Fichiers BEDs

- Sondes FISH (Metasystem)
- DGV gold standard

24/06/2025



» Réalisation d’un fichier recensant les positions des sondes FISH utiles en cytogénétique hémato
au CHU de LILLE (en Hg38)

* Travail initié par Margot DUCOURANT (externe en pharmacie CHU Lille)

-> Faciliter I'interprétation conjointe des dossiers caryo/FISH/bionano
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Right Primer: TTGAAAAGTGCTAAGGALACTGC
Distance:

256 bps




Apercu du ficher

2 15695180 16018275 XL MYCM amp METASYSTEMS
2 151121335 151448990 XL MYCN amp METASYSTEMI1O0
2 83186288 88557015 XL IGK BA METASYSTEMI11

2 83570742 88750742 XL IGK BA METASYSTEM12

2 89885706 90228706 XL IGK BA METASYSTEM13

3 187078222 187251615 XL BCL6 BA METASYSTEM14

3 187335997 1876703594 XL BCLG BA METASYSTEMI1S

3 188055742 188463617 XL BCLG BA METASYSTEMI1E

3 168560222 168696170 XL MECOM METASYSTEM1Y
3 168737073 168901079 XL MECOM METASYSTEMI1E
3 169342974 169501715 XL MECOM METASYSTEM19

3 169528787 169857521 XL MECOM METASYSTEM20
3 169938476 170072069 XL MECOM METASYSTEMZL1

* BED pratique
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0,255,0
255,0,0
0,255,0
0,255,0
255,0,0
255,0,0
255,0,0
0,255,0
0,255,0
0,255,0

* Précision des loci dépendante de la précision du schéma de sonde, parfois il

persiste une inexactitude (ex. NUP98 BA)

* Principales sondes FISH Metasystem, le fichier peut étre amélioré, précisé et

agrémenté avec les sondes des autres fournisseurs

* Le chiffre apres le fournisseur de sonde ne veut rien dire

—> Toutes erreurs ou incohérences observées a l'usage est utile a remonter
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Difficulté d’interpréter certains variants dans la curated variant lists

'anomalie parait convaincante (nombre de molécules, alignement, ...) pour autant est-ce un
polymorphisme non présent dans les patients « contréle » de bionano ou est-ce un potentiel
variant de la population de cellules cancéreuses ? La VAF peut ne pas étre un critere de décision
sur les échantillons tres infiltrés

Les indications de type « nombre de DGV calls » peuvent aider mais souvent le recours a la
visualisation UCSC est nécessaire, pour observer la position des variants DGV et comparer a notre
anomalie

Le BED « DGV » de bionano est trop lourd pour l'ouvrir dans Access (a voir selon les centre)
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DGV gold standard

atabase of enomic ariants

A curated catalogue of human genomic structural variation

Download Data

The contents of the Database of Genomic Variants can be downloaded as tab delimited text files. The first line of each file is the column description. Each variant is provided with an 2ccession which is a stable identifier 2nd will remain constant. Studies where CNV cocrdinates are based on a newer assembly are not mapped back to older builds, The NCBI Build 36 [hgi8) download file will therefore
contain less data than the GRCh37 (hgls).

‘We have provided three categories of files for users to download, The first set of files, contained in the "DEV variznts” section, represents the data that is displayed in our primary DGV structural variants track. The second set of files, in the "Supperting Variznts" section, are the sample level and supporting variants that are displayed in our Supperting Variants track, The last section is the "Filtered
Variants" files. These are variants that have been removed from the database following our curation process.

Motz that for the DGV Variants and Supporting Variants sections, = new file has been made available under the "Other Mappings" column. These files contain those variants that do not map to the reference assembly but instzad to an altemate ssquence/contig assembly.

