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To construct a Korean Y-chromosomal STR database for 22 Y-STRs (DYS19,
DYS385, DYS388, DYS389l/Il, DYS390, DYS391, DYS392, DYS393, DYS437,
DYS438, DYS439, DYS446, DYS447, DYS448, DYS449, DYS456, DYS458,
DYS464, DYS635, and GATA H4.1), 708 DNA samples from unrelated Korean males
were analyzed using three multiplex PCR systems. During analysis, thirty two
microvariant alleles were observed at DYS449, DYS458, and DYS464, and duplicat-
ed alleles were occurred once each for DYS19, DYS390, and DYS447. In haplotype
analysis for the 22 Y-STRs, a total of 693 different haplotypes were observed with
overall haplotype diversity of 0.9999, and of these, 680 haplotypes were unique. By
combining each marker for the extended SWGDAM haplotype, DYS458 was the most
informative marker. In addition, the diversity of combined haplotypes of DYS447,
DYS458, DYS635, GATA H4.1, and the SWGDAM Y-STR loci was comparable to
haplotypes of 17 loci in the AmpFISTR" Yfiler™ kit.
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Reference Database (YHRD)®O 0000 4640 00O O
OO0 O0O0OD 900 Y-STROOOO OOO minimal
haplotype® 50,8670, 1100 Y-STR OO OO O extended
SWGDAM haplotype 23,9810 0 00 OO0 O0O0O0O OO
0 000 000 0000 00 00o 0ooo oooo.o
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discriminatory capacityd] OOO0O O OO O0O0O Y-STR
00000 o0o0ob0 oo oboo.o00,yHRDOOOOO
0000 minimal haplotyped diversitydl 000000
Vienna, 00000 Alcamo, 000 AnkaraO O OO0
100000 O0OOO0O OO 0000 zribad OO 0.5699, O
0000 Andon PociD 0O 07076 00O OO0 OOOO
0000000000000 000, minimal haplotypel
O extended SWGDAM haplotype OO0 O00OO
discriminatory capacitydd 0000 O OO OO0O0O Y-
STROOOO0O OO0 OO0 0000 00000 ooo o
ooooooo.

00,Y=-STROOOOOO autosomal STROO OO OO
000 microvariant, duplication OO null DOOO0OO O
000000 0O0bO00O0bO0 OO0 O0bO0Dboooo
00 000 0000 000 0000 ooooooog oo
oo oo oooaooo oo.

O 00000 000 kitD AmpFISTR? Yfiler'D 00O
0 00 170 Y-STR 0 OO 0O (DYS19, DYS385,
DYS389l/11, DYS390, DYS391, DYS392, DYS393, DYS437,
DYS438, DYS439, DYS448, DYS456, DYS458, DYS6350]
GATAH41)O 000 000 0OO™PO0 00000 gene
diversitydd 000 500 Y-STR OO0 (DYS388, DYS446,
DYS447, DYS4490 DYS464)00 OO0O0O 2200 Y-
STRO OD0O0O0O O 70800 OOOOO OO OO0 OO O

o0 ooobo oboo oobo oooboo,0cooooooo
0o oooobooob o0oobbuooob bo 220
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00 Y=STRmutaton 00* 00 OO0 35500 000
1900 Y-STROO™®OO 000 30100 000 0000
0 70800 OOOO0OO0O OO OO0 OO0 OO0 oooo
U.00 000 000 oo oo oooo cooo 2-
30 00 00 00 000000 DNAD ODDO 000 =20
ooooobooooo.

2.0000

[J.DNA [0

000 00000 QlAamp DNA Mini Kit (QIAGEN,
Hilden, Germany)0 0000 DNAO 00O00O0O.000
DNALO Picogreen”dsDNA Quantitation Reagent (Molecular
Probes, Eugene, OR)O O0OO0O TBS-380 Mini—
Fluorometer (Turner Biosystems, Sunnyvale, CA)0 00
000.000 DNAOD 000000000 oooo oo
=200 DOOoOoooooo.
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Fig. 1. Schematic of PCR product size for the loci in each multiplex. Marker names have been abbreviated (e.g. DYS392 is listed as

392)
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2200 Y-STRO 00O0O0O 000 O OO0 0oDOOOoOoO
0000 (multiplex PCR)O OO000OO(Fig. 1), PCROOO
000 000 primer 000 00000 OO0 OO*00 O
00 000 00 0o0.000000000 o ooo
PTC—-200 DNA engine (MJ Research, Waltham, MA)O 0O
goooo,PCRODO OODO DOO ABI PRISM 310
Genetic Analyzer (Applied Biosystems, Foster City, CA)0
O capillary OOO0O0O O O, GeneScan software 3.7
(Applied Biosystems, Foster City, CA)00 0000 ODO0OO
0.

