SUPPLEMENTARY MATERIAL

Search strategy of primary studies on the natural history of Lafora disease.
	PubMed-MEDLINE
	Embase

	1. Epilepsy[All Fields]  AND Progressive[All Fields]
2. 1  AND (Myoclonic[All Fields]  OR Myoclonus[All Fields]) 
3. 2 AND “2”[All Fields]
4. EPM2A[All Fields]  OR EPM2B[All Fields]  OR NHLRC1[All Fields]   OR Lafora[All Fields]  
5. "Lafora Disease"[Mesh]
6. 3 OR 4 OR 5
	1. (epilepsy NEAR/2 myoclonic NEAR/2 progressive):ti,ab,kw
2. (epilepsy NEAR/2 myoclonus NEAR/2 progressive):ti,ab,kw
3.  1 OR 2
4. 2:ti,ab,kw OR 'type 2':ti,ab,kw OR type2:ti,ab,kw
5. 3 AND 4
6. epm2a:ti,ab,kw OR epm2b:ti,ab,kw OR nhlrc1:ti,ab,kw
7. 'myoclonus epilepsy'/exp
8.  lafora:ti,ab,kw
9. 5 OR 6 OR 7 OR 8
















Supplementary Tables 
1- Pathogenic variants in EPM2A
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Pathogenic variants in EPM2A [NM_005670.4] reported in the collected cases. Legend: (§) the standard HGVS nomenclature guidelines (https://varnomen.hgvs.org) were used to standardize the nomenclature of each variant, when possible.





2- Pathogenic variants in NHLRC1 
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Pathogenic variants in NHLRC1 [NM_198586.3] reported in the collected cases. Legend: (§) the standard HGVS nomenclature guidelines (https://varnomen.hgvs.org) were used to standardize the nomenclature of each variant, when possible.
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Flow chart representing the selection process of the included cases. 
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Supplementary Figure 2
[image: ]

         











Survival in subjects homozygous for the p.Asp146Asn variant in NHLRC1 according to Kaplan-Meier analysis. Legend: MS, missense pathogenic variants and small in-frame insertions/deletions; PT, nonsense, frameshift, splice site variants, and partial or total gene deletions. MS+PT: genotype composed by one MS variant and one PT variant; 2MS: genotype composed by two MS variants; 2PT: genotype composed by two PT variants.
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Patient ID as reported in the original article Pathogenic Variant (§) Type Zigosity Category

2021.HA.1 (sib pair #1) c.77G>A (p.Cys26Tyr) Missense Homozygous MS/MS

2021.HA.2 (sib pair #2) c.77G>A (p.Cys26Tyr) Missense Homozygous MS/MS

2021.HA.6 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2021.HA.9 c.1144_1147delinsC (p.Thr382_Ala383delinsPro) Inframe indel Homozygous MS/MS

c.324del (p.Ser109Alafs*123) Frameshift

c.436G>A (p.Asp146Asn) Missense

2021.OB.1 c.655T>C (p.Trp219Arg) Missense Homozygous MS/MS

2021.RI.3  c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

c.436G>A (p.Asp146Asn) Missense

c.838G>A (p.Glu280Lys) Missense

2021.RI.10  c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

2021.RI.13  c.612del (p.Phe204Leufs*28) Frameshift Homozygous PT/PT

c.205C>G (p.Pro69Ala) Missense

c.826_829dup (p.Ala277Aspfs*23) Frameshift

c.992del (p.Gly331Glufs*3) Frameshift

c.1049_1050del (p.Glu350Glyfs*41) Frameshift

2021.RI.16  c.199G>T (p.Glu67*) Nonsense Homozygous PT/PT

2021.RI.18  c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

c.205C>G (p.Pro69Ala) Missense

c.468_469del(p.Gly158Argfs*17) Frameshift

2021.RI.23 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2020.RA.1 c.560A>C (p.His187Pro) Missense Homozygous MS/MS