DGV Variants

36 (hg18) h 37 (hg19)|GRCh 38 (hg38)|Other Mappings|
2020-02-23 link link link
2016-05-15 link link Tink
2015-07-23 link link link
2014-10-16 Tink Tnk Tink
2013-07-23 link link link
2013-05-31 link link link
Supporting Variants
' ild 36 (hg18) 37 (hg19)|GRCh 38 (hg38)|Other Mappings|
2020-02-25 link link link
2016-05-15 link link link
2015-07-23 link link link
2014-10-16 link link link
2013-07-23 link link link
2013-05-31 link link link
Filtered Variants
n ild 26 (hg18)
2016-02-25 link
2016-05-15 link
2015-07-23 Tink
2014-10-16 link
DGV Gold Standard Variants
0 Ch 37 (hg12)|GRCh 38 (hg38)| /
2016-05-15 Tink link
2015-07-23 Tink
0ld versions (note that each file ins both DGV i and Supporting Variants)

Release Date|Build 36 (hg18]|GRCh 37 (hg19)|Other Mappi

| 2012-11-14 | link | link | link ]




chrl Ny copy_number_variation_region 18881 18881 .

10=gssvG16; Name=gssvGle;variant_type=CNV;variant_sub_type=Gainjouter_start= lﬁaal,nnner start=11649;inner_end=86542;outer_end=186394;inner_rank=7 jnum_variants=42;variants=essv75141,essvE3488, essvE5410, essv3ii662, essv36iel, essva5662,essveaE5E, essvB3994 055V 57 7EE , nssv14768, nssv14798, nssv14784d, essveBA86, e55va2378, essva 3633, essvaa3ie,
essvS5281,es5va7291, e55vE 3480, e55vE0R14, nssv1A 781, essvE1340, essv 5636, 55 vTROZY, o5 5VIE5E0 , essvARE2E, essvEL2A3, essvTTESE, essvEE5ER, nsSVIATES , nssv14778, nssv1E113, nssv1a771,nssv1E117, n5Sv147EE, nssv1ATED, nssv1R1A3, essvTET45, Nssv1aATIE, nssv14TEE, nssv1aT 75, nssv14791 ; num_studies=2;Studies=Perry2ee8, Conrad2889; num_plat-For‘ms-Z,P]atFDr‘ms-N
imbleGenaiM,AgilentCustom_B15685+9156864244K ;number_of _algorithms=2;algorith L ADME; num_ les=41;samples=NABTE37,MALZE2E, NAT1804 , NA1D22] , NATO1AT  NATES52  NATZARS  NALBEEE, NATZ155  NALEDES , NATEOST , NAL2749 , NATD132 , NATBSHE  NALZET2  NATES11, MA19114, NATS1OG, NAL2ES2  NATESEA , NALS518, NATES 3T , NATBEES , NATO1A4  MAT1993 NAT2 239, NALOLT 3, NA
BEYES, NA19248 , NALEE5E , NA12884 , NA12414 , NALEDTZ NATBES3, NALBOTS  NATO1BE , NALIBYS , NATESHS , NALTBEE] ,NALD129 , NALZT 76 Frequency=61. 194%; PopulationSummary=African Z1:European 15:Asian 4:Admixed 8:Mexican @:MiddleEast @:Unknown 1:MativeAmerican #:Northamerican @:0ceania @:Southémerican @:Turkish @;Number_of_unique_samples_tested=87

chrl Ny copy_number_variation_region 18499 18499 . . .

10=gs=valda; Name=gssvGle;variant_type=CNV;variant_sub_type=Gain;outer_start=18499;inner_start=18499;inner_end=177368; outer_end=1773&8;inner_rank=7;num_variants=4;variants=essv34528,essvi2357,85svEeR1T7,nssv14762;num_studies=2;5tudies=Perry2@88, Conrad2e89; num_platforms=2;Platforms=NimbleGendiM, AgilentCustom_815685+815686+244K ; numbe
r_of_algorithms=2;algorithms=GADA, ADMZ ;num_samples=4;samples=NA185682  NAIES23 NABTR2Y9 , NALZBEE ; Frequency=5.97815% ; PopulationSummary=African 2:European 2:Asian @:Admixed @:Mexican @:MiddleEast @:Unknown @:Natiwveamerican B:Northamerican @:0ceania @:Southiémerican @:Turkish @;Mumber_of_unique_samples_tested=67

chrl Ny copy_number_variation_region 18499 177368 . .

