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Chromosome 4:
Healthy 4935 (Closed Chromatin)  ESHD Locus: 4935

N=1to 10 RUs
FSHD Type 2 Epigenetic De-repression (Open Chromatin)

@ = More relaxed chromatin ? = Hypomethylated CpGs
O = Less relaxed chromatin ? = Hypomethylated CpGs

FIG. 1



2/20

¢ Ol

A

a1 LECL

I

N
>

I

Il

(Il

I

I

90¢-vXNd

——— ' 99 1.91.9000001.SN3

G0¢-vxXnd

I G'£920/5000001SN3

v0Z-vXNd

——— C" | 7Z269S00000.L.SN3

€0c-¥XNd

——— 1112595000001 SN3

¢0¢-¥XNd

1799€¥9500000L SN

009°281°06}

g  —1O-__1

O-{1— .
O\ I
O

oA
000'981°06}

00G°¢81°064

000°081°061

00G°221°061

) —
000°G.1°061}

00GC.1°06)

L0Z-vXNAd

G912£9500000LSN4

000°0Z1°0614

<
«<

g% 0C'0¢

»
>

“"Alsuayaidwo))
EIVE]D)



w——
W
o
il
<
S
©
=
o
Q
Q

ENSTO0000563716.5 N\

e

.

ot
3

PN
Lo
S

o
o
3,

Avg. Coverage Depth Avg. Coverage Depth

o
o

o
U
£

o
3,

o

3/20

ENSTO0000564366.1

W\ ENST00000616219.1
N\ N e NN ENSTO000056521 1.1

R i et ENSTO0000569241.5
AR —— ENSTO0000570263.5
QNN ENST00000616166.1

o

tosr ittt

rrrrses
e,
7 G
¢
-

FIG. 3



4/20

AR

ERTERRRC. bk

g

g
sy

NN

DO

NN

SRS

SN

* SN
B

TR

FIG. 4



520

S |

LYVRSY

LOVIEY

exasy

LAY

TXASY

o0
prtjpowun

891 1 L vl #l

WIS MUY

8 oy} sy

TIXG5Y

| Tovasy

A 7N 1

Wi UTny



6/20

TNF-a (pg/mL)
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Raw Blue Cell Assay
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DUX4 Knookdown ASQ Compilation

£

3&3&§\\\\\\\\\\\§ ‘

¥

e w @ oW o
< L L 3 o]
05y wauns aaelien

0} BARIBY YNBW PN

Lipofectaming Traatment Group
{80, 260 Dose}

FIG. 8A



10/20

Gene Expression in C6 Fused Myotubes After ASO

Transfection
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DUX4 and DBET knockdown by
multi-target ASOs
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FIG. 12B
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IRF5 Expression in Patient Samples
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