File Genomes View Tracks Regions Tools GenomeSpace Help

;uuman hg19

o

[
|

<hro

@0 x e

Iv <hr9:35.077.378-35.077.418]

I B

P4 pizd  pad  pahd PRz piL2 @3 1a2.13  qadz a2 aizdd

ar v

[m— mEa W S———— -

iz qiz

5077350 by 35,077,390 by
1 1

M’I‘. L]

35,077,410 bp
1

FAL43A_54_L00)_rarged-RG £
am Coverage

FAL43A_$4_LOOL rrarged-RO L

Eilllll‘l ][] llli |

-
o =
—
—i
==
Sequerce |G AT CCTTAGAGGC CTU CCACTOCTOGOGOGOGAAAGA AANGT GATCAA
RefSeq Genes
ranco
B L —
A
, I ’
||
| A |
Forward ‘ [ |
||
|
| |
Reverse

FANCG

FANCG WT

FANCG

FANCG WT

FANCG

FANCG WT

FANCG

FANCG WT
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MSROTTSVGSSCLDLWREKNDRLVROAKVAONSGLTLRROOLAQDALEGL
€.511-3 511-2delCA MSRQTTSVGSSCLDLWREKNDRLVROAKVAONSGLTLRROOLAQDALEGL

RGLLHSLOGLPAAVPVLPLELTVTCNFIILRASLAQGFTEDQAQDIORSL
€.511-3 511-2delCA RGLLHSLOGLPAAVPVLPLELTVTCNFIILRASLAQGFTEDQAQDIQRSL

ERVLETQEQOGPRLEQGLRELWDSVLRASCLLPELLSALHRLVGLOAALW
€.511-3 511-2delCA ERVLETQEQOGPRLEQGLRELWDSVLRASCLLPELLSALHRLVGLOAALW

LSADRLGDLALLLETLNGSQSGASKDLLLLLKTWSPPAEE LDAPLTLODA
€.511-3_511-2delCA LSADRLGDLALLLETLNGSQVSRS*

OQGLKDVLLTAFAYROGLOE LITGNPDKALSSLHEAASGLCPRPVLVOVYT
€.511-3_511-2delCA

FANCG WT ALGS( ORALLYLVAAL PLLEASRLYQOLGDTTAEL
FANCG c.511-3_511-2delCA

FANCG WT ESLELLVEALNVPCSSKAPQF LIEVELLLPPPDLASPLHCGTOSQTKHIL
FANCG c¢.511-3_511-2delCA

FANCG WT ASRCLAT! AEHYLDLLALLL CMPEVFLEA
FANCG c.511-3_511-2delCA

FANCG WT AVALIQAGRAQDALTLCEELLSRTSSLLPKMSRLWEDARKGTKE LPYCPL
FANCG c.511-3_511-2delCA

FANCG WT WVSATHLLOGOAWVOLGAQKVAISEF SRCLELLFRATPEEKEQGAAFNCE
FANCG c.511-3_511-2delCA

FANCG WT OGCKSDAALOQLRAAALISRGLEWVASGODTKALODF LLSVOMCPGNRDT
FANCG c.511-3_511-2delCA

FANCG WT YFHLLOTLKRLDRRDEATALWWRLEAQTKGSHEDALWS LPLY LESYLSWI
FANCG c.511-3_511-2delCA

FANCG WT RPSDRDAFLEEFRTSLPKSCDL

FANCG c.511-3_511-2delCA

Figure S1. Detection of a novel homozygous PV in FANCG. (A) The
homozygous deletion FANCG: ¢.511-3_511-2delCA was detected by Haloplex-
NGS. Visual exploration of this change in FANCI143.bam file with the



Integrative Genomics Viewer software
(http://software.broadinstitute.org/software/igv/) is displayed. (B) PV FANCG:
c.511-3_511-2delCA was corroborated by bidirectional Sanger sequencing.
Representative electropherograms of a healthy control and FANCI55 are
shown. (C) Amino acid sequence resulting from the wild type (WT) protein
(Capital letters in green) and mutant protein (FANCG ¢.511-3_511-2delCA)
(Capital letters in black). Note that the codified amino acids by exon 5 (Capital
letters in red) are missing in the FANCG mutant protein and FVP frmashift
generate a stop codon (Capital letters in blue). Yellow highlight indicates the
TPR motifs of the WT protein.