0. Allele ladder] [J[J [J PCR [J 0 genotyping

000 00000 000 ooooooo oooo allele
ladderd] OOOO.00 OOC ODOO OODOOOD Bigbye
Terminator Cycle Sequencing kit (Applied Biosystems,
Foster City, CA)U 0O OO ABI PRISM 310 Genetic
Analyzerd 00000 O0OO, International Society for
Forensic Haemogenetics (ISFG) 0O OO0 00O OO
O00.PCROOO genotypingd OO0 allele ladderd O
OO0 0000 GenoTyper Software 3.7 (Applied
Biosystems, Foster City, CA)O0 0000 OO0OOO0O OO
00 0000 00000, 00, AmpFISTR? Yfiler™ kitO
GATAH4AO GATAH4100O0O0O ODO™00O0O0 0DOOO
00000 GusmMao 00O OO OO™O O0OO.

o.o0oo0oooooooooooon

oo gooob booddo todg gogog goo
00000 000000 OO oooooo ooo
ExoSAP—IT (USB, Cleveland, OH)O purification O O,
BigDye Terminator Cycle Sequencing v2.0 Ready Reaction

Table 1. Microvariant alleles observed in 708 Korean males

kit (Applied Biosystems, Foster City, CA)O 0O OO ABI
310 PRISM Genetic Analyzerl] 00000 O0O0OO0O.
Duplicated 100000 ODOOO PCROO OO0 pGEM” —
T Easy Vector Systems | (Promega, Madison, WO O
000000000000 0oDooo0dooooogo
000 ooooo.

o.oo0 oo

00000 00000000000 000 000 Neil®
0000 000 00 Adequin 00 OOOO*0 0000
000000, discriminatoty capacityll 000 OO0 OO
000 00 00 0000 000 ooooo.oo oo o
0000 0D000 D00ooO0oo0oo 000 kitoo 00
minimal haplotype] 0 extended SWGDAM haplotypell [
000 OO0 OO0 OO0 0000 discriminatory capacityd
00000000000 00 000 extended SWGDAM
haplotyped OO0 Y-STROOOO OO0 O0O0O0O OO
0000000 ooooo.

1.0000000000

O 00000 microvariant 000000 DYS447,
DYS449, DYS45800 DYS464 00000 O 320 OOOO
0O (Table 1). DYS447 000000 OO O0O0OO (core
repeat unit)d OOOOO0O0 TAAAA-(TAATA)N OO
(TAATAIN-TAAAAL 000 OO0 O0OO0O0ODOO edo O
000 O000.00 OO0 microvariant J0O000O0 OO
Dys440 000000 OO oOOO (TrrTo0 ooooo
0@oooo 272,282,292,302)0 0 000 0000
00000000 000 00 Oooooo@s, 301, 42)

Locus Allele? Structure® N
DYS447 18 (TAATA) TAAAA(TAATA)  TAAAATAATA)R 2
19 (TAATA) TAAAA(TAATA) 1 TAAAATAATA) 4
DYS449 25 (26) (TTTC)n-tetetctectecte-(tttc).-N4-(tttc)-N12-ctte- (TTTC)™ 1
27.2 (TTTC)sTC(TTTC)o-tetctctectecte-(tttc)-N4A-(tttc)o-Nro-cttc-(TTTC)a 1
28.2 (TTTC)TT(TTTC)-tctctctectecte-(tttc)o-N4-(tttc)-Nia-cttc-(TTTC)ra 1
29.2 (TTTC)sTC(TTTC)1-tetetetectecte-(tttc)o-N4-(tttc)-No-ctte-(TTTC)1s 1
30.1(30) (TTTC ye-tetctctectecte-(tttc)o-NA-(tttc)e-Ni-ctttc-(TTTC )1a 1
30.2 (TTTC ye-tetctctectecte-(tttc)o-NA-(tttc)e-Ni-ctte-(TTTC ) TT(TTTC )a 12
42 (33) (TTTC)is-tetetctectecte-[(ttte)-NA-(tttc)-Ni-cttc-(TTTC s 1
DYS458 14.1 (GAAA)G 1
17.2 (GAAA)AA(GAAA). 1
DYS464 12.3 (CCTT),CTT(CCTT)s 1
143 (CCTT):CTT(CCTT) 5

2 The numbers in parentheses are genuine alleles identified by sequence analysis

® Deletion and insertion are lined and underlined, respectively.
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O 00000.DYS4580 DYS464 DO OO0OO OO OO
00000 GAAAD CCTTU DOUOO0 O0OoOb0O 00 O
goooooooog.