2019.BR.7 c.385C>T (p.Pro129Ser) Missense Homozygous MS/MS

2019.BR.8 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2019.BR.9 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

c.436G>A (p.Asp146Asn) Missense

c.730del (p.Val244Serfs*51) Frameshift

2019.BR.11 c.583del (p.Asp195Ilefs*37) Frameshift Homozygous PT/PT

c.436G>A (p.Asp146Asn)  Missense

c.1133T>C (p.Leu378Pro) Missense

2019.BI.5 c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

2019.BI.8  c.992del (p.Gly331Glufs*3) Frameshift Homozygous PT/PT

2019.BI.9 c.992del (p.Gly331Glufs*3) Frameshift Homozygous PT/PT

c.436G>A (p.Asp146Asn) Missense

c.1133T>C (p.Leu378Pro) Missense

2019.MA.1 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2019.NI.1 c.386C>A p.(Pro129His) Missense Homozygous MS/MS

2018.AR.1.1 c.898del p. (Ser300Valfs*13) Frameshift Homozygous PT/PT

2018.AR.1.2 c.898del p. (Ser300Valfs*13) Frameshift Homozygous PT/PT

2018.IS.1 c.480C>A (p.Cys160*) Nonsense Homozygous PT/PT

2018.VI.3 c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

2018.VI.4 c.923A>T (p.Asp308Val) Missense Homozygous MS/MS

c.205C>G (p.Pro69Ala) Missense

c.468_469del(p.Gly158Argfs*17) Frameshift

2016.KE.LD-1 c.1049_1050del (p.Glu350Glyfs*41) Frameshift Homozygous PT/PT

c.992del (p.Gly331Glufs*3) Frameshift

c.1049_1050del (p.Glu350Glyfs*41) Frameshift

2016.KE.3.LD-3 c.1049_1050del (p.Glu350Glyfs*41) Frameshift Homozygous PT/PT

c.1028T>C (p.Ile343Thr) Missense

complete gene deletion Deletion

2016.KE.LD-6 c.1049_1050del (p.Glu350Glyfs*41) Frameshift Homozygous PT/PT

2016.KE.LD-8 c.1049_1050del (p.Glu350Glyfs*41) Frameshift Homozygous PT/PT

2016.KE.LD-8/1 c.1049_1050del (p.Glu350Glyfs*41) Frameshift Homozygous PT/PT

c.1049_1050del (p.Glu350Glyfs*41) Frameshift

complete gene deletion Deletion

c.1049_1050del (p.Glu350Glyfs*41) Frameshift

complete gene deletion Deletion

2016.KE.LD-14 complete gene deletion Deletion Homozygous PT/PT

c.1049_1050del (p.Glu350Glyfs*41) Frameshift

complete gene deletion Deletion

c.992del (p.Gly331Glufs*3) Frameshift

c.1049_1050del (p.Glu350Glyfs*41) Frameshift

c.386C>A p.(Pro129His) Missense

c.361G>A p.(Gly121Ser) Missense

2015.PO.3 c.199G>T (p.Glu67*) Nonsense Homozygous PT/PT

c.199G>T (p.Glu67*) Nonsense

c.992del (p.Gly331Glufs*3) Frameshift

2014.FE.5  c.992del (p.Gly331Glufs*3) Frameshift Homozygous PT/PT

c.199G>T (p.Glu67*) Nonsense

 c.361G>A (p.Gly121Ser) Missense

c.205C>G (p.Pro69Ala) Missense

c.826_829dup (p.Ala277Aspfs*23) Frameshift

2014.FE.8  c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

2014.FE.9  c.436G>A  p.(Asp146Asn) Missense Homozygous MS/MS

c.437A>T (p.Asp146Val) Missense

c.1014_1015insATCT (p.Ser339Ilefs*13) Frameshift

c.437A>T (p.Asp146Val) Missense

c.1014_1015insATCT (p.Ser339Ilefs*13) Frameshift

2013.HA.1 c.992del (p.Gly331Glufs*3) Frameshift Homozygous PT/PT

MS/PT

MS/PT

MS/PT

PT/PT

PT/PT

PT/PT

MS/MS

PT/PT

MS/PT

MS/MS

MS/MS

MS/PT

PT/PT

MS/PT

PT/PT

MS/PT

MS/MS

MS/PT

PT/PT

MS/PT

MS/PT

2014.FE.10.1 

2014.FE.10.2 

Compound Heterozygous

Compound Heterozygous

2014.FE.6  Compound Heterozygous

2014.FE.6 Compound Heterozygous

2014.FE.7  Compound Heterozygous

2016.KE.LD-16 Compound Heterozygous

