Supplemental Table 1. ABCA4 patient cohort with pathogenic ABCA4 changes and the c.5603A>T (p.Asn1868lle) status. Nucleotide positions and protein translation correspond to
CCDS747.1 and NP_000341.2, respectively. Nucleotide numbering uses the A of the ATG translation initiation start site as nucleotide 1.

segregation Age of  Foveal A_BCA4 Cc.5603A>T ABCA4 . _
PATIENT # of variants Onset  Sparing disease (p.Asn1868lle) locus ABCA4 pathogenic variant
performed alleles genotype seq
3007 X 2 ++ €.2588G>C (p.Gly863Ala)
3807 X 51 N 2 ++ €.2588G>C (p.Gly863Ala)
3306 2 ++ €.2588G>C (p.Gly863Ala)
3465 10 N 2 ++ €.2588G>C (p.Gly863Ala)
3334 2 ++ €.2588G>C (p.Gly863Ala)
3467 33 2 ++ €.6191C>T (p.Ala2064Val)
4247 2 ++ €.4594G>A (p.Aspl1532Asn)
3356 41 N 2 ++ €.2588G>C (p.Gly863Ala)
3122 X 32 Y 2 ++ €.2588G>C (p.Gly863Ala)
3341 35 Y 2 ++ €.2588G>C (p.Gly863Ala)
3611 X 2 +/- ¢.[1715G>A;2588G>C] (p.[Arg572GIn;Gly863Ala])
3597 21 N 2 +/- €.[2549A>G;5882G>A] (p.[Tyr850Cys;Gly1961GIu])
3408 X 18 N 2 +/- X ¢.5882G>A (p.Gly1961Glu)
3269 60 Y 2 +/- X €.2588G>C (p.Gly863Ala)
3179 X 2 +/- €.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
3358 2 +/- €.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
3084 X 2 +/- C.[4222T>C;4918C>T] (p.[Trpl408Arg;Arg1l640Trp])
3427 16 N 2 +/- €.1592A>G (p.Glu531Gly)
3336 X 2 +/- €.161G>A (p.Cys54Tyr)
3837 X 11 N 2 +/- €.1648G>A (p.Gly550Arg)
3250 2 +/- €.3292C>T (p.Arg1098Cys)
3347 2 +/- €.3322C>T (p.Arg1108Cys)
3546 2 +/- €.4139C>T (p.Pro1380Leu)
3839 X 9 Y 2 +/- €.4139C>T (p.Pro1380Leu)
7565 2 +/- €.4139C>T (p.Pro1380Leu)
3186 2 +/- €.4139C>T (p.Pro1380Leu)
3303 X 2 +/- €.5882G>A (p.Gly1961Glu)
3284 X 10 N 2 +/- ¢.5461-10T>C (p.?)
3342 X 2 +/- €.5461-10T>C (p.?)
3004 X 2 +/- €.4469G>A (p.Cys1490Tyr)
5020 X 2 +/- c.770T>G (p.Leu257Arg)
3857 2 +/- €.2588G>C (p.Gly863Ala)
4581 45 N 2 +/- ¢.5461-10T>C (p.?)
3063 X 2 +/- ¢.[1715G>A;2588G>C] (p.[Arg572GIn;Gly863Ala])
3595 X Y 2 +/- €.1805G>A (p.Arg602GIn)

ABCA4 pathogenic variant

€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.6191C>T (p.Ala2064Val)
€.4594G>A (p.Asp1532Asn)
€.2588G>C (p.Gly863Ala )
€.2588G>C (p.Gly863Ala)
c.5177C>A (p.Thr1726Asn)
€.5898+1G>A (p.?)
€.5461-10T>C (p.?)
€.2160+584A>G (p.?)
€.4539+2028C>T (p.?)
€.5018+5G>A (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5898+1G>A (p.?)
€.6006-609T>A (p.?)
€.[3322C>T;6320G>A] (p.[Arg1108Cys;Arg2107His])
€.4469G>A (p.Cys1490Tyr)
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€.3113C>T (p.Ala1038Val)
€.2588G>C (p.Gly863Ala)
€.3050+5G>A (p.?)
€.4139C>T (p.Pro1380Leu)
€.4139C>T (p.Pro1380Leu)
€.454C>T (p.Argl52%)
€.2588G>C (p.Gly863Ala)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.3322C>T (p.Arg1108Cys)
€.4216C>T (p.His1406Tyr)
€.4216C>T (p.His1406Tyr)
€.4469G>A (p.Cys1490Tyr)
€.4469G>A (p.Cys1490Tyr)
€.4594G>A (p.Aspl532Asn)
€.4594G>A (p.Aspl532Asn)
€.5318C>T (p.Alal773Val)
€.67-2A>G (p.?)

€.768G>T (p.?)

¢.1015T>G (p.Trp339Gly)
¢.1574T>C (p.Phe525Ser)
€.1819G>A (p.Gly607Arg)
€.1849C>T (p.GIn617%)
€.1921T>G (p.Cys641Gly)
€.1964T>G (p.Phe655Cys)
€.318T>G (p.Tyrl06%)
¢.5572T>A (p.Tyrl858Asn)

¢.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])

€.5461-10T>C (p.?)
€.2552G>A (p.Gly851Asp)
€.1253T>C (p.Phe418Ser)
€.2588G>C (p.Gly863Ala)
€.2588G>C (p.Gly863Ala)
€.2894A>G (p.Asn965Ser)
c.4537del (p.GIn1513fs)
€.2588G>C (p.Gly863Ala)
€.1253T>C (p.Phe418Ser)
€.2588G>C (p.Gly863Ala)
€.2564G>A (p.Trp855%)

