SnackVar Report
ID : CF8754900; MetliThr Description : Confirmation of Met1Thr in patient CF8754900

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : c.2T>C, p.(Metl1Thr), heterozygous

Alignment

n 1 N a 51 61 n 8 N 101 m V4 »
jtctttggcattaggagecttgagcccagacggeccctagcagggaccccagegeccgagagaccA|TJGCAGAGGTCGCCTCTGGAAAAGGCCAGCGTTGTCTCCAAACTTTTTTTCAGgt gagai
BSTCTTTGGCATTAGGAGCTTGAGCCCAGACGGCCCTAGCAGGGACCCCAGCGCCCGAGAGACCAMGCAGAGGTCGCCTCTGGAAAAGGCCAGCGTTGTCTCCAAACTTTTTTTCAGGTGAGA,
3STCTTTGGCATTAGGAGCTTGAGCCCAGACGGCCCTAGCAGGGACCCCAGCGCCCGAGAGACCA CAGAGGYCGCCTCTGGAAAAGGCCAGCGTTGTCTCCAAACYYTTTTTCAGGTGAGA'V

< >
Forward Trace : 1A_P1F_D10_3730XL.ab1l

MN\NV\/\M/\AJ/\ \/\//\/\/J

ACGGACCCCAGCGC CGACACACCAYCCACACCT?GCCTCTGGAAAACCC(

71 81
Reverse Trace : 1A_P1R_H10_3730XL.ab1

AW MU,&A ~- MM@M W

E € CTCRA 6L G'C GCGAGAGACCAY GCAGAGGT CCCTCTCGAAAAGGC

51 71

Figure 1: SnackVar report for Met1Thr variant in CF8754900



SnackVar Report

ID : CF1782680; MetlThr Description : Confirmation of Met1Thr variant in patient CF1782680

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : c.2T>C, p.(MetlThr), hetero
Alignment

n 21 N a 51 61 n 81 N 101 m V4 &
jtctttggcattaggagcttgagecccagacggccctagecagggaccccagegeccgagagaccA|TlJGCAGAGGTCGCCTCTGGAAAAGGCCAGCGTTGTCTCCAAACTTTTTTTCAGgt gagai
STCTTTGGCATTAGGAGCTTGAGCCCAGACGGCCCTAGCAGGGACCCCAGCGCCCGAGAGACCA CAGAGGTCGCCTCTGGAAAAGGCCAGCGTTGTCTCCAAACTTTTTTTCAGGTGAGA,
STCTTTGGCATTAGGAGCTTGAGCCCAGACGGCCCTAGCAGGGACCCCAGCGCCCGAGAGACCA CAGAGGTCGCCTCTGGAAAAGGCCAGCGTTGTCTCCAAACTTTTTTYCAGGTGAGA:“

< >

Forward Trace : 1B_P1F_E10_3730XL.ab1

TGCGCABAAGCTGECGC (
91

CTGCAQJAARACGEC
71 81 91

Figure 2: SnackVar report for Met1Thr variant in CF1782680



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 50 cDNA # of first cDNA base in reference (default : 1) | 1
61 71 81 N 101 m 121 131 141 151 161 7 >

cgcccgagagaccATGCAGAGGTCGCCTCTGGAAAAGGCCAGCGTTGTCTCCAAACTTTTTT|T|CAGgt gagaaggt ggccaaccgagcttcggaaagacacgtgcccacgaaagaggagggc

iICGCCCGAGAGACCATGCAGAGGTCGCCTCTGGAAAAGGCCAGCGTTGTCTCCAAACTTTTTT|TICAGGTGAGAAGGTGGCCAACCGAGCTTCGGAAAGACACGTGCCCACGAAAGAGGAGGGC

iICGCCCGAGAGACCATGCAGAGGTCGCCTCTGGAAAAGGCCAGCGTTGTCTCCAAACTTTTTT|TICAGGTGAGAAGGTGGCCAACCGAGCTTCGGAAAGACACGTGCCCACGAAAGAGGAGGGC
v

< >
Forward Trace File : 1D_P1F_G10_3730XL.abl Edit Trimming Remove Fwd Trace
i
1
[, \
a
f\ /\ f\ /\ ! \ /v || | f\ P
| ' (VA Y Y Y ll'u ‘/\i ‘
G CCAGC TTGTCTCCA;IAACTTTTTTT;AGGTGAGAAgGTGGCCAAC
1 1 111 121 131 1
< >
Reverse Trace File : 1D_P1R_C11_3730XL.abl Edit Trimming Remove Rev Trace

i "r‘\ A ‘,"'\ I,-"'\II 'f\ /\ { \ /\
&[\PN VYV VA ,M\ /\AA/\ wl\m

CCA/I\ACTTTTTTT;AGGT'GAGAAQGTGGCCAAC?GAG
111 121 131 141

Figure 3: SnackVar report for CF3594271 at p.Phel17SerfsX10 position



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : 50 cDNA # of first cDNA base in reference (default : 1) | 1
61 A 81 9 101 m 121 131 141 151 161 171 -

cgcccgagagaccATGCAGAGGTCGCCTCTGGAAAAGGCCAGCGTTGTCTCCAAACTTTTTT|T|ICAGgt gagaaggt ggccaaccgagcecttcggaaagacacgtgecccacgaaagaggagggce

CGCCCGAGAGACCATGCAGAGGTCGCCTCTGGAAAAGGCCAGCGTTGTCTCCAAACTTTTTT|TICAGGTGAGAAGGTGGCCAACCGAGCTTCGGAAAGACACGTGCCCACGAAAGAGGAGGGC

CGCCCGAGAGACCATGCAGAGGTCGCCTCTGGAAAAGGCCAGCGTTGTCTCCAAACTTTTTT|TICAGGTGAGAAGGTGGCCAACCGAGCTTCGGAAAGACACGTGCCCACGAAAGAGGAGGGC
v

< >
Forward Trace File : 1D_P1F_G10_3730XL.ab1l Edit Trimming Remove Fwd Trace
\ /
I I

\/\/\A’\ AR \ N\ \/\ Y \ /\ \/\ / A \[L/

GCCAGC TTGTCTCCAII\ACTTTTTTTg:AGGTGAGAAQGTGGCCAAC GAG
111 121 131

< >
Reverse Trace File : 1D_P1R_C11_3730XL.ab1l Edit Trimming Remove Rev Trace

A j\; NV /\\ A Uj_\ /\[\A/Xf \A /\N\ \/\/

TCTCCAAACTTTT_TTT;AGGTGAGAAQGTGGCCAACFGAG
111 121 131 141

Figure 4: SnackVar report for CF7930867 at p.Phel7SerfsX10 position



SnackVar Report
ID : CF4062212; p.Leu218Ter Description : Confirmation of p.Leu218Ter in sample CF4062212

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : c.653T>A, p.(Leu218*), hetero

Alignment
9N 101 m vy 131 1 151 161 ”m 181 19 201 21A
3GCACATTTCGTGTGGATCGCTCCTTTGCAAGTGGCACTCCTCATGGGGCTAATCTGGGAGT|TIGTTACAGGCGTCTGCCTTCTGTGGACTTGGTTTCCTGATAGTCCTTGCCCTTTTTCAGG

5GCACATTTCGTGTGGATCGCTCCTTTGCAAGTGGCACTCCTCATGGGGCTAATCTGGGAGT TTACAGGCGTCTGCCTTCTGTGGACTTGGTTTCCTGATAGTCCTTGCCCTTTTTCAGG

Forward Trace : 2A_P2F_D11_3730XL.ab1

Vi ol i

TCC]’CATGGGCCYAATCTGGGAC WGTTACAGC?GTCTGCCTT;TCTGG
131 141 161 171

Reverse Trace : 2A_P2R_E11_3730XL.ab1

Figure 5: SnackVar report for p.Leu218Ter variant in CF4062212



Reference : ) i
(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 906 cDNA # of first cDNA base in reference (default : 1) 1
701 m 721 731 74 751 761 77 781 791 801 81

attgttattgttttttat agAACAGAACTGAAACTGACTCGGAAGGCAGCCTATGT GATACTTCAATAGCTCAGCCTT-CTTCTTCTCAGGGTTCTTTGTGGTGTTTTTA-TCTGTGCT"

'ATTGTTATTGTTTTTTATAGAACAGAACTGAAACTGACTCGGAAGGCAGCCTATGT AGATACTTCAATAGCTCAGCCTT-CTTCTTCTCAGGGTTCTTTGTGGTGTTTTTA-TCTGTGCT"

'ATTGTTATTGTTTTTTATAGAACAGAACTGAAACTGACTCGGAAGGCAGCCTATGT GATACTTCAATAGCTCARC..TTGCTTCTTCTCAGGGTTCTTTGTGGTGTTTTTAATCTGTGCT:
v

e . . - . S

<
Forward Trace File : 3A_P3F_F11_3730XL.abl Edit Trimming Remove Fwd Trace

o
A
A
VY WY /X
\J
;&\CTGACTCGGAAGGCAGCCTATGTGAGATA?TTCAATAGCTCAGCCTTCT_
731 741 751 761 771 78
< >
Reverse Trace File : 3A_P3R_G11_3730XL.ab1l Edit Trimming Remove Rev Trace
+

VAW ”/\/\A

z y / " S A
ACTGACTCGGAAGGCAGTCCTATGTGAGATA CTT CAATAGC A RCM T TGC T
731 741 7Sl 761 l 7

Figure 6: SnackVar report for p.Arg303AlafsTer16 position in CF4062212



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 312 cDNA # of first cDNA base in reference (default : 1) | 1
171 181 191 201 n 221 23 241 251 261 n 281 29~

itctectgtttttcceccttttgt agGAAGTCACCAAAGCAGTACAGCCTCTCTTACTGGGAAG ATCATAGCTTCCTATGACCCGGATAACAAGGAGGAACGCTCTATCGCGATTTATCTAGG

I'TCTCTGTTTTTCCCCTTTTGTAGGAAGTCACCAAAGCAGTACAGCCTCTCTTACTGGGAAG TCATAGCTTCCTATGACCCGGATAACAAGGAGGAACGCTCTATCGCGATTTATCTAGG

TTYTYTGTTTTTYCCCTTTTGKAGGRARTC.L.CCAAARC..GT..CARCCTYTYTT.CTGGGAAR n ATYA..ARCTTCCTATGRCCCGGA....AC..AGGRGGRACSCTYT..TYGSGATTTATYTAGG
v

< >
Forward Trace File : 4A_P4F_H11_3730XL.abl Edit Trimming Remove Fwd Trace

v
"u
"\J M
c ACAGCCTCT TTACTGGGAAGAATCATAG;TTCCTATGA;CCGGAT
211 231 241 251
< >
Reverse Trace File : 4A_P4R_B12_3730XL.abl Edit Trimming Remove Rev Trace
+

CMGTWCrARCCTYTYTTWCTGGGAARAATYAWAR;TTCCTATGR;CCﬁGGAW‘
211 221 231 241 251

Figure 7: SnackVar report for p.Arg104_Alal07del position in CF1323468



SnackVar Report
ID: CF6268769; p.Ser158Ilefs*2 Description : Confirmation of p.Ser158Ilefs*2 in CF6268769
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1

Description : c.473del, p.(Ser158Ilefs*2), hetero
Alignment

301 an 32 33 341 351 361 3n 381 391 401 an an
TACACCCAGCCATTTTTGGCCTTCATCACATTGGAATGCAGATGAGAATAGCTATGTTTA TTGATTTATAAGAAGgt aatacttccttgcacaggccccatggcacatatattctgtatc
TACACCCAGCCATTTTTGGCCTTCATCACATTGGAATGCAGATGAGAATAGCTATGTTTAKTTKR.AT T CARAARGEBLALL..YTYCYTKS KGS TYYKK....YS
Y=i. .,CC.RSC-_TTTTKGSCYTY._..Y.._._TKGRA.XS..RR.JRRRA_.RSY.....J(KTT 'I'TTGATTTAT AGAAGGKAA ..CTTCCTTGC..C GGCCCC TGGCLICA..ATLTTYTGKATY
Reeee see se e e s sesieces o o ceecscescss sosecsens 88 8808808 8 o .sasa .8 s . sssasa eee.cecccccce . cccnce .>.

Forward Trace : 4B_P4F_A12_3730XL.abl

Y fwj/X/\A M/\/\AA/WXM\N W\mmw W/ Ly

TT\\WWARAARCCWAW\VMV
371 381

< >

Reverse Trace : 4B_P4R_C12_3730XL.ab1l

\ | \
Y WWKKTTWR TTGATTTA T \‘V A G A A GGK A A vw C TT
351 361 371 381

Hetero Indel View (Forward) : 4B_P4F_A12_3730XL.abl

CCATTTTTGGCCTTCATCACATTGGAATGCAGATGAGAATAGCTATGTTTABTTTGATTTATAAGAAGGTAATACTTCCTTGCACAGGCCCCATGGCACATATATTCTGTATCGTACATGTTTT
CCATTTTTGGCCTTCATCACATTGGAATGCAGATGAGAATAGCTATGTTTARTTTGATTTATAAGAAGGGAATACTTCCTTGCACAGGCCCCATGGCACATATATTCTGTATCGTACATGTTTT

< >

A
i/ J{ \ ]
IV x/\f WA WA \M/X/\/\A/ VAAA AN/X/\AAJ /W\/\/\A/\z
REAATAEL FATETTTATTERITTINOINEERA ELAb L0
T L /W éam :

Figure 8: SnackVar report for
p.Ser158llefsTer2 variant in
CF6268769



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 2561 cDNA # of first cDNA base in reference (default : 1) | 1
Al 81 N 101 m 121 131 141 151 161 171 181 @

‘TTTTGATGATATGGAGAGCATACCAGCAGTGACTACATGGAACACATACCTTCGATATATTATGTCCACAAGAGCTTAATTTTTGTGCTAATTTGGTGCTTAGTAATTTTTCTGGCAGAG;
"TTTTGATGATATGGAGAGCATACCAGCAGTGACTACATGGAACACATACCTTCGATATATTA GGTCCACAAGAGCTTAATTTTTGTGCTAATTTGGTGCTTAGTAATTTTTCTGGCAGAG(
"TTTTGATGATATGGAGAGCATACCAGCAGTGACTACATGGAACACATACCTTCGATATATTA GGTCCACAAGAGCTTAATTTTTGTGCTAATTTGGTGCTTAGTAATTTTTCTGGCAGAG(

< - >

Forward Trace File : 5A_PSF_D12_3730XL.abl

Edit Trimming Remove Fwd Trace
\ ‘| \ l\JJ / /\ 1
|
/ FAY /\ /\ /\ J\ M \I l/\ / \. /\\‘ 1 |/ I]l [ \' / |/ \. .-'(\.
/ A kY SRVAAERTIR LRV ERVERVERY] /
T T A C G G T CCACAAG AG ; T TAATTTTT S] T(| .
111 121 131 141 151
< >
Reverse Trace File : 5A_PSR_F12_3730XL.ab1l Edit Trimming Remove Rev Trace

A / A i .ﬁ A\ /\,’ o s ha A A A A s '
/ \Z\/\/\ /\/\/\m AR \f\/ VYA N\/\ j AUV VY Y

TGGAACACATACCTTCGATATATTACGGT CCACAAGAGGECTTAATTTTTGT
111 121 131 141 151

ey

< >

Variant List (Double click : text selection, Del : Remove) Remove Variant

Variant Zygosity Freque... From Equivalent Expressi
€.2619+86_2619+87del, p.? homo 2 Rev €.2562_c.2619+86delinsGGTCCACAAGAGCTTAATTTTTGTGCTAATTTGGTGCTTAGTAATTTTTCTGG...
€.2562T>G, p.(Thr854Thr) homo 2 Rev €.2562_c.2619+86delinsGGTCCACAAGAGCTTAATTTTTGTGCTAATTTGGTGCTTAGTAATTTTTCTGG...

Figure 9: SnackVar report for p.His856SerfsTer5 position in CF4062212



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 2561 cDNA # of first cDNA base in reference (default : 1) | 1
7 81 N 101 m 121 131 141 151 161 17 181 N

'TTTTGATGATATGGAGAGCATACCAGCAGTGACTACATGGAACACATACCTTCGATATATTA GTCCACAAGAGCTTAATTTTTGTGCTAATTTGGTGCTTAGTAATTTTTCTGGCAGAG
[TTTTGATGATATGGAGAGCATACCAGCAGTG.L.CTACATGGAACACATACCTTCGATATATTA GGTCCACAAGAGCTTAATTTTTGTGCTAATTTGGTGCTTAGTAATTTTTCTGGCAGAG(
[ TTTTGATGATATGGAGAGCATACCAGCAGTGACTACATGGAACACATACCTTCGATATATTA GGTCCACAAGAGCTTAATTTTTGTGCTAATTTGGTGCTTAGTAATTTTTCTGGCAGAG(v
< - - >
Forward Trace File : 5B_PSF_E12_3730XL.ab1l

Edit Trimming Remove Fwd Trace
A A +
f! f A\ A \
. { | N

/M A K\/\/Vﬂ \ “‘““#J*“ Hm A

AARRAANA AR \ \ [\
G T A CCTTCG A T AT A T T A C G C cCAC A G A G T T A A T T T T T g T _

121 151

< >
Reverse Trace File : 5B_P5R_G12_3730XL.ab1l Edit Trimming Remove Rev Trace

’\5 £ Ao
U M\ VA AAANA
\/ N YIATA U \ \/ \ jf Iﬁj \ /’f \\J/ TRTA

TGGAACACATACCTTCGA ATATTACGGTCCACAAGAGg:TTAATTT'TTgT
111 1 131 141 151

< >

Variant List (Double click : text selection, Del : Remove) Remove Variant

Variant Zygosity Freque... From Equivalent Expressions
€.2619+86_2619+87del, p.? homo 2 Rev €.2562_c.2619+86delinsGGTCCACAAGAGCTTAATTTTTGTGCTAATTTGGTGCTTAGTAATTTTTCTGG...
€.2562T>G, p.(Thr854Thr) homo 2 Rev €.2562_c.2619+86delinsGGTCCACAAGAGCTTAATTTTTGTGCTAATTTGGTGCTTAGTAATTTTTCTGG...
€.2619+106T>A, p.? hetero 2 Fwd, Rev

Figure 10: SnackVar report for p.His856SerfsTer5 position in CF3239825



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File

Advanced Run
Reference File :

NM_000492.4(CFTR).fasta Jump to the position (c.) : = 3889 cDNA # of first cDNA base in reference (default : 1) 1
81 191 201 mn 22 231 241 251 261 n 281 29

301~
tatttaagttattcatactttcttcttcttttcttttttgctatagAAAGTATTTATTTTT|T|ICTGGAACATTTAGAAAAAACTTGGATCCCTATGAACAGTGGAGTGATCAAGAAATATGG)
TTATTTAAGTTATTCATACTTTCTTCTTCTTTTCTTTTTTGCTATAGAAAGTATTTATTTTT|T|ICTGGAACATTTAGAAAAAACTTGGATCCCTATGAACAGTGGAGTGATCAAGAAATATGG!

TATTTAAGTTATTCATACTTTCTTCTTCTTTTCTTTTTTGCTATAGAAAGTATTTATTTTT|TICTGGAACATTTAGAAAAAACTTGGATCCCTATGAACAGTGGAGTGATCAAGAAATATGG)
< >
Forward Trace File : 6A_P6F_H12_3730XL.abl Edit Trimming Remove Fwd Trace

il

A f A (\ (%'II A " If II Ao " ; . *
AW A WA A |

\ y
TTTFCTATAGAAAQTATTTATTTTT
221 2

231
<

Reverse Trace File : 6A_P6R_F02_3730XL.ab1l

Edit Trimming Remove Rev Trace

231

| E
251 261

Figure 11: SnackVar report for p.Ser1297LeufsTer31 position in CF6188367



Reference : y =
(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) | 1
261 2n 281 291 301 3N 321 331 341 351 361 37 o
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggct ct aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctgac
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGA(
GGATCCCTATGAACAGT GGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT|GICTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCT GAC

< >

Forward Trace File : 6B_P6F_A01_3730XL.abl Edit Trimming Remove Fwd Trace

/\ﬁ(\x\[\h \ N %‘f m/\ /\A’ :'f\"«, «f /W r\ Zv\/ .\fm ly .

]GPI\AAGTTGCAGII\TGAGGT‘AAG?CTGCTAACTQAAATGATTTTGAAAGGG

291 301 311 321 331
< >
Reverse Trace File : 6B_P6R_G02_3730XL.ab1 Edit Trimming Remove Rev Trace
fi +
A )
Jf{ |'f\ \ f,l'ﬁ\ I‘I [ AT \I J\. \
f N\ \ n A
x\fjg/\u\ AAAA aj, \/\ ) J;U
i G A A A GTTGTCAG A TGA GGTAAG ﬁ: C T G C T A A A T G A T T T A A A G G G

291 301 311 321 331

Figure 12: SnackVar report for c.3963+9G>C position in CF3512286



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) 1
261 n 281 291 301 3n 321 331 31 351 361 71 B

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggct ct aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctgac
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC

< >
Forward Trace File : 6C_P6F_B01_3730XL.abl Edit Trimming Remove Fwd Trace
, +
l’l Iy
. m pn Aﬂﬂﬂd A
Py
N/ A N J , IAvaY AYAVAVAVAVATATA
{ ) | \ oV / y | SRV RN VAR
' AGTTGCAGA GAGGTAAGG TGCTAACTGAAATGATTTT?AAAGGGI
291 321 331
< >
Reverse Trace File : 6C_P6R_H02_3730XL.ab1 Edit Trimming Remove Rev Trace
+

fy ‘
\/\/rlfﬂ\/ \\ /\N ; rl /\5 */\/\/\“/\A AV \ \}/ l l/\.*‘ﬁ A W /\m A

]GAII\AGTTGCAGATGAGGTAAGG;TGCTAACTGAAATGATTTT?AAAGGGG
291 301 311 321 331

< >

Figure 13: SnackVar report for the ¢.3963+9G>C position in CF3594271



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) | 1
261 n 281 291 301 3n 321 331 31 351 361 an =

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggct ct aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctgac
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGACv
< >
Forward Trace File : 6D_P6F_C01_3730XL.abl Edit Trimming Remove Fwd Trace

f ('lJ +
|
J MY \ /\ \/\f\/ A W
| |
1
./\l I’n ! \ I'.n/\/\ \ I 1/ \J o
3 GAGGTAAGG¢TGCTAACTG]AA GATTTT?AAAGGG-(
311 321 331
< >
Reverse Trace File : 6D_P6R_A03_3730XL.ab1 Edit Trimming Remove Rev Trace
+

J/\/\& /\/\' \/\zl\/\ /\\ﬂ/\/ A “/\}/\

SGAAAGTTGCAGATGAGGTAAGG TGCTAACTGAAATGATTTT AAAGGGG
291 301 321

Figure 14: SnackVar report for the ¢.3963+9G>C position in CF1697504



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) | 1
261 21 281 291 301 3n 321 331 341 351 361 371 &

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggct ct aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctgac

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGA(

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC
v

< >
Forward Trace File : 6E_P6F_DO01_3730XL.abl Edit Trimming Remove Fwd Trace
N f
\ \ '
A Ir ;
| | A Il /II(\I /\ |Il i \ \ | / I\ |(\| If\ f \lll / 'J Il ﬂl Il,\ll A (‘n\
\ \*‘ YVVVY
AN AN \L VYTV VYV VUL
5 G A A A G T T G C A G A T G A GG T AAGGCGC ? T G C T A A C T G A A A T G AT T T T 9 A A A G G G C
291 301 311 321 331
< >
Reverse Trace File : 6E_P6R_B03_3730XL.ab1 Edit Trimming Remove Rev Trace
4+

Wiy

JGAAAGTTGCAGATGAGGTAAGG
291 301

AACTGAAATGATTTT;AAAGGGG
321 331

IR AT

Figure 15: SnackVar report for the ¢.3963+9G>C position in CA0144930



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) 1
261 271 281 291 301 3n 321 331 31 351 361 371 &

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggcet ct aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctgac
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGACv
< >
Forward Trace File : 6F_P6F_EO1_3730XL.ab1l Edit Trimming Remove Fwd Trace

1{ \ \ f\f '\I o '.]ll A “\_,,
/\l \k 3/\ \L” ‘ * "'.J/\U/ \54'/ il \}i/ 'a.,f'/\'v" \U \ /\