2016.KE.KM Compound Heterozygous

2016.ZU.1 Compound Heterozygous

2016.KE.LD-2 Compound Heterozygous

2016.KE.LD-5 Compound Heterozygous

2016.KE.LD-11/1 Compound Heterozygous

2016.KE.LD-11 Compound Heterozygous

2019.BI.2 Compound Heterozygous

2019.BI.12 Compound Heterozygous

2017.CA.1 Compound Heterozygous

2021.RI.15 Compound Heterozygous

2021.RI.21  Compound Heterozygous

2019.BR.10 Compound Heterozygous

2021.AF.1 Compound Heterozygous

2021.RI.6  Compound Heterozygous

2021.RI.14 Compound Heterozygous
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2013.LA.1 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2012.GO.1 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2012.SA.3.1 (P3) c.391G>T (p.Gly131*) Nonsense Homozygous PT/PT

2012.SA.3.2 (P4) c.391G>T (p.Gly131*) Nonsense Homozygous PT/PT

2012.SA.5 (P6) c.244G>C (p.Asp82His) Missense Homozygous MS/MS

2012.SA.6 (P7) c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2011.BR.1 c.349dup (p.His117Profs*39) Frameshift Homozygous PT/PT

2011.CO.1.1 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2011.CO.2 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

c.137G>A (p.Cys46Tyr) Missense

c.205C>G (p.Pro69Ala) Missense

c.436G>A (p.Asp146Asn) Missense

p.S339fs*351 [as reported in original article] Frameshift

c.940_943dupCTCT (p.Leu314Thrfs*6) Frameshift

c.1163_1164delAA (p.Lys388Serfs*3) Frameshift

c.940_943dupCTCT (p.Leu314Thrfs*6) Frameshift

c.1163_1164delAA (p.Lys388Serfs*3) Frameshift

c.161_162delGCinsAT (p.Cys54Tyr) Inframe indel

c.205C>G (p.Pro69Ala) Missense

c.137G>A (p.Cys46Tyr)  Missense

c.205C>G (p.Pro69Ala) Missense

c.386C>A (p.Pro129His) Missense

c.468_469delAG (p.Gly158Argfs*17) Frameshift

2009.ST.1 c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

2009.TR.1.1 c.560A>C (p.His187Pro) Missense Homozygous MS/MS

2009.TR.1.2 c.560A>C (p.His187Pro) Missense Homozygous MS/MS

2008.ST.1 c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

2008.TU.1 c.468_469del(p.Gly158Argfs*17) Frameshift Homozygous PT/PT

2008.TU.2 c.468_469del(p.Gly158Argfs*17) Frameshift Homozygous PT/PT

2008.TU.3 c.468_469del(p.Gly158Argfs*17) Frameshift Homozygous PT/PT

2008.TU.4 c.468_469del(p.Gly158Argfs*17) Frameshift Homozygous PT/PT

2008.TU.5 c.468_469del(p.Gly158Argfs*17) Frameshift Homozygous PT/PT

2008.TU.6 c.468_469del(p.Gly158Argfs*17) Frameshift Homozygous PT/PT

2008.TU.7 c.468_469del(p.Gly158Argfs*17) Frameshift Homozygous PT/PT

2008.TU.8 c.468_469del(p.Gly158Argfs*17) Frameshift Homozygous PT/PT

2008.TU.9 c.468_469del(p.Gly158Argfs*17) Frameshift Homozygous PT/PT

2008.TU.10 c.468_469del(p.Gly158Argfs*17) Frameshift Homozygous PT/PT

c.205C>G (p.Pro69Ala) Missense

c.838G>A (p.Glu280Lys) Missense

c.205C>G (p.Pro69Ala) Missense

c.838G>A (p.Glu280Lys) Missense

c.205C>G (p.Pro69Ala) Missense

c.838G>A (p.Glu280Lys) Missense

2006.FR.8.LD483 c.260T>C (p.Leu87Pro) Missense Homozygous MS/MS

2006.FR.8.AA c.260T>C (p.Leu87Pro) Missense Homozygous MS/MS

2006.FR.9.PL c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

c.205C>G (p.Pro69Ala) Missense

c.612del (p.Phe204Leufs*28) [reported as c.907delT F204fs27 in original article]Frameshift