€.4469G>A (p.Cys1490Tyr)
€.4506C>A (p.Cys1502%)
€.4594G>A (p.Aspl532Asn)
€.4594G>A (p.Asp1532Asn)
€.4594G>A (p.Aspl1532Asn)
€.4594G>A (p.Aspl1532Asn)
€.6286G>A (p.Glu2096Lys)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.2588G>C (p.Gly863Ala )
€.2588G>C (p.Gly863Ala )
€.2588G>C (p.Gly863Ala)
€.2588G>C (p.Gly863Ala)
€.2588G>C (p.Gly863Ala)
€.2588G>C (p.Gly863Ala)
€.2588G>C (p.Gly863Ala)
€.2588G>C (p.Gly863Ala)
€.2588G>C (p.Gly863Ala)
€.5822A>C (p.His1941Pro)
¢.5537T>C (p.lle1846Thr)
€.6079C>T (p.Leu2027Phe)
€.6079C>T (p.Leu2027Phe)
€.4326C>A (p.Asnl442Lys)
€.3085C>T (p.GIn1029*)
€.4234C>T (p.GIn1412%)
¢.5138A>G (p.GIn1713Arg)
€.319C>T (p.Argl07%)
€.3322C>T (p.Arg1108Cys)
€.3322C>T (p.Arg1108Cys)
€.4919G>A (p.Arg1640GIn)
€.5114G>A (p.Arg1705GIn)
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3061
3326
3241
4542
3031
3525
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€.2588G>C (p.Gly863Ala)
€.4469G>A (p.Cys1490Tyr)
€.[2041C>T;2588G>C] (p.[Arg681*;Gly863Ala))
€.2588G>C (p.Gly863Ala)
€.5461-10T>C (p.?)
€.1957C>T (p.Arg653Cys)
€.2966T>C (p.Val989Ala)
€.2588G>C (p.Gly863Ala)
€.3322C>T (p.Arg1108Cys)
€.2919-2A>G (p.?)
€.2588G>C (p.Gly863Ala)
€.5461-10T>C (p.?)
€.5461-10T>C (p.?)
€.2588G>C (p.Gly863Ala)
€.2588G>C (p.Gly863Ala)
¢.[3758C>T;5882G>A] (p.[Thr1253Met;Gly1961Glu])
c.571-1G>T (p.?)
C.161G>A (p.Cysb54Tyr)
€.3322C>T (p.Arg1108Cys)
€.3113C>T (p.Alal038Val)
€.2971G>C (p.Gly991Arg)
€.2588G>C (p.Gly863Ala)
€.2966T>C (p.Val989Ala)
€.3386G>A (p.Argl129His)
€.768G>T (p.?)

€.2564G>A (p.Trp855*)
€.1022A>G (p.Glu341Gly)
C.161G>A (p.Cysb4Tyr)
c.4577C>T (p.Thrl526Met)
¢.5113C>T (p.Argl705Trp)
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.4328G>A (p.Arg1443His)
€.161G>A (p.Cys54Tyr)
¢.5018+2T>C (p.?)
€.1726G>C (p.Asp576His)
€.3413T>A (p.Leul138His)
¢.5882G>A (p.Gly1961Glu)
¢.5882G>A (p.Gly1961Glu)
C.161G>A (p.Cys54Tyr)
€.161G>A (p.Cys54Tyr)
€.666_678del (p.Lys223_Arg226delfs)

¢.5778_5779del (p.Arg1927fs)
€.6089G>A (p.Arg2030GIn)
€.6088C>T (p.Arg2030*)
€.6088C>T (p.Arg2030%)
€.6119G>A (p.Arg2040GIn)
€.1957C>T (p.Arg653Cys)
€.3210_3211dup (p.Serl071fs)
€.3335C>A (p.Thr1112Asn)
€.4577C>T (p.Thr1526Met)
€.6718A>G (p.Thr2240Ala)
€.2947A>G (p.Thr983Ala)
€.1843G>T (p.Val615Phe)
C.122G>A (p.Trp4l¥)
€.[3758C>T;5882G>A] (p.[Thr1253Met;Gly1961GIu])
€.[4222T>C;4918C>T] (p.[Trp1408Arg;Arg1640Trp])
€.1938-619A>G (p.?)
€.2160+1G>C (p.?)
€.2160+1G>C (p.?)
c.3522+5del (p.?)
€.3813+1G>T (p.?)
€.4253+4C>T (p.?)
€.4253+5G>T (p.?)
€.4253+5G>T (p.?)
€.4352+1G>A (p.?)
€.4539+2001G>A (p.?)
€.4539+2001G>A (p.?)
€.4539+2028C>T (p.?)
€.4539+2028C>T (p.?)
€.4539+2028C>T (p.?)
€.4539+2028C>T (p.?)
€.4540-2A>G (p.?)
C.4667+1G>A (p.?)
C.4773+3A>G (p.?)
€.5018+2T>C (p.?)
€.5196+1056A>G (p.?)
€.5196+1056A>G (p.?)
€.5196+1056A>G (p.?)
€.5196+1056A>G (p.?)
€.5196+1137G>A (p.?)
€.5196+1137G>A (p.?)
€.5196+1137G>A (p.?)
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€.666_678del (p.Lys223_Arg226delfs)
¢.571-2_c.575del (p.?)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.2971G>C (p.Gly991Arg)

¢.52C>T (p.Argl8Trp)

c.571-1G>T (p.?)

c.3522+5del (p.?)

