	SUPPLEMENTARY TABLE 2. Glycine substitutions in COL1A2

	Triplet 
	Nucleotide

Change a
	Mutation

 Position b
	Aminoacid

Substitution c
	Aminoacid

Substitution d
	Bächinger 

Score e
	Phenotype f
   Lethal       Non-lethal
	Reference
	Unpublished 

(personal communications)

	10
	c.353G>A
	A-2
	Gly28Asp
	p.Gly118Asp
	2
	
	I
	
	Korkko and Prockop

	12
	c.371G>A
	A-2
	Gly34Asp
	p.Gly124Asp
	0
	
	IV
	
	Byers

	14
	c.389G>A
	A-2
	Gly40Asp
	p.Gly130Asp
	1
	
	IV
	
	Hyland and Prockop

	15
	c.397G>A
	A-1
	Gly43Ser
	p.Gly133Ser
	2
	
	IV
	
	Byers

	26
	c.497G>T
	T-2
	Gly76Val
	p.Gly166Val
	1
	
	I
	
	Byers

	26
	c.497G>T
	T-2
	Gly76Val
	p.Gly166Val
	1
	
	I/IV
	
	Hyland and Prockop

	34
	c.569G>T
	T-2
	Gly100Val
	p.Gly190Val
	2
	
	I/IV
	
	De Paepe

	35
	c.578G>A
	A-1
	Gly103Ser
	p.Gly193Ser
	2
	
	I
	
	Nuytinck and De Paepe

	35
	c.579G>A
	A-2
	Gly103Asp
	p.Gly193Asp
	2
	
	III
	
	Marini and Cabral

	38
	c.605G>C
	C-1
	Gly112Arg
	p.Gly202Arg
	2
	
	IV
	
	Byersn

	38
	c.605G>C
	C-1
	Gly112Arg
	p.Gly202Arg
	2
	
	I/IV
	
	De Paepe

	38
	c.606G>A
	A-2
	Gly112Asp
	p.Gly202Asp
	2
	
	IV
	
	Byers

	44
	c.632G>A
	A-2
	Gly121Asp
	p.Gly211Asp
	1
	
	I
	(Zhuang, et al., 1996)
	

	44
	c.632G>A
	A-2
	Gly121Asp
	p.Gly211Asp
	1
	
	IV
	
	Marini

	43
	c.650G>T
	T-2
	Gly127Val
	p.Gly217Val
	1.5
	
	IV
	(Ward, et al., 2001)
	

	53
	c.740G>A
	A-2
	Gly157Asp
	p.Gly247Asp
	0
	
	III/IV
	
	Byers

	53
	c.740G>A
	A-2
	Gly157Asp
	p.Gly247Asp
	0
	
	III
	
	De Paepe

	53
	c.740G>A
	A-2
	Gly157Asp
	p.Gly247Asp
	0
	
	IV
	
	Roughley and Glorieux

	55
	c.758G>A
	A-2
	Gly163Asp
	p.Gly253Asp
	2
	
	III/IV
	
	Byers

	56
	c.767G>A
	A-2
	Gly166Asp
	p.Gly256Asp
	1.5
	
	III
	
	Byers

	56
	c.767G>T
	T-2
	Gly166Val
	p.Gly256Val
	1.5
	
	IV
	
	Hyland and Prockop

	59
	c.794G>A
	A-2
	Gly175Asp
	p.Gly265Asp
	1
	
	III
	(Lund, et al., 1997)
	

	62
	c.821G>A
	A-2
	Gly184Asp
	p.Gly274asp
	2
	
	IV
	(Ward, et al., 2001)
	

	62
	c.821G>T
	T-2
	Gly184Val
	p.Gly274Val
	2
	
	III
	
	Marini and Barnes 

	64
	c.838G>A
	A-1
	Gly190Ser
	p.Gly280Ser
	2
	
	IV
	
	Byers

	64
	c.838G>A
	A-1
	Gly190Ser
	p.Gly280Ser
	2
	
	IV
	
	Byers

	64
	c.838G>A
	A-1
	Gly190Ser
	p.Gly280Ser
	2
	
	IV
	
	Hyland and Prockop

	64
	c.838G>A
	A-1
	Gly190Ser
	p.Gly280Ser
	2
	
	I
	
	Korkko and Prockop

	64
	c.838G>A
	A-1
	Gly190Ser
	p.Gly280Ser
	2
	
	I
	
	Hyland and Prockop

	64
	c.838G>A
	A-1
	Gly190Ser
	p.Gly280Ser
	2
	
	I
	
	Roughley and Glorieux

	64
	c.838G>A
	A-1
	Gly190Ser
	p.Gly280Ser
	2
	
	IV
	
	Marini and Barnes 

	66
	c.857G>C
	C-2
	Gly196Ala
	p.Gly286Ala
	1
	
	IV
	(Ward, et al., 2001)
	

	66
	c.857G>T
	T-2
	Gly196Val
	p.Gly286Val
	1
	
	II/III
	
	Hyland and Prockop

	67
	c.866G>C
	C-2
	Gly199Ala
	p.Gly289Ala
	1
	
	IV
	(Krakow, et al., 1996)
	

	67
	c.866G>T
	T-2
	Gly199Val
	p.Gly289Val
	1
	
	III
	
	Roughley and Glorieux

	69
	c.884G>T
	T-2
	Gly205Val
	p.Gly295Val
	2
	
	III
	
	Cohn, King and Krakow

	70
	c.892G>C
	C-1
	Gly208Arg
	p.Gly298Arg
	1
	
	IV
	(Ward, et al., 2001)
	

	73
	c.920G>A
	A-2
	Gly217Asp
	p.Gly307Asp
	0
	
	IV
	
	Marini and Cabral

	74
	c.928G>C
	C-1
	Gly220Arg
	p.Gly310Arg
	0
	
	I
	
	Korkko and Prockop

	76
	c.946G>C
	C-1
	Gly226Arg
	p.Gly316Arg
	1
	
	III
	
	Korkko and Prockop

	78
	c.964G>A
	A-1
	Gly232Ser
	p.Gly322Ser
	1.5
	
	I
	(Hartikka, et al., 2004)
	

	79
	c.974G>A
	A-2
	Gly235Glu
	p.Gly325Glu
	2
	II
	
	
	Hyland and Prockop

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	III
	(Rose, et al., 1995)
	

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	IV
	(Pepin, et al., 1997)
	

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	III
	(Nuytinck, et al., 1997)
	

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	IV
	(Nuytinck, et al., 1997)
	

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	I/IV
	(Lund, et al., 1998)
	

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	IV
	(Reid, et al., 2000)
	