2006.FR.11.LD628 c.661_692del (p.Val221Asnfs*2) Frameshift Homozygous PT/PT

2006.FR.12  c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2006.FR.13.SS c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2006.FR.15.VM c.838G>A (p.Glu280Lys) Missense Homozygous MS/MS

2006.FR.17.RF c.923A>T (p.Asp308Val) Missense Homozygous MS/MS

2006.FR.18.FM  c.612del (p.Phe204Leufs*28) [reported as c.907delT F204fs27 in original article]Frameshift Homozygous PT/PT

2006.FR.19.IN c.199G>T (p.Glu67*) Nonsense Homozygous PT/PT

c.332C>T (p.Pro111Leu) Missense

c.838G>A (p.Glu280Lys) Missense

2006.FR.21.BC c.260T>C (p.Leu87Pro) Missense Homozygous MS/MS

2006.SI.LD28-1 c.76T>A (p.Cys26Ser) Missense Homozygous MS/MS

2006.SI.LD28-2 c.76T>A (p.Cys26Ser) Missense Homozygous MS/MS

2006.SI.LD28-3 c.76T>A (p.Cys26Ser) Missense Homozygous MS/MS

2006.SI.LD6-1 c.76T>A (p.Cys26Ser) Missense Homozygous MS/MS

2006.SI.LD6-2 c.76T>A (p.Cys26Ser) Missense Homozygous MS/MS

2006.SI.LD27-1 c.76T>A (p.Cys26Ser) Missense Homozygous MS/MS

2006.SI.LD39-1 c.260T>C (p.Leu87Pro) Missense Homozygous MS/MS

2006.SI.LD41-1 c.271G>A (p.Glu91Lys) Missense Homozygous MS/MS

2006.SI.LD36-1 c.652C>T (p.Pro218Ser) Missense Homozygous MS/MS

2006.SI.LD38-1 c.645_698del (p.Ser216_Asp233del) Inframe deletion Homozygous MS/MS

2006.SI.LD11-1 c.1076dup (p.Thr360Hisfs*32) Frameshift Homozygous PT/PT

2005.AN.1 c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

2005.BA.IV:2 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2005.BA.IV:5 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2005.BA.IV:7 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2005.BA.IV9 c.436G>A p.(Asp146Asn) Missense Homozygous MS/MS