€.5714+5G>A (p.?)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.1622T>C (p.Leu541Pro)

€.1648G>A (p.Gly550Arg)

€.2092T>C (p.Cys698Arg)

€.2915C>A (p.Thr972Asn)

€.3352C>T (p.His1118Tyr)

€.4139C>T (p.Pro1380Leu)

€.4139C>T (p.Pro1380Leu)

€.4139C>T (p.Pro1380Leu)

€.4139C>T (p.Pro1380Leu)

€.4139C>T (p.Pro1380Leu)

c.106del (p.Leu37fs)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.5882G>A (p.Gly1961Glu)

€.3814-2A>G (p.?)

€.5312+2T>G (p.?)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.161G>A (p.Cys54Tyr)

€.1988G>A (p.Trp663*)

€.5882G>A (p.Gly1961Glu)

c.4577C>T (p.Thrl526Met)

¢.5882G>A (p.Gly1961Glu)

¢.5882G>A (p.Gly1961Glu)

C.71G>A (p.Arg24His)

€.5882G>A (p.Gly1961Glu)

€.5882G>A (p.Gly1961Glu)

€.5882G>A (p.Gly1961Glu)

€.859-9T>C (p.?)

€.859-9T>C (p.?)

€.5318C>T (p.Alal773Val)

€.5882G>A (p.Gly1961Glu)

€.2894A>G (p.Asn965Ser)

€.5196+1137G>A (p.?)
¢.5313-2_c.5316del (p.?)
€.5460+1G>A (p.?)
€.570+1798A>G (p.?)
€.570+1798A>G (p.?)
c.571-1G>T (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
c.5714+5G>A (p.?)
c.5714+5G>A (p.?)
c.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5714+5G>A (p.?)
€.5836-3C>A (p.?)
€.6005+1G>T (p.?)
€.6006-609T>A (p.?)
€.6006-609T>A (p.?)
€.6006-609T>A (p.?)
€.6006-609T>A (p.?)
€.6006-609T>A (p.?)
€.6148-698_ c.6670del (p.?)
€.6386+2C>G (p.?)
€.6387-1G>T (p.?)
C.6479+1G>A (p.?)
€.6479+1G>C (p.?)
€.67-1845 ¢.160+345del (p.?)
€.6729+5_6729+19del (p.?)
€.6729+5_6729+19del (p.?)
€.859-9T>C (p.?)
€.859-9T>C (p.?)
c.4773G>C (p.?)
€.6342G>A (p.?)

€.[3416A>G;6119G>A] (p.[Tyr1139Cys;Arg2040GIn])
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€.194G>A (p.Gly65Glu)

€.1988G>A (p.Trp663*)

€.247_250dup (p.Ser84fs)

€.4457C>T (p.Prol1486Leu)

€.4793C>A (p.Alal598Asp)

€.4793C>A (p.Alal598Asp)

€.3386G>T (p.Argl129Leu)

¢.5380G>C (p.Alal794Pro)

€.3287C>T (p.Serl096Leu)

€.2453G>A (p.Gly818Glu)

€.5882G>A (p.Gly1961Glu)
€.[2560G>A;3113C>T] (p.[Ala854Thr;Ala1038Val])
C.2461T>A (p.Trp821Arg)

€.5882G>A (p.Gly1961Glu)

€.5714+5G>A (p.?)

€.247_250dup (p.Ser84fs)

¢.52C>T (p.Arg18Trp)

c.834del (p.Asp279fs)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;1933G>A;3113C>T]
(p.[Leu541Pro;Asp645Asn;Alal1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.2401G>A (p.Ala801Thr)

€.3988G>T (p.Glu1330%)

€.4854G>T (p.Trpl618Cys)

€.1222C>T (p.Arg408*)

€.3323G>A (p.Arg1108His)

C.71G>A (p.Arg24His)

€.101_106del (p.Ser34_Leu35delfs)

€.3113C>T (p.Alal038Val)

€.[1622T>C;4328G>A] (p.[Leu541Pro;Arg1443His])

¢.[3758C>T;5882G>A] (p.[Thr1253Met;Gly1961GIu])

¢.[1A>G;6089G>A] (p.[?;Arg2030GIn])
€.[3608G>A;4537del] (p.[Gly1203Glu;GIn1513fs])
€.1100-1G>A (p.?)

€.160+2T>C (p.?)

€.160+5G>C (p.?)

€.2382+1G>A (p.?)

€.3050+5G>A (p.?)

€.3050+5G>A (p.?)

€.3050+5G>A (p.?)

€.3113C>T (p.Ala1038Val)
€.3113C>T (p.Ala1038Val)
€.3113C>T (p.Alal038Val)
€.4793C>A (p.Alal598Asp)
€.4793C>A (p.Alal598Asp)
€.4793C>A (p.Alal598Asp)
€.5318C>T (p.Alal773Val)
¢.5380G>C (p.Alal794Pro)

€.6108_6130dup (p.Ala2044ValinsProGlyPheGluValTyrGIn)

€.4462T>C (p.Cys1488Arg)
€.6448T>C (p.Cys2150Arg)
€.6449G>A (p.Cys2150Tyr)
€.6449G>A (p.Cys2150Tyr)
€.6449G>A (p.Cys2150Tyr)
C.161G>A (p.Cys54Tyr)
€.323A>T (p.Aspl08Val)
€.3606T>A (p.Asp1202Glu)
€.834delT (p.Asp279fs)
€.1726G>C (p.Asp576His)

€.1933G>A (p.Asp645Asn)
€.3259G>A (p.Glul087Lys)
€.3259G>A (p.Glul1087Lys)
€.3988G>T (p.Glu1330%)

€.6694G>A (p.Glu2232Lys)

c.4249_4251del (p.Phe1417del)

€.4318T>G (p.Phel440Val)
c.751_753del (p.Phe251del)
€.3547G>T (p.Gly1183Cys)
€.4322G>A (p.Gly1441Asp)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
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3175
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4361
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€.3050+5G>A (p.?)

