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chr3:47410478(C>T) chr3:47410545(A>G)
€.2680C>T; p.His894Tyr ¢.2747A>G; p.GIn916Arg
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chr3:47410676-47410688
(del CAGCCCCATCCT);
c.2878_2889del12;
p.GIn960_Pro963del

chr3:47411546(G>A)
¢.3748G>A; p.Glu1250Lys

chr3:47410676-47410688
(delCAGCCCCATCCT);
€.2878 _2889del12;
p.GIn960_Pro963del

chr3:47411546(G/G)

chr3:47410676-47410688 (WT)

chr3:47411546(G>A)
€.3748G>A; p.Glu1250Lys
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chr3:47410366-47410392 (delAGTTGCAGGTCTCCCCTCGGCCCCACC); ¢.2568_2594del27; p.Val857_Pro865del
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chr3:47411682-47411684(delAGA); c.3884_3886del; p.1295_1296dellys
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Proband 6
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chr3:47412926(insCC);
¢.4651_4652dup;
p.Leu1552Hisfs*33
[homozygous]

chr3:47412926(insCC);
c.4651_4652dup;
p.Leul552Hisfs*33
[heterozygous]

chr3:47412926(insCC);
c.4651_4652dup;
p.Leul552Hisfs*33
[heterozygous]



chr3:47406548(G>A); c.695G>A; p.Arg232GIn

chr3:47409268(A>G); c.1748A>G; p.Lys583Arg
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chr3:47406548(G/G)

chr3:47409268(A>G); c.1748A>G; p.Lys583Arg
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