Duplicated 0 0 0000 DYS19, DYS3900 DYS447 0
000 00 000 00000 @Fg. 20000 Doooo
oo 0o 0 oooooob0 ooooo.ooo
duplicated DO O0O0O0 OO0 OO0 OOOOO OO0 OOO
goooooooooooo.

2. Gene diversityll Haplotype [0 00

000 single—copy Y-STR 0000 00000 OOO
gene diversityl] Table 20 OO0 OO multi—copy Y-STR
0000 DYS3850 DYS4640 OODOO OOO gene
diversityd Table 30 O0OOOO. Single—copy OO O OO
00 DYS449 0000 OO OO gene diversity (0.8521)0
000, DYS446 000 (0.7894), DYS458 000 (0.7783)
0000000.00DYS4470000 DYs4480000
00 000 genediversityll 000,DYS391 0000 OO
00 gene diversity (0.2660)0 0O 0OO.

2200 Y-STRO 000 00000 O0O0OO oOOO
(http://forensic.yonseiackn)0 OO0O0O0O.00000 OO
070800 O0OO0O0O 69300 OO OO ODOOOO OO
0000 00 es8000 OO0 0DOOO(@@812%)00 OO
000110000000 00,000 200000000
00 00000 O0Ood. Minimal haplotype, extended
SWGDAM haplotype O 00 AmpFISTR® Yfiler” haplotype
000000000000 00 0000 dversityd O 4
gogooo.

Extended SWGDAM haplotyped O O00 O 00000
multi—copy 0000 DYS4640 000 OO0 Y-STR O
000000000 oOOooDbys4s80000 00 00O
000 diversityd 00000 (Table 5). 00O gene diversity

0000 00 DYS4490 DYS446 0000 OO 0OOO
diversityd 000000, DYs448 0000 OOOOO O
O gene diversityd OO0 O0O0O0 O00O0 O0O0OO
diversity 000 00 OO0 OO O0O0O. OO, extended
SWGDAM haplotypel DYS458 0000 O00O0O0O OO0O
00 DYSe35 0000 0000 OO0 0O0O0O diversity
000 00 00000.000 000 bys44y 0000
GATAH4A1 OO0 OO0 0OO0O0O 0000 O OOOO
diversityd 00O O00O0 O0000O0.00000 DYS447,
DYS458, DYS6350 GATA H4.1 00000 extended
SWGDAM haplotypel] 00 000 00000 AmpFISTR?
Yfiler” haplotypell OO 00O diversityd OO0 OO OO0
0o.

0000 STRO 00000 Y-STROODO OOOO OO
0000000000000 OO0 0000 microvariant,
duplicated OO0 null OO0O0O0 OO0 00000 OOOOO
0 0000.000 00000 D000 000 Doooo
000 0000 000 000 00000 boob 0o oo
0000000000000 DO 00D oo oo og.y-
STROODO OO0O0O O0O0O0O ObOooOOD Iskcd Y-
STROOO OO0 0O0OO0O®0 00 D000 DOOOOoo
OO0 000, microvariant 000000 OO0 OO OO0
o0 o000 0ooooooobooboooboooooooo
00 00000 O0.000 0 0o0oob ooo
microvariant 0 (Table 1), DYS449 0O OO0 O0OOO0O
27.2,282,292,3020 DYS458 0000 ODOOODO 141,
172000 Dys464 0000 O00OD0DOO 123,1430 00O
oooooO 000 OoOOoOoOOO0OO0OOOooooo
O OO0 microvariantD] GenoTyperD 00O O0OO0O OO0

DYS19 DYs390

DYS447

s
E
2

Y

Fig. 2. Electropherogram for duplicated alleles at the single copy loci DYS19, DYS390 and DYS447
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Table 3. Haplotype distribution and diversity of multi-copy Y-STRs in a Korean population