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	III
	
	Korkko and Prockop

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	III
	
	Korkko and Prockop

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	III
	
	Korkko and Prockop

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	IV
	
	Hyland and Prockop

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	I/IV
	
	Byers

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	I
	
	Byers

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	I/IV
	
	Byers

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	I/IV
	
	Byers

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	IV
	
	Byers

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	IV
	
	Byers

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	III/IV
	
	Byers

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	III/IV
	
	Byers

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	IV
	
	Marini and Cabral

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	III
	
	Marini

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	III
	
	De Paepe

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	III/IV
	
	De Paepe

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	IV
	
	De Paepe

	80
	c.982G>A
	A-1
	Gly238Ser
	p.Gly328Ser
	1.5
	
	IV
	
	De Paepe

	80
	c.982G>T
	T-1
	Gly238Cys
	p.Gly328Cys
	1.5
	
	III
	(Trummer, et al., 2001)
	

	80
	c.983G>A
	A-2
	Gly238Asp
	p.Gly328Asp
	1.5
	
	III
	
	Byers

	81
	c.992G>A
	A-2
	Gly241Asp
	p.Gly331Asp
	1
	
	III
	(Lund, et al., 1999)
	

	81
	c.992G>T
	T-2
	Gly241Val
	p.Gly331Val
	1
	
	III
	
	Roughley and Glorieux

	82
	c.1000G>A
	A-1
	Gly244Ser
	p.Gly334Ser
	0
	
	IV
	
	Marini

	83
	c.1009G>T
	T-1
	Gly247Cys
	p.Gly337Cys
	1
	
	III
	(Marini, et al., 1993b)
	

	83
	c.1009G>T
	T-1
	Gly247Cys
	p.Gly337Cys
	1
	
	III
	(Lund, et al., 1999)
	

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	I
	(Zhuang, et al., 1996)
	

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	IV
	(De Vos, et al., 2000)
	

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	I/IV
	
	Korkko and Prockop

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	IV
	
	Korkko and Prockop

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	I
	
	Korkko and Prockop

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	I
	
	Korkko and Prockop

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	I/IV
	
	Korkko and Prockop

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	III
	
	Marini and Cabral

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	IV
	
	Byers

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	IV
	
	Byers

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	IV
	
	De Paepe

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	IV
	
	De Paepe

	83
	c.1009G>A
	A-1
	Gly247Ser
	p.Gly337Ser
	1
	
	IV
	
	De Paepe

	83
	c.1009G>C
	C-1
	Gly247Arg
	p.Gly337Arg
	1
	
	III/IV
	
	Byers

	83
	c.1009-10GG>CC
	C-1,2
	Gly247Pro
	p.Gly337Pro
	1
	
	III
	(Ward, et al., 2001)
	

	84
	c.1018G>C
	C-1
	Gly250Arg
	p.Gly340Arg
	1
	
	IV
	
	Byers

	84
	c.1018G>A
	A-1
	Gly250Ser
	p.Gly340Ser
	1
	
	III
	
	Marini

	86
	c.1036G>T
	T-1
	Gly256Cys
	p.Gly346Cys
	2
	
	III/IV
	
	Byers

	86
	c.1036G>A
	A-1
	Gly256Ser
	p.Gly346Ser
	2
	
	III
	
	Mottes and Lievore

	87
	c.1045G>A
	A-1
	Gly259Ser
	p.Gly349Ser
	2
	
	IV
	
	Lund

	87
	c.1045G>T
	T-1
	Gly259Cys
	p.Gly349Cys
	2
	
	III/IV
	(Wenstrup, et al., 1991)
	

	90
	c.1072G>T
	T-1
	Gly268Cys
	p.Gly358Cys
	1
	
	III
	(Lund, et al., 1997)
	

	90
	c.1072G>A
	A-1
	Gly268Ser
	p.Gly358Ser
	1
	
	IV
	
	Marini and Cabral

	92
	c.1091G>A
	A-1
	Gly274Ser
	p.Gly364Ser
	1
	
	IV
	(Ward, et al., 2001)
	

	93
	c.1100G>T
	T-1
	Gly277Trp
	p.Gly367Trp
	1
	
	III
	(Nuytinck, et al., 2000)
	

	94
	c.1108G>A
	A-1
	Gly280Ser
	p.Gly370Ser
	2
	
	III
	(Lund, et al., 1997)
	

	94
	c.1108G>A
	A-1
	Gly280Ser
	p.Gly370Ser
	2
	
	III
	
	Lund

	94
	c.1109G>C
	C-2
	Gly280Ala
	p.Gly370Ala
	2
	
	IV
	(Hartikka, et al., 2004)
	

	96
	c.1127G>A
	A-2
	Gly286Asp
	p.Gly376Asp
	1
	
	III/IV
	(Lund, et al., 1997)
	

	96
	c.1127G>T
	T-2
	Gly286Val
	p.Gly376Val
	1
	
	IV
	
	Korkko and Prockop

	99
	c.1154G>A
	A-2
	Gly295Glu
	p.Gly385Glu
	0
	
	II/III
	
	Korkko and Prockop

	100
	c.1163G>T
	T-2
	Gly298Val
	p.Gly388Val
	1
	
	II/III
	
	Byers

	100
	c.1163G>T
	T-2
	Gly298Val
	p.Gly388Val
	1
	
	II/III
	
	Byers

	100
	c.1163G>T
	T-2
	Gly298Val
	p.Gly388Val
	1
	
	III
	
	Roughley and Glorieux

	101
	c.1171G>T
	T-1
	Gly301Cys
	p.Gly391Cys
	2
	
	IV
	(Ward, et al., 2001)
	

	101
	c.1171G>A
	A-1
	Gly301Ser
	p.Gly391Ser
	2
	
	III
	
	Korkko and Prockop

	106
	c.1216G>A
	A-1
	Gly316Ser
	p.Gly406Ser
	1.5
	
	IV
	(Hartikka, et al., 2004)
	

	107
	c.1226-27GA>TT
	T-2,3
	Gly319Val
	p.Gly409Val
	0
	II
	
	(Mottes, et al., 1998)
	

	107
	c.1226G>T
	T-2
	Gly319Val
	p.Gly409Val
	0
	II
	
	
	Korkko and Prockop

	110
	c.1252G>A
	A-1
	Gly328Ser
	p.Gly418Ser
	2
	
	II/III
	
	Hyland and Prockop

	110
	c.1253G>A
	A-2
	Gly328Asp
	p.Gly418Asp
	2
	
	II/III
	
	Korkko and Prockop

	112
	c.1270G>A
	A-1
	Gly334Ser
	p.Gly424Ser
	1
	
	IV
	
	Korkko and Prockop

	113
	c.1279G>A
	A-1
	Gly337Ser
	p.Gly427Ser
	2
	
	III/IV
	
	Byers

	113
	c.1279G>A
	A-1
	Gly337Ser
	p.Gly427Ser
	2
	
	IV
	
	Marini and Dawson

	115
	c.1298G>A
	A-2
	Gly343Glu
	p.Gly433Glu
	1
	II
	
	(Rose, et al., 1993)
	

