Sample-ID GGE Syndrome Chr Start End Candidate gene

EC-CAE428 6/CAE,gsw 1 97005643 97712686 DPYD

EC-CAE428 . CHNCHP: Capy Number State (segments)

EC-CAE428 CNCHP: Log2 Ratio

EC-CAE428.CNCHP: Allele Difference

D0kh 96200kh 96400kh 96600kh 96800kh 97000kh 97200kh 97400kh 97600kh 97800kh 98000kh 98200kh 98400kh 98600kh 98800kh

p21.3

Scale 500k} —————————————|hg19

chri: 97,500,000 98,000,000|

User Supplied Track
Ec-cae42s (L I

UCSC Genes (RefSeq, GenBank, CCDS, Rfam, tRNAs & Comparative Genomics)

DPYDIisss '

RefSeq Genes

DPYD i i i : L A i i
DPYD-AS1+H— DPYD oo e

DPYD-AS2 |




Sample-ID GGE Syndrome Chr End Candidate gene
EC-EGTCS014 14/EGTCS,gsw 1 110606081 111393713 KCNA2,ALX3,RBM15

EC-EGTCS014 CHCHP: Copy Mumber State (segments)

EC-EGTCS014.CHNCHP: Log2 Ratio
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109400kh 109600kh 109800kh 110000kh 110200kh 110400kh 110600kh 110800kh 111000kh 111200kh 111400kh 111600kh 111800kh 112000kh 112200kh 112400kh 1126001

S T

Scale 0kpf—————————————————————————{ hg19
chri: 111,125,000/ 111,130,000 111,135,000 111,140,000 111,145,000 111,150,000/ 111,155,000 111,160,000 111,185,000 111,170,000/ 111,175,000 111,180,000|

User Supplied Track
EC-EGTCS014

RefSeq Genes
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Sample-ID GGE Syndrome Candidate gene
EC-CAE333 5/CAE,gsw 50979977 51453231

EC-CAE333.CNCHP: Capy Number State (segments)

EC-CAE333.CMCHF: Log2 Ratio

EC-CAE333.CNCHP: Allele Difference

49400kh 49600kh 49800kh H0000kh H0200kh 50400kh H0600kh H0800kh 51000kh 51200kh 51400kh 51600kh 51800kh 52000kh H52200kh 52400kh 52600kh 52800kh H3000kE

2 ] P

M Ihg19
50,000,000 50,500,000 51,000,000 51,500,000
User Supplied Track

EC-CAE333
EC-JAE085

RefSeq Genes
NRXN1/NM_0011356859 e
NRXN1/NM_138735
NRXN1/NM_004801




Sample-ID GGE Syndrome Chr Candidate gene
EC-JAEO85 12/JAE,gsw 51080429 51682854

EC-JAEDSS CHNCHF: Copy Mumber State {segments)

EC-JAEDSS CMNCHP: Log2 Ratio
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40000kh 40500kh 50000kh 50500kh 51000kh 51500kh 52000kh 52500kh 53000kh 53500kh

IMp———————————————————————————————————————{hg19

50,000,000 50,500,000 51,000,000 51,500,000
User Supplied Track

EC-CAE333
EC-JAE085

RefSeq Genes

NRXN1/NM_001135659
NRXN1/NM_138735
NRXN1/NM_004801




Sample-ID GGE Syndrome Chr Candidate gene

EC-JME399 13/JME,gsw 130275170 130762880

EC-JMES99.CHNCHF: Copy Mumber State (segments)

v
EC-JMEZ99.CHNCHP: Log2 Ratio
EC-IMEZA9.CHMCHP: Allele Difference
128500kh 129000khb 129500kh 130000khb 130500kh 131000kh 131500kh 132000kh 132500k

Scale 10kbof—————————————————fhg19
chr2: | 130,725,000 130,730,000  130,735,0000 130,740,000 130,745,000
User Supplied Track

