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Table 3

Source and Ethnic Origin of the 121 Complete
mtDNA Sequences

Samplea Source Population

D5939 Present article Algerian Jew
D1123 Present article Ashkenazi Jew
D1139 Present article Ashkenazi Jew
D1282 Present article Ashkenazi Jew
D1369 Present article Ashkenazi Jew
D1606 Present article Ashkenazi Jew
D1829 Present article Ashkenazi Jew
D4207 Present article Ashkenazi Jew
D4232 Present article Ashkenazi Jew
D4262 Present article Ashkenazi Jew
D4481 Present article Ashkenazi Jew
D4777 Present article Ashkenazi Jew
D5551 Present article Ashkenazi Jew
D5677 Present article Ashkenazi Jew
D5077 Present article Cherkes
D1311 Present article Druze
D1320 Present article Druze
D1626 Present article Druze
D1701 Present article Druze
D1520 Present article Moroccan Jew
D5908 Present article Moroccan Jew
D5257 Present article Palestinian
D1435 Present article Yemenite Jew
D1656 Present article Yemenite Jew
D4757 Present article Yemenite Jew
E1089 Present article Lebanese
E1221 Present article Saudi
E1365 Present article Syrian
A Achilli et al. 2005 Italian
H Herrnstadt et al. 2002 Unknown
F Finnila et al. 2001 Finnish
K Coble et al. 2004 Unknown
Ma Maca-Meyer et al. 2001 Iberian
Mi Mishmar et al. 2003 Unknown
P Palanichamy et al. 2004 Indian

a Serial numbers of mtDNAs from the literature
were not changed.

Figure 1 Most parsimonious tree of complete Hg K mtDNA sequences. The tree is rooted in Hg U* and includes 121 mtDNAs, of which
28 are novel and 93 were reported elsewhere (12 sequences from Finnila et al. [2001], 1 from Maca-Meyer et al. [2001], 47 from Herrnstadt
et al. [2002] [including the control-region information that was not reported], 1 from Mishmar et al. [2003], 28 from Coble et al. [2004], 2
from Palanichamy et al. [2004], and 2 from Achilli et al. [2005]). The genotyping information from Finnila et al. (2001) included herein corrects
several inaccuracies that were reported elsewhere for the control-region phylogeny. Mutations are shown on the branches and are transitions
unless the base change is explicitly indicated. Deletions are indicated by a “D” following the deleted nucleotide position. Insertions are indicated
by a dot followed by the number and type of inserted nucleotide(s). Underlined nucleotide positions occur at least twice in the tree. An asterisk
(*) at the end of a nucleotide position denotes a reversion. The information of the reported samples is presented in table 3. Samples in blue
are from Ashkenazi Jews. Nucleotide positions in red were assayed in the entire set of 789 mtDNAs belonging to K. To resolve three possible
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evaluated a total of 11,452 samples from 67 populations
and identified 636 Hg K samples, 545 of which were
available for further genotyping. Table 5 details the total
number of samples available from each population, the
number of Hg K samples within each population, the
number of Hg K samples from each population that were
technically available for genotyping in this study, the
reporting laboratory, and the first study in which the
samples were reported (Bermisheva et al. 2002; Behar
et al. 2004; Pereira et al. 2004; Quintana-Murci et al.
2004). We then examined the same data set of Jewish
samples described above for the presence of Hg N1b
samples and identified a total of 57 and 11 Hg N1b
samples in Ashkenazi and non-Ashkenazi Jews, respec-
tively. We also reported the results of 14 Hg N1b samples
found in the same Druze, Palestinian, and Bedouin sam-
ples included in the sample set described above (table
5), and we compared the Ashkenazi N1b Hg mtDNAs
with the unpublished database of 8,644 Caucasian, Eu-
ropean, Near and Middle Eastern, and North African
subjects included in this study and available in Tartu
(table 5). All samples reported herein were derived from
blood, buccal swab, or blood cell samples that were
collected with informed consent, in accordance with pro-
cedures approved by institutional human subjects review
committees in their respective locations. All subjects re-
ported the birthplace of their mothers, grandmothers,
and, in most cases, great-grandmothers.

Control-Region Sequencing

Sequences of the control region were determined from
position 16024 to 00300, by use of the ABI Prism Dye
Terminator cycle-sequencing protocols developed by Ap-
plied Biosystems (Perkin-Elmer). Control-region sequence
data were used to define haplotypes within the Hgs. The
control-region information reported from Haifa and
Paris extends from 16024 to 00300. The control-region
information reported from Tartu spans from 16024 to
16400, corresponding to HVS-I. The control-region in-
formation reported from Pavia extends from 16024 to
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fusion and because this lineage was found to be highly
important in the current study, we specifically note that
we assigned to this lineage the more detailed designation
“K1a1b1a.”
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