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Abstract : The human mitochondrial genome (mtDNA) has been an important tool in the field of forensic
investigations. Within the entire mtDNA molecule, the non-coding control region which is approximately
1,100 bp including hypervariable region I and Il (HV1 and HV2) is widely studied because it is highly
polymorphic and useful for human identification purposes. In this study, 360 unrelated Koreans were analyzed
in HV1. The number of polymorphic sites and genetic lineage were 124 and 210, respectively. The most prevalent
substitution was C-T and 75.8% of DNA showed C-T substitution at 16223. There were 20 kinds of
polymorphism between 16180 and 16193 including insertion and deletion. The most frequent haplotype was
[16223T, 16362C] representing 5%. Approximately 25.9% of DNA showed the same haplotype in at least two
samples. The gene diversity was calculated to 0.996 and the probability of two unrelated perosons having the
same haplotype was determined to 0.7%.
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Fig. 1. Summary of sequence variations in mtDNA HV1(16051-16380) from 360 Koreans. Green and purple boxes indicated
transition and transversion, respectively.
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Table 1. Type of variations in mtDNA HVI from 360 Table 2. The most frequent haplotypes in Koreans

Koreans Tr -
equency
Rank No. Haplotypes
N =360 (%) plotyp
1 50 16223 T. 16362
L Total No. ! S 2 3 116362 €
No. of positions £ mutati 2 9 2.5 16223 T. 16274 T, 16362 C
ation
ol mutations . 5 55 16187 T. 16223 T. 16290 T, 16319 A
C-T 49 577 - 16223 T. 16278 T. 16362 C
TC o8 461 B 5 o 16129 A, 16162 G, 16172 C, 16304 C
. 16129 A, 16223 T. 16362 C
Transitions  A-G 35 90 16172 C. 16223 T. 16257 A. 16261 T
G-A 7 150 7 6 1.7 16174 T. 16223 T, 16362 C
a . s 16223 T. 16290 T, 16319 A
16129 A, 16140 C. 16187 T. 16189 C. 16266 A
6 16129 A 16189 C. 16223 T, 16297 C. 16298 C
9 05 14 16223 T
] 16223 T. 16290 C. 16319 A. 16362 C
C-G 3 5 16223 T, 16325 C, 16362 C
G-C ] 5 16066 G, 16223 T. 16311 C
55 ; b 16126 C. 16223 T. 16235 G. 16290 T. 16311 C.
Iransversions  T-G 0 0 i ol T lozaG lessh 1 A6 L
G-T 1 1 15 4 Il 16223 T. 16227 G. 16278 T. 16362 C
16223 T. 16294 T, 16295 1
A-T 5 8 16223 T. 16295 T. 16319 A
2 2 16093 C. 16129 A, 16223 T. 16362 C
1 16126 C. 16231 C. 16266 T
— s 16129 A, 16213 A, 16223 T. 16290 T. 16319 A
0 0 16129 A, 16223 T. 16294 T. 16362 C
G 0 0 16154 C. 16182 C. 16183 C. 16189 C. 16217 C.
. 20 3 0.8 16261 1
Insertions A 0 0 16182 C. 16183 C. 16189 C. 16217 C. 16261 T
C 2 2 16184 T. 16223 T. 16290 T. 16293 C. 16319 A
g 16189 C. 16223 1
total 2z 2 16209 C. 16223 T. 16324 C
i 0 0 16223 T. 16319 A. 16362 C
G 0 0 16093 C. 16174 T. 16223 T. 16288 C. 16327 1
) 16126 C. 16231 C. 16266 T. 16319 C
Deletions A 0 0 16129 A. 16140 T. 16187 T. 16189 C. 16266 G
C 1 16129 A, 16150 T. 16223 T. 16298 C. 16327 T
i 1 1 16129 A. 16167 T. 16223 T. 16234 T. 16316 G.
16362 C
16129 A. 16172 C. 16223 T. 16362 C
16129 A. 16183 C. 16189 C. 16223 T. 16297 C.
16298 C
_ - - 16136 C. 16183 C. 16189 C. 16217 C. 16283 G
7HEE 1243(37.6 %) CRS9F th& Wo|7h B x ‘
hedl ( Qe b e Holrt 23S 16169 T. 16192 T. 16223 T. 16290 T. 16319 A.
SITHFig. 1). 74 &3+ WHol= C-T transition®] 9121 16554 [ 16262 C
e o o 16171 G. 16223 T. 16291 T. 16311 C. 16362 C
AAZ O Z transition®] transversionol] Hls) ouf A= B 16172 C. 16225 T. 16250 1. 1657 A. 16261 1
giEP(Tab/e 1. =3k %s ](}}_egl haplOWpCSO] L}E}\D} . i 16174 T. 16223 T. 16311 C. 16317 G. 16362 C
— T 3002 0.56 16182 C. 16183 C. 16189 C. 16217 C. 16261 T.
o o] F 557F4](25.9 %)2] haplotypese= Hoi= 21 16288 C. 16311 C
16182 C. 16183 C. 16189 C. 16217 C. 16295 1
o|Afe] AlEFEo] A& 7HkT 2 :
1ol Abgel M= Aekth(Table 2). T6184 T. 16223 T. 16208 C. 16319 A
310l oA 7Hd &8k haplotype 5 %2 & 16183 T. 16223 1. 16260 I. 16298 C
) 16187 T. 16189 C. 16223 T. 16290 T. 16319 A
olof|AlA w-AE [16223 T, 16362 CleISith. [16223 T, T NG T
89 C. 16216 G 16225
16274 T, 16362 C}& 2.5 %= F+ WA 2 B Algtsol 16207 G 16304 C. 16362 C
_ 7 16209 C. 16223 T. 16362 C
Al BAE=, ©] haplotype-2 19971 Lee 5ol I,‘,,] 1 |('w = —
$221 1. 163
ola) W E =itoAs HaER] & Zoldnt 7 16223 T. 16234 T. 16316 G. 16362 C
< 16223 T. 16234 T. 16362 C
Hol7} =2 9= 16223E 758 %2 AlFolA C-T e
6223 1. 16245 1. 16362
-7 ¢ =
Ho 7} AN Om | 163627F 433 %2 F HAZ & 16223 T. 16293 G. 16362 C
_ T
& HolE HAFUTH(Table 3). ol AEld 3t B L &
259% 55 haplotypes among 210 haplotypes