EC-JME399[[ 22

Chromosome Bands Localized by FISH Mapping Clones
2g21.1
RefSeq Genes

RAB6C i —

RAB6C-AS1




Chr Candidate gene

Sample-ID GGE Syndrome
85017098 85603757

EC-IME104 13/JME,gsw

EC-IMET04. CNEHF: Copy NUMBer atate (segments)

EC-JME104 CNCHF: Log2 Ratio

EC-IME104.CHCHP: Allele Difference

84500kh 85000kh 85500Kkh 86000Kh 86500kh 87000kh 87500kh 88000kh

83500kh 84000kh

hg19

500 kb
85,700,000] 85,800,000 85,900,000 86,000,000 86,100,000]

85,100,000 85,200,000| 85300,000/ 85,400,000] 85,500,000 85,500,000
User Supplied Track

Scale
chr3:

EC-JME104
RefSeq Genes

CADM2/NM_001167675
CADM2/NM_001167674

MIR5688/NR_049870 | CADM2/NM_153184
CADM2/NM_001256505 H——mmmsoomao o
CADM2/NM_001256504
CADM2/NM_001258503
CADM2/NM_001256502

CADM2-AS2/NR_046752 K<<




Sample-ID GGE Syndrome Chr Candidate gene

EC-CAE040 7/CAE,gsw 165317672 166886252

EC-CAED40.CNCHP: Copy Number State (segments)

EC-CAEQD40.CMCHP: Log2 Ratio
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EC-CAED40.CHCHP: Allele Difference
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3 q26.1

Scale 50kb}————————————————|hg19

chr3: 165,500,000 165,550,000

User Supplied Track
EC-CAE040

UCSC Genes (RefSeq, GenBank CCDS Rfam tRNAs & Comparatlve Genomlcs)

RefSeq Genes




Sample-ID GGE Syndrome Chr Candidate gene
EC-JIME445 26/JME 27778687 31233363

EC-IME445 CHNCHF: Copy Mumber State (segments) ~

. —

EC-IME445 CNCHP: Log2 Ratio

EC-JME445.CHCHF: Allele Difference

ll T

22000Kkh 24000kh 26000kh 28000kh 30000kh 32000kh 34000kh J6000KI

Scale 500 kpf————————————————————————————————————————{ hg19
chrd: | 30,400,000 30,500,000/ 30,600,000/ 30,700,000| 30,800,000/ 30,900,000 31,000,000 31,100,000 31,200,000/ 31,300,000 31,400,000/ 31,500,000|
User Supplied Track

Ec-Jme445 K

RefSeq Genes
PCDH7/NM_032456 | LOC102723778/NR_125935 H—
PCDH7/NM_001173523 | o
PCDH7/NM_032457 |
PCDH7/NM_002589 H




Sample-ID GGE Syndrome Chr Candidate gene

EC-CAE099 6/CAE,gsw 275875 1257621 SLC6A19,TERT,BRD9

EC-CAEQNYS CHCHP: Copy Mumber State (segments)

v
EC-CAEDA9.CMCHP: Lag2 Ratia
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pl5.33

Scale 100 ko—————hg19
chr5: 900,000 950,000 1,000,000 1,050,000 1,100,000 1,150,000/ 1,200,000 1,250,000
User Supplied Track
EC-CAE099

RefSeq Genes

BRD9 - LOC100506688 B+ SLC12A7 brH—HH+—— SLC6A19 i
BRDO H-4-iH LOC100506688 B MIR4635 | CTD-3080P12.3 i1 TERT -t
BRD9 |- NKD2 1l SLceA18 HHIH
TRIP13 [HHHH NKD2 i TERT HH 1
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Sample-ID GGE Syndrome Chr Start End Candidate gene

EC-IME481 14/JME,gsw 5 28059042 31736582 DROSHA,CDH6

EC-IME481T.CNCHP: Copy Number State (segments)

