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Sample# Family# ‘Amino Acid hereditary de novo mutation Level of Hearing other clinical feature
change exon foam compound both parents rtear t.car dystopia canthorum | _heterochromia | hair Hirschprung | _malformation of inner ear

JHLBT588 151 1 PAX3:p.[R223XT;[=] exons. sporadic moderate (COR) + - unknown - -
JHLB1655 16-1 2 PAX3:c.[c792+1G>Al;[=] exon6 AD profound (COR) + + unknown - -

16-2 3 normal(no data) normal(no data) - - -
JHLB2469 171 4 MITF:p.[A111V];[=] exon3 sporadic normal(no data) HL(no data) + + unknown - unknown
JHLB1623 181 5 MITF:p.[Y130fs;[=] exon4 AD profound profound - + - -

18-2 6 profound normal - - - - unknown

183 7 severe severe - - -
JHLB1593 19-1 8 MITF:p.[E184X);(=] exons. AD severe severe - + unknown - unknown

19-2 9 profound(no data) | profound(no data) - + unknown
JHLB2091 201 10 MITFp.[S109fs]i[=] exon3 AD profound - + - - unknown

20-2 " profound (COR) - + - unknown

203 12 profound(no data) | profound(no data) - - + - unknown
JHLB175 211 13 SOX10:p.[134_139del.J;[=] exon2 sporadic o profound profound - + + +(hypoplasia)
JHLB1632 22-1 14 1 exon2 sporadic profound profound - + unknown - -
JHLB2550 24-1 15 AD moderate severe - + unknown -

242 16 unilateral HL (no data) - + unknown unknown
JHLB2343 231 17 PAX3:p.[R271H];([=] exon6 AD severe (COR) - + unknown - -

232 18 mild mild - + unknown unknown
JHLB3480 26-1 19 SOX10:p.[$287fs];[=] exond sporadic e} severe severe - + - + +(EVA,SCC hypoplasia)
JHLB4270 251 20 :p.[R261fs;[=] exon4 sporadic severe severe - + - + unknown
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Hearing Heterochromia | White forelock Skin freckles Dystopia
loss /blue eyes /early gray hair depigmentation canthorum
/hair discoloration

PAX3 (hetero)

s 94(55%) 97(55%) 81(46%) 32(18%) 4(2%) 175(100%)
élngc ah:ef)"’) 115(91%) 82(65%) 63(50%) 15(12%) 43(34%) 0(0%)
é%’fjge(:)etem) 53(93%) 42(74%) 25(44%) 17(30%) 0(0%) W)
ég"é’:fe(sh)etem) 15(27%) 27(48%) 47%) 2(4%) 0(0%) 0(0%)
éﬁ’cvaﬁs‘i S‘°m°) 8(33%) 11(46%) 9(38%) 10(42%) 0 1(4%)
é‘z”c"jsfeh:)te“’) 2(9%) 1(5%) 6(27%) 1(5%) 0 0
5&2§Z§°m°) 4(100%) 4(100%) 3(75%) 1(25%) 0 0
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