	115
	c.1298G>A
	A-2
	Gly343Glu
	p.Gly433Glu
	1
	II
	
	
	Byers

	119
	c.1333G>C
	C-1
	Gly355Arg
	p.Gly445Arg
	1
	II
	
	
	Nuytinck and De Paepe

	120
	c.1343G>A
	A-2
	Gly358Glu
	p.Gly448Glu
	2
	II/III
	
	
	Cohn, King and Krakow

	122
	c.1360G>T
	T-1
	Gly364Cys
	p.Gly454Cys
	0
	II
	
	
	Byers

	124
	c.1378G>A
	A-1
	Gly370Ser
	p.Gly460Ser
	2
	
	III
	(Zhuang, et al., 1996)
	

	124
	c.1378G>A
	A-1
	Gly370Ser
	p.Gly460Ser
	2
	
	III
	
	Marini and Cabral

	124
	c.1378G>A
	A-1
	Gly370Ser
	p.Gly460Ser
	2
	
	III
	
	Marini

	124
	c.1378G>A
	A-1
	Gly370Ser
	p.Gly460Ser
	2
	
	III
	
	De Paepe

	124
	c.1378G>A
	A-1
	Gly370Ser
	p.Gly460Ser
	2
	
	III
	
	Byers

	124
	c.1378G>A
	A-1
	Gly370Ser
	p.Gly460Ser
	2
	
	II/III
	
	Hyland and Prockop

	124
	c.1378G>A
	A-1
	Gly370Ser
	p.Gly460Ser
	2
	
	 III
	
	Korkko and Prockop

	124
	c.1378G>A
	A-1
	Gly370Ser
	p.Gly460Ser
	2
	
	II/III
	
	Korkko and Prockop

	124
	c.1378G>A
	A-1
	Gly370Ser
	p.Gly460Ser
	2
	
	IV
	(Hartikka, et al., 2004)
	

	127
	c.1406G>C
	C-2
	Gly379Ala
	p.Gly469Ala
	1
	
	IV
	(Johnson, et al., 2002)
	

	130
	c.1433G>A
	A-2
	Gly388Asp
	p.Gly478Asp
	0
	
	II/III
	
	Hyland and Prockop

	130
	c.1433G>T
	T-2
	Gly388Val
	p.Gly478Val
	0
	
	II/III
	
	Hyland and Prockop

	132
	c.1451G>T
	T-2
	Gly394Val
	p.Gly484Val
	1
	
	III/IV
	(Lund, et al., 1997)
	

	132
	c.1451G>A
	A-2
	Gly394Glu
	p.Gly484Glu
	1
	
	I
	
	De Paepe

	134
	c.1469-70GC>GA
	A-2,3
	Gly400Glu
	p.Gly490Glu
	1
	
	IV
	
	Byers

	135
	c.1478G>A
	A-2
	Gly403Glu
	p.Gly493Glu
	1.5
	
	IV
	
	Lund

	137
	c.1496G>T
	T-2
	Gly409Val
	p.Gly499Val
	1
	II
	
	
	Cohn, King and Krakow

	140
	c.1523G>A
	A-2
	Gly418Asp
	p.Gly508Asp
	1
	
	III
	
	Roughley and Glorieux

	141
	c.1531G>A
	A-1
	Gly421Ser
	p.Gly511Ser
	1
	
	IV
	
	Mottes and Lievore

	141
	c.1532G>A
	A-2
	Gly421Asp
	p.Gly511Asp
	1
	II
	
	(Forlino, et al., 1998)
	

	141
	c.1532G>T
	T-2
	Gly421Val
	p.Gly511Val
	1
	II
	
	
	Korkko and Prockop

	143
	c.1549G>C
	C-1
	Gly427Arg
	p.Gly517Arg
	1
	
	III
	(Sztrolovics, et al., 1994)
	

	143
	c.1549G>C
	C-1
	Gly427Arg
	p.Gly517Arg
	1
	
	III
	
	Hyland and Prockop

	144
	c.1558G>A
	A-1
	Gly430Ser
	p.Gly520Ser
	2
	
	IV
	
	Roughley and Glorieux

	146
	c.1576G>A
	A-1
	Gly436Arg
	p.Gly526Arg
	1
	
	osteoporosis
	(Dawson, et al., 1999)
	

	146
	c.1577G>A
	A-2
	Gly436Glu
	p.Gly526Glu
	1
	
	III
	(Ward, et al., 2001)
	

	146
	c.1577G>A
	A-2
	Gly436Glu
	p.Gly526Glu
	1
	
	III/IV
	
	Byers

	147
	c.1585G>T
	T-1
	Gly439Cys
	p.Gly529Cys
	1
	
	IV
	(Mottes, et al., 1996)
	

	148
	c.1595G>A
	A-2
	Gly442Glu
	p.Gly532Glu
	2
	
	IV
	(Ward, et al., 2001)
	

	151
	c.1621G>T
	T-1
	Gly451Cys
	p.Gly541Cys
	1
	II
	
	
	Byers

	152
	c.1630G>A
	A-1
	Gly454Ser
	p.Gly544Ser
	1
	
	IV
	
	Lund

	152
	c.1631G>T
	T-2
	Gly454Val
	p.Gly544Val
	1
	II
	
	
	Byers

	153
	c.1639G>C
	C-1
	Gly457Arg
	p.Gly547Arg
	2
	II
	
	(Bateman, et al., 1992)
	

	155
	c.1658G>A
	A-2
	Gly463Asp
	p.Gly553Asp
	1
	II
	
	
	Steinmann and Giunta

	158
	c.1684G>T
	T-1
	Gly472Cys
	p.Gly562Cys
	2
	II
	
	(Edwards, et al., 1992)
	

	166
	c.1756G>C
	C-1
	Gly496Arg
	p.Gly586Arg
	2
	II
	
	(Bateman, et al., 1990)
	

	168
	c.1774G>A
	A-1
	Gly502Ser
	p.Gly592Ser
	2
	II
	
	(Rose, et al., 1994b)
	

	168
	c.1774G>A
	A-1
	Gly502Ser
	p.Gly592Ser
	2
	II
	
	(Rose, et al., 1994b)
	

	168
	c.1774G>A
	A-1
	Gly502Ser
	p.Gly592Ser
	2
	II
	
	(Rose, et al., 1994b)
	

