Table S1. Primers for identification of variants in known OCA genes

Primers name Primers Sequence Purpose conditions
TYR-EXON1A-F ccagttcctgcagaccttgt
TYR-EXON1A-R tcatttggccataggtccct
TYR-EXON1B-F gggaccaaactgcacagaga
TYR-EXON1B-R ggctgcaatgagtgttcagg
TYR-EXON2-F tgatggatttctcagaacatatccct
TYR-EXON2-R acaacacatattcttggtcaactca Screening
TYR-EXON3-F tgggataatcacataggttttcagt TYR mutation
TYR-EXON3-R ggtgacaacctgatcacagaca
TYR-EXONA4F ccatgtctccagattttaatatatgcc
TYR-EXON4R cactttcaggatttaaagtgttcagga
TYR-EXON5-F gccttcaaacccaggtgtct
TYR-EXON5-R ggaacctggacattactttgagt

SLC45A2-EXON1F
SLC45A2-EXONI1R
SLC45A2-EXON2F
SLC45A2-EXONZ2R
SLC45A2-EXONS3F
SLC45A2-EXON3R
SLC45A2-EXON4F
SLC45A2-EXON4R
SLC45A2-EXONSF
SLC45A2-EXON5SR
SLC45A2-EXONGF
SLC45A2-EXONGR
SLC45A2-EXONTF
SLC45A2-EXON7R

ataacttgtgatcttagaggcagga
ggaagttcattgtaacctaggagag
ggtggaaattacaaaacgcgg
cagaaactgcagcactagtca
tgcatgaggaaaatgaacgat
accccatgaaactcttctcgt
tccatgtccaggaaaagtgac
caggctccgtagtgtcctct
gacttggtcatgacagcatca
caagagcaaagtaatcagtgagga
caaaagccagctgttttcaac
gtgagcatgcctgtaccagat
tgtgccctaaatgacagttcc
caatgggcagaccctaagatt

All primers
were
amplified
using a
touch-down
program
beginning at
64°C,
decreasing by
0.5°C each
cycle, until

Screening
SLC45A2
mutation

OCA2-EXON2F
OCA2-EXON2R
OCA2-EXON3F
OCA2-EXON3R
OCA2-EXON4F
OCA2-EXON4R
OCA2-EXONS5F
OCA2-EXON5R
OCA2-EXON6F
OCA2-EXON6R
OCA2-EXONTF
OCA2-EXON7R
OCA2-EXONSF
OCA2-EXONSR
OCA2-EXON9F
OCA2-EXON9R
OCA2-EXON10F
OCA2-EXON10R
OCA2-EXON11F

actcccaaggtgcaaacgtt
cacaacaaacgtgggggaac
tggtgtcttctaaaacttcagcc
gtcaaggatctggcagaggtt
cccattcccaccagtatgaga
cctggccagatgagacaaaac
tgtgggtttactggtcactgat
cctcagcatctcctccaaaga
taatcagggcccattgtagct
ctccatctctcatcagacatcct
gggacatggggtttctcctg
cctgtggetccccatcaaat
ggtgtctcaggtgaaaagcec
agcctttgagctcactgtcta
ctcactgttcattgtcgggtg
gagagagggacacgctaatct
tagctgtatgtgtctgtgggg
tctagcatggttcttgggcaa
ccaacttcaaaggcaagtgga

finishing at a
final
annealing
temperature
of 57°C.

Screening
OCA2
mutation




OCA2-EXON11R
OCA2-EXON12F
OCA2-EXON12R
OCA2-EXON13F
OCA2-EXON13R
OCA2-EXON14F
OCA2-EXON14R
OCA2-EXON15F
OCA2-EXON15R
OCA2-EXON16F
OCA2-EXON16R
OCA2-EXON17F
OCA2-EXON17R
OCA2-EXON18F
OCA2-EXON18R
OCA2-EXON19F
OCA2-EXON19R
OCA2-EXON20F
OCA2-EXON20R
OCA2-EXON21F
OCA2-EXON21R
OCA2-EXON22F
OCA2-EXON22R
OCA2-EXON23F
OCA2-EXON23R
OCA2-EXON24F
OCA2-EXON24R

atagccccattccattcctcc
gtgacggtctttctgcatctc
tagcaagtataccctgccctg
gactccgtgggtctatgtctt
gtactgcagtcacacaaagca
aggctcactctggaaaggaat
ggtggcgtgatgatcttgatt
ctgcaagttccgcectctc
agcagccctgaaaacagtgta
tgttgaaattgcattacttcgcet
cacaccaagcacagtctgag
ccatgactagtcctgccagc
ttgctttccacatcctcacaa
cctgaatctgtacgggtttcc
gatgcatctctctctccctee
aggttaaagaaatgaatcggtgtg
gtcagaaatctctcagtggctaag
ggttctaaactgattctcaccac
cctgcagcactcatttactga
tcgtgatgggtaagaggaagg
cttaggaagggagggtgagc
ccgtataagagccacaacagc
atcagaaccagtcatccccag
cttgcgtgtgtgtgtgtttcc
aatctcccctacaccacagtc
ttgcacacaatggaggatgtc
ggagaaaggacacacagagga