G A {\ A G T TG CA G A G A G G T A A GG A AT G AT TTT g A A A G G G 1
291 321 331
< >
Reverse Trace File : 6F_P6R_C03_3730XL.ab1l Edit Trimming Remove Rev Trace

+
ol "
l
N /\ Wi ....ﬂ
fUUI, , ‘I |
]GAII\AGTTGCAGATGAGGTAAGG TGCTAACTGAAATGATTTT AAAGGGG
291 301 321

Figure 16: SnackVar report for the ¢.3963+9G>C position in CA1615190



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) | 1
261 271 281 291 301 3N 321 331 31 351 361 371 =

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggct ct aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctgac
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGA(

< >
Forward Trace File : 6G_P6F_F01_3730XL.ab1l Edit Trimming Remove Fwd Trace
/ +
fy {‘. f\ 1‘\ s Noaoa
]|| ,‘ | ||| AoA / /- ],\
/ | /
\ NN M/\ N i \/\ A AW
Y A A SN AU VA VY Y -
v G A ;f\ A G T T G CA G A T G C T A A C T G A A AT G AT T T T q_'. A A A G G G (C
291 321 331
< >
Reverse Trace File : 6G_P6R_D03_3730XL.ab1 Edit Trimming Remove Rev Trace

\ ﬂl] +
e j\/j e TH /T\/c\/AZA G A\/ G TJG\/C\?A s TAJC\/)\/:V?G X ITJ TI Tv?/g\ /AM}JA T e

Figure 17: SnackVar report for the ¢.3963+9G>C position in CF9830825



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) | 1
261 n 281 291 301 3n 321 331 34 351 361 371 %+

"GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggct ct aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctga

'GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCTCTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGA

‘GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCTCTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGA
v

< >
Forward Trace File : 6H_P6F_GO01_3730XL.abl Edit Trimming Remove Fwd Trace
fl
+
i /\
Al VLA
1 J
\ AS / A U U u
GAAAGTTGC/IKGATGAGGTAIAGGCTGCTAA;TGAAATGAT TTGAAAGGG!
91 301 311 321 ]
< >
Reverse Trace File : 6H_P6R_E03_3730XL.ab1 Edit Trimming Remove Rev Trace
+

AN NAAAANINAAAN NN A AAAA A AN VNAAAN NSNS NN

JGAAAGTTGCiAGATGAGGTAII\GGCTCCTAA;TGAAATGATTTTGAAAGGG§
291 301 311 321 331 3

< >

Figure 18: SnackVar report for the ¢.3963+9G>C position in CF7527369



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) 1
261 271 281 291 301 3n 321 331 31 351 361 a7 &

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggct c\ aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctgac
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGA(

< >
Forward Trace File : 6I_P6F_HO01_3730XL.ab1l Edit Trimming Remove Fwd Trace
+
".I .l [\ ,(\/\ [\,JJ III||, (\
I S/\ \a'l Y J VY
| A G T T G C A G A G AG G T AAG G G T G C T A A C T G A A A T G A T T T T G A A A GGG
291 311 321 331
< >
Reverse Trace File : 6I_P6R_F03_3730XL.ab1l Edit Trimming Remove Rev Trace

i)

1

', /\ N

/\/\ ‘ 1 / i N\
! |
\/\ -- /\/\ \/A/\" A/\
SGAAAGTTGCAGATGAGGTAAGG TGCTAACTGAAATGATTTTGAAAGGGG
291 301 321 331

< >

Figure 19: SnackVar report for the ¢.3963+9G>C position in CF8213552



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) 1
261 21 281 29N 301 3an 321 33 34 351 361 371 &

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggct ct aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctgac
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGACV
< >
Forward Trace File : 6]J_P6F_A02_3730XL.ab1l Edit Trimming Remove Fwd Trace

AR / \Il\ .“. ﬁ noa H Aah fA f\ Ana N o '
{ \'-J \ \/\) /\[\ \ M\/\ [H';'/ \&"l \ . ', Hl" fl] \/ llﬁv/ \:“lll \'- / \?{I \'u'llﬂ \'/ ”I"u/ \"'ﬂ/ \/ %/ \

—

iy G A f\ A G T T G C A G A G A GG T AAGCGC s: T GCTAACTG A A AT G AT T TT g A A A G G G (C
291 311 321 331

< >

Reverse Trace File : 6]_P6R_GO03_3730XL.ab1 Edit Trimming Remove Rev Trace

o
AN A A AA AR A AR A
| ANAR MJ\/\/ VAV
;GA%AGTTGCAGATGAGGTAAGG TGCTAACTGAAATGATTTTFAAAGGGG
291 301 321 331
< >

Figure 20: SnackVar report for the ¢.3963+9G>C position in CF5158167



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) | 1
261 2n 281 291 301 3n 321 331 341 351 361 371 [~

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggct ct aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctgac

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC
v

< >
Forward Trace File : 6K_P6F_B02_3730XL.abl Edit Trimming Remove Fwd Trace
. +
N \n. a n/\,\, /\a f\w\
1
U / J \ \/\ 1 \ VYV
;GAAI\AGTTGCAGA GAGGTA TGCTAACTGII\AATGATTTTQAAAGGGC
291 321 331
< >
Reverse Trace File : 6K_P6R_H03_3730XL.ab1l Edit Trimming Remove Rev Trace

! i A

iGAAAGTTGCAGATGAGGTAAGG TGCTAACTGAAATGATTTT A A A G G GG
291 301 311 321 31

Figure 21: SnackVar report for the ¢.3963+9G>C position in CF4833948



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) | 1
261 21 281 291 301 3N 321 331 341 351 361 371 &

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggct ct aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctgac
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAAT(’.;GCTGATATAGCTGA(V
< >
Forward Trace File : 6L_P6F_C02_3730XL.abl Edit Trimming Remove Fwd Trace

A

\ | \r\ A ‘/"\ A ANAD
/ /\/\.. /\/\ \ /\/ RRTRTAY \[\/ VA
B AAGTTGCAGTT AI‘\AATGATTTTQAAAG-HGG’_-(
291 321 331
Reverse Trace File : 6L_P6R_A04_3730XL.ab1 Edit Trimming Remove Rev Trace
A AN o +
WYY J/\/\/\ A VWY W\EW W)
\/\1 J\)J/\/ J\ [ "~ j/ vy V \/A/\/ Y ( VVVINVY VY
B A CTTGCCAC GCATGAC GG CTAOACGGC TGCTAACTGAAATGATTTTgAAAGGGG
291 301 321 331

Figure 22: SnackVar report for the ¢.3963+9G>C position in CF4471587



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) | 1
261 21 281 291 301 3N 321 331 34 351 361 371

"GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggct ct aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctga
'GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCTCTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGA
"GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGA |
< >
Forward Trace File : 6M_P6F_D02_3730XL.ab1l Edit Trimming Remove Fwd Trace

| I | Inl I’\I\/\{ MI l{(\l |[\ Iﬂ‘llll .'II’\ IPI'I \‘ﬂ', l'n". '{\I / ﬂ
\ / YNIUV VYNV VY

‘JCTGCTAACT?AAATGATTTTGAAAGGGI
311 321 331

< >

Reverse Trace File : 6M_P6R_B04_3730XL.ab1 Edit Trimming Remove Rev Trace

M\ /\M U\

]GAA;GTTGCAGATGAGGTAAG?CTGCTAACT?AAATGATTTTGAAAGGGG
291 301 311 321 331

W)

Figure 23: SnackVar report for the ¢.3963+9G>C position in CF5181003



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3963+¢ cDNA # of first cDNA base in reference (default : 1) | 1
261 n 281 2N 301 3N 321 331 341 351 361 371

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGgt aaggcet ct aactgaaatgattttgaaaggggtaactcataccaacacaaatggctgatatagctgac
GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC

A

GGATCCCTATGAACAGTGGAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCT CTAACTGAAATGATTTTGAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGAC
v

< >
Forward Trace File : 6N_P6F_E02_3730XL.abl Edit Trimming Remove Fwd Trace
[
[\ /\ /\ | |r\ \'l JI\ [\ p'l /\/‘| || |I||! /\ﬂ
|
n/ \/ A \
' ;;\ A G T T G C A G A G A G G T A A G G T G C T A A C T G A A A T G A T T T T 9 A A A G G G !
291 321 331
< >
Reverse Trace File : 6N_P6R_C04_3730XL.ab1l Edit Trimming Remove Rev Trace

Wi

]GAAAGTTGC-AGATGA“GUGTAAGG;TGCTAACTGAAA.TGATTTTSZAAAGGGG
291 301 311 321 331

< >

Figure 24: SnackVar report for the ¢.3963+9G>C position in CFO018616



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1351 cDNA # of first cDNA base in reference (default : 1) | 1
391 401 an a1 431 a1 451 461 a7 481 49 501 a
'AATTTCTCACTTCTTGGTACTCCTGTCCTGAAAGATATTAATTTCAAGATAGAAAGA GACAGTTGTTGGCGGTTGCTGGATCCACTGGAGCAGGCAAGgt agttcttttgttcttcactat
AATTTCTCACTTCTTGGTACTCCTGTCCTGAAAGATATTAATTTCAAGATAGAAAGAGACAGTTGTTGGCGGTTR ...... GGATCCACTGGAGCAGGCAAGGTAGTTCTTTTGITCTTCACTA

< >

Edit Trimming Remove Fwd Trace

G

GTGTGTKTKTKT

Forward Trace File : 7A_P7F_D04_3730XL.ab1l

<

Reverse Trace File : 7A_P7R_B05_3730XL.ab1l

Hetero Indel View Edit Trimming Remove Rev Trace

‘ e e S, o S
A G AT 4\ T TAA T TT C A AGATA G A A A G A GG A C A G T T G T T G ¢ C GGGTTR MWGG AT C _
421 431 441 451 461

Figure 25: SnackVar report for the p.Gly451Ter position in CA4932026



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1351 cDNA # of first cDNA base in reference (default : 1) | 1
391 401 an a1 a3 a1 451 461 a7 481 49 501

TAATTTCTCACTTCTTGGTACTCCTGTCCTGAAAGATATTAATTTCAAGATAGAAAGAGACAGTTGTTGGCGGTTGCTGGATCCACTGGAGCAGGCAAGg! agttcttttgttcttcacta
el YTC..CLLYYTYKKSRC..CYYSYSYYS..RARAKAT ..T loeeeces TYT..RAKALIARARARR[RSACL.KKTKKKSGSKKKYKSKRK..YCC..SKRR..RCRSR..RRRRTAKYTYTTKTKYYYY..C...T..
TAATTTCTCACTTCTTGGTACTCCTGTCCTGAAAGATATTAATTTCAAGATAGAAAGAGACAGTTGTTGGCGGTTR......GGATCCACTGGAGCAGGCAAGGTAGTTCTTTTGTTCTTCACTA

Forward Trace File : 7B_P7F_E04_3730XL.ab1l Hetero Indel View Edit Trimming Remove Fwd Trace

KAT“'VTWWWTYTMRAKAWARARARIIKRSACWKKT
421 431 441
<

v

Reverse Trace File : 7B_P7R_C05_3730XL.ab1 Edit Trimming Remove Rev Trace

AN

= Memnd X i
GATII\TTAATTTCAACATAGAAAGAGGACAGTTGTTGGCCGTTRII\AWGGATC

421 431 441 451 461

Figure 26: SnackVar report for the p.Gly451Ter position in CF1697504



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1351 cDNA # of first cDNA base in reference (default : 1) | 1
381 391 401 an a1 431 441 451 461 47 481 4N 50~

'CAGTAATTTCTCACTTCTTGGTACTCCTGTCCTGAAAGATATTAATTTCAAGATAGAAAGAGACAGTTGTTGGCGGTTGCTGGATCCACTGGAGCAGGCAAGgt agttcttttgttcttcs
ICASY XY TCICEYTTY..TSKYLCYYYTSYYSKSAL. X..TRETET -AKATARA.AR. E RA....AK..G.KRGSRSKYKYKRK..YCC..SYGS..RC.CSCA..KGK. KY..CTYK..KYT..YYY,
‘CAGTAATTTCTCACTTCTTGGTACTCCTGTCCTGAAAGATATTAATTTCAAGATAGAAAGAGACAGTTGTTGGCGGTTG.....‘GGATCCACTGGAGCAGGCAAGGTAGTTCTTTTGTTCTTC:

<
Forward Trace File : 7C_P7F_F04_3730XL.ab1 Hetero Indel View Edit Trimming Remove Fwd Trace

421 431 441 451 461

Reverse Trace File : 7C_P7R_DO05_3730XL.ab1 Edit Trimming Remove Rev Trace

TTG[TGGCGGTTG W
451 461

WG G AT C

Figure 27: SnackVar report for the p.Gly451Ter position in CF4544212



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1351 cDNA # of first cDNA base in reference (default : 1) | 1
391 401 an an a3 441 451 461 an 481 49 501

rAATTTCTCACTTCTTGGTACTCCTGTCCTGAAAGATATTAATTTCAAGATAGAAAGAGACAGTTGTTGGCGGTTGCTGGATCCACTGGAGCAGGCAAth agttcttttgttcttcacta

<

>

Forward Trace File : 7D_P7F_G04_3730XL.ab1l Edit Trimming Remove Fwd Trace

K AT vwwww T Y W MA /|\ K AT AR AR A G R R S ACAK K TG K ~
421 431 441 451 461
<

Reverse Trace File : 7D_P7R_E05_3730XL.ab1

VAAAN My
AN

Enh N At
GC A T A T T A A T TT C A ;iﬂ G A T A G A A A G A GC G A C A G T T G T T G G C G GGT1T TR M WG G AT C ~
421 431 441 451 461

Figure 28: SnackVar report for the p.Gly451Ter position in CF4833948



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1351 cDNA # of first cDNA base in reference (default : 1) 1
391 401 an 4 431 44 451 461 an 481 491 501

I'AATTTCTCACTTCTTGGTACTCCTGTCCTGAAAGATATTAATTTCAAGATAGAAAGAGACAGTTGTTGGCGGTTGCTGGATCCACTGGAGCAGGCAAth agttcttttgttcttcacta

........ TYTCTCLYYTYKKGRY..CYYSTSYYS.RARAKAT LT TYT. . RAKATARARAGR[RSACAKKTKKKGGSGKKYKSTRK..Y..C..STRGARCRSR..RRGRKAKYTYTTKTKYTYY..CL..TA

I'AATTTCTCACTTCTTGGTACTCCTGTCCTGAAAGATATTAATTTCAAGATAGAAAGAGACAGTTGTTGGCGGTTR ...... GGATCCL.CTGGAGCAGGCAAGGTAGTTCTTTTGTTCTITCACTA
v

< >
Forward Trace File : 7E_P7F_H04_3730XL.abl Hetero Indel View Edit Trimming Remove Fwd Trace
+

M\
KAT“’VTWWWTYTMR/IXKATARARAGI'IZRSACAKKTKKKGGSGKKYK?TRKMYN
421 431 441 451 461

< >

Reverse Trace File : 7E_P7R_F05_3730XL.ab1 Edit Trimming Remove Rev Trace

M

m/f \m,/\m\/\/\/ A

\,,

GATATTAATTTCA
421 451

Figure 29: SnackVar report for the p.Gly451Ter position in CF5158167



Reference : = =
(NM_# or Gene Name) NM_000492.4(CFTR, Open Fwd Trace File Open Rev Trace File Advanced Run

Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1373 cDNA # of first cDNA base in reference (default : 1) | 1

an 431 aa 451 461 an 481 49 501 5N 521 531
CTGTCCTGAAAGATATTAATTTCAAGATAGAAAGAGGACAGTTGTTGGCGGTTGCTG ATCCACTGGAGCAGGCAAGgtagttcttttgttcttc-actattaagaacttaatttggtgtce

Forward Trace File : 7F_P7F_AO05_3730XL.ab1l Edit Trimming Remove Fwd Trace

Reverse Trace File : 7F_P7R_GO05_3730XL.ab1l

Edit Trimming Remove Rev Trace

G AGGEGRCARTTGY WK KCGGYY MA WRRRK C CW CYGK RGC A KR c R A $ G TAGT
451 461 471 481 491

Figure 30: SnackVar report for the p.Gly451Ter position in CF4283433



SnackVar Report

1D : CF0014912; p.Leul258PhefsX7 Description : Confirmation of pLeul1258PhefsX7 variant in CF0014912
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1

Description : €.3773dup, p.(Leul258Phefs*7), hetero

Alignment

n m ¥4 131 4 151 161 m 181 191 201 m 1 A

ttttaccttatagGTGGGCCTCTTGGGAAGAACTGGATCAGGGAAGAGTACTTTGTTATCA TTTTTGAGACTACTGAACACTGAAGGAGAAATCCAGATCGATGGTGTGTCTTGGGATT
TTT‘I’ACCTTATAOGTGGOCCTCTTOGGAAGAACTGOATCAGGOIAOAGTACTTTGTTATCA TTITTTER : .YKRARGRRRAA.YC..RA YSR.KGKGKKKYYTKGOR..T

TTYTTYGAGACYACTGAACACYGAAGGAGAAATCCAGAYCGATGGYGYGYCTTGGGATY_

.............................. e ws sesses + seses = ..

>

\ YTITTTFACACTACTC;}ACACTGA
141 151 161 171 181

Figure 31: SnackVar report for the p.Leu1258PhefsX7 variant in CF0014912



Hetero Indel View (Forward) : 8A_P8F_H05_3730XL.ab1l

ACCTTATAGGTGGGCCTCTTGGGAAGAACTGGATCAGGGAAGAGTACTTTGTTATCAGCTTTT AGACTACTGAACACTGAAGGAGAAATCCAGATCGATGGTGTGTCTTGGGATTCAATAACTTTGCAAC
ACCTTATAGGTGGGCCTCTTGGGAAGAACTGGATCAGGGAAGAGTACTTTGTTATCAGCTTTTT

GAGACTACTGAACACTGAAGGAGAAATCCAAATCGATGGGGTGTCTTGGGATTCAATAACTTTGCAAC

Hetero Indel View (Reverse) : 8A_P8R_A06_3730XL.ab1

"TTTACCTTATAGGTGGGCCTCTTGGGAAGAACTGGATCAGGGAAGAGTACTTTGTTATCAG TTTTGAGACTACTGAACACTGAAGGAGAAATCCAGATCGATGGTGTGTCTTGGGATTCAATAACTTTG
"TTTACCTTATAGGTGGGCCTCTTGGGAAGAACTGGATCAGGGAAGAGTACTTTGTTATCAG TTTTTGAGACTACTGAACACTGAAGGAGAAATCCAGATCGATGGTGTGTCTTGGGATTCAATAACTTTG

< b

B3 @&HA 2% 8 9' f
., ass. igy,, 2,

TATEXéE$¥¥ }T’

Figure 32: SnackVar report for the p.Leu1258PhefsX7 variant in CF0014912



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1646 cDNA # of first cDNA base in reference (default : 1) | 1
n 3n 321 331 34 351 361 371 381 391 401 am a1 ~

\CATCTCCAAGTTTGCAGAGAAAGACAATATAGTTCTTGGAGAAGGTGGAATCACACTGA GGAGGTCAACGAGCAAGAATTTCTTTAGCAAGgt gaataactaattattggtctagcaag
\CATCTCCAAGTTTGCAGAGAAAGACAATATAGTTCTTGGAGAAGGTGGAATCACACTGA GGAGGTCAACGAGCAAGAATTTCTTTAGCAAGGTGAATAACTAATTATTGGTCTAGCAAG

ACATCTCCAAGTTTGCAGAGAAAGACAATATAGTTCTTGGAGAAGGTGGAATCACACTGA GGAGGTCAACGAGCAAGAATTTCTTTAGCAAGGTGAATAACTAATTATTGGTCTAGCAAG

<

>
Forward Trace File : 9A_P9F_B06_3730XL.ab1

Edit Trimming Remove Fwd Trace
f\
i . * +
i i
M\ Ir\l| \I (‘ \ w(\ (\ P | / /
! \/ M\ &
VYV A AYA'RTATAY |
I T T G g A G A A G G T G G A T CACACTG A G T GG AGGTC A A C G AGTCAAG A A T T T C T
341 3 51 36 1 3 71 38 1
< >
Reverse Trace File : 9A_P9R_C06_3730XL.ab1 Edit Trimming Remove Rev Trace

" ﬁlll i
f\MJ\f A’\/\N&” Ll uf“A/\/ /J\ \/ \'t"‘\f"ﬂl/ W

.TTGFAGAAGGTGGAATCACACTG/IKGTGGAGGTCAACGAGCAAGAATTTCT
341 351 361 371 381

Figure 33: SnackVar report for the p.Ser549Asn position in CF0014912



SnackVar Report
ID : CF3796568; p.Ser1118Phe Description : Confirmation of homozygous p.Ser1118Phe in CF3796568;
Reference sequence : NM_000492.4(CFTR).fasta

Variant1
Description : c.3353C>T, p.(Ser1118Phe), homo

Alignment

an 3 33 341 351 361 3n 381 391 401 an an -
‘TCCAAATGAGAATAGAAATGATTTTTGTCATCTTCTTCATTGCTGTTACCTTCATTT|CICATTTTAACAACAGgt actatgaactcattaactttagctaagcatttaagtaaaaaattttce:
‘TCCAAATGAGAATAGAAATGATTTTTGTCATCTTCTTCATTGCTGTTACCTTCATTTH|CATTTTAACAACAGGTACTATGAACTCATTAACTTTAGCTAAGCATTTAAGTAAAAAATTTTC,
‘TCCAAATGAGAATAGAAATGATTTTTGTCATCTTCTTCATTGCTGTT..CCYTCATTT CATTTTAACA...CAGGTRCTATRAACTCATTA...CTTTAGSTAAGCATTTAAGTAAAAAATTTTC;V

< >

Fcrward Trace : 10A_P10F_D06_3730XL.ab1

URVTMITNY (A LA

TCTT;ATTGCTCTTACCTT A TTJTCAT TTTAACAATCA TACTA
34 351 361 371 331

Reverse Trace : 10A_P10R_E06_3730XL.ab1

IATARTATYRIATAAT m\/\?\/\/\\ W

41 351 361 371 381
< >

Figure 34: SnackVar report for the p.Ser1118Phe variant in CF3796568



SnackVar Report
ID : CF1782680; p.Phe508del Description : Confirmation of p.Phe508del in CF1782680
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1

Description : c.1521_1523del, p.(Phe508del), hetero
Alignment

an 32 331 341 351 361 an 381 391 401 an an A
TCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATC|TITTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGg!
TCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATYIKIKTGKTKYYTLYKATGALKALLRLRCR.AG.RKCRTCALLR..AKS. .YR.C.AC..AGARG..RRF
Y T TKYTSTYAKY KTYYTSS KKATK. .YKSSYRSCAYYA. ... RAARALA YATCLJTTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGT

Forward Trace : 11A_P11F_F06_3730XL.ab1l

R RYRTRRI RT

GAAAATAT A WE AW W L ¥
361 371

Reverse Trace : 11A_P11R_D09_3730XL.ab1l

A AW\ \/\J\M\/\A/NW\/\A/\A /!

