m:2 13

Vil V2 V3R

+/-
LGH16
MITF
€33+5G>A

MITF

IIL: 1Pe 111:2 c.610C>T

1k
+/-
LGHI12
MITF
¢.909G>A

T TR T T S s 17 e o mo T
L1 & == |- +/ -/= +/- of=+/= =]~ =[=
LGS LGHI8
MITF Rl V2 IV3 VR MITF
0.258del L L 4l c607_608deIAG

II:5 111:6 L7 LS 1119

ori m2
+/-+/- -/~ +/- /-
1 o2k
+/-
LGHI14 Vi 1V2 IV3RIVA VS V6 IVi7 IV VO TV:10 IV:11TV:12
MITF - /- ) G i i
Exon 5 and 6 LGHI5
deletion o

¢.763C>T

15 ML6-911L:10

1v:8

-/

IV:3 IVi4-5 1Vi6 IVi7

LGH25
MITF =l Y
Exon 8 deletion +/-

Synophrys
White/Blond fore or
E back hair lock or early graying

Bilateral partial or @ Irides pigmentation
disorders

Hypopigmentation
spots

@ Nasal root Hyperplasia/
Nasal wings hypoplasia

Figure S1: Pedigrees of the cases with the clinical characterization and the segregation of the variants
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Figure S2: Visualization in IGV of the misaligned soft-clipped reads of proband LGH6.