TYRP1-EXONZ2F
TYRP1-EXONZ2R
TYRP1-EXON3F
TYRP1-EXON3R
TYRP1-EXON4F
TYRP1-EXON4R
TYRP1-EXONSF
TYRP1-EXON5R
TYRP1-EXONGF
TYRP1-EXONGR
TYRP1-EXON7F
TYRP1-EXON7R
TYRP1-EXONS8F
TYRP1-EXONSR

ttcctctacgtgcttcagtct
agagccttgagtctcatgcag
ggataaatgggtcgtggtgtg
acgaaatgccaaagacaggtt
aggttttaactcctctgggec

gcactttctgtttccectgg
Screening
tctacttgattcaaagaaatgggac
g g 999 TYRP1
gaaaagagcttcatggttgactc mutation

cataggtacagagaagcagtgc
aagtgacttgatattacagctatgc
ttctccttgaatattggatgect
agaataccgtgattactctacttga
ccaatagggtccactcattaaaaga
agtatgcctagaactttaatgctaac




SLC24A5-EXON1F
SLC24A5-EXONI1R
SLC24A5-EXON2F
SLC24A5-EXONZ2R
SLC24A5-EXON3-4F
SLC24A5-EXON3-4R
SLC24A5-EXON5SF

agcagagccagtatgaagaca
aaactggagacttggcctact
gcgctttatacattttcagtggg
cgaccagttccttaagacacg
attccctttagtctcctggcec
ttagtgccctgttgtccatcc
ccacaaatagctcttggtcaga

SLC24A5-EXON5R gaaggaaaagtggtggtctcc 2?8;2}23
SLC24A5-EXONGF gctgtaatcaagtctggacaaatcta mutation
SLC24A5-EXONG6R tgcgaatagacttaataatgggcaa

SLC24A5-EXONTF tcacatcttacattgtctgccc

SLC24A5-EXONT7R atgcaactcacaaactccagt

SLC24A5-EXONS8F tctcactggcagaattttagct

SLC24A5-EXON8R agccttgtagaatgaccattgc

SLC24A5-EX9F gtgactccagaggaaaagtttac

SLC24A5-EX9R tcatgaaaagaaagggctcaga

LRMDA-EXON1F ataaagctgtgggcatggagt

LRMDA-EXON1R gagaccttgcgggtgttct

LRMDA-EXONZ2F gatttgatcagggaaacagtcac

LRMDA-EXONZ2R cacgcatctcagagccttct

LRMDA-EXON3F atttatcctgcaggccgtatc

LRMDA-EXON3R gccagaagacagaatgctttg

LRMDA-EXON4F accgtatacccacagctgaat Sfée'\ir[‘)izg
LRMDA-EXON4R ggaaacccactgatatgtacca mutation
LRMDA-EXON5F acctttgagccaagtgtacca

LRMDA-EXONSR gacccttcatgtgagattcca

LRMDA-EXONGF ttctccaagctcagatcccaa

LRMDA-EXONG6R ttgcctcctgaatagactgcet

LRMDA-EXONT7F ggagcttcatccactttctge

LRMDA-EXON7R aaggatcatcttgacaggcct
WT.OCA2_c.808-3C>G-FW gaccggatcccagagatgtgagagctcaaat
WT.OCA2_c.808-3C>G-RV gaccacgcgtgctcactgtctacacagca
WT.OCA2_c.2140-2A>G-FW gaccggatccgccctggcttgcacacctatgt Construction
WT.OCA2_c.2140-2A>G-RV gaccacgcgtccccaggacgtgctgtcca of wildtype

WT.SLC45A2_c.1032+1G>t-FW
WT.SLC45A2_c.1032+1G>t-RV
WT.OCA2_c.2245-11T>G-RV
WT.OCA2_c.2245-11T>G-RV

gaccggatcctccatggaaacctagttccatg
gaccacgcgtcaggctccgtagtgtcetct
gaccggatccccgtataagagccacaacage
gaccacgcgtatcagaaccagtcatccccag

vectors for
splicing assay

MUT.OCA2_c.808-3C>G-FW

MUT.OCAZ2_c.808-3C>G-RV
MUT.OCA2_c.849C>A-FW

gcttgtagaggtcactcacaactg

gtgacctctacaagccaaagcataagttatg
gagaagagagcactcagtgatgagcag

Mutant-direct
site with 60 degree
wildtype



MUT.OCAZ2_c.849C>A-RV
MUT.OCAZ2_c.2140-2A>G-FW
MUT.OCA2_c.2140-2A>G-RV

MUT.SLC45A2_c.1032+1G>t-FW

MUT.SLC45A2_c.1032+1G>t-RV
MUT.OCA2_c.2245-11T>G-FW
MUT.OCAZ2_c.2245-11T>G-RV

gtgctctcttctectcggatitaaatacac
cttccggatggtcccagaggagceag
ggaccatccggaaggaggacaatagcagct

catgggccagttaatgaacgtgtctgtgca

gttcattaactggcccatgaaatctgtgaaga
gtcctegtcctccacagattcecgt
tggaggacgaggacattgatgccacgtc

vectors for
splicing assay

Oligo pCAS-KO1 -F tgacgtcgccgceccatcac RT-PCR of 57deqree
Oligo pCAS - 2R attggttgttgagttggttgtc splicing assay 9
pCAS-Seq-F gggtcaatagcagtgagagg Sequencing of

tor t
pCAS-SeqRV gctccatttcacaggtagaga vCe ocnz:mo 60 degree




