Supplementary Figure 6: Phasing sequence variants in five samples.

(a) Sample C3 (patient): IGV screenshot shows the two MMACHC variants c.G608A:p.W203X
(red arrow) and ¢.T578C:p.L193P (green arrow) located in trans on different reads.
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(b) Sample H10 (MMA.FP): IGV screenshot shows the two MUT variants ¢.1818delA:p.K606fs
(red arrow) and c.G1810A:p.V604I (green arrow) located in cis on the same sequence reads.
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(c) Sample E10 (MMA.FP): IGV screenshot shows LMBRD1 variants ¢.C1321T:p.Q441X
(red arrow) and ¢.C1242T:p.C414C (green arrow) located in cis on same sequence reads.
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(d) Sample B8 (MMA.FP): IGV screenshot shows the two MLYCD variants ¢.799-2A>T (red

arrow) and ¢.C886T:p.Q296X (green arrow) located in cis on the same sequence reads.
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(e) Sample H6 (control sample): IGV screenshot shows the two PAH variants c.A286T:p.K96X
(red arrow) and c.A204T:p.R68S (green arrow) located in cis on the same sequence reads.

w6V

File Genomes View Tracks Regions Tools GenomeSpace Help

- [u] X

Human (hg38)

v | |av2 v | |chr12:102,894,785-102,894,955 o B <« » @[ x 31 oo ®@

HB.bam Coverage

HB.bam

™ e T e

~

» 102+ bp 102,894,820 bp
| | |

102,894,840 bp
]

172bp
1023“'.‘059 1 1024.’4'3‘ | bp m.ml.m bp
!

102,894,920 bp 102,894,940 bp. 1q
| ! | 1

Sequence

Gene

Read name = M00219:148:000000000-BBTNV:1:2103:17753:24543

102,894,847
Alignment start = 102,894,691 (+)
Cigar = 230M

Mapped = yes

Mapping quality = 60
Secondary = no

Supplementary = no

Base=G
Base phred quality = 34

12:102,894, 847

Mﬂeismlpped:rygw

>

v

| IEJM of 3,824M