DYS385 DYS464
Haplotype Frequency Haplotype Frequency Haplotype Frequency Haplotype Frequency
8-20 0.0014 12-21 0.0014 12 0.0014 13-15-18 0.0127
9-16 0.0014 13-13 0.0226 13 0.0127 13-15-19 0.0014
9-18 0.0028 13-14 0.0071 14 0.0028 13-16-17 0.0282
9-19 0.0155 13-15 0.0028 15 0.0028 13-16-18 0.0113
9-20 0.0028 13-16 0.0169 16 0.0085 13-17-18 0.0028
10-10 0.0014 13-17 0.0212 17 0.0141 14-15-16 0.0042
10-16 0.0042 13-18 0.0537 11-17 0.0014 14-15-17 0.0028
10-17 0.0480 13-19 0.0381 12-13 0.0042 14-15-18 0.0014
10-18 0.1045 13-20 0.0254 12-14 0.0014 14-16-17 0.0071
10-19 0.0975 13-21 0.0028 12-16 0.0056 14-16-18 0.0028
10-20 0.0339 14-14 0.0028 13-14 0.0466 15-16-17 0.0014
10-21 0.0113 14-16 0.0028 13-15 0.0452 11-12-13-15 0.0014
11-1 0.0113 14-17 0.0141 13-16 0.0127 11-12-13-16 0.0014
11-12 0.0184 14-18 0.0212 13-17 0.0056 11-13-14-16 0.0014
11-13 0.0141 14-19 0.0113 13-18 0.0014 11-13-16-18 0.0014
11-14 0.0071 14-20 0.0155 14-15 0.0056 11-15-16-17 0.0014
11-15 0.0014 14-21 0.0085 14-16 0.0141 12-13-14-15 0.0353
11-16 0.0127 14-22 0.0042 14-17 0.0014 12-13-14-16 0.0311
11-17 0.0282 15-15 0.0028 15-16 0.0198 12-13-14-17 0.0113
11-18 0.0099 15-17 0.0014 15-17 0.0071 12-13-15-16 0.0113
11-19 0.0353 15-18 0.0014 16-17 0.0113 12-13-15-17 0.0056
11-20 0.0155 15-19 0.0071 16-18 0.0028 12-13-15-18 0.0014
11-21 0.0028 15-20 0.0184 17-18 0.0028 12-13-16-17 0.0028
12-12 0.0028 15-21 0.0127 14-14.3 0.0071 12-13-16-18 0.0042
12-13 0.0042 15-22 0.0085 10-13-15 0.0014 12-13-16-19 0.0014
12-14 0.0113 15-23 0.0014 10-14-16 0.0014 12-14-15-16 0.0311
12-15 0.0042 16-17 0.0014 11-12-17 0.0042 12-14-15-17 0.0056
12-16 0.0240 16-20 0.0028 11-13-14 0.0014 12-14-15-18 0.0014
12-17 0.0381 16-21 0.0028 11-13-15 0.0014 12-14-16-17 0.0028
12-18 0.0452 17-20 0.0028 11-14-16 0.0014 12-14-16-18 0.0014
12-19 0.0410 19-19 0.0014 12-13-14 0.0254 12-15-16-17 0.0071
12-20 0.0085 19-20 0.0014 12-13-15 0.0466 12-15-16-18 0.0014
12-13-16 0.0042 12-15-17-18 0.0014
12-13-17 0.0014 12.3-14-15-17 0.0017
12-14-15 0.0254 13-14-15-16 0.0127
12-14-16 0.0339 13-14-15-17 0.0099
12-14-17 0.0056 13-14-15-18 0.0014
12-15-16 0.0071 13-14-16-17 0.1045
12-16-17 0.0028 13-14-16-18 0.0099
12-16-18 0.0014 13-14-16-19 0.0014
13-14-15 0.0494 13-14-17-18 0.0042
13-14-16 0.0579 13-15-16-17 0.0282
13-14-17 0.0198 13-15-16-18 0.0071
13-14-18 0.0042 13-15-16-19 0.0014
13-15-16 0.0254 14-15-16-17 0.0042
13-15-17 0.0127
h 0.9597 h 0.9669

gbo.00o oo ooocobboo oobo oo ogooo o
gooooooo oobO 000 0O ogo, bys44900 O

o o0 00 o0 oocoooo oo cogooao.

GenoTyperd O OO 25,30.10 420 00O O0O000O OO
uobodgoooo oo ocooduooo o oo,o o
000 0000,Dys449.10 Dys440.20000 OOO0OO

