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TOM TAT

Hai doan siéu bién HV-I va HV-II ciia ving D-loop 14 cac doan DNA c6 nhidu da hinh nhét trong hé gen
ty thé nguoi, co ¥ nghia quan trong trong cac nghién ctru vé di truyén hoc quin thé ciing nhu tién hoa. Véi muc
dich khao sat cac da hinh cic nucleotide don (SNPs) thudc ving D-loop cua hé gen ty thé, ching t6i da thu
thap mau mau cua 81 ca thé nguoi Viét Nam thudc hai dan tdc Kinh va Mang. Su dung k¥ thuat PCR va céac
cap mdi duoc thiét ké dc hiéu, hai doan siéu bién HV-I va HV-II véi kich thudce tuong tng 693 bp va 689 bp
da duoc khuéch dai thanh cong. Tiép do6, ching t6i da tién hanh doc trinh ty nucleotide truc tiép san phdm PCR
tinh sach. Sau khi so sanh trinh ty DNA thu dugc véi trinh tu genome ty thé tham chiéu rCRS céng bb trén
Genbank (NC_012920.1), ket qué da phat hién 96 diém da hinh ¢ nhém ngudi Kinh va 36 diém da hinh &
nhém ngudi Ming. Trong sé cac diém da hinh nay, 16 diém c6 tin sudt thu dugc khac nhau c6 y nghia théng
ké gilra 2 nhom (p<0,05). Ngoai ra, 8/16 da hinh, T146C, T199C, A16182C, T16217C, T16297C, T16140C,
A16183C va T16189C xuat hién kha phd bién & nhom ngudi Kinh nhung it hodc khéng xuét hién & nhom
nguodi Méang va bén da hinh, C151T, A16162G, A16269G va T16271C xudt hién phd bién ¢ ngudi Ming
nhung it xudt hién & ngudi Kinh. Két qua nghién ciru nay cho thdy mic du cing thuéc nhom ngit hé Nam A, hé

gen ty thé giira 2 ddn toc trong cong dong cc din toc Viét Nam vén ton tai nhimng khac biét dang chi y.

Tir khéa: Hé gen ty thé, D-loop, HV-I, HV-II, dan téc Kinh, dan téc Ming

MG PAU

Trong cac bao quan cia mot té bao, ty thé duoc
coi la trung tdm téng hop ning lugng cho moi hoat
dong cua té bao. Ching dong vai tro téng hop nén
hau hét cic ning lugng ndi bao thong qua qué trinh
phosphoryl héa oxy hoa va van chuyén electron giita
cic 16p mang ty thé. Mot t& bao c6 trung binh
khoang 4000 ty thé. Céc ty thé c6 vét chét di truyén
riéng, dudi dang mach DNA vong kép, va ton tai doc
lap v6i hé gen nhan cua té bao chi. O ngudi, genome
ty thé co kich thudc 16569 bp, chira 37 gen gém: 2
gen ma hoa cho rRNA, 22 gen ma hoa cho tRNA, va
13 gen mi hoéa cho céc tiéu don vi enzyme c6 tham
gia vao qua trinh phosphoryl hoa oxy hoa, chuyén
hoa ning lugng tir cac chat dinh dudng hip thu thanh

dang ma té bao co thé sir dung l1a adenosine
triphosphate (ATP) (Taanman, 1999). Vung duy nhét
khong mi hoa & DNA ty thé ngudi 1a ving diéu hoa,
hay con goi I ving D-loop, chiém khoang 7% chiéu
dai ty thé, chira cac trinh ty promoter cho qua trinh
phién ma va trinh ty khéi diu sao chép cua hai chudi
ndng va nhe.

Ving D-loop dugc cdu thanh tir 2 doan trinh ty
siéu bién (hypervariable region) HV-I va HV-II véi
kich thu’oc lan luot la 546 bp va 576 bp. Day la vang
¢6 tin sudt xuit hién da hinh cao nhat so véi cac
ving khac ciia ty thé. Nghién ctru khao sat cac bién
thé da hinh trén ving gen nay trén cac quin thé
nguoi khac nhau c6 y nghia quan trong trong viéc
nghién ctru lich sir tién héa cua cac dan toc (Kawabe
etal., 2014; Xu & Hu, 2015; Yao et al ., 2002), cling
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nhu trong gidm dinh hai cbt, giam dinh phép y, diéu
tra t0i pham (Chemale et al., 2013).