EC-IME481. CNCHP: Log2 Ratio

EC-IME481. CNCHP: Allele Difference

25000Kkh 26000Kkh 27000Kh 28000kh 29000kh J0000Kh J1000Kkh J2000Kh J3000Kh J4000Kh 35000kh J6000Kh

pl4.1

Scale 50kb}———————————————|hg19
chrs: 31,400,000 31,450,000 31,500,000
User Supplied Track
EC-JmE48 1 KX o~
RefSeq Genes
DROSHA : :
DROSHA

Csorf22 Hy




Sample-ID S Candidate gene

EC-CAE347 9/CAE,gsw 144444363 EPM2A,GRM1

EC-CAE347 CHNCHF: Copy Number State (segments)

EC-CAE347 CMCHF: Log2 Ratio

EC-CAE347.CHCHP: Allele Difference

pp——

142000kh 143000kh 144000kh 145000kh 146000kh 147000kh 148000kh 149000kh

q24.1 q24.3 q25.1
Scale sookpp—r-— M Ihg19
chrs; | 145900,000 146,000,0000 146,100,000 148200000 148,300,000 148,400,000 148,500,000 146,600,000 148,700,000  146,800,000|
User Supplied Track
EC-CAE347
RefSeq Genes

EPM2A/NM_001018041 [H—fecc GRM1/NM_001278065 |-l Ly
EPM2A/NM_005670 Fs<sccssc GRM1/NM_001278067 |- b

LOC100507557/NR_038246 t=——rootommrd

FBXO30/NM_032145 HH GRM1/NM_001278066 |——tfpooooooooo b Ly
LOC100507557/NR_038245 H+————
LOC100507557/NR_038244 F+———
SHPRH/NM_001042683 H-<HIHHIHH

SHPRH/NM_173082 IH—<Hii-Hi-

GRM1/NM_001278064 |-l oo




Sample-ID GGE Syndrome Chr Candidate gene

EC-CAE204 8/CAE,gsw 162801345

EC-CAE204. CHCHP: Copy Mumber State (segments)

EC-CAEZ04 CNCHP: Log2 Ratio
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Scale 500 kb |hg19
chré: 162,000,000 162,500,000 163,000,000
User Supplied Track

Ec-cAE204 [

RefSeq Genes
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Sample-ID GGE Syndrome Chr Candidate gene

EC-IME461 4/CAE 124586130 126665734

EC-IME4E1.CHCHP: Copy Number State (segments)

EC-IME461 CHCHP: Log2 Ratio

122000kh 123000kh 124000kh 125000kh 126000kh 127000kh 128000kh 129000kh

Scale 200 kb—————————————{hg19
chr7: | 126,100,000 126,200,000 126,300,000/ 126,400,000 126,500,000/ 126,600,000/ 126,700,000
User Supplied Track

Ec-Jme46 1 KX I

RefSeq Genes

MIR592 |




Sample-ID
EC-CAE158

GGE Syndrome Chr Candidate gene

8/CAE,gsw 143223069 143873940 FAM11C5,FAM115A

EC-CAE158.CHCHP: Copy Mumber State {segments)

EC-CAE158.CMNCHP: Log2 Ratio
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142000kh 142500kh 143000kh 143500kh 144000kh 144500kh 145000kh 145500kh
a3s i

Scale 100 kb———hg19
chr7: 143,350,000 143,400,000 143,450,000 143,500,000| 143,550,000 143,600,000
User Supplied Track
Ec-CAE158[ >h
RefSeq Genes

FAMi15C b LY FAM115D ki
FAM115C _——|—H LOC154761 B
FAM115D FAM115C i FAM115A BHH——
CTAGES | FAM115A B-f—fF——
FAM115A B}




Sample-ID GGE Syndrome Candidate gene

EC-EGTCS130 25/EGTCS,gsw 99979097 100538070 VPS13B

EC-EGTCS1 30 CHCHP: Copy Mumber State (segments)

v
EC-EGTCS130.CHNCHP: Log2 Ratio
EC-EGTCS130.CNCHP: Allele Difference
97000kh 98000kh 99000kh 100000kh 101000kh 102000kh 103000kh 104000kh 10510