€.4539+1G>T (p.?)

€.4540-2A>G (p.?)

¢.5018+2T>C (p.?)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.1208A>T (p.Asp403Val)

C.161G>A (p.Cys54Tyr)

€.1622T>C (p.Leu541Pro)

€.1804C>T (p.Arg602Trp)

€.1819G>T (p.Gly607Trp)

€.1908G>T (p.GIn636His)

€.1957C>T (p.Arg653Cys)

€.1964T>G (p.Phe655Cys)

€.1988G>A (p.Trp663*)

c.1A>G (p.?)

€.2453G>T (p.Gly818Val)

€.286A>G (p.Asn96Asp)

€.3007C>T (p.GIn1003%)

€.3322C>T (p.Argl108Cys)

€.3364G>A (p.Glul122Lys)

€.3385C>T (p.Argl129Cys)

€.4070C>T (p.Alal357Val)

€.4139C>T (p.Pro1380Leu)

€.4139C>T (p.Pro1380Leu)

€.4139C>T (p.Pro1380Leu)

€.4139C>T (p.Pro1380Leu)

€.4139C>T (p.Pro1380Leu)

€.4139C>T (p.Pro1380Leu)

€.4139C>T (p.Pro1380Leu)

€.4217A>G (p.His1406Arg)

€.4234C>T (p.GIn1412%)

€.4234C>T (p.GIn1412%)

€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
¢.5882G>A (p.Gly1961Glu)
¢.5882G>A (p.Gly1961Glu)
¢.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
¢.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)



3784
3323
3254
3067
3196
3062
3469
6046
3329
3190
3235
4085
3432
3222
3804
3266
3275
9028
4602
9090
9056
3993
3998
9068
3480
3174
9019
3044
3904
4060
3688
3137
3470
3015
3956
3502
3968
3173
9012
3313
3010

27

13
16

49

20
42
36

14

22

NNDNDNDNNNNDNDNNDNNDNNNNNNDNNDNONDNONDNDNNDNNDNNDNNNNDNDNDNONDNDNNDNNNNNNNNNDNNNDNDNDNNNNDNDDN

€.4462T>C (p.Cys1488Arg)

C.454C>T (p.Argl52%)

c.45G>A (p.Trpl5%)

¢.5087G>A (p.Serl696Asn)

€.5114G>T (p.Argl705Leu)

€.5316G>A (p.Trpl772%)

€.5318C>T (p.Alal773Val)

¢.5882G>A (p.Gly1961Glu)

¢.5882G>A (p.Gly1961Glu)

€.5882G>A (p.Gly1961Glu)

€.5882G>A (p.Gly1961Glu)

€.634C>T (p.Arg212Cys)

€.634C>T (p.Arg212Cys)

c.564del (p.Glu189fs)

€.2191 2199del (p.Phe731_Leu733del)

c.4734del (p.Leul580%)

€.4537dup (p.GIn1513fs)

€.5196+1G>A (p.?)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.3407G>T (p.Gly1136Val)

€.5882G>A (p.Gly1961Glu)

€.5882G>A (p.Gly1961Glu)

c.4947del (p.Glu1650fs)

€.2947A>G (p.Thr983Ala)

€.286A>G (p.Asn96Asp)

€.2588G>C (p.Gly863Ala)

€.2971G>C (p.Gly991Arg)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.2925C>G (p.lle975Met)

€.2971G>C (p.Gly991ArQ)

€.2971G>C (p.Gly991ArQ)

€.3279C>A (p.Aspl093Glu)

€.2813T>C (p.Phe938Ser)

€.2947A>G (p.Thr983Ala)

¢.5059del (p.lle1687fs)

€.4139C>T (p.Pro1380Leu)

C.[71G>A;5882G>A] (p.[Arg24His;Gly1961Glu])
€.4253+5G>T (p.?)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])

€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
¢.5882G>A (p.Gly1961Glu)
¢.5882G>A (p.Gly1961Glu)
¢.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
¢.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)
€.5882G>A (p.Gly1961Glu)

¢.[5959G>T;c.5961_5964del] (p.Gly1987%)

€.2897G>A (p.Gly966Glu)
€.4875T>A (p.His1625GIn)
¢.5051T>A (p.lle1684Asn)
€.3543del (p.Lys1182fs)
€.5932A>G (p.Lys1978Glu)
€.3377T>C (p.Leul126Pro)
€.3413T>C (p.Leul138Pro)
€.3819dup (p.Leul274fs)
€.5186T>C (p.Leul729Pro)
€.5186T>C (p.Leul729Pro)
€.5351T>G (p.Leul784ArQ)
¢.5819T>A (p.Leul940GIn)
€.6079C>T (p.Leu2027Phe)
€.6079C>T (p.Leu2027Phe)
€.6079C>T (p.Leu2027Phe)



3778 2 -/- €.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val]) €.6079C>T (p.Leu2027Phe)
3466 2 -/- €.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val]) €.6079C>T (p.Leu2027Phe)
3604 2 -/- €.2915C>A (p.Thr972Asn) €.6079C>T (p.Leu2027Phe)
3252 2 -/- €.3323G>A (p.Arg1108His) €.6079C>T (p.Leu2027Phe)
3209 2 -/- €.4139C>T (p.Pro1380Leu) €.6079C>T (p.Leu2027Phe)
3765 2 -/- c.4457C>T (p.Pro1486Leu) €.6079C>T (p.Leu2027Phe)
3011 2 -/- ¢.4577C>T (p.Thr1526Met) €.6079C>T (p.Leu2027Phe)
3962 44 2 -/- ¢.5882G>A (p.Gly1961Glu) €.6079C>T (p.Leu2027Phe)
3242 2 -/- €.91T>C (p.Trp31ArQ) €.6079C>T (p.Leu2027Phe)
3817 12 2 -/- €.5882G>A (p.Gly1961Glu) €.6098T>A (p.Leu2033His)
3160 2 -/- €.3292C>T (p.Arg1098Cys) €.6179T>G (p.Leu2060Arg)
3403 2 -/- c.4437G>A (p.Trpl479*) €.6419T>A (p.Leu2140GIn)
3164 47 2 -/- €.6543 6578del (p.Leu2182_Phe2193del ) €.6543_6578del (p.Leu2182_Phe2193del)
3395 2 -/- €.859-9T>C (p.?) c.885del (p.Leu296fs)

