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Supplementary figure 1 – Cis configuration of SORL1 missense mutations
[image: ]
IGV plot showing the cis configuration of SORL1 c.3369T>A (p.Phe1123Leu ) and c.3370C>A (p.Arg1124Ser). The alternative A allele for both variants (indicated in green) is always detected in the same sequencing reads.


Supplementary table 1 – Hg38 coordinates and rsIDs of SORL1 PTC and missense mutations
	
	Patient ID
	SORL1 cDNA
	SORL1 Protein
	Hg38 coordinates 
	REF
	ALT
	rsID*

	PTC variants
	Patient 1
	c.1338dupA
	p.Gly447fs
	chr11_121520780_C_CA
	C
	CA
	-

	
	Patient 2
	c.5241del
	p.Ile1748fs
	chr11_121611076_TG_T
	TG
	T
	-

	
	Patient 3
	c.4704dupT
	p.Gly1569fs
	chr11_121605164_C_CT
	C
	CT
	-

	
	Patient 4
	c.6266del
	p.Met2089fs
	chr11_121625178_AT_A
	AT
	A
	-

	
	Patient 5
	c.3619C>T
	p.Arg1207*
	chr11_121583496_C_T
	C
	T
	rs774626685

	
	Patient 6
	c.2953C>T
	p.Arg985*
	chr11_121559561_C_T
	C
	T
	rs372188860

	
	Patient 7
	c.2230C>T
	p.Arg744*
	chr11_121550634_C_T
	C
	T
	rs1050845490

	Missense variants
	Patient 8
	c.3653G>T
	p.Cys1218Phe
	chr11_121583530_G_T
	G
	T
	-

	
	Patient 9
	c.4318G>A
	p.Gly1440Arg
	chr11_121591105_G_A
	G
	A
	rs745596761

	
	Patient 10
	c.2455G>A
	p.Gly819Arg
	chr11_121555202_G_A
	G
	A
	-

	
	Patient 11
	c.3337C>T
	p.Pro1113Ser
	chr11_121570270_C_T
	C
	T
	rs753341957

	
	Patient 12
	c.3337C>T
	p.Pro1113Ser
	chr11_121570270_C_T
	C
	T
	rs753341957

	
	Patient 13
	c.2285T>C
	p.Leu762Pro
	chr11_121553955_T_C
	T
	C
	-

	
	Patient 14
	c.5729G>A
	p.Arg1910His
	chr11_121619757_G_A
	G
	A
	rs537754202

	
	Patient 15
	c.2891A>T
	p.Tyr964Phe
	chr11_121558818_A_T
	A
	T
	rs752531777

	
	Patient 16
	c.2898T>G
	p.Ile966Met
	chr11_121558825_T_G
	T
	G
	rs1289047896

	
	Patient 17
	c.3794G>A
	p.Gly1265Asp
	chr11_121586309_G_A
	G
	A
	-

	
	Patient 18
	c.3907C>T
	p.Arg1303Cys
	chr11_121588112_C_T
	C
	T
	rs781023219

	
	Patient 19
	c.4033G>A
	p.Asp1345Asn
	chr11_121589345_G_A
	G
	A
	rs367734910

	
	Patient 20
	c.4360C>T
	p.Pro1454Ser
	chr11_121591147_C_T
	C
	T
	rs201304369

	
	Patient 21
	c.4725G>T
	p.Trp1575Cys
	chr11_121605186_G_T
	G
	T
	-

	
	Patient 22
	c.3910G>A
	p.Asp1304Asn
	chr11_121588115_G_A
	G
	A
	-

	
	Patient 23
	c.4136G>A
	p.Gly1379Asp
	chr11_121590097_G_A
	G
	A
	rs148551848

	
	Patient 24
	c.2186G>A
	p.Arg729Gln
	chr11_121550590_G_A
	G
	A
	rs757471141

	
	Patient 25
	c.2186G>A
	p.Arg729Gln
	chr11_121550590_G_A
	G
	A
	rs757471141

	
	Patient 26
	c.4468C>T
	p.Arg1490Cys
	chr11_121595721_C_T
	C
	T
	rs373564838

	
	Patient 27
	c.4160A>G
	p.Lys1387Arg
	chr11_121590121_A_G
	A
	G
	-

	
	Patient 28
	c.1763C>T
	p.Thr588Ile
	chr11_121543625_C_T
	C
	T
	rs752726649

	
	Patient 29
	c.1763C>T
	p.Thr588Ile
	chr11_121543625_C_T
	C
	T
	rs752726649

	
	Patient 30
 
	c.2053G>T
	p.Asp685Tyr
	chr11_121549961_G_T
	G
	T
	-

	
	
	c.4343C>A
	p.Ser1448Tyr
	chr11_121591130_C_A
	C
	A
	-

	
	Patient 31
	c.3797C>G
	p.Ser1266Cys
	chr11_121586312_C_G
	C
	G
	-

	
	Patient 32
	c.2200G>A
	p.Asp734Asn
	chr11_121550604_G_A
	G
	A
	rs148430425

	
	Patient 33
	c.2669T>C
	p.Met890Thr
	chr11_121558596_T_C
	T
	C
	rs1420828258

	
	Patient 34
 
	c.3369T>A
	p.Phe1123Leu
	chr11_121574272_T_A
	T
	A
	rs1416109745

	
	
	c.3370C>A
	p.Arg1124Ser
	chr11_121574273_C_A
	C
	A
	rs267602736

	
	Patient 35
	c.4412G>A
	p.Cys1471Tyr
	chr11_121595665_G_A
	G
	A
	rs767645899

	
	Patient 36
	c.3301A>G
	p.Asn1101Asp
	chr11_121570234_A_G
	A
	G
	rs1296812536

	
	Patient 37
	c.2006C>T
	p.Pro669Leu
	chr11_121545384_C_T
	C
	T
	rs148329896

	
	Patient 38
	c.1639G>A
	p.Gly547Arg
	chr11_121532506_G_A
	G
	A
	rs1342620909



*rsIDs were obtained from dbSNPv151. Variants are annotated based on their predicted consequences on the canonical transcript (Transcript ID: ENST00000260197) and the canonical isoform (UniProt ID: Q92673) of SORL1.
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