Scale 200 kb———————hg19
chrs: | 100,500,000
User Supplied Track

Ec-eaTCs 130 KX

RefSeq Genes

VPS13B
VPS13B : ; : : : ;
VPS13B MIR599 |
VPS13B ; - MIR875 |
VPS13B :




Sample-ID GGE Syndrome Chr Start End Candidate gene

EC-IME417 17/JME,gsw 8 142563566 143798641 TSNARE1,BAI1,ARC

EC-IWE417 CHNCHP: Copy Mumber State (segments)

EC-IME417 CHCHP: Log2 Ratio

EC-IME417.CHCHP: Allele Difference

Dkh 134000kh 1356000kh 136000kh 137000kh 138000kh 139000kh 140000kh 141000kh 142000kh 143000kh 144000kh 145000kh 146000/

q24.23

Scale 200kp}————————————————Ihg19

chr8: 143,200,000 143,300,000 143,400,000 143,500,000 143,600,000 143,700,000
User Supplied Track

EC-JME417
EC-JAE119

RefSeq Genes
MIR4472-1 | TSNARE1 b ==
LINC00051

TSNAREH1




Sample-ID GGE Syndrome Chr Candidate gene

EC-JAE119 16/JAE,gsw 142850077 143549806 TSNARE1,BAI1

EC-JAET19.CNCHP: Copy Number State (segments)

EC-JAE119.CNCHP: Log2 Ratio

EC-JAE119.CHCHP: Allele Difference
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139000kh 140000kh 141000kh 142000kh 143000kh 144000kh 145000kh 146000kh
r q24.23
[]

Scale 200 kbf——————————————————————{hg19
chr8: 143,200,000 143,300,000 143,400,000 143,500,000 143,600,000 143,700,000
User Supplied Track

EC-JME417
EC-JAE119

RefSeq Genes

MIR4472-11 TSNARE1
LINC0O0051 &
TSNARE1 =




Sample-ID GGE Syndrome
EC-CAE300 10/CAE

76601085 77182821

Candidate gene

EC-CAES00.CHCHP: Copy Mumber State (segments)

EC-CAE300.CMCHF: Log2 Ratio

EC-CAE300.CHCHP: Allele Difference

74500kh 75000kh 75500kh 76000kh 76500kh F7000kh

77500kh 78000kh 78500kh

79000kh

Scale
chrg; 77,050,000

10kp———————————————————1{hg19

77,150,000 77,200,000
User Supplied Track

E-C e300 K1

MIRE130/NR_106746 <[ Jre=

77,100,000 77,250,000

ReiSeq Genes

RORB-AS1/NR_125791 k= freeaee
RORB/NM_006914

79500kh

77,300,000




Sample-ID GGE Syndrome Chr Candidate gene

EC-JMEOO5 12/IME,gsw 10 27836576 28429513 MPP7,ARMC4,MKX

EC-MEDDS.CNCHP: Copy Mumber State (seaments)

EC-IMENDS.CNCHP: Log2 Ratio

He'il __n-;, --'-'='-'--_:',l:'i':'~1=.:_‘§:-'f‘. l.r.-;'f*':%-.a"-""" L ﬁ_ ""i _‘. Nh},_,.' : _;-._-. g *1:' "-ﬂ,. '-'93‘- ..r?;- --.-:1. }. .r... wh "i_;; .11:*" B v J;‘:E_i_-_' __*C._-:?'-
. : ;& e T 3 PSR T M i e RLPY ..-u- :..r'-'sr';f u_.n-.u.-i-g-lsa c -.u-c'. L g r.i,a: -) e L

His e - - L
L0 PR [ L] m .".\-l'\- o= - - . .
Wogy . SEIEITS w-r-;“ﬁ =f-w.~~"-~- Sy o, Y TR ek o e -ar:-;f«m -ﬁwe-m AT T O S
L ' . .. = ’
4
) 4
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I:—!Inm
Scale 200kb———————————————————{hg19

chr10: 28,000,000 28,100,000 28,200,000 28,300,000| 28,400,000|
User Supplied Track
EC-JME005