0O 00 TCTCO OOOOO TO OOOOO 36 bpd
duplication 0 OO0 OO0O0OCO.000 00 00O 0O O
ooooo isrFcG 00000 00 obboooo oboooo
26,30,000 3300 00000 OOO,000 00000
b0 ooo oo oooo oboood oooob oo
U ooooo oo oobo oo oo ooo.ogo oo
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000000 ISFGO0000 00 00 ooooo 301
0 DYS449.1*16 + DYS449.2*14 (UATins)D 000000
00 000 0000 000 0O 0000 000 O 00O
goooooo oobo bbb oo bbb oo,
000000 duplication 00O triplicationD OO0 OO
22)0 000 DYS19, DYS385, DYS3891, DYS389ll,
DYS390, DYS391, DYS393, DYS437, DYS438, DYS4390]
DYS448 00000 ODOOO ODOOO OO DYs190O
DYS385 00000 duplicationd 00 D000 00000
0000 0O0.000 0O 0000 Dys3ss5 0000
duplication 00O triplicationd OO0O0O OO0, 00000
DYS4470 duplicated D0 000 23-240 O000-000
germlined 0 O0000(23-24 - 24)0 0OOOO™. 00
0000 Y-STROODODD OO0 00000 0OO0OOOO O
0000000 000 000 0000 duplicationd OO0
00 000 000,00 00000 000 duplication 00
000000000000 DO0O0O0 peakd OOOO O
000 000 DNAprofilesD 00 OO0 OO00O0O OO0
00000000000 000000 Ooa.
00,Y-STROOODO 000 D00 00000 minimal

haplotype [0 O extended SWGDAM haplotypell OO0 0O
00 000 OO0 OooOo O ooo, 00 extended
SWGDAM haplotyped OO0 Y-STRO O00O0O
discriminatory capacity(l] 000 OO0 O OO0 O0OO.
DYS449 0000 single—copy OO 0O O gene diversity(l
00 00 0000 dversityDl OO0 OD0O0O0O O 0OOO,
00000 00germlined 0000 OO0 OO0 OCOO
w00 0000000000000 00oooo oo o
00 extended SWGDAM haplotypell 0000 OOO0O O
U0 000 000 oo0o ooo.oobog od gene
diversityd OO DYS446 0000 DOOO diversityd O
00000 O 0000 XOOOO homologous OO %20
00000000 oooobooooboO.Dbys4se 00
00 DYS4460 00000 XOOOO homologous O 029
0 000, DYS3880 DYS437 0000 OOOO diversity
godg og good o oo ooo oo obooo
discriminatory capacityd OOO0O0O OO OO Y-STRO
000000 0 00.DYs4480000 AmpFISTR® Yfiler”
kit OO O0O0O0 OO0 000 00000 OO0 gene
diversityd OO OO0 OO0 OOOO diversity 000 00O O

Table 4. Number of haplotypes and diversities for 22 Y-STRs in 708 Korean males

Minimal 9 Y-STR haplotype  Extended SWGDAM 11 Y-STR haplotype  Y-filer™ 17 Y-STR haplotype 22 Y-STR haplotype
No. of haplotypes 485 558 657 693
No. of unique haplotypes 394 483 625 680
Discriminatory capacity (%) 68.5 78.8 92.8 97.9

Haplotype diversity (+ SD)  0.9966 + 0.0005

0.9982 + 0.0004

0.9995 + 0.0002 0.9999 + 0.0001

Table 5. Numbers of haplotypes and haplotype diversities obtained by adding each marker to the extended SWGDAM haplotype

Haplotype Gene No. of Discriminatory  Haplotype
diversity* haplotypesc  apacity (%) diversity
Extended SWGDAM haplotype 558 78.8 0.9982
Extended SWGDAM haplotype + DYS449 0.8521 612 86.4 0.9992
Extended SWGDAM haplotype + DYS446 0.7894 598 84.5 0.9989
Extended SWGDAM haplotype + DYS458 0.7783 616 87.0 0.9992
Extended SWGDAM haplotype + DYS447 0.7523 583 82.3 0.9986
Extended SWGDAM haplotype + DYS448 0.7508 565 79.8 0.9983
Extended SWGDAM haplotype + DYS635 0.6858 591 83.5 0.9988
Extended SWGDAM haplotype + GATA H4.1 0.6112 579 81.8 0.9985
Extended SWGDAM haplotype + DYS456 0.5098 574 81.1 0.9984
Extended SWGDAM haplotype + DYS388 0.4855 566 79.9 0.9983
Extended SWGDAM haplotype + DYS437 0.4324 568 80.2 0.9983
Extended SWGDAM haplotype + DYS458 + DYS635 639 90.3 0.9994
Extended SWGDAM haplotype + DYS458 + DYS447 630 89.0 0.9994
Extended SWGDAM haplotype + DYS458 + GATA H4.1 631 89.1 0.9993
Extended SWGDAM haplotype + DYS458 + DYS635 + DYS447 650 91.8 0.9996
Extended SWGDAM haplotype + DYS458 + DYS635 + GATA H4.1 649 915 0.9995
Extended SWGDAM haplotype + DYS458 + DYS635 + DYS447 + GATA H4.1 658 92.9 0.9996
Y-filer™ 17 Y-STR haplotype 657 92.8 0.9995

* Gene diversity of added marker to extended SWGDAM haplotype loci
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