SSYRSCAYYA\\WRAARAWAWYATCWTTG TGTTTCCTATGATGAATATAG
351 361 381 391

< >

Figure 35: SnackVar report for the p.Phe508del variant in CF1782680



Hetero Indel View (Forward) : 11A_P11F_F06_3730XL.ab1l

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTA
[CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTACAAGAGGTAAGAAACTA

>

M[\zm/\/\f\/\m /\/\ WY MM/\[\A/\AM/M/\A s/ nnagel

tTEEER RN FXE R AR T XF i
“m Yo s Im Aess 1

Hetero Indel View (Reverse) : 11A_P11R_D09_3730XL.ab1l

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

ol JwWMM\/\AN\/\/\AA/M\ g

I “IA A TAT A
[EEFRECALLXAPX CExe FREEIETT FLe

61
96 clSOS 1516 526 <1536 46 °

>

<

>

Figure 36: SnackVar report for the p.Phe508del variant in CF1782680



SnackVar Report
ID : CF7930867; p.Phe508del Description : Confirmation of p.Phe508del in CF7930867
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : c.1521_1523del, p.(Phe508del), hetero
Alignment
301 3n 3 33 3 351 361 3an 381 39 401 an A

\ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATCITITTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAG,
\ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATYKIKTGKTKYY T . YKATGALKALLRLCR.CROAG.RKCRTCALLR.AKS . YR..CLAS _AGARG.
VAK Y L TY  TKYTSTYAKY KTYYTSS  KKATK. .YKSSYRSCAYYA...RAARALA . XYATCLYTTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAG,

eeeee we se = e sess s seeew csseveene ces wee .« . e R « see wes *e sesssseswe cee = ceee seseee = e -

>

Forward Trace : 11B_P11F_G06_3730XL.abl

oy

TCGCACCATTAAAGAAAATAT ATYKKT?KTKYYTMYK$T-GAWKAWWR\VWR
341 351 361 371 381

< >

_,/

Reverse Trace : 11B_P11R_E09_3730XL.abl

AA M\ \n \MM/VW\/\ MJ’”&/&W\/

(SSYRSCATYAWWRAARA“VAWYATCWTT GTCTTTCCTATGATGAATATA(
341 351 371 381

< >

Figure 37: SnackVar report for the p.Phe508del variant in CF7930867




Hetero Indel View (Forward) : 11B_P11F_GO06_3730XL.ab1

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT

>

oot s

1 z:a§a¥ X ¥ P FE Y BETREES S ARERE
ags Hios ks f,m s 8, -

>

Hetero Indel View (Reverse) : 11B_P11R_E09_3730XL.ab1

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

<

>

v\l f f'
\ H
/ /‘\N\ l\j |
P 1 [ 6 cFeTTTecTatgea a
s s

v

Figure 38: SnackVar report for the p.Phe508del variant in CF7930867



SnackVar Report
ID : CF4062212; ¢.1393-1G>A Description : Confirmation of ¢.1393-1G>A in CF4062212

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.1393-1G>A, p.?, hetero
Alignment

181 191 201 m pza) 23 241 251 261 n 281 pail
jaggcaagtgaatcctgagcgtgatttgataatgacctaataatgatgggttttatttcca CTTCACTTCTAATGGTGATTATGGGAGAACTGGAGCCTTCAGAGGGTAAAATTAAGCAC,
SAGGCAAGTGAATCCTGAGCGTGATTTGATAATGACCTAATAATGATGGGTTTTATTTCCA| CTTCACTTCTAATGATGATTATGGGAGAACTGGAGCCTTCAGAGGGTAAAATTAAGCAC!
3AGGCAAGTGAATCCTGAGCGTGATTTGATAATGACCTAATAATGATGGGTTTTATTTCCA CTTCACTTCTAATGATGATTATGGGAGAACTGGAGCCTTCAGAGGGTAAAATTAAGCAC,

Forward Trace : 11C_P11F_HO06_3730XL.ab1

Figure 39: SnackVar report for the ¢.1393-1G>A variant in CF4062212



SnackVar Report

ID : CF1697504; p.Phe508del Description : Confirmation of p.Phe508del in CF1697504

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : ¢.1521_1523del, p.(Phe508del), hetero

Alignment

1 3 an 3 351 361 3N 38 391 401 an an 431 -~
TTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATC|TITTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAG
FTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATHIKIKT GKT KV T BVKA TGARKARERILR MERUAGERKCRT CALIRUAKSLYRUCHASIAGARGAR

€Y. TY. TKYTSTYAKY C_AAIA!A.ATC TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAG

fesee se se * ® sews se sessw crsssenne .o = * ses sws e sessssssss ces = seee sessse = = - -

>
Forward Trace : 11D_P11F_A07_3730XL.ab1

M\M / [\ﬂ/ WHY! W haans

“CGCA CATTAAAGAAAATATCATYfKTGKTKYYT}ﬂYKATGAWKA W R WWR
361 371 381 391

Reverse Trace : 11D_P11R_G09_3730XL.ab1l

w oV

CAYYAWWR

CTATGCGATGCGAANTAGTEG

CrTTGGTGTTT
71 381 391

Figure 40: SnackVar report for the p.Phe508del variant in CF1697504



Hetero Indel View (Forward) : 11D_P11F_A07_3730XL.ab1
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTA
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGAAAGAAACTA®

>

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCAT TAAAGAAAATATCAT
n, /\ \A \/, AN \/\
‘ Sm

<

Vst
Ilf\d\ R
AATAY
I A A A
¢ 1 A ;A SR EEER: E E oA
c§£12 <.“!2 (1&42
< >
Hetero Indel View (Reverse) : 11D_P11R_G09_3730XL.ab1
TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAL
TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAL

TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA

Figure 41: SnackVar report for the p.Phe508del variant in CF1697504



SnackVar Report

ID : CF4544212; p.Phe508del Description : Confirmation of homozygous p.Phe508del in CF4544212

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : c.1521_1523del, p.(Phe508del), homo

Alignment
n 3n 3 331 34 351 361

an 381 391 401 an a2~

AGAATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATC

ITGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAG

AGAATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATC
AGAATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATC

<

Forward Trace : 11E_P11F_B07_3730XL.ab1l

[E31 B33 2
|- —

[TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAG

[TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAG

351 361

Reverse Trace : 11E_P11R_H09_3730XL.ab1l

WMM/\& Y

Wl Wl

7 S <BF A T o S AGAAAATA
351

T

CGCTGT TT ATCATCAATATAGA
371 381 3

Figure 42: SnackVar report for the p.Phe508del variant in CF4544212



SnackVar Report
ID : CF7527369; p.PheS508del Description : Confirmation of p.Phe508del in CF7527369
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : c.1521_1523del, p.(Phe508del), hetero

Alignment

an kY] N 341 351 361 an 381 391 401 an a A
TTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATCTTTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAG
TTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATYIKT GRT KN T VKA T A KA BEREERINRUACIRKCRT CAIIRUAKSIYRICUASIAGARGER
t...v.rv_“xvtstv..xv.xtvvrss.xKATK...VKslVI.uYVA...RAAnA...A..vu CRITTGGTGTTTCCTATGATGAATATAGATACAGAAGCGT CATCAAAGCATGCCAACTAGAAGAG

>

Forward Trace : 11F_P11F_C07_3730XL.ab1

\

TGGCACCATTAAAGAAAATATCATvergxtxvvTMVKA.\TCAWKAWWR\V\&R
351 361 371 381 391

< >
Reverse Trace : 11F_P11R_A10_3730XL.ab1

[aand\ '/\ /\A/\/W\M M/Wl/\/\/\[\ &/\/

A WWR A AR 'AWYATCWTT CTCYT
361

Figure 43: SnackVar report for the p.Phe508del variant in CF7527369



: 11F_P11F_C07_3730XL.ab1

Hetero Indel View (Forward) :
GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT

\ ,/\
fwywa Mﬁ@d& Vv
BERTEEIESEREE THEIE

ETEEEAEER AT EATPOT ] A
i&., as s %

X C 1’505

<

11F_P11R_A10_3730XL.ab1
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

Hetero Indel View (Reverse) :
I“ TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
>

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA
TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA

<

f\ \ II.‘\ A
A A AT | AaAN AN A A AL
el PV i VA
P EEreEEALLRTPRAAEALANFATEX I EFEFTFECTATERTEAATALAE
805 3% as s Has

Figure 44: SnackVar report for the p.Phe508del variant in CF7527369



SnackVar Report
ID: CF4602380; p.Phe508del Description : Confirmation of p.Phe508del in CF4602380
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.1521_1523del, p.(Phe508del), hetero
Alignment
n 3 3 341 351 361 an 381 301 am an an A

' TTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATC TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATOCCAACTAGAAGAGq

TTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT KTGKTRYY T RYKA T GARKA BERE {TCA....R..AKS_YR..C.AC.AGARG.RI
YAKY _KTYYTSS. KKA cuVA-AAﬂAIABArc TGGYGTTYCCTATGATGAATATAGAYACAGAAGCGTCATCAAAGCAYGCCAACTAGAAGAG(

crssrneen ... . ses ses e sesssssenn D “ees sessee = - « ses

< >

Forward Trace : 11G_P11F_D07_3730XL.ab1

T 6 -G CAIC CoA A C AAAATATC A T2 T ¢ET Y YT my s AT ST BT
351 361 371 381 391

< >

Reverse Trace : 11G_P11R_B10_3730XL.ab1l

M\/\/\MA/\ |

- M B CAR AR AN EANAEY AT Ca T g6 GG T 0 Pur OV N PG N Gl R iR g
351 361 371 381 391

Figure 45: SnackVar report for the p.Phe508del variant in CF4602380



Hetero Indel View (Forward) : 11G_P11F_D07_3730XL.abl

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTACAAGAGGTAAGAAACTAT

¥szz1 919211&?5:
ngzs 3%&;; éals. ;

Hetero Indel View (Reverse) : 11G_P11R_B10_3730XL.ab1l

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

>

M\A/M\N an\ i/ N Y W VWA ﬂ[\ I\ '/ i

PRE b § FiETEFEE § EEEET R " A&
7
1 3

ALEE ¢3£4s

Figure 46: SnackVar report for the p.Phe508del variant in CF4602380



SnackVar Report
ID: CF5181003; p.Phe508del Description : Confirmation of homozygous p.Phe508del in CF5181003
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : c.1521_1523del, p.(Phe508del), homo
Alignment
n k¥4l 3 34 351 361 an 381 391 401 an a0 ~

ITGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAG
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAG
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAG

AGAATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATC
AGAATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATC
AGAATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATC

< >
Forward Trace : 11H_P11F_EO07_3730XL.ab1l

VAW y MY M\A /\W\M\AW\ J\f

CCYGGCACCATTAAACAAAATA TGYTTCCTA TGAATATA [
341 351 371

Reverse Trace : 11H_P11R_C10_3730XL.ab1

WM/\A WAV N\/\MNW\L Ay W,

CTGCCACCATTlAAAGAAAATATCATTG TATQAT AATATA{.A
341 351 361 381 391

Figure 47: SnackVar report for the p.Phe508del variant in CF5181003



SnackVar Report
ID : CF3115703; p.Phe508del Description :

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : c€.1521_1523del, p.(Phe508del), homo
Alignment
n k¥4) 3 3 35 361

Confirmation of homozygous p.Phe508del in CF3115703

an 3, 39 a0 an axn

AATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATC

>

GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAA

AATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATC

3

[TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAA

AATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATC

ITGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAA

<

Forward Trace : 11I_P11F_F07_3730XL.ab1

>

341 351 361

Reverse Trace : 11I_P11R_D10_3730XL.ab1

T GG TG Tl @ G B AN TG TG A AT AT A G
371 381

A

MMA/M TN oA

GG T SR R YT ARG
381

Figure 48: SnackVar report for the p.Phe508del variant in CF3115703

W

v



SnackVar Report
ID: CF3512286; p.Phe508del Description : Confirmation of p.Phe508del in CF3512286
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : c.1521_1523del, p.(Phe508del), hetero
Alignment
n k¥] 3N 3 351 361 n 381 3n 401 an an A
ATTTCATTCTGTTCTCAGTTTTCCTGOATTATGCCTGOCACCAT TAAAGAAAATATCATCIIITTGGTGTTTCCTATGATGAATATAGATACAGAAGCGT CATCAAAGCAT GCCAACTAGAAGA
ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT KTGKTK RGL
Y.TKYT: KATK..YK! C-AHAAIA!A.ATC TGGYGTTTCCTATGATGAATATAGAYACAGAAGCGTCATCAAAGCATGCCAACTAGAAGA

D sees sesmes = ww P
>

Forward Trace : 11)_P11F _G07_3730XL.abl

MMNMM i N\/MW\/M\MMM&M

G CACCATTAAAGAAAATAT T MY KATG AWK AWWR WWR
351 361 371 381 391

>

Reverse Trace : 11J_P11R_E10_3730XL.ab1l

MMMW MA/\AM/V\MN\/\/M /W\M\Aw

< - O S R B -l T AWWRAARAWIAWYAT A GATGAATATAG

361 391
>

Figure 49: SnackVar report for the p.Phe508del variant in CF3512286



Hetero Indel View (Forward) : 11)_P11F_GO07_3730XL.ab1l

GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT

GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT T

Hetero Indel View (Reverse) : 11)_P11R_E10_3730XL.ab1

TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA
TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA

<

EE??&EE

96 (3%06

J‘A /VV'\ /\f"f\'&/\/\ \z A J |
R z e ¥H’:§I&¥HEE¥ EFTERATAT

A

A ,;\ A
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Figure 50: SnackVar report for the p.Phe508del variant in CF3512286



SnackVar Report

ID : CF2843425; p.Phe508del Description : Confirmation of p.Phe508del in CF2843425

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.1521_1523del, p.(Phe508del), hetero

Alignment

30 3n 321 3 3 351 361 an 381 39 a0 an

TCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATCIT]TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGT CATCAAAGCATGCCAACTAGAAGAGG!
TCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCAT TAAAGAAAATATCAT] KTGKTKYYT . YKATGA KA. ..R...R...R.AG.RKCRTCA...R.AKS_YR..C.AS..AGARGARRK
/ KVJTY"SIJMTK_YMV”CMYA.JAAaA,..A vnc TGGTGTTTCCTATGATGAATATAGATACAGAAGCGT CATCAAAGCATGCCAACTAGAAGAGGT

. . .. « see sew “s sessssennn e . Cees semsee = ww . .-
>

cee we seewsw s ssnnne ..

Forward Trace : 11K_P11F_HO07_3730XL.ab1

v

TG GCACCAT AAAGAAAATATC K
331 341

<

Reverse Trace : 11K_P11R_F10_3730XL.ab1

. ;'
TRV RS R AM@AHA\ 's /}QM{\%\/}/\&x/}WWX@&AMAMC AJ: A\/r\i:\/:

Figure 51: SnackVar report for the p.Phe508del variant in CF2843425



Hetero Indel View (Forward) : 11K_P11F_HO07_3730XL.ab1
TTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACT
FTTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGAAAGAAACT

>

<

A A A A A A A A AT A AT
E¥EEE§EEA}{AAAE?AAA}A}EATgai

(.%£Ol .‘lill 1521 A
>

Hetero Indel View (Reverse) : 11K_P11R_F10_3730XL.ab1
ITCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
TTCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
b

<

Figure 52: SnackVar report for the p.Phe508del variant in CF2843425



SnackVar Report

ID: CF8213552; p.Phe508del
Reference sequence : NM_000492.4(CFTR).fasta

Description : Confirmation of p.Phe508del in CF8213552

Variant 1
Description : ‘ c.1521_1523del, p.(Phe508del), hetero

Alignment
kra) n 3a 351 361 an 38 39 a0 an ax P

an
ATTTCATTCTGTTCTCAGTTTTCCTGOATTATGCCTGGCACCAT TAAAGAAAATATCATCTTTGOGTGTTTCCTATGATGAATATAGATACAGAAGCGT CATCAAAGCATGCCAACTAGAAGA
ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT FIKTGKT KNY T BVKA T oA BKA BERERENRNAGERKCRT CAINREAKSIVRICIASIAGARGE

-V-AAIAlA-ATC TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGA

s sesssssnes “ee “ees sessss = =
>

Forward Trace : 11L_P11F_A08_3730XL.ab1

hA u ‘ WV [\/\/M ‘\ [‘ A‘AAA‘A‘A “ A

TCCCACCA]’TAAACAAAATATCAT KTKYYTMVKATGAW
351 381 391

v

<

Reverse Trace : 11L_P11R_G10_3730XL.ab1l

J\AMA/\/MMW Vi\n/ \/V\/MNWW\/\/M /,\/G\@/g/y ] \f

YRSCATVAWWRAARAYVAWY AT CERTT GTCTTTCC
351 361 81 91
>

W

Figure 53: SnackVar report for the p.Phe508del variant in CF8213552



11L_P11F_A08_3730XL.abl1

Hetero Indel View (Forward) :
GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTA

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTA

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT

ﬁ. TE, f
a'i "{U \ ,/ l 3/\/\ /\;/\/\/\/ J\/\[\Z\MV_WV\ \/ ‘!A\iw ﬁ@v{j@‘}

A

Hsahzs,{p“:a: AIATERTFETT§ ’H?EZHHE:
s as s % -

Hetero Indel View (Reverse) : 11L_P11R_G10_3730XL.ab1l
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGT CATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGT CATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA
TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA T
>

Figure 54: SnackVar report for the p.Phe508del variant in CF8213552



SnackVar Report

ID : CF3803349; p.Phe508del Description : Confirmation of p.Phe508del in CF3803349

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : c.1521_1523del, p.(Phe508del), hetero

Alignment
am kv 3 34 361 361 an 38 39 a0 an an S

TTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGY

TTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT VKT GKT KNV T BVKA T oA KA IEREERINRUAGERKCRT CAIEREAKSEYRECEASHAGARGARI

_AAIA'A-ATC TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGH

.- e - .

>

Forward Trace : 11M_P11F_B08_3730XL.ab1

351

Reverse Trace : 11M_P11R_H10_3730XL.ab1

¥ A AARAWAWYATCWTTGGT TTCCTATCﬁTGAATATA(
381

Figure 55: SnackVar report for the p.Phe508del variant in CF3803349



Hetero Indel View (Forward) : 11M_P11F_B08_3730XL.ab1

STGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT
STGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGAAAGAAACTAY

Hgas:ssmm
41

c.1498

Hetero Indel View (Reverse) : 11M_P11R_H10_3730XL.ab1l

TTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
TTCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

Figure 56: SnackVar report for the p.Phe508del variant in CF3803349



SnackVar Report

ID : CF9830825; p.Phe508del Description : Confirmation of p.Phe508del in CF9830825

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.1521_1523del, p.(Phe508del), hetero

Alignment
an 33 341 351 361 an 381 391 a0 an an an

ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATCT|ITTGGTGTTTCCTATGATGAATATAGAT ACAGAAGCGTCATCAAAGCATGCCAACTAGAAGA

ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT KTGKTKYYT.YKATGA. KA. ..R...R._.R.AG.RKCRTCA._R.AKS.YR..C.AS_AGARG..
\} TSTYAKY. . KTYYTSS. KKATK.YK! . TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGA

. ses see “e srsssssenn see a2 sees eseees .- e S
>

PN

>

Reverse Trace : 11N_P11R_A11_3730XL.abl

AM/\A/\ lanndVla)

SEAYY AW R EA AR AW AW Y AT CWTTGGTC]’TTCCTATGATGAATATA(
361 371 381 391

>

Figure 57: SnackVar report for the p.Phe508del variant in CF9830825



11N_P11F_C08_3730XL.abl1
GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT
GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT

Hetero Indel View (Forward) : .| K
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATMT
T

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT

11IN_P11R_A11_3730XL.abl
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAL
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAL

Hetero Indel View (Reverse) : |
TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA
TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA T

<
A A i
A A i\ H { +
WA A iada i)
[\ f I f /
VA VWA W VY VYA
\ Xy Y i ) 8§
A AT T A
A HEET SN &

Figure 58: SnackVar report for the p.Phe508del variant in CF9830825



SnackVar Report

ID : CF5384911; p.Phe508del Description : | Confirmation of p.Phe508del in CF5384911

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : c.1521_1523del, p.(Phe508del), hetero
Alignment
n 3 3 341 351 361 3n 381 391 401 an a1 A

ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATCTITTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAG)

IATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATYKIKT CKTKYYTAYKATCA LKA LNRIIRIURIAGIRKCRT CALIRIAKSIYRIUCIASIAGARG)
C_A_AA.A'A.ATC TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAG)

>

Forward Trace : 110_P11F_D08_3730XL.ab1l

‘h u \M \M 0\ “ ‘Ah\A‘.\AAAM“A “‘u AVAVATAA

TG?CACCATTAAAGAAAATAT TYKKTGKTKYYTMYKATGA\VKAW w
341 351 371 381

<

v

Reverse Trace : 110_P11R_B11_3730XL.abl

A lanl wwmwmwmmm My

S?YRSCAVVAW RAARAWAWVAYCWTTCCTC TTCCTATCA]GAATATA(

341 36 381

>

Figure 59: SnackVar report for the p.Phe508del variant in CF5384911



Hetero Indel View (Forward) : 110_P11F_D08_3730XL.ab1l

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT T

GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT
GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGAAAGAAACTAT

Hetero Indel View (Reverse) : 110_P11R_B11_3730XL.abl

TTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
TTCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

;sgnsuzznfi :x:xsﬂsxmauaims
Moo 80 2 :

f - \ \ A =
/ \/‘ M\ | ;j \/\ ‘ ;{N\ )/\J l/\k/\\ \ \ /\‘ \J g /;\/\v k/ \ / ;/\/q\,x /. \L g uc}

Figure 60: SnackVar report for the p.Phe508del variant in CF5384911



SnackVar Report
ID: CF9862557; p.PheS508del Description : Confirmation of p.Phe508del in CF9862557
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.1521_1523del, p.(Phe508del), hetero
Alignment
3 331 N 351 361 an 38 3N am an an an -~

ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT CET TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAG)

ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATI KTGKTKYYT . .YKATGALKA...R...R...R.AG.RKCRTCA...R..AKS..YR..C.AC..AGARG.
S M N S U g KY.K [SSEKKATKEYKSSYRSCAYYARERAARABARNATCRYT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGT CATCAAAGCAT GCCAACTAGAAG)

B . e .- . = .. . . s ses e sessssenes cee - D - -

>

Forward Trace : 11P_P11F_EO08_3730XL.ab1

s A O S L 31 | Y _V VA"
PG (G CACIC AT TR RGN AR AT TR o Il RE G KT
351 361 371 381 391

Reverse Trace : 11P_P11R_C11_3730XL.ab1

AaAAN Vi \n A \/ N hnﬂ““‘“‘d W “ “

3 C
351

Figure 61: SnackVar report for the p.Phe508del variant in CF9862557



Hetero Indel View (Forward) : 11P_P11F_EO08_3730XL.ab1

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAY
CTGTTCTCAGTTTTCCTOGBATTATGCCTGGCACCATTAAAGAAAATATCAT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTACAAGAGGTAAGAAACTAY

< >

. P | AR T
T e Y
T i

:u§:Hz'uH‘;fzzuuua:xnueu
s s ¢

Hetero Indel View (Reverse) : 11P_P11R_C11_3730XL.ab1

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA T

TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

Figure 62: SnackVar report for the p.Phe508del variant in CF9862557



SnackVar Report
ID: CF3796568; p.Phe508del Description : Confirmation of p.Phe508del in CF3796568
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : c.1521_1523del, p.(Phe508del), hetero
Alignment
n k4] 3 3 35 361 n 3 30 am an an

TTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATCITITTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGS

TTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATYIKIKT GKTKYY T RYKA T GARKA IR EER BERUAGURKCR T CALNRUAKSIYRICUACIAGARGAR
AYYALLRAARARARNATCRIT TGGTGTTTCCTATGAT GAAT ATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGE

e = . ‘ - = ot - - & - d o =
T GG ¢ A C'CA T YA AR ¢ A A AA T ATCAT Y@RKTOGKTIKYTYT

341 351 361 371 381
<

Reverse Trace : 11Q_P11R_D11_3730XL.ab1l

1
3

S

ARV

AATAYA

pal ViV lasnlVin/

Figure 63: SnackVar report for the p.Phe508del variant in CF3796568

~



Hetero Indel View (Forward) : 11Q_P11F_F08_3730XL.ab1
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT T

GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT
GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTACAAGAGGAAAGAAACTAT

E¥88§

fEERt T2
AL

! "“. \
ﬁlfﬁ?lél?
Hao .

Hetero Indel View (Reverse) : 11Q_P11R_D11_3730XL.ab1l

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA
TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA T

<

TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

Figure 64: SnackVar report for the p.Phe508del variant in CF3796568



SnackVar Report

ID : CF1133987; p.Phe508del Description : Sanger confirmation of p.Phe508del CF1133987;
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.1521_1523del, p.(Phe508del), hetero
Alignment
3 an 34 351 361 an 381 39 401 an an 431 ~

ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATVKIKT GKTKYY T BVKA T cA KA BERINRINRIAGERKCR T CALNRUAKS IVRUCHACEAGARGA
CAYYARRRAARARARNATCRIT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGT CATCAAAGCATGCCAACTAGAAGA

ATTTCATTCTGTTCTCAGT TTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATiTTGOTGTTTCCTAT GATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGA

>

Forward Trace : 11R_P11F_GO08_3730XL.ab1

-.