RefSeq Genes
MKX p—————#  ARMC4 ——f———————H———  MPP7 h———+—]>
MKX f——fsf  ARMC4 |

MKX-AS1

ARMCA i




Sample-ID GGE Syndrome Chr Start End Candidate gene

EC-IMEO54 20/JME,gsw 11 4167416 5262622 C11orf40,TRIM68

EC-IWEDS4 CHCHP: Copy Mumber State (segments)

v v
EC-MEDS4.CNCHP: Log2 Ratio
EC-IMEDS4.CNCHP: Allele Difference
I
"
|
0 1000kh 2000kh 3000kb 4000kb 5000kh 6000kb 7000kb 8000kb 9000kh 10000kb

Scale 10 kof———————1hg19
chri1: | 4,590,000 4,595,000 4,600,000/ 4,605,000| 4,610,000 4,615,000 4,620,000/ 4,625,000/ 4,630,000
User Supplied Track

EC-JME054LL T3

RefSeq Genes
Citorf40 f{<fcccecec OR5212 i OR52I1
TRIM68




Sample-ID GGE Syndrome Chr Start End Candidate gene

EC-IME425 13/JIME 12 72135173 73995884 TBC1D15,TPH2

EC-UME425.CHCHP: Copy Mumber State {segments)y

v
EC-JME425.CHMCHF: Log2 Ratio
EC-JME425.CNCHP: Allele Difference
70000kh 70500kh 71000kh 71500kh 72000kh 72500kh 73000kh 73500kh 74000kh 74500kh 75000kh 75500kh 76000kh 76500kh

g21.1

100k} ————————————————————{hg19
72,250,000 72,300,000 72,350,000 72,400,000|
User Supplied Track

e _________________M

RefSeq Genes

TBC1D15 -
TBC1D15
TBC1D15 |—
TBCID15 -
MRS2P2




Sample-ID GGE Syndrome Chr Start End Candidate gene

EC-IME642 15JME,gsw 15 84915113 85726714 WDR73,PDESA

EC-IMERSZ CNEHF: Copy MUMBEr State (segments) y

EC-IMEG42 CHNCHP: LogZ Ratio

- — ’%"’5‘?&“ T-ﬁ: ift.--.; .,?' ﬂﬁﬂf‘g ,,*sry.gzy %@mhﬁgjﬁwyﬁgﬁ' u} 55

EC-IMEEG42. CHNCHP: Allele Difference
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500kh 83000kb 83500kh 84000kb 84500kb 85000kh 85500kh 86000kh 86500kh 87000kh 87500kh 88000kh

m—\
Scale 200 kb}—{ hg19

chr15: 85,300,000 85,400,000 85,500,000 85,600,000
User Supplied Track

EC-JMEs42[[]
UCSC Genes (RefSeq, GenBank, CCDS, Rfam, tRNAs & Comparative Genomics)

ZSCAN2}(] ZNF592F—+—+{+%# SL028A1%H—H—H—%4
SCAND2P H ALPK3 H——1itm PDEBA+—
WDR7
AL357213 &
NMB

SEC11A f—H—




Sample-ID GGE Syndrome Chr Candidate gene

EC-CAE286 3/CAE,gsw 16 5615773 6512138 RBFOX1

EC-CAEZa6 CNCHP: Copy Murmber State (segrments)

v
EC-CAE286.CNCHP: Log2 Ratio
| )
L
¥ 2
<Al
EC-CAEZ286.CNCHP: Allele Difference
; 2
(al
=1
3500kh 4000kh 4500kh 5000kh 5500kh 6000k 6500kh F000kh 7500kh 8000kh