Tir nam 2004 tr6 lai day, mot s cac nghién ciru
da hinh trén viing D-loop & mét sé cac dan toc ngudi
Viét Nam da dugc thuc hién. Nam 2005, Huynh Thi
Thu Hué va ddng tac gia da cong bd cong trinh dau
tién vé phén tich trinh ty ving D-loop ciia 5 c4 thé
nguoi Viét Nam thudc 3 dan tdc Kinh, Tay va
H’Mong (Mong). Nam 2008, Nguyén Ding Ton va
ddng tac gia di phat hién 73 da hinh méi xuét hién
khi nghién ciru khao sat tan sb cac nhom don boi
(haplogroup) cua ty thé & 78 miu nghién ciru clia cac
c4 thé nguoi Viét Nam thude 3 dan toc Kinh, Tay va
Muong (Nguyén Pang Ton et al., 2008). Nam 2016,
D& Manh Hung va dong tac gia di phat hién dugc 79
nhom don boi khi phan tich trinh ty doan HV-II cia
169 ca thé ngudi Viét Nam thude 3 dan toc Kinh,
Mudng, Jarai va E dé (Hung et al., 2016). Nam
2017, Tran Thi Thay Hang va céc tic gia khac da
giai trinh tu doan HV-I va HV-II cua 100 c4 thé
thugc hai dan tgc Kinh va Muong va phat hién dugc
12 diém da hinh ph6 bién trén ca hai dan toc nay
(Tran Thi Thiy Hang et al., 2017). Gan day, nghién
ctru da hinh viing D-loop ctia 622 c4 thé nguoi Viét
Nam thuc 6 dén toc: Kinh, Tay, Nung, Mong, Kho
me va Thai da phat hién rat nhidu diém tuong dong
giita hé gen ty thé ngudi Viét voi cac dan toc lang
giéng (Pischedda et al., 2017). Tuy nhién hién chua
¢6 mot nghién ctru nao vé trinh ty hoan chinh cia
ving didu khién D-loop cua trén DNA ty thé cua c4
thé nguoi dan toc Mang. Trong 54 déan toc Viét Nam,
ngudi Mang 13 dan toc c¢6 dan sb it nhat khoang 4000
nguoi, voi dia ban sinh séng hiém tro va tuong ddi
cach biét so véi cac dan toc khac (Ban chi dao Téng
diéu tra dan s6 va nha & Trung uong, 2009). Trong
nghién ctru nay, ching t6i tién hanh phan tich trinh
ty hai doan gen siéu bién HV-1 va HV-II trén hé gen
ty thé ciia céc ca thé ngudi thudc dan toc Mang va so
sanh v6i nhom céc ca thé ngudi thude dan tdc Kinh.
Pay 1a hai dan toc cung thudc nglr h¢ Nam A, dan
toc Kinh thudc nhanh ngén ngitr Viét Muong, con
dan toc Mang thugc nhanh ngén nglr Mon — Kho me,
v6i nhiéu diém chung gidng nhau ve phong tuc tap
quéan. Tuy nhién, vé da dang di truyén c6 thé ton tai
nhitng khac biét. Nghién ctru nay s€ mo rong hon co
so dir liéu vé hé gen ty thé cua cac dan toc ngudi
Viét Nam.

NGUYEN LIEU VA PHUONG PHAP
Nguyén liéu

D6i tuong nghién ctru 14 mau mau ngoai vi thu

232

Nguyén Thy Ngoc et al.

dugc tir cac ca thé ngudi Viét Nam khoe manh thude
hai dan toc gdm 51 ca thé nguoi Kinh va 37 ca thé
ngudi Mang. Céc cé thé duoc chon lya la nhitng
nguoi khong ¢ cung huyét théng, co ong ba b me
cung thuoc mot dan toc va d(‘”)ng y tham gia cung cép
mau méu cho nghién ciru.