2005.GO.1 c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

2005.GO.2 c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

2005.GO.3 c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

2005.GO.4 c.791C>A (p.Pro264His) Missense Homozygous MS/MS

c.205C>G (p.Pro69Ala) Missense

c.468_469del(p.Gly158Argfs*17) Frameshift

c.1014_1015insATCT (p.Ser339Ilefs*13) Frameshift

c.436G>A p.(Asp146Asn) Missense

2005.GO.7.1 c.1049_1050del (p.Glu350Glyfs*41) Frameshift Homozygous PT/PT

2005.GO.7.2 c.1049_1050del (p.Glu350Glyfs*41) Frameshift Homozygous PT/PT

c.78C>A (p.Cys26*) Nonsense

c.205C>G (p.Pro69Ala) Missense

c.205C>G (p.Pro69Ala) Missense

c.838G>A (p.Glu280Lys) Missense

c.205C>G (p.Pro69Ala)  Missense

c.838G>A (p.Glu280Lys) Missense

c.205C>G (p.Pro69Ala) Missense

c.838G>A (p.Glu280Lys) Missense

2005.GO.11 c.199G>T (p.Glu67*) Nonsense Homozygous PT/PT

2005.GO.12 c.923A>C (p.Asp308Ala) Missense Homozygous MS/MS

2005.SI.LDJP11 c.655T>C (p.Trp219Arg) Missense Homozygous MS/MS

2003.AN.3 c.205C>G (p.Pro69Ala) Missense Homozygous MS/MS

2003.AN.4 c.891_892insTT (p.Ala298Leufs*53) Frameshift Homozygous PT/PT

2003.CH.1 c.76T>A (p.Cys26Ser) Missense Homozygous MS/MS

MS/MS

MS/MS

MS/MS

MS/MS

MS/PT

MS/MS

MS/PT

MS/PT

MS/PT

PT/PT

MS/MS

MS/MS

MS/PT

MS/MS

MS/MS

MS/MS

MS/PT

PT/PT

2005.GO.8

Compound Heterozygous

Compound Heterozygous

2006.FR.7.EN

Compound Heterozygous

Compound Heterozygous

Compound Heterozygous

2006.FR.10.PA Compound Heterozygous

2010.LE.14

Compound Heterozygous

Compound Heterozygous

Compound Heterozygous

2006.FR.6.CA

2006.FR.7.LDlaf26

2010.LE.11.1

2010.LE.11.2

Compound Heterozygous

Compound Heterozygous

Compound Heterozygous

Compound Heterozygous

2005.GO.9.1

2005.GO.9.2

2005.GO.10

2006.FR.20.RC Compound Heterozygous

2005.GO.5 Compound Heterozygous

2005.GO.6

Compound Heterozygous

2010.LE.12

2010.LE.13

2011.GU.1 Compound Heterozygous

2011.CO.3 Compound Heterozygous
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image1.emf
Patient ID as reported in the original article Pathogenic Variant (§) Type Zygosity Category

c.787T>C (p.Tyr263His) Missense

c.797G>A (p.Cys266Tyr)  Missense

2021.BL.1 c.98_121del (p.Glu33_Arg41delinsGly) Inframe del Homozygous MS/MS

2021.HA.12 c.259 A>G p.(Lys87Glu) Missense Homozygous MS/MS

2021.HA.14 c.721 C>T p.(Arg241*) Nonsense Homozygous PT/PT

exon 2 deletion Exon deletion

c.745G>T (p.Val249Leu) Missense

2021.OR.1 c.359_363delGTGTG (p. Glu120Valfs*10) Frameshift Homozygous PT/PT

2021.RI.2 c.323G>T (p.Arg108Leu) Missense Homozygous MS/MS

2021.RI.11 exon 2 deletion Exon deletion Homozygous PT/PT

2021.RI.12 exon 2 deletion Exon deletion Homozygous PT/PT

c.814C>T (p.Arg272Cys) Missense

c.839G>A (p.Trp280*) Nonsense

c.301+1G>A Splice site variant

c.937del (p.Ala313Hisfs*37) Frameshift

2019.BR.1 c.259A>G (p.Lys87Glu) Missense Homozygous MS/MS

c.269_275del (p.Lys90Serfs*35) Frameshift

c.917A>T (p.Asp306Val) Missense

2019.BR.3 c.290T>G (p.Leu97Arg) Missense Homozygous MS/MS

2019.BR.4a c.322C>T (p.Arg108Cys) Missense Homozygous MS/MS

2019.BR.4b c.322C>T (p.Arg108Cys) Missense Homozygous MS/MS

2019.BR.5 c.759delTinsCATGCA (p.Ala254Metfs*33) Frameshift Homozygous PT/PT

2019.BR.6 c.836G>T (p.Gly279Val) Missense Homozygous MS/MS

2019.CA.1 exon 1 deletion Exon deletion Homozygous PT/PT

2019

.BI.6  c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2019.BI.7 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

c.721C>T (p.Arg241*) Nonsense

c.835G>A (p.Gly279Ser) Missense

2019.BI.11 c.323G>T (p.Arg108Leu) Missense Homozygous MS/MS

c.491T>G (p.Ile164Ser) Missense

c.539T>C (p.Leu180Pro) Missense

c.758A>T (p.His253Leu) Missense

complete gene deletion Gene deletion

c.336C>A (p.Tyr112*) Nonsense

c.487A>G (p.Asn163Asp) Missense

2018.GO.1 c.163C>T (p.Gln55*) Nonsense Homozygous PT/PT

2018.VI.1 exons 1 and 2 deletion Exon deletion Homozygous PT/PT

c.163C>T (p.Gln55*) Nonsense

c.759delTinsCATGCA (p.Ala254Metfs*33) Frameshift

2017.AH.2.1 c.95G>T (p.Trp32Leu) Missense Homozygous MS/MS

2017.AH.2.2 c.95G>T (p.Trp32Leu) Missense Homozygous MS/MS

2017.AS.1.1 (F1) c.262T>G (p.Phe88Val) Missense Homozygous MS/MS

2017.AS.1.3 (F2) c.262T>G (p.Phe88Val) Missense Homozygous MS/MS

2017.AS.1.4 (F2) c.262T>G (p.Phe88Val) Missense Homozygous MS/MS

2017.AS.1.5 (F2) c.262T>G (p.Phe88Val) Missense Homozygous MS/MS

2017.AS.1.6 (F2) c.262T>G (p.Phe88Val) Missense Homozygous MS/MS

2017.YI.1 c.838T>G (p.Trp280Gly) Missense Homozygous MS/MS

2016.DS.1 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2016.LY.1 c.962T>G (p.Phe321Cys) Missense Homozygous MS/MS

