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Polymorphism of the mitochondrial control (D-loop) region in
Chinese
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Mitochondria DNA (mtDNA) is a subcellular sequestration. It is maternally inherited
and exists in a high copy number in each cell in addition to rapidly evolving. The
variable sites in the control region consists of two hypervariable segments, HVR-I and
HVR-II. The sequence polymorphisms in control region between individuals are
useful markers for personal identification in forensic application. Although a number
of population genetics studies have already published, population genetic of the
Chinese population, has not yet been established satisfactorily.

We performed PCR amplification and direct sequencing to investigate the



polymorphisms of the D-loop in mtDNA from sixty-three unrelated Chinese in
Taiwan. Total 788 polymorphisms are found distributed in 127 variable sites.
Seventy-two variable sites are in HVR-1 region, thirty-five variable sites in HVR-II,
and thirteen variable sites in the HVR-I11, also nine sites in the regions outside the
above HVRs. Thirty-three novel variable sites are not been described yet. The genetic
diversity of HVR-1 HVR-II and HVR-I111 are 0.999, 0.993, 0.850 respectively and
0.614 for and region outside the HVRs. The power of discrimination of the HVR-I
HVR-II and HVR-II1 are 0.983, 0.977, 0.837 respectively, and 0.604 for the areas
outside the HVRs. There are nineteen cases in the study found with heteroplasmy at
sequence of 310, which show two populations of mitochondria; one with insertion of
thymine, and the other without. High frequency of heteroplasmy at sequence 310 is
quite different from the previous report.



