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Marker: M1/+ +/M2 M1/+ +/M3
D1522629 3[3 3[3 3[3 115
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D1522629 3|3 3|3 3[1
D152827 6|5 6|5 6|3
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Marker: M4/M5 M1/M3 M1/M1
D1522629 3[4 22 3[3
D152827 3|a 6|2 6|6
D15229 12 3|2 33
Variant:
M1:¢.7121-8313_11048-962delins12 (p.(Val2374_Gly3683del))
M2: c.8954del (p.(Gly2985Alafs*3))
M4:¢c.2299del (p.(Glu767Serfs*21))
D1522629 412 213 412 M5:c.1606T>C (p.(Cys536Arg))
D152827 412 6|3 4(2
D15229 22 3|1 2|2

Figure S1: Genotypes of VNTR-markers in four families carrying ¢.7121-8313 11048-
962delins12. The haplotype with the deletion is highlighted in grey. Probands of complex

families that were included in our study are indicated with an arrow.



