selected as the subjects of this study. Dried blood samples
from these patients were collected and extracted DNA. The target DNAs (exon 8, 9, 10, 11, 12, 13 of G6PD
gene) were isolated by PCR using 3 sets of primers design for 3 fragments and then screened by directly
sequencing for two directions of the DNA strand. Five mutations within the target G6PD gene part were
identified (Viangchan, Union, 1311C>T, Canton, Kaiping). The highest frequency is the non-sense mutations
(1311C>T) (56.67%). The Viangchan mutation occupied 43.33% in Vietnamese. The Canton mutation occurred
in 26.67%. The other two mutations appeared in <10%. Viangchan and Canton are known as the common
mutations in Southeast Asia. They are also seen as the common in Vietnamese in this study. The result of
analysis the relationship between mutation occurred and the enzyme level show that Viangchan occurred related
to 1.1 - 3.5 U/g Hb, Canton occurred related to 1.9 - 2.2 U/g Hb.
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