	168
	c.1774G>A
	A-1
	Gly502Ser
	p.Gly592Ser
	2
	II
	
	
	De Paepe

	169
	c.1783G>T
	T-1
	Gly505Cys
	p.Gly595Cys
	1
	II
	
	
	Hyland and Prockop

	169
	c.1783G>A
	A-1
	Gly505Ser
	p.Gly595Ser
	1
	
	IV
	(Hartikka, et al., 2004)
	

	170
	c.1793G>T
	T-2
	Gly508Val
	p.Gly598Val
	0
	
	III/IV
	
	De Paepe

	171
	c.1801G>A
	A-1
	Gly511Ser
	p.Gly601Ser
	1
	
	IV
	(Ward, et al., 2001)
	

	171
	c.1801G>A
	A-1
	Gly511Ser
	p.Gly601Ser
	1
	
	IV
	
	Marini and Moriarty

	171
	c.1801G>A
	A-1
	Gly511Ser
	p.Gly601Ser
	1
	
	IV
	
	Marini and Moriarty

	171
	c.1802G>A
	A-2
	Gly511Asp
	p.Gly601Asp
	1
	
	IV
	
	Byers

	176
	c.1838G>A
	A-1
	Gly526Ser
	p.Gly616Ser
	1
	II
	
	
	Byers

	180
	c.1882G>C
	C-1
	Gly538Arg
	p.Gly628Arg
	1
	
	IV
	(Ward, et al., 2001)
	

	182
	c.1901G>T
	T-2
	Gly544Val
	p.Gly634Val
	1
	
	IV
	(Sztrolovics, et al., 1993)
	

	183
	c.1910G>A
	A-2
	Gly547Asp
	p.Gly637Asp
	1
	II
	
	(Bonadio, et al., 1988)
	

	183
	c.1910G>A
	A-2
	Gly547Asp
	p.Gly637Asp
	1
	II
	
	
	Byers

	184
	c.1919G>A
	A-2
	Gly550Glu
	p.Gly640Glu
	1.5
	II
	
	
	Cohn, King and Krakow

	186
	c.1937G>T
	T-2
	Gly556Val
	p.Gly646Val
	0
	
	III
	
	Cohn, King and Krakow

	191
	c.1981G>A
	A-1
	Gly571Ser
	p.Gly661Ser
	1
	
	I/IV
	
	De Paepe

	191
	c.1982G>T
	T-2
	Gly571Val
	p.Gly661Val
	1
	
	I
	
	Hyland and Prockop

	192
	c.1992G>A
	A-2
	Gly574Asp
	p.Gly664Asp
	1
	
	III
	(Ward, et al., 2001)ine
	

	194
	c.2009G>A
	A-2
	Gly580Asp
	p.Gly670Asp
	1
	II
	
	(Niyibizi, et al., 1992)
	

	194
	c.2009G>A
	A-2
	Gly580Asp
	p.Gly670Asp
	1
	II
	
	
	Byers

	196
	c.2027G>C
	C-1
	Gly586Arg
	p.Gly676Arg
	1
	
	I
	(Ward, et al., 2001)
	

	196
	c.2028G>T
	T-2
	Gly586Val
	p.Gly676Val
	1
	
	IV
	(Bateman, et al., 1991)
	

	196
	c.2028G>T
	T-2
	Gly586Val
	p.Gly676Val
	1
	
	III
	(Forlino, et al., 1994)
	

	196
	c.2028G>A
	A-2
	Gly586Asp
	p.Gly676Asp
	1
	
	III
	
	Byers

	198
	c.2045G>A
	A-2
	Gly592Asp
	p.Gly682Asp
	2
	
	III
	
	Byers

	204
	c.2098G>T
	T-1
	Gly610Cys
	p.Gly700Cys
	2
	
	IV
	(McBride, et al., 1999)
	

	204
	c.2099G>A
	A-2
	Gly610Asp
	p.Gly700Asp
	2
	
	III
	
	Roughley and Glorieux

	208
	c.2134G>A
	A-1
	Gly622Ser
	p.Gly712Ser
	2
	
	III
	(Lund, et al., 1997)
	

	208
	c.2134G>A
	A-1
	Gly622Ser
	p.Gly712Ser
	2
	
	III/IV
	
	Byers

	208
	c.2135G>A
	A-2
	Gly622Asp
	p.Gly712Asp
	2
	II
	
	
	Nuytinck and De Paepe

	209
	c.2144G>A
	A-2
	Gly625Asp
	p.Gly715Asp
	1
	II
	
	(Byers, et al., 1993)
	

	209
	c.2144G>A
	A-2
	Gly625Asp
	p.Gly715Asp
	1
	II
	
	
	Nuytinck and De Paepe

	210
	c.2152G>A
	A-1
	Gly628Ser
	p.Gly718Ser
	2
	II
	
	
	De Paepe

	210
	c.2152G>A
	A-1
	Gly628Ser
	p.Gly718Ser
	2
	II
	
	
	Korkko and Prockop

	211
	c.2161G>A
	A-1
	Gly631Ser
	p.Gly721Ser
	1
	II
	
	
	Byers

	214
	c.2188G>T
	T-1
	Gly640Cys
	p.Gly730Cys
	0
	
	II/III
	(Gomez-Lira, et al., 1994)
	

	216
	c.2206G>T
	T-1
	Gly646Cys
	p.Gly736Cys
	0
	
	I
	(Wenstrup, et al., 1991)
	

	216
	c.2206G>T
	T-1
	Gly646Cys
	p.Gly736Cys
	0
	
	I
	(Wenstrup, et al., 1993)
	

	216
	c.2206G>T
	T-1
	Gly646Cys
	p.Gly736Cys
	0
	
	IV
	
	Byers

	216
	c.2206G>T
	T-1
	Gly646Cys
	p.Gly736Cys
	0
	
	IV
	
	Byers

	217
	c.2215G>A
	A-1
	Gly649Arg
	p.Gly739Arg
	2
	
	III
	
	Marini

	219
	c.2234G>A
	A-2
	Gly655Glu
	p.Gly745Glu
	2
	
	III
	
	Korkko and Prockop

	221
	c.2251G>A
	A-1
	Gly661Ser
	p.Gly751Ser
	1
	
	osteoporosis
	(Spotila, et al., 1991)
	

	223
	c.2270G>T
	T-2
	Gly667Val
	p.Gly757Val
	1
	
	III
	
	Cohn, King and Krakow

	225
	c.2288G>T
	T-2
	Gly673Val
	p.Gly763Val
	2
	
	III/IV
	(Lund, et al., 1997)
	