Céc cip mdi ddc hiéu dé khuéch dai 2 doan gen
HV-I va HV-II ¢6 trinh ty nhu sau: HV-I-F(5’-
CCACCATTAGCACCCAAAGC-3’), HV-I-R (5'-
CAGCGTCTCG

CAATGCTATC-3"), HV-II-F (5-
GCCTAAATAGCCCACACGTTC-3") va HV-II-R
(5>- TTTATGGGGTGATGTGAGCC-3").

Phuong phap nghién ciu

Xdc dinh cic da hinh thujc ving HV-I va HV-II
bang phwong phdp sinh hoc phén tir

DNA tong s6 dugc tach chiét tir mau bang kit
GeneJET Whole Blood Genomic DNA Purification
(Thermo Fisher Scientific Inc., Vilnius, Lithuania)
theo quy trinh ctia nha san xuat, dugc kiém tra do
tinh sach bang phuong phap do OD 260nm/280nm
va dién di trén gel agarose 1,5%. Néng dd cia DNA
tong s dugc xdc dinh bing may do quang phd
Nanodrop Eppendorf Biospectrometer® basic. Phan
ung PCR khuéch dai cac trinh tw HV-I va HV-II ¢6
thanh phﬁn bao gém: 1X dém PCR; 2,5mM dNTP;
02uM cho mdi mdi twong tmg; 1 unit Taq
polymerase; 50ng DNA va H,O thém vao dén tong
thé tich 20ul; chay trén chu trinh nhiét: 95°C-5 phut;
40 chu ky (95°C- 45 gidy, 55°C-30 giay, 72°C-1
phiit); 72°C-8 phut; giit san phdm sau phan tng &
4°C. San pham PCR duoc dién di kiém tra trén gel
agarose 1,5% va tinh sach biang GeneJET PCR
Purification Kit (Thermo Scientific), sau d6 duogc
giai trinh tu theo phuong phép Sanger sequencing st
dung ABI Big Dye Terminator v3.1 Sequencing
Standard Kit (Applied Biosystems, CA) trén may
giai trinh ty ABI 3500 Genetic Analyzer (Applied
Biosystems). Dit liéu trinh tu ctia cac ca thé tham gia
vao nghién ciru dugc so sanh véi trinh tw DNA ty thé
tham chiéu rCRS (Revised Cambridge Reference
Sequence of the Human Mitochondrial DNA),
Genbank ID NC 012920.1 (Andrews et al., 1999)
bang phan mém BioEdit.

Phan tich thong ké cdc da hinh gen tim dwgc

Tan suét ciia timg da hinh phat hién dugc trén 2
doan gen HV-I va HV-II cta céc ca thé thudc 2 dan
toc Kinh va Mang dugc so sanh véi nhau dé tim ra
cac da hinh khac biét c6 ¥ nghia thong ké. S liéu
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thu thap dugc phan tich thong ké st dung phin mém
SPSS ban 23.0 (IBM company, Chicago, United
States), phin mém excel ban Office 2013 (Microsoft
Corp, Washington DC, US). Kiém dinh Fisher-exact
(2 phia) duoc sir dung dé so sanh ty 18 tin suat da
hinh gitta 2 dan tdc Kinh va Mang. Muc y nghia
dugc léy v6i o = 0,05.

Van d& dao dirc trong Nghién ctru Y sinh hoc:

Cong trinh nay da dugc Hoi dong dao dic trong
Nghién ctru Y sinh hoc cua Vién Nghién ctru hé gen
thong qua va ddng ¥ cho phép tién hanh ldy mau,
nghién ctu trén ngudi theo quyét dinh s 4-
2015/NCHG-HDbDD.