2016.MI.1 c.166G>T (p.Glu56*) Nonsense Homozygous PT/PT

2015.PO.1.1 c.336C>A (p.Tyr112*) Nonsense Homozygous PT/PT

2015.PO.1.2 c.336C>A (p.Tyr112*) Nonsense Homozygous PT/PT

c.721C>T (p.Arg241*) Nonsense

c.859T>C (p.Trp287Arg) Missense

2014.FE.1 c.243_246del (p.Asp82Argfs*7) Frameshift Homozygous PT/PT

c.322C>T (p.Arg108Cys) Missense

c.473C>G (p.Ser158*) Nonsense

c.721C>T (p.Arg241*) Nonsense

c.835G>A (p.Gly279Ser) Missense

c.721C>T (p.Arg241*) Nonsense

c.794A>G (p.His265Arg) Missense

2014.JA.2 c.739C>T (p.Gln247*) Nonsense Homozygous PT/PT

2014.JA.3.1 c.256T>G (p.Tyr86Asp) Missense Homozygous MS/MS

2014.JA.3.2 c.256T>G (p.Tyr86Asp) Missense Homozygous MS/MS

c.721C>T (p.Arg241*) Nonsense

c.835G>T (p.Gly279Cys) Missense

c.721C>T (p.Arg241*) Nonsense

c.835G>T (p.Gly279Cys) Missense

c.721C>T (p.Arg241*) Nonsense

c.835G>T (p.Gly279Cys) Missense

2013.SC.1 c.538C>G (p.Leu180Val) Missense Homozygous MS/MS

2012.CH.1 c.861G>A (p.Trp287*) Nonsense Homozygous PT/PT

2012.SA.1 c.20T>C (p.Val7Ala) Missense Homozygous MS/MS

2012.SA.2 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2011.GU.2 Ex1_33bpdel p.(Arg31_Arg41del) [as reported in original article] Inframe del Homozygous MS/MS

2011.HA.1 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2011.KH.1 c.659T>A (p.Leu220Gln) Missense Homozygous MS/MS

MS/MS

MS/PT

MS/PT

PT/PT

MS/PT

MS/PT

MS/PT

MS/PT

MS/PT

MS/PT

MS/PT

MS/MS

MS/PT

MS/PT

PT/PT

MS/PT

MS/PT

2014.JA.4.3

Compound Heterozygous

Compound Heterozygous

Compound Heterozygous

2014.JA.4.2

2014.FE.5

2014.JA.1

Compound Heterozygous

Compound Heterozygous

2014.JA.4.1

2018.VI.2 Compound Heterozygous

2014.EL.1 Compound Heterozygous

2014.FE.4 Compound Heterozygous

2019.MO.1 Compound Heterozygous

2019.TE.1 Compound Heterozygous

2018.GA.1 Compound Heterozygous

2020.FU.1 Compound Heterozygous

2019.BR.2 Compound Heterozygous

2019.BI.10 Compound Heterozygous

Compound Heterozygous 2022.LI.1

2021. PU.1 Compound Heterozygous

2020.AR.

17

Compound Heterozygous


image2.emf
c.721C>T (p.Arg241*) Nonsense

exon 2 deletion Exon deletion

c.834C>A (p.Cys278*) Nonsense

c.477-?_996+?del (exones 3 & 4 deletion) Exon deletion

c.721C>T (p.Arg241*) Nonsense

c.102_133del32 (p.Ala37Glufs*60) Frameshift

c.721C>T (p.Arg241*) Nonsense

c.101-2G>A  Splice site variant

2010.LE.6 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2010.LE.7 c.659T>A (p.Leu220Gln) Missense Homozygous MS/MS