3178 2 -/- €.1622T>C (p.Leu541Pro) €.1622T>C (p.Leu541Pro)
3412 2 -/- €.1804C>T (p.Arg602Trp) €.5646G>A (p.Met1882lle)
3411 2 -/- €.2023G>A (p.Val675lle) €.5646G>A (p.Met1882lle)
3390 2 -/- €.634C>T (p.Arg212Cys) €.4326C>A (p.Asnl1442Lys)
3686 5 2 -I- €.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val]) €.2894A>G (p.Asn965Ser)
3811 6 2 -I- C.2461T>A (p.Trp821Arg) €.2894A>G (p.Asn965Ser)
3364 2 -/- €.2894A>G (p.Asn965Ser) €.2894A>G (p.Asn965Ser)
3136 2 -/- €.2041C>T (p.Arg681*) €.294C>G (p.Asn98Lys)
3942 13 N 2 -/- X €.[3758C>T;5882G>A] (p.[Thr1253Met;Gly1961Glu]) €.4139C>T (p.Pro1380Leu)
3887 2 -/- €.[3758C>T;5882G>A] (p.[Thr1253Met;Gly1961Glu]) €.4139C>T (p.Pro1380Leu)
3413 2 -/- ¢.[3758C>T;5882G>A] (p.[Thr1253Met;Gly1961Glu]) €.4139C>T (p.Pro1380Leu)
3236 2 -/- C.[1A>G;6089G>A] (p.[?;Arg2030GIn]) €.4139C>T (p.Pro1380Leu)
5180 6 2 -/- €.3050+5G>A (p.?) €.4139C>T (p.Pro1380Leu)
3419 2 -/- €.859-9T>C (p.?) €.4139C>T (p.Pro1380Leu)
3548 2 -/- €.3322C>T (p.Argl108Cys) €.4139C>T (p.Pro1380Leu)
3243 2 -/- €.3322C>T (p.Argl108Cys) €.4139C>T (p.Pro1380Leu)
3801 2 -/- €.3322C>T (p.Arg1108Cys) €.4139C>T (p.Pro1380Leu)
3858 2 -/- €.3322C>T (p.Arg1108Cys) €.4139C>T (p.Pro1380Leu)
3126 2 -/- €.3323G>A (p.Arg1108His) €.4139C>T (p.Pro1380Leu)
Y423 2 -/- €.3323G>A (p.Arg1108His) €.4139C>T (p.Pro1380Leu)
4428 10 2 -/- €.3911T>A (p.Leul304*) €.4139C>T (p.Pro1380Leu)
3072 2 -/- €.4139C>T (p.Pro1380Leu) €.4139C>T (p.Pro1380Leu)
3402 2 -/- €.4139C>T (p.Pro1380Leu) €.4139C>T (p.Pro1380Leu)
Y485 2 -/- €.4139C>T (p.Pro1380Leu) €.4139C>T (p.Pro1380Leu)
3486 2 -/- €.4139C>T (p.Pro1380Leu) €.4139C>T (p.Pro1380Leu)
3953 2 -/- €.4139C>T (p.Pro1380Leu) €.4139C>T (p.Pro1380Leu)
3006 2 -/- €.5882G>A (p.Gly1961Glu) €.4139C>T (p.Pro1380Leu)



3624
3926
3279
3805
3154
4286
3656
3128
9015
3771
9060
3121
3969
3873
3234
3102
3288
3899
3912
3060
3447
3081
3036
3365
3187
3183
3407
4273
4405
3529
3870
3978
3650
5010
9057
3328
3670
3338
3723
3259
3583

11
31

32

22

33

33

10

11

10

NDNDNDNDNNNDNDNDNNDNDNNNNNDNNDNNNNDNNDNNDNNNNDNNDDNNDDNDNDNDNNDNNNNNNNDNNNNDNDNDNNDDNDDNDDNMNNDNNDDN

€.768G>T (p.?)

€.1025_1038del (p.Asp342_Lys346delfs)
€.2893A>T (p.Asn965Tyr)

€.3470T>G (p.Leull57*)
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.3322C>T (p.Arg1108Cys)

€.66G>A (p.?)

€.[2627A>C;3322C>T] (p.[GIn876Pro;Arg1108Cys])
€.1819G>A (p.Gly607Arg)

€.2617T>C (p.Phe873Leu)

€.3322C>T (p.Arg1108Cys)

€.2947A>G (p.Thr983Ala)

€.3287C>T (p.Serl096Leu)

c.478G>T (p.Glu160%)

€.634C>T (p.Arg212Cys)
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.2894A>G (p.Asn965Ser)
€.1025_1038del (p.Asp342_Lys346delfs)
€.2813T>C (p.Phe938Ser)

€.1804C>T (p.Arg602Trp)

€.4667G>A (p.Arg1556Lys)

€.3056C>T (p.Thr1019Met)

€.3322C>T (p.Argl108Cys)

€.4139C>T (p.Pro1380Leu)
€.5196+1G>A (p.?)