M

1000 bp
750 bp

500 bp

KET QUA NGHIEN CUU

Khuéch dai doan gen chira trinh tw gen HV-I va
HV-1I

DNA téng s6 tinh sach tir mau duge su dung dé
tong hop hai doan HV-I va HV-II bang cach sir
dung cac cap mdi dic hicu. Két quéa cho théy san
phém PCR cua hai doan HV-I va HV-II thu dugc 1a
cac bang dac hiéu co kich thudc khoang 700 bp.
PCR thu dugc san phém la 1 bang dac hi¢u sdc nét
v6i kich thudc phit hop véi tinh toan trén 1y thuyét
(Hinh 1). San phdm PCR cua hai doan HV-I va
HV-II duoc tinh sach cho phan Ung doc trinh tu
tiép theo.

2 N

Hinh 1. San phém PCR khuéch dai doan gen HV-I va HV-Il va trén gel agarose 1,5%. M: DNA ladder 1kb (Thermo), 1: San
phdm PCR khuéch dai doan gen HV-I (kich thudc ly thuyét 693 bp), 2: San phdm PCR khuéch dai doan gen HV-II (kich
thwore ly thuyét 689 bp), N: Boi chirng @m (khdng cé DNA khudn).

A 161g82A B 161082C
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C 162{;7T D 16217C

Hinh 2. Két qua giai trinh tw mot sé mau dai dién chira mét s da hinh trén doan HV-I. A, C, E: Céc doan trinh ty cia doan
HV-I giéng véi trinh tw tham chiéu rCRS doc tir san pham PCR cla céc ca thé twong (rng Kinh15, Mang307 va Man9280
B. D, F: Cac doan trinh tw ciia doan HV-I khac vai trinh tw tham chiéu rCRS doc tir san pham PCR clia cac ca thé twong

rng Kinh12, Mang05 va Mang276.
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Xdc dinh trinh tw cac doan gen HV-I1 va HV-I1

Dé khing dinh chinh xac san phim PCR la cac
doan HV-I va HV-II, san phéun PCR sau khi dugc
tinh sach duogc tiép tuc xac dinh trinh tu nucleotide.
Sau khi phan tich va so sanh trinh tu hai doan HV-I
va HV-II véi trinh tu¢ rCRS trén GenBank
(NC_012920.1), két qua thu dugc 106 diém da hinh
khac nhau, trong d6 ¢ nguoi Kinh c¢6 60 da hinh
thudc doan HV-I va 36 da hinh thuéc doan HV-II
(Hinh 3). O dan toc Kinh, c¢6 nhiéu da hinh ldn du
tién phat hién thay khi so vdi cac nghién ciru trude
day, dic biét 1a 6 da hinh phd bién (c6 tin sb allele tir
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0,1 tr& 1én) & trén nhom ngudi Kinh bao gdm:
T152C (tan sb allele f = 0,1); T199C (f = 0,2);
T16140C (f = 0,18); T16297C (f = 0,12); T16311C
(f=0,14) va T16362C (f = 0,14) (Bang 2). O ngudi
Mang, s6 diém da hinh duoc phat hién it hon: 22 da
hinh thudc trén doan gen HV-I va 14 da hinh trén
doan HV-II (Hinh 3). Cac da hinh phat hién trong
nghién ctru nay da duogc liét ké chi tiét & Bang 1,
trong do6 c6 18 da hinh da phat hién ¢ nguoi Kinh
trong cac nghién ctru trudc day. Tur cac da hinh nay
chung t6i chon ra cac da hinh phé bién (c6 tan suat
da hinh & it nhét 1 trong 2 dan toc nghién ciru tir
10% tré 1én) dé phuc vu cac phén tich tiép theo.

mHV-l w HV-I

Hinh 3. Biéu do thdng k& da hinh trén 2 doan HV-I va HV-II ctia viing D-loop phat hién dwgc & 2 nhém ca thé ngudi Kinh va

ngwoi Mang khi so sanh véi trinh tw tham chiéu rCRS.

