
	Supplementary Table 1: Detailed description of collected RB patients

	Serial #
	Patient  ID
	Gender    Male/Female)
	Unilateral/

Bilateral
	Hereditary/

Non-Hereditary
	Age (Months)
	Reported Onset  Age (Months)
	Enucleation

(Right/Left)
	Cast
	Area
	Exon/

Intron
	g.Position
	c.DNA

Position
	Protein Change
	Type  of Mutation/

SNP
	Remarks

	1
	RB01
	F
	B
	NH
	36
	12
	-
	Jutt
	Narowala
	20_ex
	g.156793

insTCATT
	c.2060_2061

insTCATT
	p.L688Hfs*10
	Nonsense
	HGMD

	2
	RB02
	F
	U
	NH
	48
	12
	-
	Musalli (Sheikh)
	Bhawalpur
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron

Variant
	rb1-lsdb

	3
	RB03
	M
	B
	NH
	36
	8
	-
	-
	-
	12_in
	g.70330

G>A
	c.1215+1

G>A
	altered

splicing
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	09-in
	g.64266

C>T
	c.940-64

C>T
	-
	Intron Variant
	Novel

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	4
	RB04
	M
	U
	NH
	24
	8
	-
	Gondal
	Multan
	19_in
	g.156682

T>C
	c.1961-10

T>C
	-
	Intron Variant
	dbSNP

	5
	RB05
	M
	U
	NH
	72
	12
	-
	Jutt
	Faislabad
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	6
	RB06
	M
	U
	NH
	24
	12
	-
	Pathan
	Mianwali
	19_in
	g.156682

T>C
	c.1961-10

T>C
	-
	Intron Variant
	dbSNP

	7
	RB07
	F
	U
	NH
	48
	12
	-
	Abbasi
	Rahim Yar Khan
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	8
	RB08
	M
	U
	NH
	36
	12
	L
	Hassni
	Barkhan
	17_in
	g.78360-78361
delAA
	c.1695-1696
delAA
	-
	Intron Variant
	HGMD

	9
	RB09
	F
	B
	NH
	42
	12
	L
	Rana
	Lahore
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	10
	RB10
	F
	B
	NH
	33
	6
	R
	Mughal
	Lahore
	17_ex
	g.78238

C>T
	c.1654

C>T
	p.Arg552*
	Nonsense
	rb1-lsdb

	11
	RB11
	M
	U
	H
	72
	52
	R
	Gujjar
	Jaranwala
	-
	-
	-
	-
	-
	-

	12
	RB11
	F
	U
	H
	0.9
	4
	L
	Gujjar
	Jaranwala
	promoter
	g.94G>C
	c.70

G>C
	-
	Substitution
	-

	13
	RB12
	F
	B
	NH
	24
	7
	L
	Rajpoot (Bhatti)
	Lahore
	-
	-
	-
	-
	-
	-

	14
	RB13
	F
	B
	NH
	42
	3
	L
	Rehmani
	Lahore
	18_in
	g.153104

A>G
	c.1815-104

A>G
	-
	Intron Variant
	rb1-lsdb

	15
	RB14
	F
	U
	NH
	36
	12
	-
	Malik
	Lahore
	-
	-
	-
	-


	-
	-

	16
	RB15
	F
	U
	NH
	72
	36
	R
	Rajpoot
	Nikyal
	11_in
	g.70170

T>G
	c.1128-72

T>G
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	17-in
	g.78378

A>T
	c.1695+99

A>T
	-
	Intron Variant
	dbSNP



	
	
	
	
	
	
	
	
	
	
	18_in
	g.153104

A>G
	c.1815-104

A>G
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	25_in
	g.173882

T>C
	c.2663+33

T>C
	-
	Intron Variant
	rb1-lsdb

	17
	RB16
	M
	B
	H
	84
	12
	-
	Pathan
	Quetta
	20_ex
	g.156795

T>C
	c.2063

T>C
	p.Leu688Pro
	Missense
	Novel

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	18
	RB17
	M
	B
	NH
	0.5
	3
	-
	Gujjar
	Lahore
	09_ex
	g.61788

C>T
	c.920

C>T
	p.Thr307Ile
	Polymorphism
	ExAC****

	
	