€.1648G>A (p.Gly550Arg)

€.4139C>T (p.Pro1380Leu)

C.4639A>T (p.Lys1547%)

€.6079C>T (p.L2027Phe)

C.716G>A (p.Trp239%)

¢.5312+1G>A (p.?)

€.5312+2T>G (p.?)

€.6088C>T (p.Arg2030%)

c.1374del (p.Thr459fs)

€.4577C>T (p.Thr1526Met)

€.1819G>A (p.Gly607Arg)

¢.5882G>A (p.Gly1961Glu)

€.688T>A (p.Cys230Ser)

€.3385C>T (p.Arg1129Cys)

€.5882G>A (p.Gly1961Glu)

€.6079C>T (p.L2027Phe)

€.4139C>T (p.Pro1380Leu)
€.4139C>T (p.Pro1380Leu)
€.4457C>T (p.Prol486Leu)
€.3876G>C (p.GIn1292His)
€.4234C>T (p.GIn1412%)
€.4234C>T (p.GIn1412%)
€.6658C>T (p.GIn2220%)
€.2627A>C (p.GIn876Pro)
€.3292C>T (p.Arg1098Cys)
€.3292C>T (p.Arg1098Cys)
€.3322C>T (p.Arg1108Cys)
€.3322C>T (p.Arg1108Cys)
€.3322C>T (p.Arg1108Cys)
€.3322C>T (p.Arg1108Cys)
€.3323G>T (p.Argl108Leu)
€.3385C>T (p.Argl1129Cys)
€.3386G>T (p.Argl129Leu)
€.3386G>T (p.Arg1129Leu)
€.3898C>T (p.Arg1300%)
€.3898C>T (p.Arg1300%)
C.4667G>A (p.Argl556Lys)
€.4919G>A (p.Argl1640Gin)
€.4919G>A (p.Argl1640Gin)
€.4919G>A (p.Arg1640Gin)
€.6089G>A (p.Arg2030GiIn)
€.6089G>A (p.Arg2030GiIn)
€.6089G>A (p.Arg2030GiIn)
€.6089G>A (p.Arg2030Gin)
€.6089G>A (p.Arg2030GIn)
€.6089G>A (p.Arg2030Gin)
€.6088C>T (p.Arg2030%)
€.6088C>T (p.Arg2030%)
€.6088C>T (p.Arg2030%)
€.6088C>T (p.Arg2030%)
€.6119G>A (p.Arg2040GIn)
€.6119G>A (p.Arg2040GIn)
€.6118C>T (p.Arg2040%)
€.6229C>G (p.Arg2077Gly)
€.6229C>T (p.Arg2077Trp)
€.6229C>T (p.Arg2077Trp)
€.6229C>T (p.Arg2077Trp)



3990
3258
3598
3934
3812
Y265
3986
3775
3523
3261
3517
3299
3380
3559
3664
3894
3920
3337
3321
4556
3092
3940
3952
3191
Y415
3794
3082
4360
3760
3376
3562
3170
3397
3099
3580
3182
4472
3589
3331
3489
3424

16

21

19
44

25

43

60
50
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€.4253+5G>A (p.?)

€.1100-6T>A (p.?)

€.3898C>T (p.Arg1300%)
¢.4538A>G (p.GIn1513Arg)
€.3554_3555CC>GA (p.Ser1185%)
€.1805G>A (p.Arg602GIn)
€.1804C>T (p.Arg602Trp)
€.302+1G>A (p.?)

€.3050+5G>A (p.?)

€.3523-1G>A (p.?)

€.4540-2A>G (p.?)

c.768G>T (p.?)
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.1015T>G (p.Trp339Gly)
¢.1577A>C (p.Glu526Ala)
¢.1577A>C (p.Glu526Ala)
€.1609C>T (p.Arg537Cys)
€.2966T>C (p.Val989Ala)
€.2971G>C (p.Gly991ArQ)
€.4223G>T (p.Trpl408Leu)
€.428C>T (p.Prol43Leu)
€.6079C>T (p.L2027Phe)
€.6229C>G (p.Arg2077Gly)
€.6316C>T (p.Arg2106Cys)
€.6320G>A (p.Arg2107His)
€.658C>T (p.Arg220Cys)
€.247_250dup (p.Ser84fs)
€.634C>T (p.Arg212Cys)
c.454C>T (p.Argl52*)

c.885del (p.Leu296fs)

c.885del (p.Leu296fs)

€.1805G>A (p.Arg602GIn)
€.4139C>T (p.Pro1380Leu)
€.5196+1G>A (p.?)
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[4222T>C;4918C>T] (p.[Trpl408Arg;Arg1640Trp])
€.3056C>T (p.Thr1019Met)
€.1037A>C (p.Lys346Thr)
€.4036_4037del (p.Thr1346fs)
€.2564G>A (p.Trp855%)

€.6316C>T (p.Arg2106Cys)
€.6316C>T (p.Arg2106Cys)
€.6316C>T (p.Arg2106Cys)
€.6316C>T (p.Arg2106Cys)
€.6317G>A (p.Arg2106His)

€.6317_6323del (p.Arg2107_Met2108delfs)

€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.6320G>A (p.Arg2107His)
€.634C>T (p.Arg212Cys)
€.6445C>T (p.Arg2149%)
€.1609C>T (p.Arg537Cys)
€.1609C>T (p.Arg537Cys)
€.1805G>A (p.Arg602GIn)
¢.5087G>A (p.Serl696Asn)
€.6703T>C (p.Ser2235Pro)
€.2385C>G (p.Ser795Arq)
€.3056C>T (p.Thr1019Met)
€.3056C>T (p.Thr1019Met)
€.3350C>T (p.Thr1117Ile)