G G gAccnr TAARAG S CAJYKTGCKT ¥y 7 R KATC AW K AWW R
351 361 371 381 391
< >
Reverse Trace : 11R_P11R_E11_3730XL.abl
| WAV W\ m A“Am“ Ny "\
AnAAA VWA VIV WY YA NVVVV _
S S YR SCAYYAWWERAARAWAWY TCCTATcATgAATATA(
351 361 391

>

Figure 65: SnackVar report for the p.Phe508del variant in CF1133987



Hetero Indel View (Forward) : 11R_P11F_G08_3730XL.ab1

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAY
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTACAAGAGGAAAGAAACTAY

< b

Hetero Indel View (Reverse) : 11R_P11R_E11_3730XL.ab1l

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAR
TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAL

< >

N R O

LecALlLnA éiﬁ‘ x LF AT EX Hauuiwu RTEA ?
oo 0 0 30 e

Figure 66: SnackVar report for the p.Phe508del variant in CF1133987



SnackVar Report
ID : CF5107567; p.Phe508del Description : Confirmation of p.Phe508del CF5107567
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1

Description : c.1521_1523del, p.(Phe508del), hetero

Alignment

1 3 3 3 351 361 3an 381 391 40 an an 431 ~

FTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATC|TITTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAG

FTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATYIKIKT GRTKYY T BYKA TGA BKA RER EERIERUAGIRKCR T CALIRUAKSLYRUCLHACUAGARGER
CAYYARRAARABABNATCRIT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGT CATCAAAGCAT GCCAACTAGAAGAG

351 361 371 381 391

Reverse Trace : 11S_P11R_F11_3730XL.ab1

PN A \wand V| '/ ‘A u“ML““ ‘ ‘h

YR?CAYVAWWRAARAWAW ATA A
351 361 391

Figure 67: SnackVar report for the p.Phe508del variant in CF5107567



Hetero Indel View (Forward) : 11S_P11F_HO08_3730XL.ab1
GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAY
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTACAAGAGGTAAGAAACTAY

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT

\/ .
A A A A A
E?EEEA§EA¥¥’AAAE§ A AT
51 361
c1502 cis12
Hetero Indel View (Reverse) : 11S_P11R_F11_3730XL.abl
TGGTGTTTCCTATGATGAATATAGATACAGAAGCGT CATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA
TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA

Figure 68: SnackVar report for the p.Phe508del variant in CF5107567



SnackVar Report

ID : CF4495056; p.Phe508del Description : Confirmation of p.Phe508del in CF4495056
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.1521_1523del, p.(Phe508del), hetero

Alignment
32 N 3n 351 361 3n 38 39 a0 an an an %
TTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATCITITTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGS

TTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATYKIKTGKTKYY T VKA T GA KA LR EERILRUAGIRKCRT CALLRIAKSLYRUCUASUAGARGAR
TR KSSYRS CAYYALNRAARANARNATCRIT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGT CATCAAAGCATGCCAACTAGAAGA G(

>

Forward Trace : 11T_P11F A09_3730XL.ab1l

P CEeAECATTARBCRAGAT AL EATTIRAET CRETREY VYV THYT R AT CHUE S
351 361 371 381 391

<

v

Reverse Trace : 11T_P11R_G11_3730XL.abl

Figure 69: SnackVar report for the p.Phe508del variant in CF4495056



Hetero Indel View (Forward) : 11T_P11F_A09_3730XL.ab1

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAY
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGAAAGAAACTAT

< : >

Hetero Indel View (Reverse) : 11T_P11R_G11_3730XL.abl

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAL
TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAL

< b

ey el

§ EI¥?28¥§.¥¥¥'EE'¥Q¥E
(.51590 c“os

a0 b,

Figure 70: SnackVar report for the p.Phe508del variant in CF4495056



SnackVar Report

ID: CF5980227; p.Phe508del Description : Confirmation of p.Phe508del in CF5980227
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.1521_1523del, p.(Phe508del), hetero
Alignment
n k¥l 33 3 35 361 n s 3N a0 an an >

ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGA

ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT VKT GRTKYY T VKA T GA KA RER RERENREAG. RKCRT CALNRUAKSLYRUCHASIAGARGH
AYYARERAARANARNAT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGA

>

Forward Trace : 11U_P11F_B09_3730XL.ab1

ﬁ[\/w D e /\AM\/\MAMM VW nasnn

TCGCACCATTAAACAAAATAT(ATV K TGKTK K A G AWK AWWRW
351 361 371 381 391

>

Reverse Trace : 11U_P11R_H11_3730XL.ab1l

P e

S TCTAY TAWER A AN AN ANVY i SR B -l et CATCAAYAT
351 361 391

>

Figure 71: SnackVar report for the p.Phe508del variant in CF5980227



Hetero Indel View (Forward) : 11U_P11F_B09_3730XL.ab1l

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAY
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT

>

ﬂ : 3 W m ﬁ A +
NAAAAATARAA AN \ (PN TN —
VIV VWA WV IAAA WA WA YV VI Iaania
TEEEAEEAT [ARAEARART AT EATFCCTE[FPEETREAL EARFARKER]
Hlos 3306 e e 85 Y

Hetero Indel View (Reverse) : 11U_P11R_H11_3730XL.ab1

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
TCTGTTATCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

< >

Figure 72: SnackVar report for the p.Phe508del variant in CF5980227



SnackVar Report
ID : CF6268769; p.Phe508del Description : Confirmation of p.Phe508del in CF6268769
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.1521_1523del, p.(Phe508del), hetero

Alignment
Kyl n 34 351 361 an 38 39 a0 an an 431 &

ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATCTITTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGA

ATTTCATTCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCATYIKKT GKTKY Y TRNVKAT GALKA NIRINRIIRIAGIRKCR T CALIREAKSLYRUCIACIAGARGE

—AA'A.A.ATC TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGA

< >

Forward Trace : 11V_P11F_C09_3730XL.ab1

ey MM 0

ACCATTAAA AAAATATCA‘[Y
371 381 391

v

<

Reverse Trace : 11V_P11R_A12_3730XL.ab1l

351 361 371 381 391

Figure 73: SnackVar report for the p.Phe508del variant in CF6268769



Hetero Indel View (Forward) : 11V_P11F_C09_3730XL.ab1

CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT GGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAACTAT
CTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCAT TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTACAAGAGGTAAGAAACTAT

E¥88§AEE B 2&?2&?““2
c.slioo :.“10

Hetero Indel View (Reverse) : 11V_P11R_A12_3730XL.abl

TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA
TCTGTTCTCAGTTTTCCTGGATTATGCCTGGCACCATTAAAGAAAATATCA TTGGTGTTTCCTATGATGAATATAGATACAGAAGCGTCATCAAAGCATGCCAACTAGAAGAGGTAAGAAA

<

;ssie'ae:zuwu:e:x:xs:fenmuupsu
3800 8o & :

Figure 74: SnackVar report for the p.Phe508del variant in CF6268769



SnackVar Report
ID : CF2173052; p.Leu383* Description : Confirmation of p.Leu383* in CF2173052
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.1148T>A, p.(Leu383*), hetero

Alignment

281 291 301 3n 3 33 34 351 361 an 381 391~
tatgtttttgectctcttttataaatagGATTTCTTACAAAAGCAAGAATATAAGACATITIGGAATATAACTTAACGACTACAGAAGTAGTGATGGAGAATGTAACAGCCTTCTGGGAGGAGg!
TATGTTTTTGCTCTCTTTTATAAATAGGATTTCTTACAAAAGCAAGAATATAAGACAT GAATATAACETAACGACTACAGAAGTAGTGATGGAGAATGTAACAGCCTTCTGGGAGGAGGT
TATGTTTTTGCTCTCTTTTATAAATAGGATTTCTTACAAAAGCAAGAATATAAGACATEIGGAATATAACTTAACGACTACAGAAGTAGTGATGGAGAATGTAACAGCCTTCTGGGAGGAGG!

< >

Forward Trace : 26A_P26F_B12_3730XL.ab1l

N\ A NRAAVAAWWNANANNYNYVY ALY

AAGACAIWCGAATATAACTTAACCAC]’ACACAI
331 341 351

AV / n(_‘/\ “/_X \/\x"! VAVA /\ \/ \AA/\:’{"&""\\/FI 'r\ \Q VATAVATAVNAYAV.NAYAY A /\!

1AC{AAACCAACAATATAAGACA WG G A A AAfCYTAACCACTACACAA

311 321 331 34 351

Figure 75: SnackVar report for the p.Leu383Ter variant in CF2173052



Reference : - .
(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run

Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 170 cDNA # of first cDNA base in reference (default : 1) | 1

251 261 271 281 291 301 3n 321 331 31 351 361 @
raactaaaatatttgcacatgcaacttattggtcccactttttattcttttgcagAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTT‘
JAACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTT'

CAACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTT‘

< >

Forward Trace File : 12A_P12F_D12_3730XL.abl Edit Trimming Remove Fwd Trace

+
|/ I ' | \ | I I | | ' 1 | | | | \ ' - n - [\ | | - . 7 r\ I/\U(.
VY v VV y \ J / \f\/ BL IAYAVAVNR'AY.
ACTTTT A G AAT G G G A T A G A G A G C T GG T T CAA A G A A ;f _
281 301 311 3
< >
Reverse Trace File : 12A_P12R_A02_3730XL.ab1l Edit Trimming Remove Rev Trace
+

Il [\ ) Ao N
\/\/\/w /'v'\/vv\/\/ /\/N\/l/\/\f\/\/ \/J\/\/\/\/W\/\/\x \/\/\/ﬁ/\/\""\/\/ \/\/\f\//\

ACTTTT CTTTTGCAGAGAAT TAGAGAGCTGG;TT AAAGAA
29 301 321

,w—>

v

Figure 76: SnackVar report for the p.Trp57Leu position in CA1615190



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 170 cDNA # of first cDNA base in reference (default : 1) | 1
251 261 2n 281 291 301 3n 321 331 34 351 361 ~

aactaaaatatttgcacatgcaacttattggtcccactttttattctttt gcagAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTT‘
:AACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAATGGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTT'
:AACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAATGGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTT'

v

< >
Forward Trace File : 12B_P12F_E12_3730XL (1).ab1 Edit Trimming Remove Fwd Trace
n A +
Ny ,n,(\,f\ f\, ,f\f\f’\ /\ A \ /\ (\ )
/\ .'J IIII f I]'. f \, ./ l]"‘/ ll'l“{ \1ll | [\ \ Lll\, \ M { \f \ \ AV \;“‘ \N \/I \/
SR A ‘-_ \/\_1 J
ﬁ: AC T TTTTAT T C T T T T G C A G A G A AT G G G A T A G A G AGC TG G T T C A A AG A A |
281 291 301 311
< >
Reverse Trace File : 12B_P12R_B02_3730XL.ab1l Edit Trimming Remove Rev Trace

L\/\ WANY fw\f A AN “/\’i/\/ywﬂ/\m WAV

FACTTTTTAT CTTTTGCAGAGAATGGGATACACACCTCC TTCAAAGAA/IA
28 301 311

w
A

<

v

Figure 77: SnackVar report for the p.Trp57Leu position in CF3115703



SnackVar Report

ID: CF4602380; p.Arg75Ter Description : Confirmation of p.Arg75Ter in CF4602380

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1

Description : €.223C>T, p.(Arg75%*), hetero

Alignment

30 n 3 n 3a 351 361 n 38 m am an Vi
JAGAATGGGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCG ATGTTTTTTCTGGAGATTTATGTTCTATGGAATCTTTTTATATTTAGGGgt aaggatctcal
JAGAATGGGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCTTTTTATATTTAGGGGTAAGGATCTCA"
JAGAATGGGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGMGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCTTTTTATATTTAGGGGTAAGGATCTCA®

< >

Forward Trace : 12C_P12F_F12_3730XL.ab1

e e el s e

CCTAAA;YCATTAATG TTCGGCEGATGCGTTT TT TCT GGCGGAGATTTA
341 361 371

Reverse Trace : 12C_P12R_C02_3730XL.ab1

/lm A W &\A/\/\/ A\ WY WA

TAAA;TCAY A B C ATGT TT Lol R R SR G b R 9 TR T
341 361 371 381

Figure 78: SnackVar report for the p.Arg75Ter variant in CF4602380



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 170 cDNA # of first cDNA base in reference (default : 1) 1
251 261 2n 281 291 301 3N 321 331 341 351 361 -~

caactaaaatatttgcacatgcaacttattggtcccactttttattcttttgcagAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTT'
\CAACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTT'
\CAACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTT'v
< >
Forward Trace File : 12D_P12F_G12_3730XL.abl Edit Trimming Remove Fwd Trace

N N :
\l\uw& W\/\& M\[\/ Vi MJ\M\/MV\/\/W
A CTTTTT A T C T T T T GCAG A G A AT G G G A T A G A G A G CT G G T T CAAAGA A |
281 301 311 321 k!
< >
Reverse Trace File : 12D_P12R_D02_3730XL.ab1 Edit Trimming Remove Rev Trace
rr, . N
N\ ( A \' f\ AN |(\‘1 NN A
AN AV AW AW o AR A
\\/\/\/\}f x/w/\/u YAVAYA SV %,wa/%u
F ACTTTTTAT CTTT T G CAGAGECG A A T G GGATAGAGAGCTGGGTTOCAAATGA AA
281 29 301 311 321 3
< >

Figure 79: SnackVar report for the p.Trp57Leu position in CF0018616



Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 170 &J cDNA # of first cDNA base in reference (default : 1) | 1

251 261 n 281 29 301 3n 321 331 31 351 361 +
aactaaaatatttgcacatgcaacttattggtcccactttttattctttt gcagAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTT
AACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTT
AACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTTv

< >
Forward Trace File : 12E_P12F_H12_3730XL.abl Edit Trimming Remove Fwd Trace

N / J ' | | \ |r(\| ‘,\ /\ \ ' | | '. |' | {\. /\ /\ | l ‘f\ /\ /\ ‘\ \Uf/\ {]

J VU VY | \/\J B(\ Vi
ﬁ: A C T TTTTAT T C T T TTG C A G A G A A G A T A G A G A G cC T T T CA A AG A A
281 291 301 311

< >
Reverse Trace File : 12E_P12R_E02_3730XL.ab1 Edit Trimming Remove Rev Trace
Iy +

. AN i/ A A

JAVAATA'AL AT M/\/ J\z\/\mM“"" AN

AAY, \H\;\/H\/\// ATATA \

5: ACTTTTTAT cC T T T T G C A G A G A A TGGG A T A G A GA GCTGG ? T T CA A A G A A A ~

281 291 301 311 321 3:

< >

Figure 80: SnackVar report for the p.Trp57Leu position in CF4544212



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 170 cDNA # of first cDNA base in reference (default : 1) 1
251 261 271 281 291 301 3n 321 331 34 351 361

raactaaaatatttgcacatgcaacttattggtcccactttttattcttttgcagAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTT‘
JAACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT|G GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTT'
JALCTA.LAATATTTKCACAYRCRu TTAT..GGTSCCLICTTTTT.. TTYTTTTGCAGAGAATGGAKAGAGAG...KGKSTTY AAGAAAAATCYTA..ACTCAY. AATRCCCYTYGGSGAKRTKTT

<

>

Forward Trace File : 12F_P12F_A01_3730XL.ab1l Edit Trimming Remove Fwd Trace

+
| )
| IJI I\/
1 i U %

EACTTTTTAT CTTTTGCAGAGAATGGGATAGAGAGCT TTCAAAGAA/I
281 301 311 3
< >
Reverse Trace File : 12F_P12R_F02_3730XL.ab1l Edit Trimming Remove Rev Trace

+

f\/\w(\

MCTTTTTWT YTTTTGCAGAGAATRGGAKAGAGAGMKGK?TTYW
301 311 321

Figure 81: SnackVar report for the p.Trp57Leu position in CF2349244



SnackVar Report
ID : CF7527369; p.Leu88llefs*22 Description : Confirmation of p.Leu88Ilefs*22 in CF7527369
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.262_263del, p.(Leu88llefs*22), hetero
Alignment
3 351 361 n 381 3N am an an 43 an 45 ~

TAAACTCATTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCTTTTTATATTTAGGGgt aagga( ctcattt gl acattcattatgtatcacataactatattcat
TAAACTCATTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCT BrathTl S = TRIRTEECAYA S T KT EVEYSY
g { (S¢S GAHTETTTTYTS-GA-TlTlTnTlT RKRR. TTATATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCAT

v
«- wew

>

Forward Trace : 12G_P12F_B01_3730XL.ab1

W\W\/\/\wy WAoo

CCACAY TCTATCCAATCTTTWTATWTWKR R KRRKMTCWVY«
391 401 4.

Reverse Trace : 12G_P12R_F03_3730XL.abl

A NW M

TKYTMTRK«IRWMTVYTYATAYTTACCCC AACCAT
391 401

Figure 82: SnackVar report for the p.Leu88llefsTer22 variant in CF7527369



Hetero Indel View (Forward) : 12G_P12F_B01_3730XL.ab1

TTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCTTT
TTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCTTTHRA

TATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCATTTTTGTGAT]
TATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCATTTTITGTGATY

v\ /\/ S/\/\ i/\/y\f/\’”\ [\;/\/x/\/\/\/\/\/\M 1\/2\&@/?\(‘;/

-
A
éssm BYeiiz

Hetero Indel View (Reverse) : 12G_P12R_F03_3730XL.ab1
TTATATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCATTTTT

AACTCATTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATC
AACTCATTAATCCCCTTCGGAGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCE I TTTATATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCATTTTT

AVVAARAYAVALY, WIAN W | [
2?62£EXT?12T£$T6T29§ Iﬁ¥c¥¥¥:f:h¥A - A
&8s s 945 A, 2

Figure 83: SnackVar report for the p.Leu88llefsTer22 variant in CF7527369



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 170 cDNA # of first cDNA base in reference (default : 1) | 1
251 261 21 281 291 301 3n 321 331 34 351 361

aactaaaatatttgcacatgcaacttattggtcccactttttattctttt gcagAGAATGGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTT'
JAACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTT‘
JAACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTT'V
< >
Forward Trace File : 12H_P12F_C01_3730XL.ab1 Edit Trimming Remove Fwd Trace

oo “ :, A\ A i f\
AV W YABAN YA W | /\zv\/\/\ fv

u’-ll
?ACTTTTTA.TTCTTTTGCAGAGAATGGGATAGAGAGCTGG T T CAAAGAA
2

I
281 301 311 321 3
< >
Reverse Trace File : 12H_P12R_H02_3730XL.abl Edit Trimming Remove Rev Trace

(\]J
/x/\/ N

A \ 8

A CTTT T T A TT CTTTTGCAGAGA A T G G G AT AGA GA GCTGG T T C A A A G A Al
281 291 301 311 3:
< >

Figure 84: SnackVar report for the p.Trp57Leu position in CF9830825



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 170 cDNA # of first cDNA base in reference (default : 1) 1
251 261 2n 281 291 301 3n 321 331 30 351 361 ~

aactaaaatatttgcacatgcaacttattggtcccactttttattctttt gcagAGAATGGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTT

AACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAATGGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTT

AACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAATGGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTT
v

< >
Forward Trace File : 121 _P12F_DO01_3730XL.abl Edit Trimming Remove Fwd Trace
Ill“ "\ o /\ . /\ /\ ‘1"‘\ \/
/ PR Vol ’:K \ ] \I |
WA WYV /\L\“ N Ml \/\/\Z\ WAV e
A CTTTTTAT T cC T T T T GCAG A G A A T G G G A T A G A G A G CT G G T T CAA A G A A
281 291 30 1 3 11 3 1
< >
Reverse Trace File : 12I_P12R_A03_3730XL.ab1 Edit Trimming Remove Rev Trace
\ INYY Y *
n f | ,"\ f A \ A / fA fip f \ A
A /\ o VA VA A o A
F ACTT T T T A T C T T T T G C A G A G A A TGGGAT A G A GA G CTGG ; T T CA A A G A A A
281 2 91 30 1 3 11 321 3:
>

<

Figure 85: SnackVar report for the p.Trp57Leu position in CF4833948



SnackVar Report
ID: CF3803349; p.Leu88Ilefs*22 Description : Confirmation of p.Leu88Ilefs*22 in CF3803349
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.262_263del, p.(Leu88llefs*22), hetero
Alignment

341 351 361 an 381 301 401 an an a3 an 451 A
TAAACTCATTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCT TTATATTTAGGGQ( aaggatctcattt g( acattcattat ql atcacataactatattcat
TAAACTCATTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCTTTRTATER .RRRK..TC a4 j B CAYA ST KTEYEYEY
_CC_GA-T.T‘I'TTYTS“GA-TITITlTTAT_T TTATATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCAT

( >

Forward Trace : 12)_P12F_EO1_3730XL.ab1

) L A .| 2 S o A a A L AN S S ' X
FEGECAGATTTAT GUTCTATGEGGCGAATCTI TWT AT UTH KR GCGGKREWRERE K NT CW W
371 381 391 401 411 <
< >
Reverse Trace : 12)_P12R_B03_3730XL.abl

AV AW AL AAAA ‘ AW m u“l “ L“
AA /A J A A y ~
HEEETY S d o B R SRS N ENE R B R RS A G G G A G AT C
1 381 391 401 411 4

v

<

Figure 86: SnackVar report for the p.Leu88llefsTer22 variant in CF3803349



Hetero Indel View (Forward) : 12)_P12F_EO01_3730XL.abl

TTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCTTT TATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCATTTTTGTGAT
TTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCTT TR RATATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCATTTTTGTGAT

z/\[\/\” ’\&\/\/\,\/\ A/\/\f\, V\ann/ \/‘3\

7§ ¢ AL} mzea&?';e XFeTETS

A
A
s é%lss 94 ‘slym s :

gf{
>>L e
’\_
,“‘
>
N
<ol
—
»l >

Hetero Indel View (Reverse) : 12J_P12R_B03_3730XL.ab1

\ACTCATTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATC TTATATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCATTTTT
\ACTCATTAATCCCCTTCGGAGATGTTTTTTCTGGAGATTTATGTTATATGGAATCE TTTATATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCATTTTT

TR

EtiE
3% -

>

" &')’)

Figure 87: SnackVar report for the p.Leu88llefsTer22 variant in CF3803349



SnackVar Report
ID : CF1697504; p.Leu88llefs*22 Description : Confirmation of p.Leu88Ilefs*22 in CF1697504
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.262_263del, p.(Leu88llefs*22), hetero
Alignment
an 351 361 an 3g 3N a0 an an 43 an 451 A

TAAACTCATTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCT|TITTTATATTTAGGGgt aaggatctcatttgtacattcattatgtatcacataactatattcat
TAAACTCATTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCT[TT BT AT HTEKRGCKRERRRK AT CAY T K TRYAY LY LY L TRTRTECAY AT AT Y T
_S_TY-GA_T TTATATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCAT

e sesssrses sasres » sesene o+ - .- sew sesenrnn e w2 s sessese s e e . seee ceee

(

Forward Trace : 12K_P12F_F01_3730XL.ab1

! X X A ko ) AA X ’ N ‘A
GCACAYTTA]’CTTCTATCG{\ATCTTTWTATWTWKRGCKRWRRR
71 381 391 401 411
< >

Reverse Trace : 12K_P12R_C03_3730XL.ab1

ZN i . " A
W WERS T EET AT LAESY N THE T'% VAT A TF T A G G GG T A A G GCGAT CT C
1 381 391 401 411

a

Figure 88: SnackVar report for the p.Leu88llefsTer22 variant in CF1697504



Hetero Indel View (Forward) : 12K_P12F_F01_3730XL.ab1

TTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCTTT

TATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCATTTTTGTGATT

TTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCTTT"ATATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCATTTTTGTGATT
A

b

Hetero Indel View (Reverse) : 12K_P12R_C03_3730XL.ab1

AACTCATTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTCTATGGAATCEIITTTATATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCATTTTT
AACTCATTAATGCCCTTCGGCGATGTTTTTTCTGGAGATTTATGTTATATGGAATC

TTTATATTTAGGGGTAAGGATCTCATTTGTACATTCATTATGTATCACATAACTATATTCATTTTT

>

&e&&ff TEITETE

<}$3¢2

n->>

Figure 89: SnackVar report for the p.Leu88llefsTer22 variant in CF1697504



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR| Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 170 cDNA # of first cDNA base in reference (default : 1) 1
251 261 21 281 2N 301 3n 321 331 31 351 361

actaaaatatttgcacatgcaacttattggtcccactttttattcttttgcagAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTTT
ACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTTT
...... T AALAT. .TKYRCAYRYR.......Y . T..KKKSYC..C.YTTT..T..YTYTTKYRSAGAR..JR]IKGRKAKAGAGAKSKSKYY....ARARAAA . TY ... A..C.Y . RYSCYYYKS GG..KRTKTTTT