	
	
	
	
	
	
	
	
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron Variant
	rb1-lsdb

	19
	RB18
	F
	B
	NH
	24
	18
	L
	Rajpoot
	Lahore
	11_ex
	g.65386

C>T
	c.1072

C>T
	p.Arg358*
	Nonsense
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	18_in
	g.153104

A>G
	c.1815-104

A>G
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	20
	RB19
	M
	B
	NH
	90
	30
	R
	Rehmani
	Lahore
	17_in
	g.78360-78361
delAA
	c.1695-1696
delAA
	-
	Intron Variant
	HGMD

	21
	RB20
	M
	B
	NH
	72
	24
	R
	Rajpoot
	Faislabad
	08_ex
	g.59704_5908

delAACAG
	c.772_776del

AACAG
	p.Asn258

Glufs*11
	Nonsense
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron Variant
	rb1-lsdb

	22
	RB21
	M
	U
	NH
	24
	12
	-
	Rehmani
	Okara
	-
	-
	-
	-
	-
	-

	23
	RB22a
	M
	U
	H
	84
	18
	-
	Rajpoot
	Manawala
	10_ex
	g.64357

G>T
	c.967

G>T
	p.Glu323*
	Nonsense
	rb1-lsdb

	24
	RB22b
	F
	U
	H
	36
	18
	R
	Rajpoot
	Manawala
	10_ex
	g.64357

G>T
	c.967

G>T
	p.Glu323*
	Nonsense
	rb1-lsdb

	25
	RB23
	M
	B
	NH
	36
	30
	L
	Bhatti
	Faisalabad
	02_ex
	g.5446

G>T
	c.160

G>T
	p.Glu54*
	Nonsense
	rb1-lsdb

	26
	RB24
	M
	U
	NH
	60
	8
	R
	Gujjar (Pathan)
	Swaat
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron Variant
	rb1-lsdb

	27
	RB25
	M
	U
	NH
	24
	9
	-
	Sheikh
	Multan
	-
	-
	-
	-
	-
	-

	28
	RB26
	F
	B
	NH
	0.9
	2
	L
	Ramzani
	Dera Gazi

Khan
	09_ex
	g.61788

C>T
	c.920

C>T
	p.Thr307Ileu
	Polymorphism
	ExAC  

	
	
	
	
	
	
	
	
	
	
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron Variant
	rb1-lsdb

	29
	RB28
	M
	U
	NH
	72
	12
	L
	-
	-
	07-ex
	g.56855

G>T
	c.610

G>T
	p.Glu204*
	Nonsense
	Novel

	30
	RB29
	M
	U
	NH
	24
	12
	L
	Insari
	Gujranwala
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	31
	RB30
	F
	B
	NH
	48
	12
	L
	-
	-
	23_ex
	g.162237

C>T
	c.2359

C>T
	p.Arg787*
	Nonsense
	rb1-lsdb

	32
	RB31
	M
	U
	NH
	72
	72
	L
	Rajpoot
	Haroonabad
	-
	-
	-
	-
	-
	-

	33
	RB32
	F
	B
	NH
	36
	18
	R
	Kashmiry
	Gujrat
	18_in
	g.153104

A>G
	c.1815-104

A>G
	-
	Intron Variant
	rb1-lsdb

	34
	RB33
	M
	U
	NH
	96
	36
	R
	Khokher
	Sheikhupura
	-
	-
	-
	-
	-
	-

	35
	RB34
	F
	U
	NH
	0.6
	6
	-
	Rajpoot
	Lahore
	17_in
	g.78360-78361
delAA
	c.1695-1696
delAA
	-
	Intron Variant
	HGMD

	36
	RB35
	M
	U
	NH
	36
	18
	-
	Bangash
	Peshawar
	promoter
	g.94

G>C
	c.70

G>C
	-
	Substitution
	Novel

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron Variant
	rb1-lsdb

	37
	RB36
	F
	U
	NH
	48
	48
	R
	Pathan (Gilgi)
	Peshawar
	11_in
	g.70170

T>G
	c.1128-72

T>G
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	4_in
	g.44591

G>A
	c.501-77

G>A
	-
	Intron Variant
	rb1-lsdb

	38
	RB37
	M
	U
	NH
	36
	36
	-
	Rajpoot (Malik)
	Lahore
	02-ex
	g.5434

G>T
	c.148

G>T
	p.Glu50*
	Nonsense
	Novel

	
	