¢.4036_4037del (p.Thr1346fs)

€.4577C>T (p.Thrl526Met)



3863 10 N 2 -/- ¢.4577C>T (p.Thr1526Met) €.4577C>T (p.Thr1526Met)

3240 2 -/- €.1222C>T (p.Arg408%*) €.5935del (p.Thr1979fs)

3351 2 -/- €.4139C>T (p.Pro1380Leu) ¢.5056G>A (p.Vall686Met)

3474 2 -/- ¢.4537dup (p.GIn1513fs) ¢.5056G>A (p.Val1686Met)

3176 2 -/- €.2966T>C (p.Val989Ala) €.5289delT (p.Vall764fs)

3945 2 -/- €.2966T>C (p.Val989Ala) €.5289delT (p.Vall764fs)

3228 2 -/- €.5714+5G>A (p.?) c.5917del (p.vVal1973*)

3692 2 -/- €.859-9T>C (p.?) c.5917del (p.vVal1973*)

3227 2 -/- €.4524_4534del (p.Leul509_Prol511delfs) c.5917del (p.vVal1973*)

3107 2 -/- ¢.5714+5G>A (p.?) c.5917del (p.vVal1973*)

3117 2 -/- €.5882G>A (p.Gly1961Glu) c.5917del (p.vVal1973*)

9081 2 -/- €.2966T>C (p.Val989Ala) c.5917del (p.vVal1973*)

3957 11 2 -/- €.5882G>A (p.Gly1961Glu) c.5917del (p.vVal1973*)

9032 2 -/- C.71G>A (p.Arg24His) c.1561del (p.Val521Serfs)

3002 2 -/- €.1957C>T (p.Arg653Cys) €.2966T>C (p.Val989Ala)

3977 10 N 2 -/- C.1995C>A (p.Tyr665%) €.2966T>C (p.Val989Ala)

3510 39 Y 2 -/- €.2966T>C (p.Val989Ala) €.2966T>C (p.Val989Ala)

4338 2 -/- ¢.52C>T (p.Arg18Trp) €.2966T>C (p.Val989Ala)

3504 2 -/- €.1317G>A (p.Trp439%) C.4347G>T (p.Trpl449Cys)

3446 9 N 2 -/- €.4139C>T (p.Pro1380Leu) C.4437G>A (p.Trpl479%)

4225 12 N 2 -/- €.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val]) €.5316G>A (p.Trpl772%)

3769 8 N 2 -/- c.91T>C (p.Trp31Arg) c.91T>C (p.Trp31Arg)

3790 2 -/- C.93G>A (p.Trp31%) C.93G>A (p.Trp31%)

3687 13 N 2 -/- €.5018+2T>C (p.?) €.6107A>G (p.Tyr2036Cys)

9099 8 N 2 -/- €.[179C>T;3830C>T] (p.[Ala60Val; Thr1277Met]) €.[179C>T;3830C>T] (p.[Ala60Val; Thr1277Met])
9040 2 -/- c.[2549A>G;5882G>A] (p.[Tyr850Cys;Gly1961Glu]) c.[2549A>G;5882G>A] (p.[Tyr850Cys;Gly1961Glu])
3375 2 -/- €.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val]) €.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
4574 5 N 2 -/- €.[1622T>C;3113C>T] (p.[Leu541Pro;Alal038Val]) €.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
3557 2 -/- €.[1622T>C;3113C>T] (p.[Leu541Pro;Alal038Val]) €.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
4580 7 N 2 -/- €.1529T>C (p.Leu510Pro) €.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
3876 2 -/- €.3352C>T (p.His1118Tyr) €.[4222T>C;4918C>T] (p.[Trp1408Arg;Arg1640Trp])
3335 2 -/- €.4139C>T (p.Pro1380Leu) €.[4222T>C;4918C>T] (p.[Trp1408Arg;Arg1640Trp])
3085 2 -/- C.71G>A (p.Arg24His) €.[4222T>C;4918C>T] (p.[Trp1408Arg;Arg1640Trp])
3080 30 Y 2 -/- C.[872C>T;1531C>T] (p.[Pro291Leu;Arg511Cys]) €.[872C>T;1531C>T] (p.[Pro291Leu;Arg511Cys])
3542 43 Y 1 ++ €.1027_1028del (p.Asn343*)

3496 35 Y 1 ++ €.3754G>T (p.Glul1252%)

9097 32 Y 1 ++ €.5461-10T>C (p.?)

9013 35 Y 1 ++ €.4469G>A (p.Cys1490Tyr)

Y522 1 ++ €.5461-10T>C (p.?)

3057 1 ++ €.5461-10T>C (p.?)

3087 30 Y 1 ++ €.5461-10T>C (p.?)
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3464
3195
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3094
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3521
3064
3584
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3531
7203
3100
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3671
3767
3892
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€.5461-10T>C (p.?)

€.2069del (p.Gly690fs)

€.5461-10T>C (p.?)

€.4918C>T (p.Argl1640Trp)

¢.5395A>G (p.Asn1799Asp)

€.2588G>C (p.Gly863Ala)

€.4670A>G (p.Tyr1557Cys)

€.5461-10T>C (p.?)

€.5461-10T>C (p.?)

C.655A>T (p.Arg219%)

€.[3481C>A;5714+5G>A] (p.[Arg1161Ser;?))
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.4249_4251del (p.Phel417del)

€.247_250dup (p.Ser84fs)

€.161G>A (p.Cys54Tyr)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
c.571-1G>T (p.?)

€.6229C>T (p.Arg2077Trp)

€.1804C>T (p.Arg602Trp)

¢.5196+1G>A (p.?)