	225
	c.2288G>T
	T-2
	Gly673Val
	p.Gly763Val
	2
	
	III/IV
	
	Byers

	226
	c.2296G>A
	A-1
	Gly676Ser
	p.Gly766Ser
	1
	
	I
	
	Korkko and Prockop

	226
	c.2297G>T
	T-2
	Gly676Val
	p.Gly766Val
	1
	
	IV
	(Wang, et al., 1993a)
	

	226
	c.2297G>T
	T-2
	Gly676Val
	p.Gly766Val
	1
	
	IV
	
	Marini

	227
	c.2306G>T
	T-2
	Gly679Val
	p.Gly769Val
	2
	
	II/III
	
	Byers

	228
	c.2314G>A
	A-1
	Gly682Ser
	p.Gly772Ser
	2
	
	IV
	(Nuytinck, et al., 1997)
	

	228
	c.2314G>A
	A-1
	Gly682Ser
	p.Gly772Ser
	2
	
	IV
	
	Lund

	228
	c.2314G>A
	A-1
	Gly682Ser
	p.Gly772Ser
	2
	
	IV
	
	Byers

	228
	c.2314G>A
	A-1
	Gly682Ser
	p.Gly772Ser
	2
	
	IV
	
	Byers

	228
	c.2314G>A
	A-1
	Gly682Ser
	p.Gly772Ser
	2
	
	III
	
	Byers

	230
	c.2332G>A
	A-1
	Gly688Ser
	p.Gly778Ser
	1
	
	III/IV
	(Raghunath, et al., 1995)
	

	232
	c.2350G>C
	C-1
	Gly694Arg
	p.Gly784Arg
	1
	II
	
	(Tsuneyoshi, et al., 1991)
	

	232
	c.2350G>A
	A-1
	Gly694Ser
	p.Gly784Ser
	1
	
	III
	
	Byers

	233
	c.2359G>T
	T-1
	Gly697Cys
	p.Gly787Cys
	1
	II
	
	(Mottes, et al., 1998)
	

	234
	c.2369G>A
	A-2
	Gly700Asp
	p.Gly790Asp
	0
	II
	
	(Cohen-Solal, et al., 1994)
	

	235
	c.2377G>A
	A-1
	Gly703Arg
	p.Gly793Arg
	1
	
	III
	
	Marini and Cabral

	235
	c.2377G>C
	C-1
	Gly703Arg
	p.Gly793Arg
	1
	
	III/IV
	(Hartikka, et al., 2004)
	

	236
	c.2386G>A
	A-1
	Gly706Ser
	p.Gly796Ser
	2
	II
	
	(Wang, et al., 1993b)
	

	236
	c.2386G>A
	A-1
	Gly706Ser
	p.Gly796Ser
	2
	II
	
	
	Marini

	236
	c.2387G>C
	C-2
	Gly706Ala
	p.Gly796Ala
	2
	
	IV
	
	Korkko and Prockop

	239
	c.2414G>T
	T-1
	Gly715Cys
	p.Gly805Cys
	2
	
	IV
	
	Byers

	247
	c.2486G>A
	A-1
	Gly739Ser
	p.Gly829Ser
	1
	
	IV
	
	Roughley and Glorieux

	249
	c.2503G>A
	A-1
	Gly745Ser
	p.Gly835Ser
	1
	
	I
	(Zhuang, et al., 1996)
	

	253
	c.2538G>C
	C-1
	Gly757Arg
	p.Gly847Arg
	1.5
	II
	
	
	Byers

	255
	c.2557G>T
	T-2
	Gly763Val
	p.Gly853Val
	1
	
	I/IV
	
	De Paepe

	257
	c.2575G>A
	A-1
	Gly769Ser
	p.Gly859Ser
	1
	
	I
	(Hartikka, et al., 2004)
	

	263
	c.2629G>T
	T-1
	Gly787Cys
	p.Gly877Cys
	1
	II
	
	(Fertala, et al., 1993)
	

	264
	c.2638G>A
	A-1
	Gly790Ser
	p.Gly880Ser
	2
	
	IV
	
	Korkko and Prockop

	264
	c.2638G>A
	A-1
	Gly790Ser
	p.Gly880Ser
	2
	
	IV
	
	Korkko and Prockop

	268
	c.2675G>A
	A-2
	Gly802Asp
	p.Gly892Asp
	2
	
	III/IV
	(Lund, et al., 1996)
	

	269
	c.2684G>A
	A-2
	Gly805Asp
	p.Gly805Asp
	0
	II
	
	(Grange, et al., 1990)
	

	271
	c.2701G>A
	A-1
	Gly811Ser
	p.Gly901Ser
	2
	
	IV
	(Nuytinck, et al., 1997)
	

	271
	c.2701G>A
	A-1
	Gly811Ser
	p.Gly901Ser
	2
	II
	
	
	Byers

	272
	c.2710G>C
	C-1
	Gly814Arg
	p.Gly904Arg
	1
	
	I
	(Hartikka, et al., 2004)
	

	276
	c.2746G>C
	C-1
	Gly826Arg
	p.Gly916Arg
	1
	
	IV
	
	Lund

	276
	c.2746G>C
	C-1
	Gly826Arg
	p.Gly916Arg
	1
	
	I
	
	Roughley and Glorieux

	283
	c.2809G>T
	T-1
	Gly847Cys
	p.Gly937Cys
	1
	
	IV
	
	Roughley and Glorieux

	286
	c.2836G>A
	A-1
	Gly856Arg
	p.Gly946Arg
	2
	II
	
	
	Lund

	287
	c.2845G>A
	A-1
	Gly859Ser
	p.Gly949Ser
	1
	
	III
	(Rose, et al., 1994a)
	

	287
	c.2845G>A
	A-1
	Gly859Ser
	p.Gly949Ser
	1
	
	III
	
	Mottes and Lievore

	287
	c.2845G>A
	A-1
	Gly859Ser
	p.Gly949Ser
	1
	
	II/III
	(Nuytinck, et al., 1997)
	

	287
	c.2845G>A
	A-1
	Gly859Ser
	p.Gly949Ser
	1
	II/III
	
	
	Cohn, King and Krakow

	287
	c.2845G>A
	A-1
	Gly859Ser
	p.Gly949Ser
	1
	II
	
	
	Byers

	289
	c.2863G>A
	A-1
	Gly865Ser
	p.Gly955Ser
	1
	II
	
	(Lamande, et al., 1989)
	

	289
	c.2863G>T
	T-1
	Gly865Cys
	p.Gly955Cys
	1
	
	III
	
	Byers

	294
	c.2909G>A
	A-2
	Gly880Asp
	p.Gly970Asp
	2
	II
	
	
	De Paepe

	295
	c.2918G>T
	T-2
	Gly883Val
	p.Gly973Val
	1
	
	III
	(Lund, et al., 1999)
	