Bang 1. C4c vi tri da hinh phat hién dwoc tai 2 doan HV-I va HV-Il & quan thé& nghién ctru (gdm 51 ngudi Kinh va 37 nguoi

Mang).
Vi tri trén Ving rCRS Pa hinh S6 ca thé mang da hinh Déi chiéu v&i dan toc Kinh & cac
hé ty thé gen Dan toc Kinh Dan toc Mang nghién ctru khac
63 HV-II T C 0 1
64 HV-II C T 0 1
66 HV-II G A 0 1
2 (100%) (Huynh Thi Thu Hué et al.,
73 HV-II A G 51 37 2005)
103 HV-II G A 1 0
114 HV-II C T 1 0
131 HV-II T C 1 0
143 HV-II G A 1 0
2 (100%) (Huynh Thi Thu Hué et al.,
146 HV-II T C 5 0 2005)
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Khong xac dinh tan suét (Trén Thi
Thuay Héng, 2017)

1 (50%) (Huynh Thj Thu Hué et al.,
2005)
1 (50%) (Huynh Thj Thu Hué et al.,
2005)
1 (50%) (Huynh Thj Thu Hué et al.,
2005)

1 (50%) (Huynh Thj Thu Hué et al.,
2005)

Khong xac dinh tan suét (Tran Thi
Thuay Héng, 2017)

2 (100%) (Huynh Thi Thu Hué et al.,
2005)

Khong xac dinh tan suét (Tran Thi
Thuay Héng, 2017)
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16327 HV-I Cc T 4
16335 HV-I A G 1
16344 HV-I Cc T 0
16354 HV-I Cc T 2
16355 HV-I Cc T 1
16356 HV-I T Cc 1
16362 HV-I T Cc 7
16381 HV-I T Cc 0
16390 HV-I G A 3
16391 HV-I G A 1
16399 HV-I A G 1
16482 HV-I A G 1
16519 HV-I T Cc 38

0

0

1

0

0

0

10

2

0

0

0

0

2 (100%) (Huynh Thi Thu Hué et al.,

15 2005)

Phin tich théng ké so sinh da hinh gika hai din
toc Kinh va Mdng

Trong céc da hinh nay, sau khi phan tich thong
ké su dung kiém dinh Fisher exact test, chiing t6i
nhan thdy c6 16 da hinh ¢6 tin suét khac nhau c6 ¥
nghia théng k& ¢ 2 nhom dan toc Kinh va Mang
(p<0,05) bao gdm: T146C/A, CI51T va T199C
thugc doan gen HV-II va T16140C, A16162G,
T16172C, A16282C, A16183C, T16189C, T16217C,
C16223T, A16269G, TI16271C, TI16297C, va

T16519C thudc doan gen HV-I (Bang 2).

Trong s 16 da hinh nay, co 8 da hinh chi phat
hién dugc & nhom ngudi Kinh ma khong thiy xuat
hién ¢ nhém ngudi Mang (T146C, T199C,
A16182C, T16217C, T16297C) hodc xuét hién rét it
voi chi 1 ca thé don 1& (T16140C, A16183C,
T16189C). Nguoc lai, c6 4 da hinh phd bién & nguoi
Maéng nhung lai ¢6 tin suét xuat hién kha thip &
nguoi Kinh 1la CI51T, A16162G, A16269G, va
T16271C.

Bang 2. Cac da hinh phd bién (frequency = 0,1) ¢6 tn suét khac nhau gitra dan toc Kinh va Mang.

Ba hinh Déﬂn t('f)c anh Déﬂn t('f)c I\iléng o
(So ca the = 51) (So ca the = 37) Giatrip
T146C 5(9,8%) 0 (0%) 0,038
C151T 2 (3,9%) 15 (45,5%) 0,000017
T199C 10 (19,6%) 0 (0%) 0,004
T16140C 9 (17,6%) 1(2,7%) 0,04
A16162G 1(2%) 11 (29,7%) 0,00022
T16172C 6 (11,8%) 11 (29,7%) 0,035
A16182C 9 (17,6%) 0 (0%) 0,006
A16183C 24 (47,1%) 1(2,7%) 0,000002
T16189C 29 (56,9%) 1(2,7%) 0,0000004
T16217C 6 (11,8%) 0 (0%) 0,038
C16223T 20 (39,2%) 23 (62,2%) 0,034
A16269G 1(2%) 15 (40,5%) 0,000003
T16271C 2 (3,9%) 15 (40,5%) 0,00002
T16297C 6 (11,8%) 0 (0%) 0,038
T16519C 38 (74,5%) 15 (40,5%) 0,002