>

Forward Trace File : 12K_P12F_F01_3730XL.ab1 Hetero Indel View Edit Trimming Remove Fwd Trace

| P S A \ A A \ LB
VAW ANV A M W Wy
A\ AW o WA A W A A W
S: ACTTTTTAT T C T TTTGCA G A G A A T G G G A T A G AG A GC TGOG ﬁ: T T CA A AG A A,
281 291 301 311 321 ]
< >
Reverse Trace File : 12K_P12R_C03_3730XL.ab1l Hetero Indel View Edit Trimming Remove Rev Trace

/\/\/\{\ /\u | \" \/«J LA UI\/M " AVAY \/\\/N/

: WYTTTWT“VYTYTTKY AGARWRKGRK/IKKGAGAKSK?KYYWMARAR
291 301 311 321

Figure 90: SnackVar report for the p.Trp57Leu position in CF1697504



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 170 cDNA # of first cDNA base in reference (default : 1) 1
251 261 2n 281 291 301 3n 321 331 34 351 361 4

actaaaatatttgcacatgcaacttattggtcccactttttattctttt gcagAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTT‘
\ACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTT'
\ACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTT'

v

<
Forward Trace File : 12L_P12F_GO01_3730XL.abl Edit Trimming

>
Remove Fwd Trace

A\ f\ . A -
AN m/‘\/\ !\ r\ N \/\ N /
ﬂ | I" | P { I' I
WAV /\ AT y\ /\/\ Ax\/\/\ V\/
q: A.C T T T TTAT T cC T T TTGCAUG A G A A T G G G A T A G AG A G CTG G T T CAA A G A A /I
281 291 301 311 3
< >
Reverse Trace File : 12L_P12R_D03_3730XL.ab1 Edit Trimming Remove Rev Trace
& Y NN M VAVAYAY, Mr ANANAN
NAVATAY wuu\/x””‘“/\/&J/\J\ ' A/\/,\,/\//\/L l\z\zu/\uu
IF A CTTTTTA AT C T T T TG CAG A G A A T GG G A T A G A GA GCC TG G T T C A A A G A A il\
281 301 311

< >

Figure 91: SnackVar report for the p.Trp57Leu position in CF5830853



Reference : . y =
(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 170 cDNA # of first cDNA base in reference (default : 1) | 1

251 261 n 281 29 301 3n 321 331 34 351 361 -
aactaaaatatttgcacatgcaacttattggtcccactttttattctttt gcagAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTT

AACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTT
AACTAAAATATTTGCACATGCAACTTATTGGTCCCACTTTTTATTCTTTTGCAGAGAAT GGATAGAGAGCTGGCTTCAAAGAAAAATCCTAAACTCATTAATGCCCTTCGGCGATGTTTTT

< >

Forward Trace File : 12M_P12F_HO01_3730XL.ab1l Edit Trimming Remove Fwd Trace
|‘K\ .
N f\ AN \ , i P. f. (’. /\(\ A /\
I
NAVVVY /\ A AV M '\ ALY
gACTTTTTAT CTTTTGCAGAGAATGGGATAGAGAGCTGG TTCAAAGAA}l
281 301 311 3
< >
Reverse Trace File : 12M_P12R_EO03_3730XL.ab1l Edit Trimming Remove Rev Trace
+

L/\/\/ VAVAYIVAVATAY /\, AAVAVYNATATAAYAY, q\,g/\/\N/\x’“\f\ A /"1 AAAAAANSANN

FACTTTTTAT CTTTTGCAGAGAATGGGATAGAGAGCTGG?TTCAAAGAAIIX_
281 2 301 311 321

v o w

<

Figure 92: SnackVar report for the p.Trp57Leu position in CA4932026



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1680-1 cDNA # of first cDNA base in reference (default : 1) | 1
24 251 261 271 281 291 301 3n 321 331 31 351

tctacactagatgaccaggaaatagagaggaaatgtaatttaatttccattttcttttta AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT
TCTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT®
.TCTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT®

< >
Forward Trace File : 13A_P13F_F03_3730XL.ab1l Edit Trimming Remove Fwd Trace
‘\ ﬂ f‘ oo /\ A /ﬂ"n ANA A
AV ”N\Q SV VAR /}Q /\ A YWYV VWY
TAATTTAATTTCCATT TCTTTTTAGA CAGTATACAAAGATGCTGATTTC
281 91 30 311 321

< >

Reverse Trace File : 13A_P13R_A04_3730XL.ab1l Edit Trimming Remove Rev Trace
+

GCAGTATACAAAGATGCTG TTTC
311 321

VWAV VWV \,- \/\/\ \ / \A /l/ ) /\\ M

Figure 93: SnackVar report for the ¢.1680-1G>T position in CF1697504



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 1680-1 cDNA # of first cDNA base in reference (default : 1) | 1
241 251 261 2n 281 291 301 3n 321 331 34 351 3=

< >

Forward Trace File : 13B_P13F_GO03_3730XL.ab1 Edit Trimming Remove Fwd Trace
/\ +
TAATTT ATTTEE‘ATT TCTTTTTAGAGCAGTATACAAAGATGCTCATTTG
281 291 301 311 321
< >
Reverse Trace File : 13B_P13R_B04_3730XL.ab1l Edit Trimming Remove Rev Trace

A g Wl «AfA[\/\AA/\/\/ M AN AANAAM m\/

TAATTTAATTTCCATT TTTTTAGAGCAGTATA TGCTGATTT
281 291 301 311 321

Figure 94: SnackVar report for the c.1680-1G>T position in CF2349244



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1680-1 cDNA # of first cDNA base in reference (default : 1) | 1
24 251 261 n 281 29N 301 an 321 331 341 351 3¢~

ctacactagatgaccaggaaatagagaggaaatgtaatttaatttccattttcttttta AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGTT‘
'CTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGTT®
'CTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTAGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGTT‘V
<

Forward Trace File : 13C_P13F_H03_3730XL.ab1 Edit Trimming

>
Remove Fwd Trace

N f\on Mo AA A f\ -
lll 'ull ‘\‘ f\/“][’llll“{\ ;|||l Jll'.ll“rl," ",] \ﬂ / IIIIII r1"‘\"}"
AW AV VWYV M\, VA YW YV VW
TAATTTAATTTCCATTTTCTTTTTAGAGCAGTA‘TACAAAGATGCTGATTTG
281 291 301 311 321
< >
Reverse Trace File : 13C_P13R_A05_3730XL.ab1 Edit Trimming Remove Rev Trace
+

f |[ \I VA f ~ / ’U . ) A " AN AT
VWA /\A i “\f\ M AR A WA A A
T i 2

T A A T T ATTTCCATT TCTTTTTAGAGCAGTATACA AGATGCTG
281 301 311 321

Figure 95: SnackVar report for the ¢.1680-1G>T position in CF5365245



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 1680-1 cDNA # of first cDNA base in reference (default : 1) | 1
24 251 261 n 281 2N 301 3n 321 331 34 351

tctacactagatgaccaggaaatagagaggaaatgtaatttaatttccattttcttttta AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT'
\TCTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA GCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT®
\TCTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA GCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT'

v
<

>
Edit Trimming Remove Fwd Trace

WMWY W«.s WY VI g ik WA VY

ATTTAATTTCCATT TACAAAGATGCTGATTT

Forward Trace File : 13D_P13F_A04_3730XL.abl

|
281 291 311 321
< >
Reverse Trace File : 13D_P13R_B05_3730XL.ab1l Edit Trimming Remove Rev Trace
+
ATAYAVAYVAY \/\/V\/\AAN\/\/\* i \/XA /\/\/\ WAL
I 4 l \
V | \ \ AW PN A
A AT T T T CTTTTTAG AIA TATA A G A T GC TG A T T T
281 29 301 311 321

Figure 96: SnackVar report for the c.1680-1G>T position in CF5830853



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR’ Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1680-1 cDNA # of first cDNA base in reference (default : 1) | 1
241 251 261 21 281 291 301 3n 321 331 3 351 =

tctacactagatgaccaggaaatagagaggaaatgtaatttaatttccattttcttttta AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT‘
\TCTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT®
\TCTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT®

v

< >
Forward Trace File : 13E_P13F_B04_3730XL.ab1l Edit Trimming Remove Fwd Trace
AMAN WA | WY

{\\/\ AAAAN \,/m \f\/A ../\ \L\N\ /\ M &/ /\ /\/\
JWVWWYVWY IV VVVYY VYN AUAR' vJ\/ x
TAATTTAAT T T CCA T T T cC T T T T T A G AGCAGTATACAAAGATG TG AT TT

281 301 311 321
< >
Reverse Trace File : 13E_P13R_CO05_3730XL.ab1 Edit Trimming Remove Rev Trace

AAYATA J\/v\/\/\/\ V\/\/vvw ML\L\/U‘/\A/\/\/W/X/J\/\/ AN ATAYAVAATLY NNV ;\/J

A AT T C AT T TCTTTTTAGAGCAGTATACAAAGATGCTGATTT
301 311 321

Figure 97: SnackVar report for the ¢.1680-1G>T position in CA4932026



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 1680-1 cDNA # of first cDNA base in reference (default : 1) 1
241 251 261 2n 281 291 301 3n 321 331 30 351 361~

ctacactagatgaccaggaaatagagaggaaatgtaatttaatttccattttcttttta AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGTTT
:TACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGTTT
:TACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGTTT

< >

Forward Trace File : 13F_P13F_C04_3730XL.ab1 Edit Trimming Remove Fwd Trace

N A +
nﬁ| ["5 A N l'lllll /\ AA f\ NN .(\ ,r\ ) NaoL s
\ ‘»/ \ AYAVAVAVAVAVATAVAY Ann
VY VAW ANVVW AV N \ A ; AN f\f VW
TAATTTlI\ATTTCCATTTTCTTTTTAGAGCAGTATAC;IKAAGATGCTG!I\TTTG
281 291 301 311 321
< >
Reverse Trace File : 13F_P13R_D05_3730XL.ab1 Edit Trimming Remove Rev Trace

A/\/\x\f\/\ﬁr\/\fv\/\/\/\mﬁf/\L\;\\mﬂf\/\\/\m\/\f\/\/\ A/\/\/V\/\/\/\ A\ A’\f\/\[

TAATTTAATTTCCATTTTCTTTTTAGAGCAGTATACAAAGATGCTGATTT(
281 291 301 311 321

>

Figure 98: SnackVar report for the c.1680-1G>T position in CF4833948



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1680-1 cDNA # of first cDNA base in reference (default : 1) | 1
241 251 261 n 281 2N 301 3N 31 331 30 351 3¢~

ctacactagatgaccaggaaatagagaggaaatgtaatttaatttccattttcttttta AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGTT'
‘CTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGTT®
'CTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGTT®

<

>
Forward Trace File : 13G_P13F_DO04_3730XL.ab1l

Edit Trimming Remove Fwd Trace
A .. /\ {\ f\oa NA AR \

N W \ A /\\.\,\.«\,,,‘\/\ A\ A ’\’VW (\/& /\f
' U VAV VY
TAATTTAATTTCCATT TCTTTTTAGAGCAGTATACAAAGATGCTGIT

281 301 311
< >
Reverse Trace File : 13G_P13R_EO5_3730XL.ab1l Edit Trimming Remove Rev Trace

i
WVWWWAA N I 1"“\}"’“‘\/""“\/'“'vm /\i A A /

TAATTTAATTTCCATTTTCTTTTTAGAGCAGTATACAAAGATGCTGATTT
281 291 301 311 321

Figure 99: SnackVar report for the ¢.1680-1G>T position in CF4544212



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1680-1 cDNA # of first cDNA base in reference (default : 1) | 1
241 251 261 27 281 291 301 3n 321 331 341 351

tctacactagatgaccaggaaatagagaggaaatgtaatttaatttccattttcttttta AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT‘
\TCTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT®
\TCTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT®
<

Forward Trace File : 13H_P13F_EO04_3730XL.ab1

>

Edit Trimming Remove Fwd Trace
4
i i \ NAN / f
AN //\ \ J\ NM\A \g\/\v \/\/\ Y\
T A AT T T A AT T T C CA T T T C T T TTTA G A G CAGTATATC A A A G A T G cC T G A T T T G
281 301 311 321
< >
Reverse Trace File : 13H_P13R_FO05_3730XL.ab1l Edit Trimming Remove Rev Trace
+
II(\I A /\ Nooa oA N f\ b i \ fﬁ | M ‘lf\ A f\ \ /\ /\ /y ,'(\| i ﬂ N
[ I': ,'| l I / / |‘f ‘II ll “‘I \l /\L l"/\ I'v l“‘,
\\’j\ '-"Ilf \'EJ'IJ ']]I"-J; 'H/ \']\/ II‘JI'LUZ IHV} ll' / \i \\-" \U'I \ f II’ l_ /\ ,"I \ll" J{ \V/ \'ﬂ!f "u{ }
T A ATTT A AT TTOCOCATT T T T T T A G A G A A A G T G C T G /I\ T T TG
281 291 301 311 321

Figure 100: SnackVar report for the ¢.1680-1G>T position in CF3115703



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 1680-1 cDNA # of first cDNA base in reference (default : 1) | 1
241 251 261 271 281 291 301 3N 321 331 31 351

\TCTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA|GIAGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT
\TCTACACTAGATGACCAGGAAATAGAGAGGAAATGTAATTTAATTTCCATTTTCTTTTTA

<
Forward Trace File : 13I_P13F_F04_3730XL.ab1 Edit Trimming

tctacactagatgaccaggaaatagagaggaaatgtaatttaatttccattttcttttta AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT

>
Remove Fwd Trace

S AR A s VAR AR VY \f\[

T A A T T T A AT T TCCATT T C T T TTTA G A G CAGTATAC A A A GAT GC T G A T T T G
281 291 301 311 321

< >

Reverse Trace File : 13I_P13R_GO05_3730XL.abl Edit Trimming Remove Rev Trace

\/\/k/\\;v\/yvu\Am\/ /w /\/\ v\/\/yN \/X/\ V\/\A/\/\ /\/\/\/\ /J

TAATTTAATTTCCATTTTCTTTTTAG/IKGCAGTATACAAAGATGCTGATTT(

281 291 301 311 321

Figure 101: SnackVar report for the c.1680-1G>T position in CFO018616

A

AGCAGTATACAAAGATGCTGATTTGTATTTATTAGACTCTCCTTTTGGATACCTAGATGT



SnackVar Report
ID : CF3239825; p.GIn1382* Description : Confirmation of p.GIn1382* in CF3239825

Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.4144C>T, p.(GIn1382*), hetero
Alignment

8 N 101 m ira 131 141 151 161 m 181 191 %
lca--gatcattactgttctgtgatattatgtgtggtattttctttcttttctagAACATAC AATAATTAGAAGAACTCTAAAACAAGCATTTGCTGATTGCACAGTAATTCTCTGTGAA!
TR TCATTACTGTTCTGTGATATTATGTGTGGTATTTTCTTTCTTTTCTAGAACATACHAAATAATTAGAAGAACTCTAAAACAAGCATTTGCTGATTGCACAG.AATTCTCTGTGAA!
ACA--GATCATTACTGTT . .TGTGATALTATGTGTGGTATTTTSTTTCTTTTETAGAACATALNAAATAATTAGAAGAACTETAAAACAAGCATTTGCTGATTGCACAGTAATT. . TCTG..GAA!

< >

Forward Trace : 15A_P15F_F06_3730XL.ab1

Reverse Trace : 15A_P15R_C04_3730XL.ab1l

OOANL AN SANASNDOL AACAAN W,
AT Y T B0 ]' TR T By ErTa f. A AC AT A MEEA IA AT A AT TR G B IA G A K ECY £'T A IA AC
121 131 141 151 161

Figure 102: SnackVar report for the p.GIn1382X variant in CF3239825



SnackVar Report

ID : CF6757915; c.4242+1G>T Description : Confirmation of c.4242+1G>T in CF6757915
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.4242+1G>T, p.?, hetero

Alignment

201 m 3] 23 24 251 261 n 281 29 301 n A
FTTGCACAGTAATTCTCTGTGAACACAGGATAGAAGCAATGCTGGAATGCCAACAATTTTT gagtctttataactttacttaagatctcattgcccttgtaattcttgataacaatctca

FTTGCACAGTAATTCTCTGTGAACACAGGATAGAAGCAATGCTGGAATGCCAACAATTTTTGIMITGAGTCTTTATAACTTTACTTAAGATCTCATTGCCCTTGTAATTCTTGATAACAATCTCA
FTTGCACAGTAATTCTCTGTGAACACAGGATAGAAGCAATGCTGGAATGCCAACAATTTTTGITGAGTCTTTATAACTTTACTTAAGATCTCATTGCCCTTGTAATTCTTGATAACAATCTCA

-
<

>

Forward Trace : 15B_P15F_G06_3730XL.ab1

A‘A T, A e

ACA T GG CGAATGCCAACAATTTTTG‘TGACTCTTTII\TAACTTTAC]’TAA
251 261 271 281

Reverse Trace : 15B_P15R_B07_3730XL.ab1

R

AAT GCGCJTOCEGAAET CCLCAAMCAATTTITOAT GAGCGYT CFEFITRATAANCTTI ACTTEAMCGA
241 251 261 271 281

Figure 103: SnackVar report for the c.4242+1G>T variant in CF6757915



SnackVar Report
ID : CF2349244; p.GIn1411Pro Description : Confirmation of p.GIn1411Pro in CF2349244
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1

Description : €c.4232A>C, p.(GIn1411Pro), hetero
Alignment

191 201 m 22 23 241 251 261 m 281 29 301 3~
GCATTTGCTGATTGCACAGTAATTCTCTGTGAACACAGGATAGAAGCAATGCTGGAATGCCIAJACAATTTTTGgt gagtctttataactttacttaagatctcattgeccttgtaattcttga
GCATTTGCTGATTGCACAGTAATTCTCTGTGAACACAGGATAGAAGCAATGCTGGAATGCCRIACAATTTTTGGTGAGTCTTTATAACTTTACTTAAGATCTCATTGCCCTTGTAATTCTTGA
GCATTTGCTGATTGCACAGTAATTCTCTGTGAACACAGGATAGAAGCAATGCTGGAATGCCRIACAATTTTTGGTGAGTCTTTATAACTTTACTTAAGATCTCATTGCCCTTGTAATTCTTGA

.
< >

Forward Trace : 15C_P15F_H06_3730XL.ab1

A s

ACCAfIAGAAGCAATCQTCCAATCCCVACAATTTTTFCTGAGTCTT]ATAAC
231 241 251 261 271

N

- A . » X =\, o e L V! o o . A )
A GG AT IA G A AGCAATG g TG G A AT GC C r R C EA4 T & ¥ F 9 CTG KG ¥ T3 I AT A A Q
231 241 251 261 271

A
v

Figure 104: SnackVar report for the p.GIn1411Pro variant in CF2349244



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1879 cDNA # of first cDNA base in reference (default : 1) | 1
41 51 61 7 81 N 101 m 11 131 141 151 @

AAAATGGAACATTTAAAGAAAGCTGACAAAATATTAATTTTGCATGAAGGTAGCAGCTATTTT|TIATGGGACATTTTCAGAACTCCAAAATCTACAGCCAGACTTTAGCTCAAAACTCATGGG
- AAAL.GGAACATTTAAAGAAAGCTGACAAAATATTAATTTTGCATGAAGGTAGCAGYTATTTT|TIATGGGACATTTTCAGAACTCCAAAATCTACAGCCAGACTTTAGCTCAAAACTCATGGG
AAAATGGAACATTTAAAGAAAGCTGACAAAATATTAATTTTGCATGAAGGTAGCAGCTATTTT|TIATGGGACATTTTCAGAACTCCAAAATCTACAGCCAGACTTTAGCTCAAAACTCATGGG

< >
Forward Trace File : 16A_P16F_D07_3730XL.abl Edit Trimming Remove Fwd Trace
+
oA A T\ _
.\\ ! |' || A ‘ll PR
v \[\/\m AN VY ﬂ |
GAAGGTAGC;I\_GYTATTTTTATGGGACATT TCAGAACTCFAAA_
91 101 121
< >
Reverse Trace File : 16A_P16R_GO07_3730XL.ab1l Edit Trimming Remove Rev Trace

R

G A AGGTAGCAGC T A T T T T T A T G G G A C AlT T T CAGAACTC A A A
T
81 91 101 111 121

< >

Figure 105: SnackVar report for the p.Tyr627MetfsTer36 position in CF0235490



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 1879 cDNA # of first cDNA base in reference (default : 1) 1
51 61 71 81 N 101 m 121 131 141 151 161 N

AAAATGGAACATTTAAAGAAAGCTGACAAAATATTAATTTTGCATGAAGGTAGCAGCTATTTT|TIATGGGACATTTTCAGAACTCCAAAATCTACAGCCAGACTTTAGCTCAAAACTCATGGG

--------- CATTTAAAGAAAGCTGACAAAATATTAATTTTGCATGAAGGTAGCAGY TATTTT|TJATGGGACATTTTCAGAACTCCAAAATCTACAGCCAGACTTTAGCTCAAAACTCATGGG

AAAATGGAACATTTAAAGAAAGCTGACAAAATATTAATTTTGCATGAAGGTAGCAGCTATTTT|TJATGGGACATTTTCAGAACTCCAAAATCTACAGCCAGACTTTAGCTCAAAACTCATGGG
v

< i

Remove Fwd Trace

i oA .
/\/\ AM '\/ f\ /\ f\/\/ ATAVAYARAWA a’
/ v ,]\_ , | Li_\j (WA 'J \J u

G AA G GTAGCAGY TATTTTTATGGGACATTTTCAGAACTC?AAA
101 111 121 131

Forward Trace File : 16B_P16F_E07_3730XL.abl Edit Trimming

>

Reverse Trace File : 16B_P16R_H07_3730XL.ab1l Edit Trimming Remove Rev Trace

1{\ \ ."l, Iﬂ /
jﬂ"‘rk,j'(\"\ﬂ_fm'\ f \Yf\ ,f{ VA / /\ / \/\/\/ \J \y'f “ j ' -'(' J\/\/\ /\ \ I:J Y \& \\/\/A 3 A/\f y ") Y,

TTTGCATGAAGGTAGCAGCTATTTTTATGGGACATT TCAGAACTC;AAA
91 101 111 131

<

Figure 106: SnackVar report for the p.Tyr627MetfsTer36 position in CF3803349



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 2052 cDNA # of first cDNA base in reference (default : 1) 1
231 241 251 261 2n 281 291 301 3n 321 331 30 a

JACCTTACACCGTTTCTCATTAGAAGGAGATGCTCCTGTCTCCTGGACAGAAACAAAAAAIAICAATCTTTTAAACAGACTGGAGAGTTTGGGGAAAAAAGGAAGAATTCTATTCTCAATCCAAT
JACCTTACACCGTTTCTCATTAGAAGGAGATGCTCCTGTCTCCTGGACAGAAACAAAAAAIAICAATCTTTTAAACAGACTGGAGAGTTTGGGGAAAAAAGGAAGAATTCTATTCTCAATCCAAT
JACCTTACACCGTTTCTCATTAGAAGGAGATGCTCCTGTCTCCTGGACAGAAACAAAAAAIAICAATCTTTTAAACAGACTGGAGAGTTTGGGGAAAAAAGGAAGAATTCTATTCTCAATY CAAT

< >
Forward Trace File : 16C_P16F_F07_3730XL.ab1 Edit Trimming Remove Fwd Trace
+
r\ A fon A ,ﬂ AN A
A \ UJ ATATATTA A AT \\// \ \n
/ / i RYIRYS
CTCCTGGACAGAAACAAAAAAACAATCTT TAAACAGAC GGAGAGT
271 281

< >
Reverse Trace File : 16C_P16R_A08_3730XL.abl Edit Trimming Remove Rev Trace
+

\ I f Aa
TGT

CTCCTGGACAGAAACAAAA AACAATCTTTTAAACAGACTGGAGAGT
271 281 291 301

< >

Figure 107: SnackVar report for the p.Lys684AsnfsX38 position in CF7527369



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3373 cDNA # of first cDNA base in reference (default : 1) | 1
251 261 2N 281 291 301 an 321 331 34 351 361 Koas

cacagaagagagaaataacatgaggttcatttacgtcttttgtgcatctat agGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGTGG(
CACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGTGG(
CACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAA|GIGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT GGC