	
	
	
	
	
	
	
	
	4_in
	g.44591

G>A
	c.501-77

G>A
	Intron

variant
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	17-in
	g.78378

A>T
	c.1695+99

A>T
	-
	Intron Variant
	dbSNP

	39
	RB38
	M
	U
	NH
	12
	6
	L
	Rajpoot (Rana)
	Bhawalpur
	10-ex
	g.64337

A>T
	c.947

A>T
	p.Asn316Ile
	Missense
	Novel

	
	
	
	
	
	
	
	
	
	
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron Variant
	rb1-lsdb

	40
	RB39
	M
	U
	NH
	72
	4
	L
	Kharal
	Arifwala
	-
	-
	-
	-
	-
	-

	41
	RB40
	M
	B
	H
	36
	12
	-
	Mughal
	Gujranwala
	08_ex
	g.59683

C>T
	c.751

C>T
	p.Arg251*
	Nonsense
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	18_in
	g.153104

A>G
	c.1815-104

A>G
	-
	Intron Variant
	rb1-lsdb

	42
	RB42
	F
	U
	NH
	96
	72
	-
	Kamboh
	Lahore
	-
	-
	-
	-
	-
	-

	43
	RB43
	M
	U
	NH
	0.5
	3
	-
	Rajpoot
	Faislabad
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron Variant
	rb1-lsdb

	44
	RB44a
	M
	B
	H
	132
	36
	L
	Jutt (Gondal)
	Lahore
	08_ex
	g.59704_59708
 delAACAG
	c.772_776

delAACAG
	p.Asn258

Glufs*11
	Nonsense
	rb1-lsdb

	45
	RB44b
	F
	B
	H
	24
	18
	-
	Jutt
	Lahore
	08_ex
	g.59704_59708 
delAACAG
	c.772_776

delAACAG
	p.Asn258

Glufs*11
	Nonsense
	rb1-lsdb

	46
	RB44c
	M
	B
	H
	60
	12
	-
	Jutt
	Lahore
	08_ex
	g.59704_59708 
delAACAG
	c.772_776

delAACAG
	p.Asn258

Glufs*11
	Nonsense
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	47
	RB46
	M
	U
	NH
	96
	42
	L
	Rajpoot
	Nankana
	17_in
	g.78360-78361
delAA
	c.1695-1696
delAA
	-
	Intron Variant
	HGMD

	48
	RB47
	M
	B
	H
	60
	12
	-
	Arain
	Swaat
	18_in
	g.153104

A>G
	c.1815-104

A>G
	-
	Intron Variant
	rb1-lsdb

	49
	RB48
	F
	U
	NH
	17
	7
	-
	Rajpoot
	Lahore
	-
	-
	-
	-
	-
	-

	50
	RB49
	F
	U
	NH
	36
	2
	-
	Pathan

(Memon)
	Peshawar
	03_in
	g.39562

G>T
	c.380+1

G>T
	altered splicing
	Substitution
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	4_

in
	g.44591

G>A
	c.501-77

G>A
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	17-in
	g.78378

A>T
	c.1695+99

A>T
	-
	Intron Variant
	dbSNP

	51
	RB50
	M
	B
	NH
	36
	24
	R
	Insari
	Gujranwala
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron Variant
	rb1-lsdb

	52
	RB51a
	M
	B
	H
	17
	6
	R/L
	Pathan

(Eisa Khail)
	Peshawar
	03_ex
	g.39470

G>T
	c.289

G>T
	p.Glu97*
	Nonsense
	rb1-lsdb

	53
	RB51b
	M
	B
	H
	17
	6
	R
	Pathan

(Eisa Khail)
	Peshawar
	03_ex
	g.39470

G>T
	c.289

G>T
	p.Glu97*


	Nonsense
	rb1-lsdb

	54
	RB52
	M
	B
	NH
	12
	6
	-
	Sheikh
	Gujrat
	23_ex
	g.162237

C>T
	c.2359

C>T
	p.Arg787*
	Nonsense
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron Variant
	rb1-lsdb