Ghi chu: (* Gié tri p duoc tinh bdng kiém dinh Fisher exact 2 phia.
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THAO LUAN

Pa hinh T146C va T16297C da dugc phat hién &
mot sé dan toc nhanh nglt hé Kravet (thudc ngir hé
Bahnar) tai Thai Lan va Campuchia (Zhang et al.,
2013). Trong nghién ciru nay chung tdi da phat hién
5/51 (chiém 9,8%) va 6/51 (chiém 11,8%) ca thé
nguoi Kinh mang da hinh T146C va T16297C, tuy
nhién khong c6 ca thé ngudi Mang nao mang cic da
hinh trén.

Da hinh T199C dugc tim thdy ¢ 10/51 nguoi dan
toc Kinh (19,6%) nhung khong thdy xuat hién & cac
c4 thé ngudi dan toc Mang. Pa hinh nay ciing xuat
hién & quan thé ngudi Trung Qudc trén ddo Hai Nam
(Yang et al., 2011). Cac da hinh T146C, T14640C,
A16183C, T16189C va T16217C dugc phat hién rat
phd bién tai trong hé gen ty thé nguoi Han mién
Nam Trung Quoc (Fang et al., 2014) cling duoc phat
hién voi tan SO tuong d6i 1on & quan thé dan toc
Kinh nhung rét it xuat hién & dan toc Mang.

Mot s& da hinh khac chi xuit hién tai nhom
nguoi Kinh nhung khong xudt hién hodc xuét hién
rat it chi ¢ 1 ca thé don 1¢ trong nhém ngudi Mang
tai nghién ciu nay nhu: A16182C, T16140C,
T16189C. Cac cong trinh nghién clru cling da chi ra
cac da hinh nay da xuét hién & céac quﬁn thé lan can
nhu: A16182C & quan thé ngudi Indonesia (Malik et
al., 2002), T16140C & quan thé ngudi Pai Loan
(Liou et al., 2012), T16189C & cac quan thé ngudi
Tunisia va vung Dia Trung Hai (Hsouna ef al., 2016;
Mueller et al., 2011; Palmieri et al., 2011). Tuy
nhién, ddi véi 4 diém da hinh xuét hién phd bién &
ngudi Mang ma it xuat hién & ngudi Kinh (C151T,
A16162G, A16269G, T16271C), chi c6 A16162G la
dugc phat hién & quan thé ngudi Thai Lan
(Sangthong et al., 2014).

Céc bang chimg trén cho thiy mic du cing
thudc nhém ngir hé Nam A va co nhiéu dic diém vé
van hoa, phong tuc tdp quan glong nhau, gitra nguoi
Ming va ngudi Kinh van ¢ nhiéu diém khac biét
vé mit di truyén. Trong nghién ctru ndy, hé gen ty
thé, dic biét 1a vung D-loop ¢ nguoi Kinh c6 chira
nhiéu da hinh duogc phat hién & nhiéu quén thé khac
trén thé giéi (Trung Qudc, Thai Lan, Campuchia,
Dai Loan, Indonesia...) thi & nguoi Mang cac da
hinh nay déu hiém hodc hiu nhu khong xuat hién.
Co thé giai thich hién tugng nay do lich st hinh
thanh va phat trién cua cac dan toc. Trong khi
ngudi Kinh tir som da c6 nén vin hoa giao luu rong
rai véi cac dan toc khac, vdi khu vuce sinh séng trai
rong va qua dé két hon, chia sé vat chét di truyén
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Vi cac dan toc khac trong khu vuc thi nguoi Mang
chi tap trung sinh séng chu yéu tai tinh Lai Chau va
chc tinh ving cao Tay Bic va it khi két hon vai
nguoi ngoai tdc (Ban chi dao Téng diéu tra dan s
va nha ¢ Trung wong, 2009).