< >

Forward Trace File : 17A_P17F_B08_3730XL.ab1

N\ o

Edit Trimming Remove Fwd Trace
/\/ JATATA

n, Y .. , A B
VALY ""V M/\/\L LAA//\ ‘L : y /\Z\\ \ /\ﬂ%H Y N\/i

CGTCTTTT?TGCATCTATAGGAGAAGGAQAAGGAAGAGTTGGTATTAT?CT_
291 301 311 321 331

< >

Reverse Trace File : 17A_P17R_B09_3730XL.abl

W W AN A

\ _\
CGTCTTTTFTGCATCTAT GAGAAGGAgAAGGAAGAGTTGGTATTATFCT_
291 301 311 321 331

Edit Trimming Remove Rev Trace

Figure 108: SnackVar report for the p.Gly1125Ter position in CA4932026



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3373 cDNA # of first cDNA base in reference (default : 1) 1
251 261 n 281 29 301 3N 321 331 341 351 361 a

jttcacagaagagagaaataacatgaggttcatttacgtcttttgtgcatctat agGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT

;TTCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT

5TTCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT
v

< >

Edit Trimming Remove Fwd Trace

\[\/\A /\[\&\ f/\/\m “\/g/\\/\ b/{\ \/\p ,\A[\,\/\ ,H’\E +

CGTCTTTT?TGCATCTATAGGAGAACGAgAAGGAAGAGTTGGTATTATgCT
291 301 311 321 331

Forward Trace File : 17B_P17F_C08_3730XL.ab1

< >

Reverse Trace File : 17B_P17R_C09_3730XL.abl

\/\ \/\/‘ '\;‘ ";‘ y /\(\ | ' I, \ J\/\,_/\ | j\/\uw )

CGTCTTTTgTGCATCTATAGGAGAAGGAQAAGGAAGAG TGGTATTAT
291 301 311

Edit Trimming Remove Rev Trace

<

Figure 109: SnackVar report for the p.Gly1125Ter position in CF1697504



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3373 cDNA # of first cDNA base in reference (default : 1) 1
251 261 2n 281 291 301 3n 321 331 341 351 361 4

jttcacagaagagagaaataacatgaggttcatttacgtcttttgtgcatctat agGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT
3TTCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT
3STTCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAA GAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT |
< >
Forward Trace File : 17C_P17F_DO08_3730XL.ab1 Edit Trimming Remove Fwd Trace

+
i ,-“-.." ! |
c GT CT1T T T T 9 T GCATCTAT ;|\ G G A G A AGC GC A 9 A A G G A AGAG T T G GCGT AT TAT ﬁ: CcC 1 ~
291 301 311 321 331
< >
Reverse Trace File : 17C_P17R_DO09_3730XL.ab1 Edit Trimming Remove Rev Trace
n e
/ \ '. / A f\ , \ {
JAY, \Lu W y \/\ v \_ i. f\ \;
cC G T C TT T T g T G C AT CTA AT A G G A G A A GC G A g A A G G A A G A G T G G T A T T AT ﬁ: c 1 ~
291 301 311 331
< >

Figure 110: SnackVar report for the p.Gly1125Ter position in CF9830825



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3373 cDNA # of first cDNA base in reference (default : 1) 1
251 261 271 281 291 301 3n 321 331 30 351 361 o

jttcacagaagagagaaataacatgaggttcatttacgtcttttgtgcatctat agGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT
;TTCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT
5TTCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAA GAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT ) |
<

Forward Trace File : 17D_P17F_D04_3730XL.ab1 Edit Trimming

>
Remove Fwd Trace

(‘ +
) A
- ."'-n { l|||"'|,|||
AR YUY Y
c T CT T TT g T GCATC T A T A A G G A A G A G T T G GCGT AT TAT .
291 321
< >
Reverse Trace File : 17D_P17R_E09_3730XL.ab1l Edit Trimming Remove Rev Trace

||||'1'|I

{
I
l
CGTCTTTT?TGCATCTATAGGAGAAGGAS}

291 301 311

J—

./\/\N./\\/\l\/

A A GG A A G AG TGGTATTAT;CT
331

>

Figure 111: SnackVar report for the p.Gly1125Ter position in CF5181003



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR

Open Fwd Trace File

Jump to the position (c.) :
301

Reference File :
251

NM_000492.4(CFTR).fasta

261 21 281 291

Open Rev Trace File

3n

Advanced Run

cDNA # of first cDNA base in reference (default : 1) | 1
321 33 341 351 361

3373

jttcacagaagagagaaataacatgaggttcatttacgtcttttgtgcatctat agGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT
3TTCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT
BTTCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT

<

Forward Trace File : 17E_P17F_F08_3730XL.ab1

A

>

Edit Trimming Remove Fwd Trace

\/\/\4 /\J\ A u ABE! /1 |

T GCATCTATA
301

GGAGAAGGA

CGTCTTTTq}
291

<

Reverse Trace File : 17E_P17R_F09_3730XL.ab1l

N

WA AN

\

A

A AGG AAGAG TGGTATTAT

9
311

Remove Rev Trace

Edit Trimming

A (Y r
1

VAW

CGTCTTTT?TGCATCTATAGGAGAAGGA(F.AAGGAAGAGTTGGTATTATFC—'I
311

291 301

321 331

Figure 112: SnackVar report for the p.Gly1125Ter position in CF2349244

A



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3373 cDNA # of first cDNA base in reference (default : 1) | 1
251 261 2N 281 291 301 an 321 331 341 351 361 N

jttcacagaagagagaaataacatgaggttcatttacgtcttttgtgcatctat agGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT
;TTCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT
ETTCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT ) |
< >
Forward Trace File : 17F_P17F_GO08_3730XL.ab1 Edit Trimming Remove Fwd Trace

. » +

/WY SV ff“ Vi WA AW

NWW VW v /\/ 3 V\//\ «/vv :
G T C 71 T T T (E T G C A T C T A T A G G A G A A G G A 9 A A G G A A GC A G T G GCT AT T A T F cC T _
291 301 311 321 331

< >
Reverse Trace File : 17F_P17R_G09_3730XL.ab1l Edit Trimming Remove Rev Trace
fi -

A A L A A AL

CGTCTTTTQTGCATCTATAGGAGAAGGAgAAGGAAGAGTTGGTATTAT?CT
291 301 311 321 331

< >

Figure 113: SnackVar report for the p.Gly1125Ter position in CF5830853




Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3373 cDNA # of first cDNA base in reference (default : 1) 1
251 261 271 281 291 301 an 321 331 341 351 361 2

cacagaagagagaaataacatgaggttcatttacgtcttttgtgcatctat agGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGTGG
l’CACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGTGG
FCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGTGGv
< >
Forward Trace File : 17G_P17F_H08_3730XL.abl Edit Trimming Remove Fwd Trace

A I +
A ! f
/f \\ | Uﬂx //\ !ﬂ\
WYYV VN
G G AGAAG G A ¢ AAGG AAGAG ~
291 301 311
< >
Reverse Trace File : 17G_P17R_H09_3730XL.ab1l Edit Trimming Remove Rev Trace
+

f""\.//\‘«.,fﬂ'gN\N\A M ~/\/\ M f \\ /\/ﬂ/\im ,,/ﬂ'\.v/(\s‘k.f'“'\,,,.«*""\'\,“;‘“\['”\ Ay

C-GT_(ETlTTT'S]TGCATCTAT;IAGGAGAAGGAFAAGGAAGAGTTGGTATTAT§C1

291 301 311 321 331

<

Figure 114: SnackVar report for the p.Gly1125Ter position in CF5158167



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 3373 cDNA # of first cDNA base in reference (default : 1) | 1
251 261 n 281 291 301 3n 321 331 31 351 361 -

jttcacagaagagagaaataacatgaggttcatttacgtcttttgtgcatctat agGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT
;TTCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT
STTCACAGAAGAGAGAAATAACATGAGGTTCATTTACGTCTTTTGTGCATCTATAGGAGAAGAGAAGGAAGAGTTGGTATTATCCTGACTTTAGCCATGAATATCATGAGTACATTGCAGT

< >
Forward Trace File : 17H_P17F_A09_3730XL.ab1l Edit Trimming Remove Fwd Trace
N 1+
1 1 ,. If“
A ~ r\ /! /
] \/ S\ ’\_} \f y
CGTCTTTTQTGCATCTATAGGAGAAGGAQAAGGAAGAG TGGTATTAT B
291 301 311 331
< >
Reverse Trace File : 17H_P17R_A10_3730XL.ab1l Edit Trimming Remove Rev Trace
+
) \f
(\ i
S . .-
) UAARARARAVS A AR . LY VYYD ,,_./
CGTCTTTTS}TGCATCTAT/}GGAGAAGGAQAAGGAAGAG TGGTATTAT§C1_
291 301 311 331
< >

Figure 115: SnackVar report for the p.Gly1125Ter position in CF6803591



SnackVar Report
ID : CF2173052; p.Arg709* Description : Confirmation of the p.Arg709X variant in CF2173052
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.2125C>T, p.(Arg709*), hetero

Alignment

Lyl 14 151 161 m 3 191 201 n 220 2N a4 N
\CAGACTGGAGAGT TTGGGGAAAAAAGGAAGAATTCTATTCTCAATCCAATCAACTCTATAJGAAAATTTTCCATTGTGCAAAAGACTCCCTTACAAATGAATGGCATCGAAGAGGATTCTG.
\CAGACTGGAGAGT TTGGGGAAAAAAGGAAGAATTCTATTCTCAATCCAATCAACTCTATANMGAAAATTTTCCATTGTGCAAAAGACTCCCTTACAAATGAATGGCATCGAAGAGGATTCTG.
\CAGACTGGAGAGTTTGGGGAAAAAAGGAAGAATTCTATTCTCAATCCAATCAACTCTATANMGAAAATTTTCCATTGTGCAAAAGACTCCCTTACAAATGAATGGCATCGAAGAGGAT TCTG.v

Forward Trace : 19A_P19F_HO08_3730XL.ab1

A AW M«ﬂﬁ% fﬁ&fhﬂ s

AATCAACTCTATAY AAAATTTTCQATTGYGCAAAAGAC
181 201 211

Reverse Trace : 19A_P19R_A09_3730XL.abl

\\/\M/\\M DUTLVYMTARNALAY A \/\/\M/\ VWA

TTCI;AATCCAAT A A AAAATTTY TYGTGCAAAACAC
171 181 le

Figure 116: SnackVar report for the p.Arg709X variant in CF2173052



SnackVar Report
ID : CF2843425; p.Arg1158* Description : Confirmation of p.Arg1158* in CF2843425
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.3472C>T, p.(Arg1158*), hetero

Alignment

201 m 2 23 241 251 261 on 281 290 30 n ~
aattgtgaaattgtctgccattcttaaaaacaaaaatgttgttatttttatttcagAT ATCTGTGAGCCGAGTCTTTAAGTTCATTGACATGCCAACAGAAGGTAAACCTACCAAGTCA
AATTGTGAAATTGTCTGCCATTCTTAAAAACAAAAATGTTGTTATTTTTATTTCAGATGMGATCTGTGAGCCGAGTCTTTAAGTTCATTGACATGCCAACAGAAGGTAAACCTACCAAGTCA
AATTGTGAAATTGTCTGCCATTCTTAAAAACAAAAATGTTGTTATTTTTATTTCAGAT GATCTGTGAGCCGAGTCTTTAAGTTCATTGACATGCCAACAGAAGGTAAACCTACCAAGTCA )

L4 >

Forward Trace : 20A_P20F_B09_3730XL.ab1

M A M A[\AA/ W\/\A/\f A\ .

\ATGTTGTTAIT CA GAT GG AT CTGT ATGCCHCTCUR G TN T OATATG
Reverse Trace : 20A_P20R_C09_3730XL.ab1

VAo all sl M\M’

ATGTTCTTATTTTTAYT ATGYCAT POV OR G LR GCE L& T TV &AG
241 261 271

it

Figure 117: SnackVar report for the p.Arg1158X variant in CF2843425



SnackVar Report

ID: CF4495056; p.Ser877Phefs*29 Description : Confirmation of p.Ser877Phefs*29 in CF4495056
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1
Description : €.2630del, p.(Ser877Phefs*29), hetero
Alignment
101 m 2 131 141 151 161 m 181 191 201 m 24

@mataggtgaagatgttagaaaaaaaatcaactgtgtcttgttccattccagGTGGCTGCTT TTGGTTGTGCTGTGGCTCCTTGGAAAglgagta(tccatglcclattglglagangtq
AATAGGTGAAGATGT TAGAAAAAAAATCAACTGTGTCTTGTTCCATTCCAGGTGGCTGCTT|YT TKGKTKKKSYKKKGSYYCY TKOGRAARKKRRKLLT YCLLKGYCY { { g% ]

RA....RGKKRARR..KKT..RRAAAAAA LRGKKGSYKSYT TTTGGT1’GTGCTGTGGCTCCTTGGAAAGTGAGTATTCCATGTCCYATTGTGTAGATTGTG

I I * % ssssssse wes = = = D % s s ses ssssssaw weww

Forward Trace : 21A_P21F_D09_3730XL.ab1

<

Reverse Trace : 21A_P21R_E09_3730XL.ab1l

m‘ ‘m»h\dm..m‘ ﬂ-ﬂ““uﬂ“ﬂ“llm

FeY T R YCMWTVCMR?KKGSVKSVTYTTTGCYTCTQCTCTCGCTC{TTCCA
151 161 171 181

< >

Figure 118: SnackVar report for the p.Ser877PhefsTer29 variant in CF4495056



Hetero Indel View (Forward) : 21A_P21F_D09_3730XL.ab1l
3GGAGGAATAGGTGAAGATGTTAGAAAAAAAAT CAACTGTGTCTTGTTCCATTCCAGGTGGCTGCTTRTTTGGTTGTGCTGTGGCTCCTTGGAAAGTGAGTATTCCATGTCCTATTGTGTAGATTGTGTTTTAY
3GGAGGAATAGGTGAAGATGT TAGAAAAAAAAT CAACTGTGTCTTGTTCCATTCCAGGTGGCTGCTTITTTGGTTGTGCTGTGGCTCCTTGGAAAGTGAGTATTCCATGGCCTATTGTGTAGATTGTGTTTTA

>

L A[\J\m/\[\m\/m/wwwc\@é\@é@{\%g

Eelr v E R teeeteEeEIIPIIEEYTILISL

A
c. 20 (. 30

E i ¥
5%40 c%%so

3 20-10

Hetero Indel View (Reverse) : 21A_P21R_E09_3730XL.ab1l

TGGGAGGAATAGGTGAAGATGTTAGAAAAAAAATCAACTGTGTCTTGTTCCATTCCAGGTGGCTGCTT
TGGGAGGAATAGGTGAAGATGTTAGAAAAAAAATCAACTGTGTCTTGTTCCATTCCAGGTGGCTGCTTRT

‘ \ ! A I"‘
E itV E® 2 ? : &t T K
3%20 10 (3%20 13%30 %40

TTGGTTGTGCTGTGGCTCCTTGGAAAGTGAGTATTCCATGTCCTATTGTGTAGATTGTGTTTT
TTGGTTGTGCTGTGGCTCCTTGGAAAGTGAGTATTCCATGTCCTATTGTGTAGATTGTGTTTT

—
- >
ol >
-4-«)

mb:
) =
«K

on ,}

=Y
-nﬁs‘
o =

O |
4nl.ih-

-

Figure 119: SnackVar report for the p.Ser877PhefsTer29 variant in CF4495056



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR’ Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) 1
m 121 131 141 151 161 7 181 191 201 n 221 2

CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACT CAAGCAAGT GCAAGT CTAAGCCCCA|GIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC
CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
CCCYYCSR...... RGGKKRARSYYYTTYCCC ..CSGRA..YY..ARS..ARKKS..ARKTY..ARSCCC..JRIA.. TKSYKSYTYKRAARRRGRRR....RRARRARRRGKKS ..ARR.........ARGSYTT..RRRRRS

< >
Forward Trace File : 18A_P18F_B10_3730XL.abl Edit Trimming Remove Fwd Trace

I A AN /"\\/\f/\"\f\j\/\/“ \/\{\/\ W \Z\ %\/

CAAGGECAAGTGCAAGTCTAAGCCCCARATTGTCTGC TGAAAGAGGAGACA
151 161 171 191

< >

Reverse Trace File : 18A_P18R_G02_3730XL.ab1l Hetero Indel View Edit Trimming Remove Rev Trace

+
MAR?MAR ARKTYWARSCCCI}ARAWTKSYKSYTYKRAARRRﬁ;RRRMMR_
151 161 171 181 191
< >

Figure 120: SnackVar report for the ¢c.4389 position in CF2433640



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run

Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 Go cDNA # of first cDNA base in reference (default : 1) | 1

171 181 191 201 n 221 231 241 251 261 271 281
:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC,
:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC

JCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACT CAAGCAAGTGCAAGTCTAAGCCCCA[RATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC,
<

>
Edit Trimming Remove Fwd Trace

J\/ VA /\A/

GCTGCTCTGAAAGAGGAGA?A(
241 251

Forward Trace File : 18B_P18F_C10_3730XL.ab1l

NN WY \/\A.L\JA\N\N\/MA/\ M

CAACCAAGTGCAAGTCTAAGCCCCARAT
211 221

<

>
Reverse Trace File : 18B_P18R_H02_3730XL.abl Edit Trimming Remove Rev Trace

\ /\ﬂ

AAGCAAGTGCAAGTCTAAGCCCCARATTGCTECTCTGAAAGAGGAGA?AG_
211 221 231 241 251

>

Figure 121: SnackVar report for the ¢.4389 position in CF2349244



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 4389 Go cDNA # of first cDNA base in reference (default : 1) | 1
161 17 181 191 201 mnm 21 231 241 251 261 n

SCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA TTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAIRIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAIRIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC

v

< >
Forward Trace File : 18C_P18F_D10_3730XL.ab1l Edit Trimming Remove Fwd Trace

\ f\
\ N ) ! I 1
YA AT AL\ /\/\/\N\/\/\A \ WA /\ \/\/\/X/\/
CAAGCAAGTGCAAGTCTAAGCCCCARAT GCTGCTCTGIAAA AGGAGAﬁ:A(
201 211 231 241
< >
Reverse Trace File : 18C_P18R_A03_3730XL.ab1l Edit Trimming Remove Rev Trace
VAW LA
\ Y \N Map/ M \n/
CAAGCAAGTGCAAGTCTAAGCCCCARAT GCTGCTCTGAAAGAGGAGA;AG
201 211 21 231 241
< >

Figure 122: SnackVar report for the ¢.4389 position in CF0018616



Reference : » .
(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
161 17 181 191 201 n 221 231 241 251 261 21

JCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|GIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAIRIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
JCYYCSR....RGGKKRARSYYYTTYCCCC..CSGRA..YY..ARS..ARKKS..ARKTT..ARSCCC..R|Al.TKSYKSYTYKRAARRRGRRR....RRARRARRRGKKS..ARR.........ARGSYTT..RRRRRS...

Forward Trace File : 18D_P18F_E10_3730XL.ab1l Hetero Indel View Edit Trimming Remove Fwd Trace

(\ +

P |p||I A |'/\

) ) J

NN WYY i ww V\\/

CAAGCAAGT?CAAGTCTAAQCCCCARATTQCTGCTCTGAAAGAGGAGACA(_
201 211 221 231 241

< >

Reverse Trace File : 18D_P18R_B03_3730XL.ab1 Hetero Indel View Edit Trimming Remove Rev Trace

+

4 Vaad
S YT YKRA AR
221 231 241

Figure 123: SnackVar report for the ¢.4389 position in CF0014912



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
161 7 181 191 201 n 221 231 241 251 261 2n =~

CTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA TTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCAG
STCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCAG
.ARGSYTT..RRRRRS..R

Forward Trace File : 18E_P18F_F10_3730XL.ab1l Edit Trimming Remove Fwd Trace

it

|'( \ ﬂ .’".\ N (\ PII" p |

f 1

AW WYV NI YY
A A AW WA W g
CAAGCAAGTGCAAGTCTAAGC CCARATTGCTGCTCTGAAAQAGGAGACA(

191 201 221 231

< >
Reverse Trace File : 18E_P18R_C03_3730XL.ab1l Hetero Indel View Edit Trimming Remove Rev Trace

RKKSMARKTTWAR CCMRAWTKSYKAASnYTYKARAARRRGRRRMMR

191 201 221 231

< %

Figure 124: SnackVar report for the ¢.4389 position in CF1782680



Reference : . y =
(NM_# or Gene Name) NM_000492.4(CFTR| Open Fwd Trace File Open Rev Trace File Advanced Run

Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) 1
m 121 131 141 151 161 171 181 191 201 n 221 @

<
Forward Trace File : 18F_P18F_G10_3730XL.ab1l

A/\/\/\/V\/\/\/\ NN /\/\[\/\/\/\&\A

CAAGCAAGTGCAAGT;TAAGCCCCA{(ATTGCTGCT;TGAAAGAGGAGACA
151 161 171 181 191

Hetero Indel View Edit Trimming Remove Fwd Trace

Al iV ﬂ/\/

1

< >

Reverse Trace File : 18F_P18R_D03_3730XL.ab1l Hetero Indel View Edit Trimming Remove Rev Trace

f M A R S

Figure 125: SnackVar report for the c.4389 position in CA8443975



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
m 121 131 111 151 161 171 181 191 201 n 221 2~

CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|IGIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
CCCYYCSR..... RGGKKRARSYYYTTYCCCC CSGRA..YY..ARS..ARKKS..ARKTY..ARSCCC..JRIA..TKSYKSYTYKRAARRRGRRR....RRARRARRRGKKS ..ARR.........ARGSYTT..RRRRRS

< >
Forward Trace File : 18G_P18F_H10_3730XL.ab1l Hetero Indel View Edit Trimming Remove Fwd Trace
NN /\/\“/\/\/\/ Vs Al \ /\ /\N\/\N\/\A | /\/ W \/\f\/\f,[\/\(\[\/\x 0
CAAG;AAGTGCAAG CTAAGCCCCARATTGCTGC C T G A AAGAG AGACA
151 161 171 181
< >
Reverse Trace File : 18G_P18R_EO03_3730XL.ab1l Hetero Indel View Edit Trimming Remove Rev Trace

Figure 126: SnackVar report for the ¢c.4389 position in CF0235490



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 Go cDNA # of first cDNA base in reference (default : 1) | 1
161 7 181 il 201 n 221 231 241 251 261 21

:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
SCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGT GCAAGTCTAAGCCCCAIRATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC
:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC 1 |
< - >
Forward Trace File : 18H_P18F_A11_3730XL.ab1l Edit Trimming Remove Fwd Trace

q /\ . A IINIIIII L fi *,5 /{\ lﬂ +
N \/\/\ AN .// W ALY \/\/M/M&J \A/ \

CAAGCAAGT cCAAGTCTAAGEGCCCCARATTOGOCTOGCTOCTGAAAGAGGAG ACA

| =
201 211 221 231 241

< >

Reverse Trace File : 18H_P18R_F03_3730XL.ab1 Edit Trimming Remove Rev Trace

,l'n
/'\)5 /"Jlll'. ; .j/\/
CAAGCAAGT?CAAGICTAAQCCCCARAITFCIGCTCTGAAAGAGGAGACAG

201 211 221 231 241
< >

Figure 127: SnackVar report for the c.4389 position in CA1615190



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 4389 cDNA # of first cDNA base in reference (default : 1) 1
161 17 181 191 201 n 221 231 241 251 261 2n

ZCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC.
:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC.
:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC.v
< : >
Forward Trace File : 18I_P18F_B11_3730XL.abl Edit Trimming Remove Fwd Trace

WA W

Aanat A WA W VY

CA A G CAA g T GCA AGTCT A A G CCCCAA A T G CcC T GCTCT SJ A A A G AG G A G A cC A
201 211 221 231 241

< >

Reverse Trace File : 18I_P18R_G03_3730XL.ab1 Edit Trimming Remove Rev Trace

WA W A W R A | ,\W\/

:AAGCAAQTGCAAGTCTAAGCCCCAAA TGCTGCTCT?AAAGAlGGAGACAG
201 211 231 241

< >

Figure 128: SnackVar report for the ¢.4389 position in CF3719491



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 4389 cDNA # of first cDNA base in reference (default : 1) | 1
m 121 131 141 151 161 171 181 191 201 n 221

CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGT GCAAGTCTAAGCCCCA[RIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC
CCCYYCSR....RGGKKRARSYYYTTYCCC....CSGRA..YY..ARS..ARKKS..ARKTT..ARSCCC..JRIA.. TKSYKSYTYKRAARRRGRRR.....RRARRARRRGKKS ..ARR........ARGSYTT..RRRRRS