Scale 200 kof————— hg19
chrig: | 5,950,000/ 8,000,000/ 6,050,000 8,100,000| 8,150,000/ ,200,000| 6,250,000| 8,300,000| 6,350,000/ 8,400,000| 6,450,000/ 8,500,000/ 8,550,000| 6,600,000| 6,650,000|

User Supplied Track
Ec-cAe2z6 K|
RefSeq Genes
REBFOX1/NM_018723 1 e
RBFOX1/NM_001142333




Sample-ID GGE Syndrome Chr Candidate gene

EC-CAE226 6/CAE,gsw 18 13982898 14969710 ZNF519

EC-CAEZ220 CNCHF: Copy Mumhber State (segments)

EC-CAE226.CMCHF: Lon2 Ratio
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EC-CAE226.CHCHP: Allele Difference
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] 10000kh 10500kh 11000kh 11500kh 12000kh 12500kh 13000kb 13500kh 14000kb 14500kh 15000kh 15500kh 16000kb 16500kh

Scale 20 kb——— ] hg19

chr18: 14,100,000 14,150,000
User Supplied Track

Ec-cAr226* X I

RefSeq Genes

ZNF519
ZNF519




Sample-ID GGE Syndrome Chr Candidate gene

EC-CAE161 7/CAE,gsw 20 8099277

EC-CAETE1.CHNCHP: Copy Mumber State (segrments) A

EC-CAE161.CMCHP: Lon2 Ratio

EC-CAETE1.CNCHP: Allele Difference

G500kh 7000kh 7500kh 8000kh 8500kh 9000kh 9500kh 10000kh 10500kh

Scale 200kp}——————————————————{ hg19
chr20: 8,150,000/ 8,200,000/ 8,250,000/ 8,300,000 8,350,000/ 8,400,000| 8,450,000| 8,500,000/ 8,550,000| 8,600,000/ 8,650,000| 8,700,000/ 8,750,000| 8,800,000 8,850,000
User Supplied Track
EC-CAE161

RefSeq Genes

PLCB1/NM_015192
PLCB1/NM_182734




Sample-ID GGE Syndrome Chr Start End Candidate gene

EC-EGTCS119 15/EGTCS,gsw 20 14902412 15312347 MACROD2

EC-EGTCS119.CHCHP: Copy Mumber State (segments) y

EC-EGTCS119.CNCHP: Log2 Ratio

EC-EGTCS119.CNCHP: Allele Difference

13000kh 13500kh 14000kh 14500kh 15000kh 15500kh 16000kh 16500kh 17000kh 17500kh 180(

piz.1 pi1.23 [

itMpp——————————————1hg19
14,500,000 15,000,000 15,500,000 16,000,000
User Supplied Track

ec-ecTes119 NG

RefSeq Genes

SEL1L2<)] FLRT3 H MACROD2-AST -

SEL1L2<(] FLRT3 H MACROD2-AS1

SEL1L2<] MACROD2-IT1 MACROD2
MACROD2

MACROD2-AS1



Sample-ID GGE Syndrome Chr Start End Candidate gene

EC-JIME101 24/IME 21 45866974 48096945 ADARB1,5100B

EC-IME1 01 CNCHP: Copy Mumber State (segments)

EC-JME101.CNCHF: Log2 Ratio
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00kb 41500kh 42000Kkb 42500kh 43000Kkb 43500kh 44000Kb 44500Kkb 45000kh 45500Kh 46000kb 46500kh 47000kb 47500kh 4800|

q22.3
Scale tookpp———————————————————— 1hg19
chr21: 46,450,000 46,500,000] 46,550,000] 48,600,000| 46,650,000]
User Supplied Track
EC-JME101
RefSeq Genes
SSR4P1/NR_027292
ADARB1/NM_001160230 b

ADARB1/NM_001112 b=
ADARB1/NM_015834 b=
ADARB1/NM_015833 b———
ADARB1/NR_027672 b————
ADARB1/NR_027674 F
ADARB1/NR_027673 =
ADARB1/NR_073200 F