	295
	c.2918G>A
	A-2
	Gly883Asp
	p.Gly973Asp
	1
	
	I/IV
	
	De Paepe

	298
	c.2945G>T
	T-2
	Gly892Val
	p.Gly982Val
	1
	II
	
	
	Nuytinck and De Paepe

	300
	c.2963G>T
	T-2
	Gly898Val
	p.Gly988Val
	2
	
	III
	
	Marini and Cabral

	303
	c.2990G>A
	A-2
	Gly907Asp
	p.Gly997Asp
	1.5
	II
	
	(Baldwin, et al., 1989)
	

	306
	c.3016G>A
	A-1
	Gly916Ser
	p.Gly1006Ser
	1
	
	III/IV
	
	Byers

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	IV
	(Marini, et al., 1993a)
	

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	IV
	(Sztrolovics, et al., 1993)
	

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	IV
	(Forlino, et al., 1997)
	

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	IV
	
	Byers

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	IV
	
	Byers

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	III
	
	Nuytinck and De Paepe

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	III
	
	De Paepe

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	III/IV
	
	De Paepe

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	III
	
	Marini and Barnesication

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	IV
	
	Marini and Cabral

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	IV
	(Hartikka, et al., 2004)
	

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	IV
	
	Lund, 

	308
	c.3034G>A
	A-1
	Gly922Ser
	p.Gly1012Ser
	2
	
	IV
	
	Korkko and Prockop

	309
	c.3043G>C
	C-1
	Gly925Arg
	p.Gly1015Arg
	2
	
	III
	
	Nuytinck and De Paepe

	309
	c.3043G>C
	C-1
	Gly925Arg
	p.Gly1015Arg
	2
	
	IV
	
	Marini

	313
	c.3079G>A
	A-1
	Gly937Arg
	p.Gly1027Arg
	1
	II
	
	
	Korkko and Prockop

	313
	c.3080G>A
	A-2
	Gly937Glu
	p.Gly1027Glu
	1
	II
	
	
	Byers

	316
	c.3106G>C
	C-1
	Gly946Arg
	p.Gly1036Arg
	1
	
	III
	
	Korkko and Prockop

	317
	c.3116G>A
	A-2
	Gly949Asp
	p.Gly1039Asp
	1
	II
	
	
	Korkko and Prockop

	318
	c.3123G>A
	A-1
	Gly952Ser
	p.Gly1042Ser
	2
	
	III
	
	Cohn, King and Krakowi

	321
	c.3151G>A
	A-1
	Gly961Ser
	p.Gly1051Ser
	2
	
	III
	
	Roughley and Glorieux

	323
	c.3169G>T
	T-1
	Gly967Cys
	p.Gly1057Cys
	1.5
	
	III
	
	Roughley and Glorieux

	326
	c.3197G>A
	A-2
	Gly976Asp
	p.Gly1066Asp
	1
	II
	
	(Byers, 1990)
	

	330
	c.3233G>A
	A-2
	Gly988Asp
	p.Gly1078Asp
	1
	
	IV
	
	Byers

	330
	c.3233G>A
	A-2
	Gly988Asp
	p.Gly1078Asp
	1
	
	I
	
	Hyland and Prockop

	331
	c.3242G>T
	T-2
	Gly991Val
	p.Gly1081Val
	1
	
	II/III
	
	Hyland and Prockop

	332
	c.3251G>T
	T-2
	Gly994Val
	p.Gly1084Val
	1
	II
	
	
	Byers

	334
	c.3268G>T
	T-1
	Gly1000Cys
	p.Gly1090Cys
	2
	
	III/IV
	
	Byers

	336
	c.3287G>C
	C-2
	Gly1006Ala
	p.Gly1096Ala
	2
	
	III
	(Lu, et al., 1995)
	

	337
	c.3295G>A
	A-1
	Gly1009Arg
	p.Gly1099Arg
	2
	
	III
	
	Korkko and Prockop

	338
	c.3304G>C
	C-1
	Gly1012Arg
	p.Gly1102Arg
	1
	
	IV
	(Wenstrup, et al., 1988)
	

	338
	c.3304G>A
	A-1
	Gly1012Ser
	p.Gly1102Ser
	1
	
	I
	(Hartikka, et al., 2004)
	

	338
	c.3305G>A
	A-2
	Gly1012Asp
	p.Gly1102Asp
	1
	
	III/IV
	
	Byers

	338
	c.3305G>T
	T-2
	Gly1012Val
	p.Gly1102Val
	1
	
	IV
	
	Byers


aNucleotide change: refers to the cDNA position (NM_000089.3). Numbered from the first base of the start codon.

bMutation position: lists the substituting nucleotide and its 1st or 2nd position in the triplet GGN coding for  the Gly of the triplets Gly-Xaa-Yaa.

cAminoacid substitution: numbered from the first glycine of the triple helix.

dAminoacid substitution: numbered from the initiation codon ATG.

eBächinger Score: refers to the empirical values attributed to individual tripeptide units to define the thermal stability of collagen (Bächinger and Davis, 1991; Bächinger, et al., 1993).

fPhenotype: based on the classification proposed by Sillence (Sillence, et al., 1979).

OI/EDS is a combination of OI and Ehler Danlos Syndrome clinical symptoms.

OI II US represents a presumptive Type II OI based on ultrasound examination. The fetus was aborted and both clinical and radiographic data were concordant with a diagnosis of OI Type II.

References

Bächinger HP, Davis JM. 1991. Sequence specific thermal stability of the collagen triple helix. Int J Biol Macromol 13:152-6.

Bächinger HP, Morris NP, Davis JM. 1993. Thermal stability and folding of the collagen triple helix and the effects of mutations in osteogenesis imperfecta on the helix of type I collagen. Am J Med Genet 45:152-162.

Baldwin CT, Constantinou CD, Dumars KW, Prockop DJ. 1989. A single base mutation that converts glycine 907 of the a2(I) chain of type I procollagen to aspartate in a lethal variant of osteogenesis imperfecta. The single amino acid substitution near the carboxyl terminus destabilizes the whole triple helix. J Biol Chem 264:3002-6.

Bateman JF, Hannagan M, Chan D, Cole WG. 1991. Characterization of a type I collagen a2(I) glycine-586 to valine substitution in osteogenesis imperfecta type IV. Detection of the mutation and prenatal diagnosis by a chemical cleavage method. Biochem J 276 ( Pt 3):765-70.

Bateman JF, Hannagan M, Lamande S, Moeller I, Chan D, Cole WG. Collagen I mutations in perinatal lethal osteogenesis imperfecta; 1990; IV International Conference on Osteogenesis Imperfecta, Pavia, Italy.