€.2894A>G (p.Asn965Ser)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.4234C>T (p.GIn1412*)

€.1957C>T (p.Arg653Cys)

€.5461-10T>C (p.?)

€.6386+1G>A (p.?)

¢.52C>T (p.Argl8Trp)

€.262G>A (p.Gly88Arg)

€.2588G>C (p.Gly863Ala)

€.3328+1G>A (p.?)

€.4234C>T (p.GIn1412*)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.2894A>G (p.Asn965Ser)

€.4139C>T (p.Pro1380Leu)

€.1921T>C (p.Cys641Arg)

€.4918C>T (p.Argl1640Trp)

C.6166A>T (p.Lys2056*)

c.3846del (p.Gly1283fs)

€.6386+2C>G (p.?)

€.161G>A (p.Cys54Tyr)



4115
3813
3110
4594
3245
3862
3803
3098
3485
3456
3089
3903
3123
3492
3162
3159
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3073
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xX X

X X X X X X X X X X X X X X

X X X X X X X X X X X X X X X X

€.1222C>T (p.Arg408%*)

€.868C>T (p.Arg290Trp)

€.6543_6578del (p.Leu2182_Phe2193del)
€.4139C>T (p.Pro1380Leu)
€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.1903C>T (p.GIn635%)

€.3261A>C (p.Glu1087Asp)

€.161-1G>A (p.?)

€.5923G>C (p.Gly1975Arg)

€.3259G>A (p.Glul087Lys)
€.[1622T>C;3113C>T] (p.[Leu541Pro;Alal1038Val])
c.45G>A (p.Trpl5¥)

¢.3812A>G (p.Glu1271Gly)

€.6229C>T (p.Arg2077Trp)

€.1906C>T (p.GIn636%)

€.5461-10T>C (p.?)

C.[4222T>C;4918C>T] (p.[Trpl408Arg;Arg1640Trp])
€.247_250dup (p.Ser84fs)

€.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
€.3148G>A (p.Gly1050Ser)

C.[735T>G;2300T>A] (p.[Tyr245*Val767Asp])
€.3148G>A (p.Gly1050Ser)
€.[56882G>A;6445C>T] (p.[Glyl961Glu;Arg2149*])
€.5714+5G>A (p.?)

C.4248C>A (p.Phel416Leu)

€.5714+5G>A (p.?)

€.247_250dup (p.Ser84fs)

€.3043T>C (p.Phel015Leu)

€.5714+5G>A (p.?)

€.2971G>C (p.Gly991Arg)

€.6320G>A (p.Arg2107His)

€.4918C>T (p.Argl640Trp)

€.2966T>C (p.Val989Ala)

€.4577C>T (p.Thrl526Met)

€.5882G>A (p.Gly1961Glu)

€.733T>C (p.Tyr245His)

€.4793C>A (p.Alal598Asp)

¢.5882G>A (p.Gly1961Glu)

€.3322C>T (p.Arg1108Cys)

c.5761G>A (p.Vall921Met)

€.3292C>T (p.Arg1098Cys)



9096 X 1 -/- €.5882G>A (p.Gly1961Glu)
9017 1 -/- X €.4353-4T>C (p.?)

Y256 1 -/- X €.634C>T (p.Arg212Cys)
5360 1 - X €.5882G>A (p.Gly1961Glu)
4720 N 1 -/- €.6089G>A (p.Arg2030GIn)
3297 1 -/- X €.5882G>A (p.Gly1961Glu)
3943 28 Y 1 -/- X c.2616del (p.Leu274fs)
3363 1 -/- X €.161G>A (p.Cys54Tyr)
3056 1 -/- €.3113C>T(p.Alal038Val)
3118 44 Y 1 -/- X €.6320G>A (p.Arg2107His)
3133 41 Y 1 -/- X €.5312+1G>A (p.?)

3901 10 Y 1 -/- X €.3113C>T(p.Alal038Val)
5222 N 1 -/- X €.2966T>C (p.Val989Ala)
4632 N 1 -/- €.[1622T>C;3113C>T] (p.[Leu541Pro;Ala1038Val])
4391 1 -/- X €.6229C>T (p.Arg2077Trp)
3944 1 -/- X €.2041C>T (p.Arg681*)
3579 1 -/- X €.6320G>A (p.Arg2107His)
4120 1 -/- X ¢.5881G>A (p.Gly1961Arg)
3278 1 -/- X €.6694G>A (p.Glu2232Lys)
4203 1 -/- X €.634C>T (p.Arg212Cys)
3898 1 -/- X €.1034A>G (p.Tyr345Cys)
3315 1 -/- X €.6088C>T (p.Arg2030%)
4541 1 -/- X €.1699G>A (p.Val567Met)
3103 1 -/- X €.184C>T (p.Pro62Ser)
3327 1 -/- X ¢.[3758C>T;5882G>A] (p.[Thr1253Met;Gly1961Glu])
3740 1 -I- X c.4577C>T (p.Thri526Met)
5056 1 -/- €.6320G>A (p.Arg2107His)
3018 1 -/- €.4139C>T (p.Pro1380Leu)
3636 37 0 ++

3212 X 0 +/-

3119 X 47 Y 0 +/- X

3834 X 24 Y 0 +/-

3939 X 13 N 0 +/- X

9093 22 N 0 +/-

Y382 0 +/-

Y394 0 +/-

Y458 0 +/-

Y533 0 +/-

3992 10 N 0 +/-

3314 50 Y 0 +/-

3280 14 Y 0 +/-
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Unifocal Atrophy with Lesion-Centric Flecks
c.5882G>A (p.Gly1961Glu)




