Supplementary Materials for

Differential Genetic Analysis of Ectrodactyly in a Fanconi Anemia

Pedigree with FANCA Mutations

The file includes:

Supplementary Figure 1



Forward strand -

137.30 M 137.40 Me 37,50 M 1137.60 M

Me

1.0 Mb
137.80 Mo

57.50 M6 13600 Mo Y3210 Mo 3823 Mo

Chromosome bands
Contigs

Primary Gene
Annatations from
GENCODE 48

0002

Regulatory features fiml 1 MR 111
L0 00 U e m mER i mWmm oy 11 o [ B
Y5730 Mo 73740 Mb %3750 Mb 3760 b Y5770 Mb 3760 Wb §57.90 Mo T3E00 Mo N 3820 Wb
Gene Legend B Ensembl protein coding B merged Ensembl/Havana
Bl oseudogene I RNA gene
Regulation Legend B CTce Ml EMAR (epigenstically modified accessible region)
enhancer apen chromatin
[
167 bp Forviard strand tl
137,784,100 137.784.110 137.784.120 137,784,130 137,782,140 137,784,150 137,784,160 137784170 137,784,180 137,784,190 137,784,200
.
ch bands A3
MANE Select
ot EHMT1-203 - ENSTD0000460843 >
protein coding
mnes “’“m"é 36} EHNTI-203 - ENSTO0000460843 >
~48)  brotein coding
FCACAGTTCTGCAGGCTGGGAAGCCCAAGGTCGAGGGGET GCCTTT §GT GACTTATGGT = AACA Acca G
Sequence AGTGTCAAGACGTECGACCCTTEGGGTTCCAGCTCCCCGACGGAAAGCACTGAATACCACTCCT GAGEACGACAAGGGCTTGTGTCGETCCTTGGTGCGGTTCTCE
&ne!(?rimarv L s et i oy e i R i i i Rt RO Hh it e B i I e ; e i T R R i et S R B R i
from 48) L EHTI0000020003 |Position  9:137784146
- gnomAD - short variants
i m v R + Ol [ < ] [R &S]

All phenotype-associated - short variants (SNPs and indels)

All phe

(dbVar study nstd166)

- gnomAD-SV

SV - gnomAD-SV (b R —

study nst

Age of Base

137,784,100 137,784,110 137,784,120 137,784,130 137,784,140
@ Reverse strand

137,784,

%0, 137784160 137,784,170 137,784,180 137,784,190 137,784,200
P

Variant Legend
M intron variant

Structural Variant...

Il cnv

Gene Legend
Protein Coding
B merged Ensembl/Havana

Non-Protein Coding
Bl RNA gene

Age of Base Legend
Bl Human-specific base
_—

Appeared in mammals (paler = older)

Supplementary Figure 1

I Appeared in primates (paler = older)

Analysis of the Ensembl database (http://asia.ensembl.org) confirmed that this variant is not

located within any known transcriptional regulatory element regions. The red line indicates the

EHMTI mutation site ¢.2382+1750G>A.
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