? ce eevee cee eeeee . ee o o eseee see eeves cee o e

Forward Trace File : 18] _P18F_C11_3730XL.ab1l

Edit Trimming Remove Fwd Trace

AVl

CAAGCAAGTGCAAGT?TAAGCCCCA$ATTGCTGCT?TGAAAGAGGAGACA
151 161 171 181 191

< >

Reverse Trace File : 18)_P18R_H03_3730XL.abl Hetero Indel View Edit Trimming Remove Rev Trace

)

T TWARSCCCMEAWTRK
161 171

Figure 129: SnackVar report for the ¢c.4389 position in CF3512286



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 4389 Go cDNA # of first cDNA base in reference (default : 1) | 1
161 7 181 191 201 n 221 231 241 251 261 271

:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC,
:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC.
:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC.V
<

Forward Trace File : 18K_P18F_D11_3730XL.ab1l Edit Trimming

>
Remove Fwd Trace

DA A ALY A AAN \/\ N\N\/\ \/\/\ W] /\, Vg

CAAGCAA?TGCAAGTCTAAGCCCCAAATTGCTGCTCT?AAAGAGGAGII\C

201 211 221 231
< >
Reverse Trace File : 18K_P18R_A04_3730XL.ab1 Edit Trimming Remove Rev Trace
/\ +
\ /\ :
| /\/J\AJ //V\MM\A b\/\/\ /\B/\ML&/\MA/\
CAAGCAAS}TGC-AAGTCTAAGCCCCAAA TGCTGCTCTFAAAGAGGAGACAG
201 211 231 241

< >

Figure 130: SnackVar report for the ¢c.4389 position in CF8754900



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
121 131 141 151 161 171 181 191 201 n 221 231

3CTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCA
CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA[RATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGCA
SYYCSR....RGGKKRARSYYYTTYCCCC..CSGRA..YY..ARS..ARKKS..ARKTY..ARSCCC..R|Al..TKSYKSYTYKRAARRRGRRR....RRARRARRRGKKS ..ARR.........ARGSYTT..RRRRRS..R

Forward Trace File : 18L_P18F_E11_3730XL.abl Hetero Indel View Edit Trimming Remove Fwd Trace

+
i
I
: 1
'* /\/\/V\/ \/ \/\/\. A /\/ \/\. \1\ ) = A / \ / \/
;AAGCAAGTGFAAGTCTAAG CCCARATTGS:TGCTCTGAAAGAGGAGACAI
151 161 181 191 ]
< >
Reverse Trace File : 18L_P18R_B04_3730XL.ab1 Hetero Indel View Edit Trimming Remove Rev Trace

m/\jwm AA LA

M AR SMARTKEKSMATEREKTY
151 161

< >

Figure 131: SnackVar report for the ¢c.4389 position in CF5181003



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) 1
161 17 181 191 201 n 221 231 241 251 261 271 N

< >
Forward Trace File : 18M_P18F_F11_3730XL.ab1 Edit Trimming Remove Fwd Trace

Ill"ll
\ | \\ / \/ [V M\
AN WA AN VYR . Ay
CAAGCAAGTGCAAGTCTAAGT CTCCCAANA TGCT GCTCTG A AAG A G G A G AC
201 211 221 231 241
< >
Reverse Trace File : 18M_P18R_C04_3730XL.ab1l Edit Trimming Remove Rev Trace

WML Vg

:AAGCAA?TGCAAGTCTAAGCCCCAAATTGCTGCTCTgAAAGAGGAGACAG
201 211 221 231 241

Figure 132: SnackVar report for the ¢.4389 position in CF4062212



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
161 7 181 191 201 n 221 231 241 251 261 271

:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
ZCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC 1 |
< >
Forward Trace File : 18N_P18F_G11_3730XL.ab1l Edit Trimming Remove Fwd Trace

ﬁ Ml/\\ , NAL\Z

CAAGCAACT?CAAGTCTAA?CCCCAAATT%_‘.CTGCTCTGAAAGAGGAGACA(

91 201 211 221 231 241
< >
Reverse Trace File : 18N_P18R_D04_3730XL.ab1l Edit Trimming Remove Rev Trace
A /ﬂ'\ [\ in / AAAA AN
WA A A L AV
\ SV AN

_AAGCAA‘GTFCAAGTCTAAS}CCCCAAATTQCTGCTCTGAAAGAGGAGACA
201 211 221 231 241

< >

Figure 133: SnackVar report for the ¢.4389 position in CF6803591



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 Go cDNA # of first cDNA base in reference (default : 1) | 1
161 17 181 191 201 n 221 231 24 251 261 2N

ICCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
SCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|RJATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC
ZCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC

< - >
Forward Trace File : 180_P18F_H11_3730XL.ab1l Edit Trimming Remove Fwd Trace
\ f\
\ u | 3 |||l(\| /llj Iﬂl il “.," ,, ll l]
| 1
MANAN A AW I A | /\ A\
CAAGCAAGQG G CA A G TC T A A G C C CccC A R A T T G cC 1T G6GCcC T CTOG A A A G AG G A G A ﬁ: A
201 211 221 231 241
< >
Reverse Trace File : 180_P18R_E04_3730XL.ab1 Edit Trimming Remove Rev Trace
|'\ +
'p"‘/\i \/\ Ay NN
Vo /\ / J / VA /\A /5{ RNA VY Y VY
T A AG C A A G T G C A A G T C T A A G C C Cc C A R AT G TG CT CTG /IA A A G A G _G A
201 le 221 231
< >

Figure 134: SnackVar report for the ¢c.4389 position in CF7778750



Reference : y =
(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run

Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 4389 cDNA # of first cDNA base in reference (default : 1) | 1
161 7 181 191 201 n 221 231 24 251 261 21

:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC,
ICCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC.

3CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC.
Vg
< >

Forward Trace File : 18P_P18F_A12_3730XL.abl Edit Trimming Remove Fwd Trace

N N I‘Illll | NN |
MaAAAAN WAV /Af/\ VWA \/\N\ W M

CAAGCAAS}TGCAAGTCT{\AGCCCCAAATTGCTGCTCT@AAAGAGGAGACA
201 211 221 231 241

< >

Reverse Trace File : 18P_P18R_F04_3730XL.ab1l Edit Trimming Remove Rev Trace

Wl A Yo\ u/\ W #\ VWA Y \/\/m/ YV

CAAGCAAQTGCAAGTCTAAGCCCCAAA TGCTGCTCTQAAAGAGGAGACAG
201 211 231 241

< >

Figure 135: SnackVar report for the ¢.4389 position in CF5158167



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
121 131 141 151 161 17 181 191 201 n 221 231

CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|GIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
CCCTCCGACAGGGT GAAGCTCTTTCCCCACCGGAACTCAAGCAAGT GCAAGTCTAAGCCCCA[RATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC
SCCYYCSR....RGGKKRARSYYYTTYCCCC..CSGRA..YY..ARS..ARKKS..ARKTT..ARSCCC..JR|/A.. TKSYKSYTYKRAARRRGRRR....RRARRARRRGKKS ..ARR........... ARGSYTT..RRRRRS

<

Forward Trace File : 18Q_P18F_B12_3730XL.abl Hetero Indel View Edit Trimming Remove Fwd Trace
CAA G CA A G T G CAAG T C A A G CCCOCAR A T T GG CT GC TC G A A A G A G G A g A C A

161 181 201
< >
Reverse Trace File : 18Q_P18R_G04_3730XL.ab1l Hetero Indel View Edit Trimming Remove Rev Trace

Figure 136: SnackVar report for the ¢c.4389 position in CF7600423



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) 1
m 121 131 141 151 161 17 181 191 201 n 221 2

CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGT GCAAGT CTAAGCCCCA|GIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC
"CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
CCYYCSR... RGGKKRARSYYYTTYCCCC CSGRA..YY..ARS..ARKKS..ARKT- T..ARSCCC..JRIA..TKSYKSYTYKRAARRRGRRR....RRARRARRRGKKS ..ARR.........ARGSYTT..RRRRRS

ce eeeee cee seeese e o e eeee eee eeees se o e e e o eescesceces e e eseeeese e eee esee seeese - e ccevcee

Forward Trace File : 18R_P18F_C12_3730XL.abl Hetero Indel View Edit Trimming Remove Fwd Trace
/\
M AAA AN I /\’\/\ N /\M/ W WA /\J\/ W /\/ \/l/\
A B
CAAGﬁ:AAGTGCAAG CTAAGCCCCARATTGCTGC CTGAAAGAG AGACA
151 161 171
< >
Reverse Trace File : 18R_P18R_H04_3730XL.ab1 Hetero Indel View Edit Trimming Remove Rev Trace

W{\M A/

/A - A ; W X ol
MAR SMARIKIKSMARKTTWARSCCOCCMRAWTKS K s Y Y KR A AR R R R R R MM R/ _
151 161 171 1

Figure 137: SnackVar report for the c.4389 position in CF7930867



Reference : . 5
(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run

Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1

3 7 181 191 201 n 221 231 2141 251 261 271 281 ~

CTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|GIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCACG
CTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCAC
YY.CSR== RGGKKRARSYYYTTYCCCC...CSGRA...YY...ARS...ARKKS...ARKTY...ARSCCC...R...TKSYKSYTYKRAARRRGRRR ...... RRARRARRRGKKS..ARR........ARGSYTT..RRRRRS..RS

Forward Trace File : 18S_P18F_D12_3730XL.abl Hetero Indel View Edit Trimming Remove Fwd Trace

W M/\/\m

ANV ATATATY o W\AAM )

AG?AAGTGCAA CTAAG CCA ATTGCTGCTCTGAAAGAG AGACA
201 221 231
< >
Reverse Trace File : 18S_P18R_A05_3730XL.abl Hetero Indel View Edit Trimming Remove Rev Trace

Figure 138: SnackVar report for the ¢.4389 position in CF3803349



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
m 121 131 141 151 161 171 181 19 201 n 221 23~

JCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|GIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCA
CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAIRIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCA
JYYCSR...... RGGKKRARSYYYTTYCCCC .CSGRA..YY..ARS..ARKKS..ARKT- T..ARSCCC..JRIA.TKSYKSYTYKRAARRRGRRR....RRARRARRRGKKS..ARR.........ARGSYTT..RRRRRS...

Forward Trace File : 18T_P18F_E12_3730XL.abl Hetero Indel View Edit Trimming Remove Fwd Trace

el o

AGCAAGTGCAAGT?TAAGCCCCAIIQATTGCTGCT?TGAAAGAGGAGACA
151 161 171 181 191

< >

Reverse Trace File : 18T_P18R_B05_3730XL.abl Hetero Indel View Edit Trimming Remove Rev Trace

M AR S MATRTEKTEKTSTMAREKTTWATRS

Figure 139: SnackVar report for the ¢.4389 position in CF5107567



Advanced Run

Reference : y =
(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) 1
n 221 231 241 251 261 271

161 7 181 191 201
CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|GIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCH

CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC/

CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACT CAAGCAAGT GCAAGTCTAAGCCCCA[RIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC!
>

<
Forward Trace File : 18U_P18F_F12_3730XL.ab1 Edit Trimming Remove Fwd Trace

/\ [ \ ’
\ [\ |
|"n"'. A\ ."h". "ml'l "(\" 'In|'| |II II 'ﬂ' flﬁl'l '[’ ' ' | " Y lll |
[\ WAWAARA AR VYV
C/I\AGCAAGTGC/IKAGTCTAAGCFCCARATTGC GCTCTGAAAQAGGAGACA_
191 201 211 231
< >
Edit Trimming Remove Rev Trace

Reverse Trace File : 18U_P18R_C05_3730XL.abl

Wi sl noll?

!
C AGCAA-GTGC AGT CTAAGC CCARATTGCTGCTCTGAAAQAGGAGACAG
191 201 221 231

Figure 140: SnackVar report for the ¢c.4389 position in CF5830853



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) 1
151 161 17 181 19 201 1 221 231 241 251 261 Vi

CTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|GIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCAG
CTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAIRIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCAG
YYCSR....RGGKKRARSYYYTTYCCCC..CSGRA..YY..ARS..ARKKS..ARKTY..ARSCCC..R|A|..TKSYKSYTYKRAARRRGRRR....RRARRARRRGKKS..ARR.........ARGSYTT..RRRRRS..RS

[< >
Forward Trace File : 18V_P18F_G12_3730XL.abl Hetero Indel View Edit Trimming Remove Fwd Trace
/‘ +
&A\/ WAV VW /\/J\ MW }/\ /\
CAAGCAAGTGCAAGTCTAAGCCCACAR/IATTGCTGCTCTGAAAGAGGA@ACA‘
191 201 211 221 231
< >
Reverse Trace File : 18V_P18R_D05_3730XL.ab1l Hetero Indel View Edit Trimming Remove Rev Trace
+

MRS R e PN NN S : X L
K K S MARKT Y WARS cC C C MR A YT1TKS Y KS Y T YKRAARTRR G RRR MMR R
91 201 211 221 231

Figure 141: SnackVar report for the c.4389 position in CF6268769



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) 1
161 171 181 191 201 n 221 231 241 251 261 271 @

CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|GIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC/
CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|A[ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC/
CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC/v
< - >
Forward Trace File : 18W_P18F_H12_3730XL.abl Edit Trimming Remove Fwd Trace

N\ \. I\ /\ ) \[\ i&
/\L\/\/\/\N AN /\ \M\N w g _\! \ \
A A G CA A GTGC /I\ A G T C T A A G C C C A A A T T G C T G C T C T G A A A A G G A G AC A
191 201 221
Reverse Trace File : 18W_P18R_EO05_3730XL.ab1 Edit Trimming Remove Rev Trace
AN ANARA A AAAN AL AA /\ A A M A \
VNIV LV WA \/\/\m_/\d\z I
C A G CA A GT G C il\ A GT CT A A G C T C TG A A A C. A G G A GCA CAG
191 201 211 231

Figure 142: SnackVar report for the ¢.4389 position in CF6757915



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 4389 cDNA # of first cDNA base in reference (default : 1) 1
161 171 181 191 201 n 221 231 241 251 261 271

CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCH/
CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC/
CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC!v
< - >
Forward Trace File : 18X_P18F_A01_3730XL.ab1l Edit Trimming Remove Fwd Trace

+
1
AGCAAGTGCAAGTCTAA CAAATTGC GCTCTGAAAFAGGAGACA(
191 201 231

< >
Reverse Trace File : 18X_P18R_F05_3730XL.ab1 Edit Trimming Remove Rev Trace
f\ :

I

}f\ W e W AW A M/M\MW

9 AGCAAGTGCAAGTCTAAGC;CCAAATTGC GCTCTGAAA?AGGAGACA(
191 201 211 231

Figure 143: SnackVar report for the ¢c.4389 position in CF9442098



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 4389 cDNA # of first cDNA base in reference (default : 1) 1
161 17 181 19 201 n 221 231 241 251 261 2n

ZCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
SCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA[RIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC
SCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|RIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC

< - >
Forward Trace File : 18Y_P18F_B01_3730XL.ab1l Edit Trimming Remove Fwd Trace
+
J
! ';"\I N\ .‘{ \ ‘{ /\ | , | | ‘|' | r | / | /\ ,\ /\ f\‘
LYVANVY /) /
CA AGC C A A G TC T C C C CA R A T TGCTGCTCTGAAAGAGG G A G A c AL
1 221 231 241
< >
Reverse Trace File : 18Y_P18R_GO05_3730XL.ab1 Edit Trimming Remove Rev Trace
+
A /\ /\ AAA A i
AV AR, \/XA Y v ' \
CA AGCAAGT ﬁ] C A A G T C T A A C cC C C A R A T T 9 cC T GCT C T G A A A G A G G A G A C A G ~
201 221 231 241
< >

Figure 144: SnackVar report for the c.4389 position in CF5865254



Reference : . " .
(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run

Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
151 161 17 181 191 201 n 221 231 241 251 261 2N~

18Z_P18F_C01_3730XL.ab1l Hetero Indel View Edit Trimming Remove Fwd Trace

AW \/\[\/\ A[\/

TGAAAGAGGAGACA
231

Forward Trace File :

/\}f\ \/\/\;'/\v‘/\ /\/r /\/\\/\/\ \A"ﬂ"\ /\le‘lllﬂ\I;{/IA\)[\II\/\/\/\/\/E/\W}P

CAAGCAAGTGCAAGT GCTAAGC CCCCARATTGCT G CT
191 201 211

< >

18Z_P18R_HO05_3730XL.ab1 Hetero Indel View Edit Trimming Remove Rev Trace

Reverse Trace File :

f\ N\
A S
AANAA ARV \nafl

M AR S MA RKKSMARKTYWARSOCCCMRAWTZ KSYKSYTYZKRAARTU RRGRRRMMRR
191 201 211 221 231

Figure 145: SnackVar report for the ¢c.4389 position in CF4223536



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
151 161 171 181 191 201 n 221 231 241 251 261

ICCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA[RIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC
....RGGKKRARSYYYTTYCCCC...CSGRA...YY...ARS...ARKKS...ARKTY...ARSCCC...R... RRARRARRRGKKS..ARR.. .ARGSYTT..RRRRRS...

Forward Trace File : 18A2_P18F_DO01_3730XL.abl Hetero Indel View Edit Trimming Remove Fwd Trace

/ ."'. .
I
M\ \ r(\ ,/\ f\ , AN |'\ .'II f\ ’A"
\/ VANV VA A VA \/ A
CAAGCAAG GCAAGTCTAAGCCCCARAT GCTGCTCTGAAAGAGGAGA;A
91 201 221 231
< >
Reverse Trace File : 18A2_P18R_A06_3730XL.ab1l Hetero Indel View Edit Trimming Remove Rev Trace

MRAWTII(SYKSYTYKR/I\ARRRGRRRMMRR
211 221 231

Figure 146: SnackVar report for the ¢.4389 position in CF9830825



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
161 17 181 191 201 n 221 231 241 251 261 21

CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC/
CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC/
CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC/
v
< >

Forward Trace File : 18A3_P18F_EO1_3730XL.abl Edit Trimming Remove Fwd Trace

C ;;\ A G C A A GC T G C A A G T C T A A G C C C AR A T T G C T G C T CTG AAA A G G A G AC
191 201 211 221 231
< >
Reverse Trace File : 18A3_P18R_B06_3730XL.ab1 Edit Trimming Remove Rev Trace

(\ =
“‘ I\\III ! ',': |II/\'I I |'/\I' ||ﬂ|| w‘ "”’, Ilhll / !
[ VY / \ 1 Y ! 1
RAARARAWAAA YN AV A YA AN
c A G CA AGT G C A A G T C T A A GC ? C C A R A T T G C T G C T C T G A A A 9 A G G A G A C A G
l 91 201 211 221 231
< >

Figure 147: SnackVar report for the ¢.4389 position in CF4869626



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
161 17 181 191 201 n 221 231 241 251 261 271

CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA TTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC/
CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAJAJATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCH/

A

CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAJAJATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCH/

<
Forward Trace File : 18A4_P18F_F01_3730XL.ab1l Edit Trimming

>
Remove Fwd Trace

WAV /\/y\/ A | AW MV& /lp Y

CAAGCAAGTGCAAGTCTAAGCCCCAAATTGCTGCTCTGAAA@AGGAGACA

191 201 211 221 231
< >
Reverse Trace File : 18A4_P18R_C06_3730XL.ab1l Edit Trimming Remove Rev Trace
|"l"
f\/\ \ , A / /\
fv [ ANy M w [V
C A G CA A GCT G C A A G T C T A A G C C C A A AT T G C G CT CTGA A A C A G GA G A C A C
191 201 231

Figure 148: SnackVar report for the ¢c.4389 position in CF4833948



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
161 171 181 191 201 n 221 231 241 251 261 2n

<

Forward Trace File : 18A5_P18F_GO01_3730XL.ab1 Hetero Indel View Edit Trimming Remove Fwd Trace

P'| N +
\ \ /
AAAANA A AN /\M Al A /.... At
A / U VAA A/ Y Y \
CAAGCAAGTGCAAGTCTAAGCCCCARATTGCTGCTCTGAAAGAGGAGASZA(
01 211 221 231 241
< >
Reverse Trace File : 18AS5_P18R_D06_3730XL.ab1 Hetero Indel View Edit Trimming Remove Rev Trace
+

M

1 | E
201 231

Figure 149: SnackVar report for the ¢c.4389 position in CF3796568



Reference : . ) 2
(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run

Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : = 4389 cDNA # of first cDNA base in reference (default : 1) | 1

17 181 19 201 n 221 231 241 251 261 2n 281
:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC,
:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCA
RGGKKRARSYYYTTYCCCC CSGRA..YY..ARS..ARKKS..ARKTT..ARSCCC..R|A|..TKSYKSYTYKRAARRRGRRR....RRARRARRRGKKS..ARR. ..ARGSYTT..RRRRRS..|

Forward Trace File : 18A6_P18F_HO01_3730XL.ab1l Hetero Indel View Edit Trimming Remove Fwd Trace
/\ A\ Mo I /\ /\ /\ (\ /\/\a
Y, i
AAGCAAGTG AAGTCT CARATTG TGCTCTGAAAGAGGAGACA
241
< >
Hetero Indel View Edit Trimming Remove Rev Trace

Reverse Trace File : 18A6_P18R_E06_3730XL.abl

J M SR P VAN SN ’
I\A A R S MA R K K S M A R KT T WAR S ; C CM R A WT K S T K §S YT Y KR A A $ R R G R R
201 211 221 231 241 2

Figure 150: SnackVar report for the ¢.4389 position in CF5384911



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) 1
61 7 181 191 201 n 221 231 241 251 261 271 281 ~

ICTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCAL
:CTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCA(
3CTCCGACAGGGTGAAGCTCTTTCCCCA..CCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCAATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCA(v
< - >
Forward Trace File : 18A7_P18F_A02_3730XL.ab1

Edit Trimming Remove Fwd Trace
/\ / |'1 " /\/\ [\
| AL f\]L ! \Af Y [
C A A G ¢ AAGTGCAAG C TAAGCCCLC AR AT T G C T C T G A A A G AG G AG A C A |
201 221 241
< >
Reverse Trace File : 18A7_P18R_F06_3730XL.ab1l Edit Trimming Remove Rev Trace

WM Lo Rt L)

IAAGCAAGTGCAAG CTAAGCCCCARATTGCTGC CTGAAAGAGQA_GACA_G
201 221 241

Figure 151: SnackVar report for the ¢c.4389 position in CF3239825



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR’ Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
161 171 181 191 201 n 221 231 p24) 251 261 n

CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|IGIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
CCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCARIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
JCCTCCGACAGGGTGAAGCTCTTTCCCC..CCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|IRIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC

< ' >
Forward Trace File : 18A8_P18F_B02_3730XL.ab1 Edit Trimming Remove Fwd Trace
+
N\/\/\/\N\/\J\M/\m/x/ \AA/\/\NW\AZ\ \/\M N\/\/W\/\ \z\/\l A
;AAGCAA T CCCAR A TGAAAGAGGAGACA-
191 201 211 221 231
< >
Reverse Trace File : 18A8_P18R_G06_3730XL.ab1 Edit Trimming Remove Rev Trace

o
I

\/\M /\/\/\[\/\/\/\/\ /\\/\/_x/\\ .-

FAAGCAAGTG;AAGTCTAAG CCARATTG?TGCTACTGAA

191 201 211 221

< >

Figure 152: SnackVar report for the ¢c.4389 position in CF1323468



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
161 17 181 191 201 n 221 231 241 251 261 2n 7.~

CTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA TTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCAC
CTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCAC
CTCCGACAGGGTGAAGCTCTTTCCCC..CCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA[RATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCAC

< >

Forward Trace File : 18A9_P18F_C02_3730XL.ab1l Edit Trimming Remove Fwd Trace
A /\ i
f ; f
\/ \f \ V|
/\A/\/ JAYAY, ., j \ J A / /
A A G CAA CGTGCAAGCTEC A A GCCCCRALR A T T GC T G C T C G A A A G AG G AG A C A
201 221 241
< >
Reverse Trace File : 18A9_P18R_H06_3730XL.ab1l Edit Trimming Remove Rev Trace

.
Y,

CAAGCAAGTGCAAGTCT

A AGCCCCARATTGCTGCTCTGAAAGAGGAFACAG
201 211 221 231 241

Figure 153: SnackVar report for the ¢.4389 position in CF6188367



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
161 7 181 191 201 n 221 231 241 251 261 271

:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC
SCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA[RATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC
:CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC ) |
< ° 5
Forward Trace File : 18A10_P18F_D02_3730XL.abl Edit Trimming Remove Fwd Trace

A /\ :
Ill'n 'J u 1

/\ A /\/ \ .m, / /
! U / \ v / \ k :
CAAGCAAGT CAAGTCTAA CCCCARATTQCTGCTCTGAIAAGAGGAGACA-
201 221 231 241
< >
Reverse Trace File : 18A10_P18R_A07_3730XL.ab1l Edit Trimming Remove Rev Trace

fi +

A Z\/\;’\\JV\MA;E\/\&& N/ VWV MH LAV /%/ / \_/ﬁ\ M\/‘ A /

CAAGCAAGTQCAAGTCTAAQCCCCARATTFCTGCTCTGAAAGAGGAGAC/I\G
201 211 221 231 241

< >

Figure 154: SnackVar report for the ¢c.4389 position in CF6746590



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) | 1
7 181 191 201 mnm 221 231 241 251 261 271 281

ZCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGCA
CCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA|RIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGCA
SCYYCSR....RGGKKRARSYYYTTYCCCC..CSGRA..YY..ARS..ARKKS..ARKTY..ARSCCC..JRIA..TKSYKSYTYKRAARRRGRRR....RRARRARRRGKKS ..ARR........... ARGSYTT..RRRRRS...