	55
	RB53
	M
	U
	NH
	60
	48
	R
	Kharal
	Okara
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron variant
	rb1-lsdb

	56
	RB54
	M
	B
	NH
	18
	3
	R
	Arain
	Okara
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron variant
	rb1-lsdb

	57
	RB55
	F
	B
	H
	36
	4
	L
	Sindho
	Lahore
	-
	-
	-
	-
	-
	-

	58
	RB56
	F
	U
	NH
	72
	60
	R
	Arain
	Kasoor
	17_in
	g.78360-78361
delAA
	c.1695-1696
delAA
	-
	Intron Variant
	HGMD

	59
	RB57
	M
	B
	NH
	30
	5
	R
	Mughal
	Lahore
	17_in
	g.78360-78361
delAA
	c.1695-1696
delAA
	-
	Intron Variant
	HGMD

	60
	RB58
	M
	B
	NH
	48
	4
	L/R
	Jerwa
	Dera Gazi Khan
	16-ex
	g.77016-77017
delCA
	c.1436_1437

delAC
	p.Asp479

Glufs*13
	Nonsense
	Novel

	
	
	
	
	
	
	
	
	
	
	17_in
	g.78360-78361
delAA
	c.1695-1696
delAA
	-
	Intron Variant
	HGMD

	61
	RB59
	F
	B
	NH
	24
	18
	-
	Arain
	Okara
	17_in
	g.78360-78361
delAA
	c.1695-1696
delAA
	-
	Intron Variant
	HGMD

	62
	RB60
	M
	U
	NH
	96
	12
	L
	Rehmani
	Faislabad
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	substitution
	rb1-lsdb

	63
	RB61
	M
	B
	NH
	120
	48
	R
	Tawary
	Kashmoor Sindh
	-
	-
	-
	-
	-
	-

	64
	RB62
	F
	U
	NH
	76
	12
	R
	Insari
	Sheikhupura
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron variant
	rb1-lsdb

	65
	RB64
	M
	U
	NH
	17
	8
	-
	Sheikh
	Multan
	18_in
	g.153104

A>G
	c.1815-104

A>G
	-
	Intron variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	25_in
	g.174351

T>A
	c.2664-10

T>A
	-
	Intron variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	03_in
	g.39606

C>T
	c.380+45

C>T
	-


	Intron variant
	rb1-lsdb

	66
	RB65
	M
	B
	NH
	36
	2.6
	-
	Loam
	Azad Kashmir
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron variant
	rb1-lsdb

	
	
	
	
	
	
	
	
	
	
	ex -11
	g.65430_65433

delCACT
	c.1116_1119

delCACT
	p.Thr373

Glnfs*6
	Nonsense
	Novel



	67
	RB66
	M
	U
	NH
	12
	7.5
	-
	Arain
	Okara
	03_in
	g.39606

C>T
	c.380+45

C>T
	-
	Intron variant
	rb1-lsdb

	68
	RB67
	M
	B
	NH
	24
	4
	L
	Ansari
	Gujranwala
	08_ex
	g.59683

C>T
	c.751

C>T
	p.Arg251*
	Nonsense
	rb1-lsdb

	69
	RB68
	F
	U
	NH
	132
	84
	R
	Rajpoot
	Nankana
	17_in
	g.78360-78361
delAA
	c.1695-1696
delAA
	-
	Intron Variant
	HGMD

	70
	RB69
	M
	U
	NH
	53
	3
	R
	Kharal
	Haiderabad
	18_in
	g.153104

A>G
	c.1815-104

A>G
	-
	Intron variant
	rb1-lsdb



Mutation name is based on full length RB1 transcript (NM_000321.1) and encoded protein (NP_000312). Nucleotide numbering commenced with the A of the ATG translation initiation codon as +1.

*U/B = Unilateral/Bilateral   **H/NH = Hereditary/Non-hereditary   
 ***rb1-lsdb = RB1 variation Database, (http://rb1-lovd.d-lohmann.de/home.php?select_db=RB1)
****ExAC = Exome Aggregation Consortium, http://exac.broadinstitute.org/variant/13-48939088-C-T