Bateman JF, Moeller I, Hannagan M, Chan D, Cole WG. 1992. Lethal perinatal osteogenesis imperfecta due to a type I collagen a2(I) Gly to Arg substitution detected by chemical cleavage of an mRNA:cDNA sequence mismatch. Hum Mutat 1:55-62.

Bonadio J, Patterson E, Smiley E. 1988. RNA sequence analysis of perinatal lethal OI mutations. Collagen Relat. Res. 8:506-7.

Byers PH. 1990. Brittle bones--fragile molecules: disorders of collagen gene structure and expression. Trends Genet 6:293-300.

Byers PH, Starman BJ, Atkinson M, Willing MC, Cohn DM. Mosaicism in Osteogenesis Imperfecta; 1993; V International Conference on Osteogenesis Imperfecta, Oxford, UK.

Cohen-Solal L, Zylberberg L, Sangalli A, Gomez Lira M, Mottes M. 1994. Substitution of an aspartic acid for glycine 700 in the a2(I) chain of type I collagen in a recurrent lethal type II osteogenesis imperfecta dramatically affects the mineralization of bone. J Biol Chem 269:14751-8.

Dawson PA, Kelly TE, Marini JC. 1999. Extension of phenotype associated with structural mutations in type I collagen: Siblings with juvenile osteoporosis have an a2(I)Gly346-->Arg substitution. Journal of Bone and Mineral Research 14:449-455.

De Vos A, Sermon K, Van de Velde H, Joris H, Vandervorst M, Lissens W, De Paepe A, Liebaers I, Van Steirteghem A. 2000. Two pregnancies after preimplantation genetic diagnosis for osteogenesis imperfecta type I and type IV. Human Genetics 106:605-613.

Edwards MJ, Wenstrup RJ, Byers PH, Cohn DH. 1992. Recurrence of lethal osteogenesis imperfecta due to parental mosaicism for a mutation in the COL1A2 gene of type I collagen. The mosaic parent exhibits phenotypic features of a mild form of the disease. Human Mutation 1:47-54.

Fertala A, Westerhausen A, Morris G, Rooney JE, Prockop DJ. 1993. Two cysteine substitutions in procollagen I: a glycine replacement near the N-terminus of a1(I) chain causes lethal osteogenesis imperfecta and a glycine replacement in the a 2(I) chain markedly destabilizes the triple helix. Biochem J 289:195-9.

Forlino A, D'Amato E, Valli M, Camera G, Hopkins E, Marini JC, Cetta G, Coviello DA. 1997. Phenotypic comparison of an osteogenesis imperfecta type IV proband with a de novo a2(I) Gly922-->Ser substitution in type I collagen and an unrelated patient with an identical mutation. Biochemical and Molecular Medicine 62:26-35.

Forlino A, Keene DR, Schmidt K, Marini JC. 1998. An a2(I) glycine to aspartate substitution is responsible for the presence of a kink in type I collagen in a lethal case of osteogenesis imperfecta. Matrix Biol 17:575-84.

Forlino A, Zolezzi F, Valli M, Pignatti PF, Cetta G, Brunelli PC, Mottes M. 1994. Severe (type III) osteogenesis imperfecta due to glycine substitutions in the central domain of the collagen triple helix. Hum Mol Genet 3:2201-6.

Gomez-Lira M, Sangalli A, Pignatti PF, Digilio MC, Giannotti A, Carnevale E, Mottes M. 1994. Determination of a new collagen type I a2 gene point mutation which causes a Gly640 Cys substitution in osteogenesis imperfecta and prenatal diagnosis by DNA hybridisation. J Med Genet 31:965-8.

Grange DK, Gottesman GS, Lewis MB, Marini JC. 1990. Detection of point mutations in type I collagen by RNase digestion of RNA/RNA hybrids. Nucleic Acids Res 18:4227-36.

Hartikka H, Kuurila K, Korkko J, Kaitila I, Grenman R, Pynnonen S, Hyland JC, Ala-Kokko L. 2004. Lack of correlation between the type of COL1A1 or COL1A2 mutation and hearing loss in osteogenesis imperfecta patients. Hum Mutat 24:147-54.

Johnson MT, Morrison S, Heeger S, Mooney S, Byers PH, Robin NH. 2002. A variant of osteogenesis imperfecta type IV with resolving kyphomelia is caused by a novel COL1A2 mutation. Journal of Medical Genetics 39:128-132.

Krakow D, Wilcox WR, Lacham RS, king LM, Cohn DH. Mutation analysis in osteogenesis imperfecta patients with normal type I procollagen biochemical studies; 1996; San Francisco, CA, USA. p A266.

Lamande SR, Dahl HH, Cole WG, Bateman JF. 1989. Characterization of point mutations in the collagen COL1A1 and COL1A2 genes causing lethal perinatal osteogenesis imperfecta. J Biol Chem 264:15809-12.

Lu J, Costa T, Cole WG. 1995. A novel G1006A substitution in the a 2(I) chain of type I collagen produces osteogenesis imperfecta type III. Hum Mutat 5:175-8.

Lund AM, Astrom E, Soderhall S, Schwartz M, Skovby F. 1999. Osteogenesis imperfecta: mosaicism and refinement of the genotype-phenotype map in OI type III. Mutations in brief no. 242. Online. Hum Mutat 13:503.

Lund AM, Jensen BL, Nielsen LA, Skovby F. 1998. Dental manifestations of osteogenesis imperfecta and abnormalities of collagen I metabolism. J Craniofac Genet Dev Biol 18:30-7.

Lund AM, Nicholls AC, Schwartz M, Skovby F. 1997. Paternal mosaicism and autosomal dominant mutations casuing structural abnormalities of collagen I are frequent in families with osteogenesis imperfecta type III/IV. Acta Paediatrica 86:711-718.

Lund AM, Schwartz M, Raghunath M, Steinmann B, Skovby F. 1996. Gly802Asp substitution in the proa2(I) collagen chain in a family with recurrent osteogenesis imperfecta due to paternal mosaicism. European Journal of Human Genetics 4:39-45.

Marini JC, Lewis MB, Wang Q, Chen KJ, Orrison BM. 1993a. Serine for glycine substitutions in type I collagen in two cases of type IV osteogenesis imperfecta (OI). Additional evidence for a regional model of OI pathophysiology. J Biol Chem 268:2667-73.

Marini JC, Wang Q, Filie JD, Lewis MB. Mutations in a 2(I) collagen support a regional model of the relationship between Osteogenesis Imperfecta genotype and phenotype; 1993b; Oxford, UK. p 126.