Forward Trace File : 18A11_P18F_E02_3730XL.ab1 Hetero Indel View Edit Trimming Remove Fwd Trace

N oA
l‘ /

AANAN WA N\A/\/W\z \Aﬁ VW W Y &’\Z

1

CAAGCAAGTGCAAGTCTAAGC CCARATT‘GCTGCTCTGAAAQAGGAGACA'
201 211 2 231 241

< >

Reverse Trace File : 18A11_P18R_B07_3730XL.ab1l Hetero Indel View Edit Trimming Remove Rev Trace

YT YKRAARRTFRGRERRMMR
31 241

A 2 L e, FATR 4 - SN SV
f MA R §S M A R KK S I|v1 A R K T Y WA R S ; CCMRAWT K S T
201 211 221 2

Figure 155: SnackVar report for the ¢c.4389 position in CF4495056



Reference :

(NM_# or Gene Name) NM_000492.4(CFTR Open Fwd Trace File Open Rev Trace File Advanced Run
Reference File : NM_000492.4(CFTR).fasta Jump to the position (c.) : | 4389 cDNA # of first cDNA base in reference (default : 1) 1
161 17 181 191 201 n 221 231 2, 251 261 271 @

ICCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA TTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC,
ECCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA ATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGTGCAAGATACAAGGCTTTAGAGAGC,
JCCTCCGACAGGGTGAAGCTCTTTCCCCACCGGAACTCAAGCAAGTGCAAGTCTAAGCCCCA[RIATTGCTGCTCTGAAAGAGGAGACAGAAGAAGAGGT GCAAGATACAAGGCTTTAGAGAGC,

< - 5
Forward Trace File : 18A12_P18F_F02_3730XL.abl Edit Trimming Remove Fwd Trace
' +
I PO 5] ff\\ /\
|
A A1 VW NIV
AAGCAAGTGCAAGTC AAGCCCCARATTGCTGCTCTGAAAGAGGAS}ACA_
201 221 231 241
< >
Reverse Trace File : 18A12_P18R_C07_3730XL.ab1 Edit Trimming Remove Rev Trace

+
\ A\
./.. A/
CAAGCA;;RGTGCAAGT AAGCCCCARATTGCTGCTCTGAAAGAGGAS}ACAG.
201 221 231 241
< >

Figure 156: SnackVar report for the ¢c.4389 position in CF4283433
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Figure 157: Sanger analysis of c.*1043A>C in CF4495056
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a) The reverse trace file at the location of the
*1043A>C variant with “K” sequence base call visible in
ThermoFisher Sanger Analysis software for CF4495056.

b) The sequence for the trace file with the *1043A>C
variant with “K” base call visible in ThermoFisher
Sanger Analysis software for CF4495056.

Figure 158: Sanger analysis of c.*1043A>C in CF4495056



Homo sapiens CF transmembrane conductance regulator (CFTR), mRNA
Sequence ID: NM_000492.4 Length: 6070 Number of Matches: 1

Range 1: 5361 to 5904 GenBank Graphics

Score Expect Identities Gaps Strand
983 bits(532) 0.0 540/545(99%) 2/545(0%) Plus/Plus
Query 10 TTAGTGC-AATTGTCACAGGACAGCCCTTCTTTCCACAGAAGCTCCAGGTAGAGGGTGTG

) |||||II |||||||||III|IIII||II|III||||||||||III||I|IIIII||II|
Sbjct 5361 TTAGTGC. TTCTTT GGTAGAGG!

Query 69 TAAGTAGATAGGCCATGGGCACTGTGGGTAGACACACATGAAGTCCAAGCATTTAGATGT
FEPEERLETTEEL UL P LT LT LT

Sbjct 5421 TAAGTAGATAGGCCATGGGCACTGTGGGTAGACACACATGAAGTCCAAGCATTTAGATGT

Query 129 ATAGGTTGATGGTGGTATGTTTTCAGGCTAGATGTATGTACTTCATGCTGTCTACACTAA

. |||||III|||||||||I|||IIIII|II|||I||||||||||II||II|IIIII|||I|
Sbjct 5481 ATAGGTTGATGGTGGTATG' GCTGTCTACA(
Query 189 AGAGAATGAGAGACM 'TTATATGCTTC'

|||||III||||||| |II||IIIII|II|||I||||||||||II||II|IIIII|||I|
Sbjct 5541 AGAGAATGAGAGACACACT! GTTTTATATGCTTCT
Query 249 TTYATAATTTTG'

. | |||II|||||||||I|||IIIIIIII||||||||||||||I|||II|IIIII|||I|
Sbjct 5601 TTTATAATTTTGTG TTTTCTCTAGG 'TTAATAATGTT
R R
Sbjct 5661 AACATATATAACAATGCTGTATTTTAAAAGAATGATTATGAATTACATTTGTATAAAATA
Query 369 ATTTTTATATTTGAAATATTGACTTTTTATGGCACTAGTATTTYTATGAAATATTATGTT

. |||||||I||||||||||||||I|II||||||||||||||||| ||||I|II||||||I|
Sbject 5721 TTTTATATT ACTTTTTATGGCACTAGTATTTCTATGAAATATTATG
R A i
Sbjct 5781 TGGGACAGGGGAGAACCTAGGGTGATATTAACCAGGGGCCATGAATCACCTTTTG
Query 489 GTCTGGAGGGAAGCCTTGGGGCTGATGCAGTTGTTGCCCACAGCTGTATGATTCCCAAGC

) ||||||||||||||||||||||I|II||||||||||||||||||||||||IIII||| [
Sbjct 5841 CTGATGCAGTTGTTGCCCACAGCTGTATGATTCCCA-GC
Query 549 T??T? 553
Sbjct 5900 CAGCA 5904
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Homo sapiens CF transmembrane conductance regulator (CFTR), mRNA

Sequence ID: NM_000492.4 Length: 6070 Number of Matches: 1

Range 1: 5320 to 5862 GenBank Graphics

Score

983 bits(532)

Expect Identities Gaps Strand
0.0 538/543(99%) 0/543(0%) Plus/Minus

Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query

Sbjct

11
5862
71
5802
131
5742
191
5682
251
5622
311
5562
371
5502
431
5442
491
5382
551
5322

AAGGCTTCCCTCC, TTCATGGCCCCTGGTTAATATCACCCT.,

GCCCC. GTGA'
HIIIIIII|I||||IIIIIII|I|||||IIIIIII||II|IIIIIIII||II|IIII|I
GC AGA( CTG

CCCAAGGCTTCCCTCC. GTTAATATCACCCTA

'TTCTCCCCTGTCCCAGTTTTAACATAATATT

fele ATARAAATA( ATAAAAAG
HIIIIIIIIIII|||II||II||III||II|III||I I||II|III||III|||I|||

GGTTCTCCCCTGTCCCAGTTTTAACATAATATTTCATAGAAATACTAGTGCCATAAAAAG
'CATT

TCATAATCATTCTTTTAAA
HIIIIIII||III||II|III||III||II|III||III||II|III||III|||I||I

ATACAGCATTGTTATATATGTTTGAAACATTA' TAAATATTTCCTAGAG.

TAAAA ARAAAA
||||||||||||||||||||||||||||||||||||||||||||||||||||||||||H
AT AGARAAAA

'ACAGCATTGTTATATATGTTTGAAACATTATTAAAA

TTTTGCTTCACAAAATTATRAAACAGAAGCATAT: CTAATTCATGATTGGTGCTTCT

'ARAAA(
HIIIIIIIIIIIIIIIII |||||I|||IIII|I|||I|||IIII|I|||I|||III||
T 'AATTC.

'TTTGCTTCACAAAA ATGATTGGTGCTTCT

AGTGKGTCTCTCATTCTCTCTTAGTGTAGACAGCA! 'ACATCTAGCCT!

TC. GTACAT. 'GA
L II||III||IIIIII||III||IIIIII||III||IIIIII||III||III|I

TCAGTGTGTCTCTCATTCTCTCTTAGTGTAGACAGCATGAAGTACATACATCTAGCCTGA

TTCATGTGTGTCTACCCA(

TTGGAC ca
|||||||||||||||||||||||||||||||||||||||||||||||||||||HI||||
AAACATACCACCATCAACCTATACA CTTGGACTTCATGTGTGTCTACCCACA

GTGCCCATGGCCTATCTACTTACACACCCTCTACCTGGAGCTTCTGTGGARAGAAGGGCT
éil||||||||||||||||||||||||||||||||||||||||||||||||||H|||||

'GCCCATGGCCTATCTACTTACACACCCTCTACCTGGAGCTTCTGT

GTCCTGTGACAATTTGCACTAACATACTTTTCCAGCTAARCTCTAGTTCAAAGKCCTGTG
||||||||||||||||||||||||||||||||||||||||||||||||||||| |11
GTCCTGTGACAATTTGCA( AGTTCARAGGTCTGTG
AGC 553

AGC 5320

Figure 159: Sanger analysis of c.*1043A>C in CF4495056
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Figure 160: Sanger analysis of c.*1043A>C in CF6268769
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Figure 161: Sanger analysis of c.*1043A>C in CF6268769



Homo sapiens CF transmembrane conductance regulator (CFTR), mRNA
Sequence ID: NM_000492.4 Length: 6070 Number of Matches: 1

Range 1: 5360 to 5902 GenBank Graphics

Score Expect Identities Gaps Strand
979 bits(530) 0.0 540/545(99%) 3/545(0%) Plus/Plus
Query 8 GTGC-AATTGTCACAGGACAGCCCTTCTTTCCACAGAA CAGGTAGAGGG

) ||| |I|I| ||I||I|II|I|||||||I|I|I|I||||||||I|I|||||||I|I|||I
Sbjct 5360 GTT-AGTGCAAATTGTCACAGGACAGCCCTTCTTTCCACAGAAGCTCCAGGTAGAGGGTG
I L
Sbjct 5419 TGTAAGTAGATAGGCCATGGGCACTGTGGGTAGACACACATGAAGTCCAAGCATTTAGAT
Query 127 'ATAGGTTGATGGT! TTTTCAGGCTAGATGTATGTACTTCATGCTGTCTACA!

) |||I|I|||I|||||I|I||I|||||||I|I|||I||||||||||I|||||||I|I|||I
Sbjct 5479 GTATAGGTTGATGGTGGTATGTTTTCAGGCTAGATGTATGTACTTCATGCTGTCTACACT
T T T T
Sbjct 5539 AAGAGAGAATGAGAGACACACTGAAGAAGCACCAATCATGAATTAGTTTTATATGCTTCT
Query 247 TTATAATTT 'TTAATAATG

) |||I|I|||I|||||I|I||I|||||||I|I|||I||||||||||I|||||||I|I|||I
Sbjct 5599 GTTTTATAATTTTGTGAAGCAAAATTTTTTCTCTAGGAAATATTTATTTTAATAATGTT
Query 307 CAAACATATATAACAATGCTGTATTTTAAAAGAATGATTATGAATTACATTTGTATAAAA

FELEELEETEET P EEECEEE L L EEE LT LTI
Sbjct 5659 CAAACATATATAACAATGCTGTATTTTAAAAGAATGATTATGAATTACATTTGTATAAAA
Query 367 'TTTTATAT 'ATGGCACTA! 'ATGAAATA'
|||I|I|||I|||||I||||I|||||||I|I|||I|||||||||| |||||||I|I|||I
Sbjct 5719 TAATTTTTATATTTGAAATATTGACTTTTTATGGCACTAGTATTTCTATGAAATATTATG
Query 427 TTAAAACTGGGACAGGGGAGAACCTAGGGTGATATTAACCAGGGGCCATGAATCACCTTT
|||||||||I||I|||||||||||||||I|||||I||I|||||||I|||||||I|||||I
Sbjct 5779 TTARAACTGGGACAGGGGAGAACCTAGGGTGATATTAACCAGGGGCCATGAATCACCTTT
Query 487 CTGTATGATTCC!
|||I|I|||I|||||I||||I|||||||I|I|||I||||||||||I|||||||I|I|||
Sbjct 5839 TGGTCTGGAGGGAAGCCTTGGGGCTGATGCAGTTGTTGCCCACAGCTGTATGATTCCCA-
Query 547 GCC?? 551
Sbjct 5898 GCCAG 5902

66
5418
126
5478
186
5538
246
5598
306
5658
366
5718
426
5778
486
5838
546
5897

Homo sapiens CF transmembrane conductance regulator (CFTR), mRNA
Sequence ID: NM_000492.4 Length: 6070 Number of Matches: 1

Range 1: 5320 to 5866 GenBank Graphics

Score

987 bits(534)

Strand
Plus/Minus

Expect Identities Gaps
0.0 542/547(99%) 0/547(0%)

Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query

Sbjct

8
5866
68
5806
128
5746
188
5686
248
5626
308
5566
368
5506
428
5446
488
5386
548

5326

ATCAGACCCAAGGCTTCCCTCCAGACCAAAAGGTGATTCATGGCCCCTGGTTAATATCAC

[I]]] I|I|||||II|IIIIII||||||I|II||I|I|||||I|I|||||III|III|I
ATCAGC!

CCAAGGCTTCCCTCCAGACCAAAAGGTGATTCATGGCCCCTGGTTAATATCAC

CTAGGTTCTCCCCTGTCCCA TAGTGCCA'

CCTAGGTTCTCCCCTGTCCCAGTTTTAACATAATATTTCATAGAAATACTAGTGCCATAA

AAAGTCAATATTTCAAATATAAAAATTATTTTATACAAATGTAATTCATAATCATTCTTT

ATAATCATTCT

TAAARATACAGCATTGTTATATATGTTTGAAACATTATTAAAATAAATATTTCCTAGAGAA

TAAAATACAGCATTGTTATATATGTTTGAAACATTATTAAAATAAATATTTCCTAGAGAA

AAAATTTTGCTTCACAAAATTATAAAACAGAAGCATATAAAACTAATTCATGATTGGTGC

'TCATGATT!

TTCTTCAGTGKGTCTCTCATTCTCTCTTAGTGTAGACAGCATGAAGTACATACATCTAGC

TTCTTCAGTGTGTCTCTCATTCTCTCTTAGTGTAGACAGCATGAAGTACATACATCTAGC

TGAAAACATACCACCATCAACCTATACATCTAAATGCTTGGACTTCATGTGTGTCTACC

TCATGTGTGTCTA(

CACAGTGCCCATGGCCTATCTACTTACACACCCTCTACCTGGAGCTTCTGTGGAAAGAA

CACAGTGCCCATGGCCTATCTACTTACACACCCTCTACCTGGAGCTTCTGTGGARAAGAAG

GTCCTGT!

CC
|||||II|I|||||II|IIIIII||||||I|II||I|I|||||I|I|||||III|II é

TGTCCTGTGAC. 'AGTTCAAAGG

TGTGAGC 554

TGTGAGC 5320

Figure 162: Sanger analysis of c.*1043A>C in CF6268769
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Figure 163: Sanger analysis of c.*1043A>C in CF2954129
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Figure 164: Sanger analysis of c.*1043A>C in CF2954129



Homo sapiens CF transmembrane conductance regulator (CFTR), mRNA
Sequence ID: NM_000492.4 Length: 6070 Number of Matches: 1

Range 1: 5360 to 5904 GenBank Graphics

Score

1000 bits(541)

Strand
Plus/Plus

Expect Identities
0.0 543/545(99%)

Gaps
0/545(0%)

Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query
Sbjct
Query

Sbjct

8
5360
68
5420
128
5480
188
5540
248
5600
308
5660
368
5720
428
5780
488
5840
548
5900

GTTAGTGCAAATTGTCACAGGACAGCCCTTCTTTCCACAGAAGCTCCAGGTAGAGGGTGT

||I|I|||I||||||II|I|||I||||||I||I|I||||I|||||II||I|||I||||I|

‘AAGCTCCAGGTAGAGGGT

GTAAGTAGATAGGCCATGGGCACTGTGGGTAGACACACATGAAGTCCAAGCATTTAGATG

CEEEEEEETE T EEEECEE LT PP EEEEL LT

GTAAGTAGATAGGCCATGGGCACTGTGGGTAGACACACATGAAGTCCAAGCATTTAGATG

TATAGGTTGATGGTGGTATGTTTTCAGGCTAGATGTATGTACTTCATGCTGTCTACACTA

CELRLLEELD DL LU |

TATAGGTTGATGGTGGTATGTTTTCAGGCTAGATGTATGTACTTCATGCTGTCTACACTA

AGAATGAGAG. AATTAGTTTTATATGCTTCTG

I|||III|II||I|II IIII|II|I|IIIIIII|I|||I|IIIII|I|I|||I|III|I

AGAGAGAATGAGAGACACACTGAAGAAGCACCAATCATGAATTAGTTTTATATGCTTCTG

TAATT

TTTTA! 'TTGTG.
I’H‘IIIIIIIIIII|I||||||II||||II|||||||||II|I|||IIII||II|I||II

'TATAATTTTGTG.

AAACATATATAACAATGCTGTATTTTAAAAGAATGATTATGAATTACATTTGTATAAAAT

|||||IIIII||I|IIIIIIIIII||IIIIIII||I|||IIIIIII|||I|||II|III|

TGAATTACATT
AATTTTTATATTTGAAATATTGACTTTTTATGGCACTAGTATTTYTATGAAATATTATGT

||||I|||II|II|II||I|||IIII||II||I||I||I|||I| |||II||||II||||
AATT 'ATTG,

'TTTATATTTG. ACTTTTTATGGCACTAGTATTTCTATGAAATATTATG'

TGGGACAGGGGAGAACCTAGGGTGATATTAACCAGGGGCCATGAATCACCTTTT

|||||IIIII||||II|IIIIIII|||IIIIII||I|||IIIIIII|||I|||||IIIII

TAAAACTGGGACAGGGGAGAACCTAGGGTGATATTAACCAGGGGCCATGAATCACCTTTT
GGTCTGGAGGGAAGCCTTGGGGCTGATGCAGTTGTTGCCCACAGCTGTATGATTCC

II||I|||II||I|II|II|||III|||II|II|III|II||I||II||II||I||||I|

GGTCTGGAGGGAAGCCTTGGGGCTGATGCAGTTGTTGCCCACAGCTGTATGATTCCCAGC

I

CAGCA 5904
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Homo sapiens CF transmembrane conductance regulator (CFTR), mRNA
Sequence ID: NM_000492.4 Length: 6070 Number of Matches: 1

Range 1: 5320 to 5863 GenBank Graphics

Score

981 bits(531)

Query
Sbjct
Query
Sbjct
Query
Sbijct
Query
Sbjct
Query
Sbjct
Query
Sbijct
Query
Sbjct
Query
Sbjct
Query
Sbijct
Query

Sbjct

11
5863
70
5803
130
5743
190
5683
250
5623
310
5563
370
5503
430
5443
490
5383
550

5323

Expect Identities Gaps Strand

0.0 539/544(99%) 1/544(0%) Plus/Minus
AGCCC -AGGCTTCCCTCCAGACCAAAAGGTGATTCATGGCCCCTGGTTAATATCACCCT
|I|| |||||I||I||I||||I||I|I|||||I||I||||||||||||I||I|||||
AGC GTTAATATCACC

AGGTTCTCCCCTGTCCCAGTTTTAACATAATATTTCATARAAATACTAGTGCCATAAARAA

|II|I|I||I||I||I|III|I|I||I||II|I|I||I|I|I|I||I||I||I|I|I|I

AGGTTCTCCCCTGTCCCAGTTTTAACATAATATTTCATAGAAATACT.

'AATCATTCT

||||III||||||||I|IIIII|I||||||III|I||||HIIII||||||||I|I|I|I

'AATCATTC

AATACAGCATTGTTATATATGTTTGAAACATTATTAAAATAAATATTTCCTAGAGAARAA

CELEEECETTEEE P LT PP EEEE LT

AATACAGCATTGTTATATATGTTTGAAACATTATTAAAATAAATATTTCCTAGAGAAAAA

ATTTTGCTTCACAAAATTATAAAACAGAAGCATATAAAACTAATTCATGATTGGTGCTTC

|II|I|I||I||I||I|III|I|I||I||II|I|I||I|HIIIIIIIIIIIIIIIIIII

ATTTTGCTTCACAAAATTATAAAACAGAAGCATATAAAACTAATTCATGATTGGTGCTTC

TCAGTGKGTCTCTCATTCTCTCTTAGTGTAGACA! GTACATACATCTAGCCT

||||I|I |||||||I|IlI|||I||||I|I|||I||||H|I|I||||||||I|I|I||

TTCAGTGTGTCTCTCATTCTCTCTTAGTGTAGACAGCATGAAGTACATACATCTAGCCTG

AAAACATACCACCATCAACCTATACATCTAAATGCTTGGACTTCATGTGTGTCTACCCAC

|I||||||||||I||I|III||||||I|I||||||||I|H|||||||||I||||I|I||

AAAACATACCACCATCAACCTATACATCTAAATGCTTGGACTTCATGTGTGTCTACCCAC

AGTGCCCATGGCCTATCTACTTACACACCCTCTACCTGGAGCTTCTGTGGAAAGAAGG

|II|I|I||I|||||I|III|I|I|||||II|I|I||I|HIIII||I||I||I|I|I|I

AGTGCCCATGGCCTATCTACTTACACACCCTCTACCTGGAGCTTCTGTGGAAAGAAGG

TGTCCTGTGACAATTTGCACTAACATACTTTTCCAGCTAAACTCTAGTTCAAAGKCCTGT

||||I|I||||||||I|IIIIIIII|||I|I|||I||||H|I|I||||||||I [1]
TGT

TCCTGTGACAAT GTTCAAAGGTC
T?GC 553

[
GAGC 5320

Figure 165: Sanger analysis of c.*1043A>C in CF2954129
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SnackVar Report
ID : CF1133987; p.Ser549Asn Description : Confirmation of p.Ser549Asn in CF1133987
Reference sequence : NM_000492.4(CFTR).fasta

Variant 1

Description : c.1646G>A, p.(Ser549Asn), hetero

Alignment

n 3n 321 33 30 351 361 3an 381 391 40 an 421 ~
ACATCTCCAAGTTTGCAGAGAAAGACAATATAGTTCTTGGAGAAGGTGGAATCACACTGA GGAGGTCAACGAGCAAGAATTTCTTTAGCAAGgt gaataactaattattggtctagcaag
ACATCTCCAAGTTTGCAGAGAAAGACAATATAGTTCTTGGAGAAGGTGGAATCACACTGARITGGAGGTCAACGAGCAAGAATTTCTTTAGCAAGGTGAATAACTAATTATTGGTCTAGCAAG
ACATCTCCAAGTTTGCAGAGAAAGACAATATAGTTCTTGGAGAAGGTGGAATCACACTGARITGGAGGTCAACGAGCAAGAATTTCTTTAGCAAGGTGAATAACTAATTATTGGTCTAGCAAG 1

< >

Forward Trace : 29A3_P29F_C01_3730XL.ab1l

v\‘f\/\/\. L\/\N“'V\/\/\W AJ\/\/\/\/\/\v/\[\/\/\ Aﬁ “\;/\/

GQAGAACGTGGAAYCACACTGAR1GGAGGTCAACGACCAAGAAT
341 351 361 371 381

Reverse Trace : 29A3_P29R_D01_3730XL.ab1l

W\

A o L )

.CTTGFAGAACGTCGiI\AY YCARTCGAGGTCAACGACCAAGAATTYC

341 351 361 371 381

Figure 166: SnackVar report for the p.Ser549Asn variant in CF1133987