Tuy véi ¢& miu con kha han ché, nghién ciru
nay di budc dau lam sang t6 mot s6 diém khéac biét
trong da dang di truyén DNA ty thé thudc ving gen
D-loop giita nguoi Kinh va ngudi Mang. Theo hiéu
biét ciia chung t6i, ddy 1a cong trinh dau tién khao
sat vé dir liéu gen ty thé ¢ nguoi dan toc Mang.
Chung t6i s& tiép tuc mé rong c¢d miu dé khang dinh
chic chin hon nita vé sy da dang di truyén trong
viung gen D-loop giita dan toc Kinh, dan toc Mang
cling nhu cac dan toc khac. Ngoai ra, nghién ctru s€
tién hanh khao sat thém cac ving gen khac thudc ty
thé nham khao sat sy da hinh toan bo hé genome ty
thé & cac dan toc ngudi Viét Nam.

KET LUAN

Bing phwong phap giai trinh ty DNA, nghién
clru ndy da khao sat cac da hinh 2 doan  siéu bién
HV-I va HV-II thudc hé gen ty thé ciia 2 nhom
ngudi dan toc Kinh va dan toc Mang tai Viét Nam.
Qua do, tim thiy rat nhidu da hinh lan dau tién phat
hién dugc ¢ ca 2 dan toc Kinh va Mang. Cac phan
tich théng ké ciing chi ra 16 diém khac biét co ¥
nghia thong ké trong ving D-loop giita cac cé thé
thuoc 2 dan toc ndy. Cac két qua budc dau ndy c6 y
nghia trong viéc nghién ctu sy da dang di truyen
quéan thé ciing nhu lich s hinh thanh va phat trién
cua cac dan tdc Viét Nam ndi chung va dan toc
Mang ndi riéng.

Loi cam on: Cong trinh dwoc hoan thanh voi sy tai
tro tir dé tai thue Bé Khoa hoc Cong nghé ma $6
PTPL.CN-05/15 va dé tai cap co sé thugc Vién
Nghién ciru hé gen, Vién Han lam Khoa hoc va Cong
ngh¢ Viét Nam. Chung t6i cing xin chan thanh cam
on nhitng nguoi da tham gia hién mau cho nghién
curu nay.
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SUMMARY

The two hypervariable regions HV-I and HV-II in the D-loop region are the most diverse region in the
mitochondrial human genome. These DNA regions have an important role in population genetics and human
evolution research. In this study, we identified single nucleotide polymorphisms (SNPs) in the D-loop region
of the human mitochondrial DNA genomes of individuals in two Vietnamese ethnic groups: Kinh and Mang.
81 blood samples from 50 Kinh and 31 Mang unrelated individuals were collected for genomic DNA
extraction. Using PCR and specific primers, we successfully amplified the two HV-I and HV-II regions with
respective sizes of 693 bp and 689 bp. The PCR products then were purified and sequenced. After alignment to
the reference mitochondrial genome rCRS (NC_012920.1), 96 SNPs were detected in the Kinh ethnic group, of
which many polymorphisms were firstly found in this ethnic and 36 SNPs in the Mang ethnic group. Of the
identified 132 SNPs, 16 SNPs were significantly different between the two ethnic groups (p < 0.05). Eight out
of the 16 SNPs (T146C, T199C, A16182C, T16217C, T16297C, T16140C, A16183C, T16189C) were
frequently found in the Kinh ethnic group but not or only rarely in the Mang ethnic group. On the other hand, 4
SNPs (C151T, A16162G, A16269G, T16271C) were commonly found in the Mang population but rarely in the
Kinh population. These findings suggest that although Kinh and Mang belong to one language family (Austro-
Asiatic), there is a noticeable diversity in the mitochondrial genomes between these two Vietnamese ethnic
groups.

Keywords: mitochondrial genome, D-loop, HV-1, HV-1I, Kinh, Mang
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