Reports

Supplementary Material For:

Characterization of mitochondrial DNA heteroplasmy
using a parallel sequencing system

Sha Tang! and Taosheng Huang!234

IDivision of Human Genetics/Department of Pediatrics, University of California, Irvine, CA, USA, 2Center for
Molecular and Mitochondrial Medicine and Genetics, University of California, Irvine, CA, USA, 3Department
of Developmental and Cell Biology, University of California, Irvine, CA, USA, and *Department of Pathology,
University of California, Irvine, CA, USA

Biolechniques 48:287-296 (April 2010) doi 10.2144/000113389
Keywords: mitochondrial DNA; heteroplasmy; parallel sequencing

NS01:NS09 NSO1:NS09 NS01:NS09 NSO01:NS09 NSO1:NS09 NSO01:NS09 NSO1:NS09 NS01:NS09 NSO01:NS09
100:0 95:5 90:10 80:20 50:50 20:80 10:90 5:95 0:100

v Gk "'-?'"“
W ) ——p NS01:1,643 bp

NS09:

- T 956 bp, 687 bp

;"
:
;

Supplementary Figure S1. Comparison of parallel sequencing to RFLP.
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Supplementary Table S1. Detected heteroplasmy levels from the mixture tests for the 56 expected variant positions between NSO1 and NS09
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Supplementary Table S1 (continued). Detected heteroplasmy levels from the mixture tests for the 56 expected variant positions hetween NSO1 and NS09

{CRS  rCRS NSO  NSO9 Testll

position  base base base 10% 10%

final final
14212 T C T 1.2 ND 6.1 10.1 18.2 46.2 1.1 4.9 9.4 19.8 46.7
14566 A A G 1.6 ND 6.3 10.8 22.1 50.4 0.9 5.1 10.8 19.1 46.9
15262 T C T 1.4 1.0 4.9 9.1 22.0 46.9 ND 3.5 13.0 22.3 55.6
15784 T T C 1.2 1.0 5.5 9.5 20.6 46.3 1.0 3.5 9.4 21.3 47.6
15940 T T C 1.7 ND 4.4 10.3 19.8 49.6 ND 4.0 11.2 23.2 50.7
16051 A G A 1.6 ND 4.6 10.2 20.1 47.9 ND 3.9 10.8 23.2 51.8
16086 T T C 1.1 ND 4.2 8.8 16.8 30.8 ND 3.2 6.4 185 34.6
16264 C T C 1.5 1.3 3.6 10.4 20.3 48.2 ND 5.7 11.0 19.9 49.5
16278 C C T 1.2 ND 4.8 11.2 18.5 46.7 0.6 6.2 9.5 19.6 45.8
16294 C C T 1.0 ND 5.2 10.6 18.5 46.8 ND 5.1 9.4 19.3 46.4
16309 A A G ND ND 6.4 10.4 20.4 48.4 ND 4.6 9.9 19.8 48.0
16390 G G A 1.4 ND 2.7 8.4 17.8 44.9 ND 5.6 9.4 20.0 47.9
16519 T C T 1.6 1.2 6.4 10.4 18.6 47.3 1.1 3.8 8.8 21.3 48.3
Mean 1.30 1.09 4.98 10.07 20.00 48.03 0.95 4.60 9.86 19.91 48.43
SD 0.22 0.34 0.97 1.44 2.49 5.61 0.27 1.13 1.48 2.60 2.92
523 A del A 29.2 ND 3.4 10.9 16.4 56.6 ND 2.8 7.0 14.2 29.1
524 © del © 37.2 ND 3.5 11.7 15.8 54.5 ND 2.8 6.8 14.1 27.5

ND, not detected.
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Supplementary Figure S2. Comparison of parallel sequencing to direct sequencing.

Supplementary Table $2. Comparison of parallel sequencing to RFLP
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Supplementary Table $3. Comparison of parallel sequencing to direct sequencing

rCRS fCRS  NSO1  NSO9 Test 1 Test 2

position  base  base  base 1o, 5o, 10% 20% 50% 1% 5% 10% 20% 50%
16051 A G A ND 4.6 10.2 20.1 47.9 ND 3.9 10.8 23.2 51.8
16086 T T © ND 4.2 8.8 16.8 30.8 ND 3.2 6.4 13.5 34.6

ND, not detected.
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