c.721C>T (p.Arg241*) Nonsense

c.490del (p.Ile164Serfs*13) Frameshift

c.166G>A (p.Glu56Lys) Missense

c.260A>C (p.Lys87Thr) Missense

2010.RU.1 c.258C>A (p.Tyr86*) Nonsense Homozygous PT/PT

2007.BE.1 c.834C>A (p.Cys278*) Nonsense Homozygous PT/PT

2007.GO.1 exon 2 deletion Exon deletion Homozygous PT/PT

2007.GO.2.2 exon 2 deletion Exon deletion Homozygous PT/PT

2007.GO.3.1 exon 2 deletion Exon deletion Homozygous PT/PT

2007.GO.3.2 exon 2 deletion Exon deletion Homozygous PT/PT

2007.GG.1.1 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2006.FR.1.1 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2006.FR.1.2 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2006.FR.2 c.272G>C (p.Arg91Pro) Missense Homozygous MS/MS

2006.FR.3 exon 2 deletion Exon deletion Homozygous PT/PT

c.835G>A (p.Gly279Ser) Missense

exon 2 deletion Exon deletion

2006.FR.5 exon 2 deletion Exon deletion Homozygous PT/PT

del between nucleotides 43 and 157 [as reported in original article] Frameshift

c.953dup (p.Gln319Profs*12) Frameshift

2003.AN.1 c.800dup; (p.Asn267Lysfs*40) Frameshift Homozygous PT/PT

2003.AN.2 c.800dup; (p.Asn267Lysfs*40) Frameshift Homozygous PT/PT

c.223insC (p. G75fsX107)  [as reported in original article] Frameshift

c.559A>G (p.Thr187Ala) Missense

2002.GA.LD1-3 deletion of 25kb in exon 2 Exon deletion Homozygous PT/PT

2002.GA.LD2-3 c.512G>A (p.Arg171His) Missense Homozygous MS/MS

2002.GA.LD9-3 deletion of 60kb in exone 2 Exon deletion Homozygous PT/PT

2002.GA.LD9-16 deletion of 80Kb (exones 1 & 2) Exon deletion Homozygous PT/PT

2002.GA.LD12-1 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2002.GA.LD12-2 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2002.GA.LD13 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2002.GA.LD15 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2002.GA.LD16 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2002.GA.LD33-3 c.878A>T (p.Gln293Leu) Missense Homozygous MS/MS

2002.GA.LD33-5 c.878A>T (p.Gln293Leu) Missense Homozygous MS/MS

2002.GA.LD33-6 c.878A>T (p.Gln293Leu) Missense Homozygous MS/MS

2002.GA.LD35-1 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2002.GA.LD35-2 c.721C>T (p.Arg241*) Nonsense Homozygous PT/PT

2002.GA.LDN4-3 c.258C>A (p.Tyr86*) Nonsense Homozygous PT/PT

2002.GA.LDN4-4 c.258C>A (p.Tyr86*) Nonsense Homozygous PT/PT

2002.GA.LDN4-5 c.258C>A (p.Tyr86*) Nonsense Homozygous PT/PT

2002.GA.LDN4-3 c.322C>T (p.Arg108Cys) Missense Homozygous MS/MS

2002.GA.LD20 c.163C>T (p.Gln55*) Nonsense Homozygous PT/PT

c.363_364dup (p.Tyr122Cysfs*6) Frameshift

c.721C>T (p.Arg241*)  Nonsense

c.363_364dup (p.Tyr122Cysfs*6) Frameshift

c.721C>T (p.Arg241*)  Nonsense

2002.GA.LD44 c.73T>C (p.Ser25Pro) Missense Homozygous MS/MS

Ex1-33bp del [as reported in original article] Inframe del

c.721C>T (p.Arg241*) Nonsense

Compound Heterozygous

Compound Heterozygous

Compound Heterozygous

Compound Heterozygous

PT/PT

PT/PT

PT/PT

PT/PT

MS/MS

MS/PT

PT/PT

MS/PT

PT/PT

PT/PT

MS/PT

PT/PT

2003.KI.1

2002.MA.1

2002.GA.LD40.1

2002.GA.LD40.2

Compound Heterozygous

Compound Heterozygous

2010.LE.9

2010.LE.8 Compound Heterozygous

Compound Heterozygous

2006.FR.4

2004.IA.1

Compound Heterozygous

Compound Heterozygous

Compound Heterozygous

2010.LE.3

2010.LE.4

2010.LE.5

2010.LE.1 Compound Heterozygous


