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Supplementary Table S1. Pathogenic mutations identified in the Bashkortostan Republic of Russia. 

Gene Number dbSNP Coding variant Protein effect 
Mutation 

effect 
Reference 

COL1A1 

1 rs72667023 c.579delT p. Gly194fs deletion 

Swinnen et al., 2009 

[1] 

Zhang et al., 2011 [2] 

Fuccio et al., 2011 [3] 

Venturi et al., 2006 

[4] 

Lindahl et al., 2015 

[5] 

Lin et al., 2015 [6] 

Rolvien et al., 2018 

[7] 

Zhytnik et al. 2019 

[8] 

Nadyrshina et al., 

2012 [9] 

2  c.2444delG p. Gly815fs deletion 

Kataoka et al., 2007 

[10] 

Nadyrshina et al., 

2012 [9] 

3  c.375dupC p. Ala126fs duplication Novel  

4  c.407dupG p. Gly136fs  Novel  

5 rs762979302 с.358C>T p. Arg120* 
nonsense 

mutations 

Bardai et al., 2016 

[11] 

6 rs72667036 c.658C>T p. Arg220*  

Gentile et al., 2013 

[12] 

Lin et al., 2015 [6] 

Zhang et al., 2015 

[13] 

Zhang et al., 2011 [2] 

Körkkö et al., 1998 

[14] 

Lindahl et al., 2015 

[5] 

7  с.967G>T p. Gly323*  
Nadyrshina et al., 

2012 [9] 

8 rs72645366 c.1081C>T p. Arg361*  

Körkkö et al., 1998 

[14] 

Benušiené and 

Kucinskas, 2003 [15] 

Roschger et al., 2008 

[16] 

Zhang et al., 2011 [2] 

Lindahl et al., 2015 

[5] 

van Dijk et al., 2011 

[17] 

Zhytnik et al., 2019 

[8] 
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Nadyrshina et al., 

2012 [9] 

9 rs72648326 c.1243C>T p. Arg415*  

Willing et al., 1996 

[18] 

Ries-Levavi et al., 

2004 [19] 

Reis et al., 2005 [20] 

Lindahl et al., 2015 

[5] 

Hruskova et al., 2016 

[21] 

10 rs72653161 c.2869C>T p. Gln957*  

Ries-Levavi et al., 

2004 [19] 

Nadyrshina et al., 

2012 [9] 

11 rs72653173 c.3076C>T p. Arg1026*  

Ries et al., 2000 [22] 

Ries-Levavi et al., 

2004 [19] 

Hartikka et al., 2004 

[23] 

Gentile et al., 2013 

[12] 

Zhang et al., 2011 [2] 

Niramitmahapanya 

et al., 2013 [24] 

Lin et al., 2015 [6] 

Kaneto et al., 2014 

[25] 

Duan et al., 2016 [26] 

12  c.3792delG p. Met1264fs 
Frameshift 

mutation 
Novel 

13 rs67569268 c.858+1G>A -  
Körkkö et al., 1998 

[14] 

14 rs72648337 c.1354-12G>A -  

Körkkö et al., 1998 

[14] 

Marini et al., 2007 

[27] 

Lindahl et al., 2015 

[5] 

Lin et al., 2015 [6] 

15 rs67693970 c.2461G>A p. Gly821Ser 
missense 

mutation 

Marini et al., 2007 

[27] 

Lund et al., 1997 [28] 

Wang et al., 2006 [29] 

Venturi et al., 2006 

[4] 

Lee et al., 2006 [30] 

Zhang et al., 2011 [2] 

Fuccio et al., 2011 [3] 

Lin et al., 2015 [6] 

Lindahl et al., 2015 

[5] 
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Kloen et al., 2018 [31] 

Mohd Nawawi et al., 

2018 [32] 

Ho Duy et al., 2016 

[33] 

16 rs72653141 c.2569G>T p. Gly857Cys  

Marini et al., 2007 

[27] 

Wang et al., 2015 [34] 

COL1A2 

1 rs756743425 c.647G>A p. Arg216His 
missense 

mutation 
Novel  

2 rs906553840 c. 874G>A p. Gly292Ser  

Lindahl et al., 2015 

[5] 

Ho Duy et al., 2016 

[33] 

Rolvien et al., 2018 

[7] 

3 rs758673298 c.1826G>A p. Arg609Gln  Novel  

4 rs68132885 с.1197+5G>A -  

Lindahl et al., 2015 

[5] 

Marini et al., 2007 

[27] 

Nicholls et al., 1996 

[35] 

5  c.2341G>C p. Gly781Arg  Novel 

6 rs1554398261 c.2756G>A p. Gly919Asp  
Barkova et al., 2014 

[36] 

7  c.2971G>C p. Gly991Arg  Novel 

8 rs72659319 c.3034G>A p. Gly1012Ser  

Marini et al., 2007 

[27] 

Marini et al., 1993 

[37] 

Sztrolovics et al., 

1993 [38] 

Forlino et al., 1997 

[39] 

Hartikka et al., 2004 

[23] 

Lee et al., 2006 [30] 

Lindahl et al., 

2015[5] 

Ho Duy et al., 2016 

[33] 

Stephen et al., 2015 

[40] 

Mohd Nawawi et al., 

2018 [32] 

9  c.3277G>A p. Gly1093Ser  Novel 

10  с.3977A>G p. Lys1326Arg  Novel 

11  c.1897_1902dupGCTGGT 
p. 

Ala633_Gly634dup 
duplication Novel 

P3H1 1  c.1051G>T p. Glu351* 
nonsense 

mutation 
Novel 
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IFITM5 1 rs587776916 c.-14C>T - 
start codon 

mutation 

Semler et al., 2012 

[41] 

Balasubramanian et 

al., 2013 [42] 

Cho et al., 2012 [43] 

Grover et al., 2013 

[44] 

Takagi et al., 2013 

[45] 

Kim et al., 2013 [46] 

Zhang et al., 2013 

[47] 

Guillén-Navarro et 

al., 2014 [48] 

Rauch et al., 2014 

[49] 

Lazarus et al., 2014 

[50] 
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