McBride DJ, Shapiro JR, Streeten EA, Shuldiner AR, Hopkins J. Identification of COL1A2 mutation in the old order Amish; 1999; VII International Conference on Osteogenesis Imperfecta, Montreal, Canada. p P-46.

Mottes M, Gomez Lira M, Zolezzi F, Valli M, Lisi V, Freising P. 1998. Four new cases of lethal osteogenesis imperfecta due to glycine substitutions in COL1A1 and genes. Mutations in brief no. 152. Online. Hum Mutat 12:71-2.

Mottes M, Zolezzi F, Gomez Lira M, Lisi V, Pignatti PF. Mutation screening: in the COL1A1 and COL1A2 genes in osteogenesis Imperfecta patients: identification of six novel mutations; 1996; Woudschoten, The Netherlands.

Niyibizi C, Bonadio J, Byers PH, Eyre DR. 1992. Incorporation of type I collagen molecules that contain a mutant a2(I) chain (Gly580-->Asp) into bone matrix in a lethal case of osteogenesis imperfecta. J Biol Chem 267:23108-12.

Nuytinck L, Tukel T, Kayserili H, Apak MY, De Paepe A. 2000. Glycine to tryptophan substitution in type I collagen in a patient with OI type III: a unique collagen mutation. J Med Genet 37:371-5.

Nuytinck L, Wettinck K, Freund M, Van Maldergem L, Fabry G, De Paepe A. 1997. Osteogenesis imperfecta phenotypes resulting from serine for glycine substitutions in the a2(I) chain. European Journal of Human Genetics 5:161-167.

Pepin M, Atkinson M, Starman BJ, Byers PH. 1997. Strategies and outcomes of prenatal diagnosis for osteogenesis imperfecta: a review of biochemical and molecular studies completed in 129 pregnancies. Prenat Diagn 17:559-70.

Raghunath M, Mackay K, Dalgleish R, Steinmann B. 1995. Genetic counselling on brittle grounds: recurring osteogenesis imperfecta due to parental mosaicism for a dominant mutation. European Journal of Pediatrics 154:123-129.

Reid M, Toi A, Silver M, Lacham R, Thomas M, Pai A, Chitayat D. Prenatally diagnosed bowed long bones associated with non-lethal osteogenesis imperfecta; 2000; ASHG Conference, Philadelphia, Pennsylvania.

Rose NJ, Mackay K, Byers PH, Dalgleish R. 1993. A novel glycine to glutamic acid substitution at position 343 in the a2 chain of type I collagen in an individual with lethal osteogenesis imperfecta. Hum Mol Genet 2:2175-7.

Rose NJ, Mackay K, Byers PH, Dalgleish R. 1994a. A Gly859Ser substitution in the triple helical domain of the a2 chain of type I collagen resulting in osteogenesis imperfecta type III in two unrelated individuals. Hum Mutat 3:391-4.

Rose NJ, Mackay K, Byers PH, Dalgleish R. 1995. A Gly238Ser substitution in the a2 chain of type I collagen results in osteogenesis imperfecta type III. Hum Genet 95:215-8.

Rose NJ, Mackay K, De Paepe A, Steinmann B, Punnett HH, Dalgleish R. 1994b. Three unrelated individuals with perinatally lethal osteogenesis imperfecta resulting from identical Gly502Ser substitutions in the a2-chain of type I collagen. Hum Genet 94:497-503.

Sillence DO, Senn A, Danks DM. 1979. Genetic heterogeneity in osteogenesis imperfecta. Journal of Medical Genetics 16:101-116.

Spotila LD, Constantinou CD, Sereda L, Ganguly A, Riggs BL, Prockop DJ. 1991. Mutation in a gene for type I procollagen (COL1A2) in a woman with postmenopausal osteoporosis: Evidence for phenotypic and genotypic overlap with mild osteogenesis imperfecta. Proceedings of the National Academy of Sciences 88:5423-5427.

Sztrolovics R, Glorieux FH, Travers R, van der Rest M, Roughley PJ. 1994. Osteogenesis imperfecta: comparison of molecular defects with bone histological changes. Bone 15:321-8.

Sztrolovics R, Glorieux FH, van der Rest M, Roughley PJ. 1993. Identification of type I collagen gene (COL1A2) mutations in nonlethal osteogenesis imperfecta. Hum Mol Genet 2:1319-21.

Trummer T, Brenner R, Just W, Vogel W, Kennerknecht I. 2001. Recurrent mutations in the COL1A2 gene in patients with osteogenesis imperfecta. Clinical Genetics 59:338-343.

Tsuneyoshi T, Westerhausen A, Constantinou CD, Prockop DJ. 1991. Substitutions for glycine a1-637 and glycine a2-694 of type I procollagen in lethal osteogenesis imperfecta. The conformational strain on the triple helix introduced by a glycine substitution can be transmitted along the helix. J Biol Chem 266:15608-13.

Wang Q, Orrison BM, Marini JC. 1993a. Two additional cases of osteogenesis imperfecta with substitutions for glycine in the a2(I) collagen chain. A regional model relating mutation location with phenotype. J Biol Chem 268:25162-7.

Wang Q, Orrison BM, Marini JC. 1993b. Two additional cases of osteogenesis imperfecta with substitutions for glycine in the a2(I) collagen chain. A regional model relating mutation location with phenotype. J Biol Chem 268:25162-7.

Ward LM, Lalic L, Roughley PJ, Glorieux FH. 2001. Thirty-three novel COL1A1 and COL1A2 mutations in patients with osteogenesis imperfecta types I-IV. Hum Mutat 17:434.

Wenstrup RJ, Cohn DH, Cohen T, Byers PH. 1988. Arginine for glycine substitution in the triple-helical domain of the products of one a2(I) collagen allele (COL1A2) produces the osteogenesis imperfecta type IV phenotype. J Biol Chem 263:7734-40.

Wenstrup RJ, Lever LW, Phillips CL, Quarles LD. 1993. Mutations in the COL1A2 gene of type I collagen that result in nonlethal forms of osteogenesis imperfecta. Am J Med Genet 45:228-32.

Wenstrup RJ, Shrago-Howe AW, Lever LW, Phillips CL, Byers PH, Cohn DH. 1991. The effects of different cysteine for glycine substitutions within a2(I) chains. Evidence of distinct structural domains within the type I collagen triple helix. J Biol Chem 266:2590-4.

Zhuang J, Tromp G, Kuivaniemi H, Castells S, Bugge M, Prockop DJ. 1996. Direct sequencing of PCR products derived from cDNAs for the proa1 and proa2 chains of type I procollagen as a screening method to detect mutations in patients with osteogenesis imperfecta. Hum Mutat 7:89-99.