A7 ATk AAIE O 52 (African)e]h
Vol. 18, No. 4, 2005
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Table 3. The most variable positions in mtDNA HV1 30‘
Frequency (%) 25
Rank  Positions - (A = (
This study Lee et al.’ S 204
>
1 16223 75.8 78 g 15 .
2 16362 433 39.9 g } LEagal
3 16189 225 15.4 i L ) | B This study
4 16129 19.4 22.2 % § .
5 16319 17.5 14.1 rirrierionirin : bT
6 16183 14.4 6.2 a7 e 8RN
No. of differences
7 16290 11.9 9.2
8 16311 10.8 13.4 Fig. 2. The frequency of the number of variation in mtDNA
HVI.
16182 8.6 2.61
9 16298 8.6 8.5
16172 8.6 0 2 7h WThFig. 2).
12 16187 6.4 7.5 16189 $1*12] T-C transition> 49| C-stretchE -2

(Caucasian)°ll O3+ Azkol= 2 2ol & Ho]FA Tk CRS
o} vl 3 Ho|e] 75 0-117) oler, HHEL 4.19
7 o)L o] Fol|A] 3712] Ho|7F Aot A|B7F26.9 %

UAEAOH, 16180-16193 F-9] 143L0)A2] Ho)= &
32.8 %2] AlgolA e o] HVI WellA 7F Woel7t
Algk Bio| At Tuble 4). mtDNA HV1 -9 5 16051-

A H=dl, B ATl A B E AR S 19.7 %ol A

Table 4. The sequence polymorphism between 16180 and 16193

Variations Types Number Observed
NISI* Maruyama®
16180 - 16193 (14 bp)

n % n %
AAAA CCCCCTCCCC® CRS 242 67.2 128 62.8
A[8AC cccecfecccc 16181 G, 16183 C, 16189 C 1 0.28 = .
AAE ccccdeccece 16182 C, 16183 C, 16189 C 32 8.9 14 6.9
AA[8A CCcCCCTCCCC 16183 C 1 0.28 s =
AAAR ccccdecccec 16183 C, 16189 C 16 4.4 9 4.4
AAA[® CCCCCTCCCC 16183 G 1 0.28 s -
AAA® ccccdecccec 16183 G, 16189 C 1 0.28 . -
AAAR CCCCCTCCCC 16183 T ! 0.28 - -
AAAA BCccdEccce 16184 A, 16189 C 1 0.28 = =
AAAA iCCCCTCCCC 16184 T 9 2:5 3 1.5
AAAA ccccdeTcecda? 16188.1 C, 16193.1 C 1 0.28 5 2.5
AAAA dICCCTCCCC 16185 T 5 1.4 2 1.0
AAAA diccdsccce 16185 T, 16189 C, 16193 dC 1 0.28 =
AAAA CCIICCTCCCC 16186 T 1 0.28 =
AAAA CccCTCCCC 16187 T 11 3.1 9
AAAA CccdCeccce 16187 T, 16189 C 11 3.1 4 2.
AAAA cccdliTcccc 16188 T ] 0.28 . -
AAAA cccdeTcdc 16188 G, 16192 C 1 0.28 = S
AAAA Ccccceccec 16189 C 19 5.3 5 3
AAAA CCCCCTCAOC 16192 T 4 1.1 3 1.5
Total number 360 204

a; this study, b; Maruyama et al., ¢; same to Cambridge Reference Sequence, d; addition, e; deletion
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