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The articles’ list is not exhaustive.



Table S2. List of all BEST1 variants detected in affected individuals of each family.

Exon Exon

Exon Exon

Exon 1 Exon2 Exon 3 4 5 Exon 6 Exon 7 8 9 Exon 10 Exon 11
homozygous
c.209A>G
p-Asp70Gly
rs74?295558; homozygous homozygous.1740-
disease c.1230G>A, . .
causing; b Thr410= 42T>G, intronic,
' ‘ . 15195155; SNP; not
F1: tel 14 : SNP; ! !
No No moderately No No No No No No rs149698; SN conserved;
I11.2 conserved; not conserved; Hiohest
MAF: 0.00002 Highest &
. population MAF:
(ExAc) population 0.04
0.00008 MAF: 0.38 '
(GnomAD)
(never
homozygous)
heterozygous,
heterozygous c1403CT,
Y& p-Pro468Leu,
¢.209A>G
rs747043918,
p-Asp70Gly .
heterozygous disease
rs749295558; .
c.109T>C . causing; very
Leu37— disease conserved: heterozygous.
P- / causing; ' 3'UTR, g. 61964338
F1: 1800007 oderatel MAF: 0.000008 - 1801327
) No SNP; not Y No No No No No No (ExAc) ! ’
V.1 conserved; SNP; not
conserved; 0.000004
. MAF: 0.00002 conserved
Highest (GnomAD)
. (ExAc)
population 0.00008 (never
MAF: 0.49 (GnomAD) homozygous)
(never heterozygous
homozygous) C1230GA,

p.Thr410=,




rs149698; SNP;
not conserved;

Highest
population
MAF: 0.38
heterozygous heterozygous,
c.209A>G c.1403C>T,
p-Asp70Gly p-Pro468Leu,
rs749295558; rs747043918,
disease disease
causing; causing; very
Il\:]lB NS NS moderately NS NS NS NS conserved; NS
’ ’ ’ conserved; ) ’ ' ’ MATF: 0.000008 )
MAF: 0.00002 (ExAc)
(ExAc) 0.000004
0.00008 (GnomAD)
(GnomAD) (never
(never homozygous)
homozygous)
homozygous
S
homozygous homozygous £S775791999: ¢.1608T>C
¢.109T>C c.696C>A disease ! p-Thr536=,
p.Leu37=, plle232=, causing; very rs1800009, SNP;
2 rs1800007; rs1805140; conser,ve d: not conserved;
V1 No SNP; not No No No SNP; not MAE: ! No Highest
conserved; conserved; 0.0000082 population MAF:
Highest Highest (ExAQ) 0.49.
population population 0.0000082
MAF: 0.49 MAF: 0.25 : rs195155 (same as
(GnomAD) F1: 111.2).
(never
homozygous)
F34: homozygous, homozygous No No No No No homozygous, No




IL.1 5'UTR, ¢.109T>C c.1403C>T,
g.61950243; p.Leud7=, p-Pro468Leu,
(c.-221) T>C, rs1800007; 15747043918,

rs972353, SNP; not disease
SNP; not conserved; causing; very
conserved, Highest conserved;
Highest population MAF:0.000008
population MAF: 0.49 (ExAc)
MAF: 0.50 0.000004
(GnomAD)
(never
homozygous)

N.S: not screened.
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Figure S1. Color fundus photographs (a and b), auto-fluorescence pictures (c and d), red free fundus
photographs (¢’ and d’), optical coherence tomography scans; OCT (e and f) of family members (F1:
II1.1, F1: 1113, F1: IV.2, F1: IV.3, F1: IV 4, F1: IV.5). OD= oculus dexter; OS= oculus sinister.
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Figure S2. Color fundus photographs (a, b, ¢, d), optical coherence tomography scans; OCT; (e, f) of
index F2: IV.1. OD= oculus dexter; OS= oculus sinister.
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Figure S3. Color fundus photographs (a and b), auto-fluorescence pictures; (c and d), optical
coherence tomography scans; OCT; (e and f) of indexes (F34: II.1 - F34: I1.4) and their parents (F34:
1.2 - F34: 1.1). OD = oculus dexter; OS= oculus sinister.



Family 1
F1:IV.2 (unaffected)
Heterozygousfor M1 /  Wild type for M2

TTGCG GICAGC TGCCC ACAGA

I

F1:IV.3 (affected)
Compound Heterozygous M1/ M2

TTGCG GICAGC TGCCC TACAGA

Ut ] il

FL:111.2 (affected)
Homozygous for M1 / Wild type for M2

TTGCGECAGC TGCCCIACAGA

] o

F2:111.2 (unaffected)
Heterozygous for M3

CTTCAC/T|GTTCC

Homozygous for M3

Family 34
F34:1.2 (unaffected)
Heterozygous for M2

TGCCCACAGA

F34:11.1 (affected)
Homozygous for M2

T GCCCACAGA

Figure S4. Chromatograms of additional affected and unaffected family members from Families 1, 2

and 34. .



