Found in NA12878 Platinum

Found in NA12878 Chromium

A
2 2
€ 1S
2 2
= k5]
o o
o 4] © 1]
& @
N ® ‘CE
s ® s
I 0- RIA I 0-
&g (7] g
a a
Q [)
© ©
~ ~
g b
£ 11 £ 11
o Q.
[0) [)
> >
o o
> AIA >
o o
-24 -24
AA RIA
PR : i : PR ; : ;
Iogm(depthREF/depthALT) NA12878 Chromium Iogm(depthREF/depthALT) NA12878 Chromium
C Shared by Platinum & Chromium Missing from HaplotypeSV
24 2
€ IS
2 2
= =
o o
o 4 © 1]
~ N~
[ee] o]
& &
< <
Z Z L
E 0+ RIA _g 0+ o %goo 5 RIA
5 5 000
(0]
< < *8s
w w
£ £ @
[ a hod
3 3
S S
> AIA > AlA
o o
-2+ -24
AA RIA AA RIA
R ; : : PR ; : ;

Iogm(depthREF/depthALT) NA12878 Chromium

% Unknown

Iogm(depthREF/depthALT) NA12878 Chromium

@® RIR:R/A R/ARIR
o RARA

& RIAAJA AJAR/A

Genotype
i W AJAAIA

+ RIRRR

Fig S7. Genotyping of the TSM candidate loci found with short-read data. (A) The 211 candidate TSM loci found
in NA12878 Platinum data passing the sequence-based filtering. Ratio of REF and ALT allele mapping coverage
(r = depthrer /deptharr) reflects the genotype: r ~ 1 (and thus logio(r) = 0) for a heterozygote; r < 1 and r > 1
for the two types of homozygotes. The LoglO-ratios agree for the NA12878 Platinum and Chromium datasets, and
105 and 96 loci (of the total 211) are called heterozygous and homozygous for ALT by both datasets. (B) Of the
755 candidate TSM loci found in NA12878 Chromium data, 438 are called homozygous for REF by both methods.
(C) The 176 loci found in both short-read datasets. (D) The 67 loci found in both short-read datasets but not in
HaplotypeSV dataset.