10=gs=valda; Name=gssvGle;variant_type=CNV;variant_sub_type=Gain;outer_start=18499;inner_start=18499;inner_end=177368; outer_end=1773&8;inner_rank=7;num_variants=4;variants=essv34528,essvi2357,85svEeR1T7,nssv14762;num_studies=2;5tudies=Perry2@88, Conrad2e89; num_platforms=2;Platforms=NimbleGendiM, AgilentCustom_815685+815686+244K ; numbe
r_of_algorithms=2;algorithms=GADA, ADMZ jnum_samples=4;samples=NA18582 ,NALB523, NABTE29 ,NAL2ZEEE ; Frequency=5.97815%; PopulationSummary=African 2:European 2:Asian #:Admixed @:Mexican @:MiddleEast @:Unknown #:NatiweAmerican @:Morthémerican @:0ceania @:Southaémerican @:Turkish @;Mumber_of_unique_samples_tested=67

chrl Ny copy_number_variation_region 11649 BESAD .

10=g=2vG16; Name=gssvGle variant_type=CNV;variant_sub_type=Gainjouter_start= lﬁﬂal,inner start=11649;inner_end=86542;outer_end=1086394;inner_rank=7 jnum_variants=42;variants=eszv75141,es55vE34808, essvE5410, e55v33662, easv3eiel, essva5662, essveaE5E, essvE3094 ,e5svE77EE, nEsv1A76E, nsEv1AT08, nssv14784d, essvaBARE, 255V 2378, easva 3633, aesvadide,
essvS5281,ess5va7291, e55vE 3480, e55vE0B14, nssv1AT81, essvE1340, essv 5636, 55 VTRO2Y, e55VIE560, s svARE2E, essvELLA3, essv T TES2, essvEEERR, NsSVIATEE , ns5v14778, nssvIB113, nssv1a7 71, nssvIELLT, nsSv147EE, nssv1ATED, nssv18183, essvT 6745, Nssv14T76, nssvI4TEE, nssv1aAT TS5, ns5v14791 ;num_studies=2;5tudies=Perry2e88, Conrad2889; nun_platforms=2;Platforms=N
imbleGendiM, AgilentCustom_815685+8156868+244K jnumber_of _algorithms=2;algorithms=GADA, ADMZ;num_samples=41;samples=NABTE37, MALZE2E, NAT1804 , NA1D221, NA1914T , NATESE 2, NALZARD , NALBRER, NALZ155 , NALEDSY , NATBOAT  NAL2740, NATD132, NATESHE, NAT2ET2 NALES11, NAT9114, NATO1OE , NAL2ES2 , NATESRA, NATS5 18, NATRS ST, NATBEES , NALD144, NATIO0S  NAT2 239, NALO1T3, NA
BEYES, NA19248 , NALEE5E , NA12884 , NA12414 , NALEDTZ NATBES3, NALBOTS  NATO1BE , NALIBYS , NATESHS , NALTBEE] ,NALD129 , NALZT 76 Frequency=61. 194%; PopulationSummary=African Z1:European 15:Asian 4:Admixed 8:Mexican @:MiddleEast @:Unknown 1:MativeAmerican #:Northamerican @:0ceania @:Southémerican @:Turkish @;Number_of_unique_samples_tested=87

chrl CHY copy_number_variation_region 21864 21864 . N .

I10=gssvG53; Name=gssvG53;variant_type=CNV;variant_sub_type=Gain;outer_start=21864;inner_start=22022;inner_end=35187;outer_end=35983 ;inner_rank=8;num_variants=12;variants=nssv14773,nssv1749205, nssv1749286 , nssw1749207 , nssv1 749288 ,nssv1 749289, nssv1T49218, n5sv1749211 , nssvlT49213, nssv1749214 ,nssv1 749215, nssv14787; num_studies=2;5tudies
=Perry2@e8, Sudmant2813;num_platforms=2;Platforms=AgilentCustom_B15685+815686+244K, Illumina_Hiseq; number_of_algorithms=2;algorithms=ReadDepth,ADM2; num_samples=12;samples=HGDPR1284 ,HGDPO1387 ,HGDPEETTE, HODPROIZT , HGDPEBA 56, HGDPRES42  HGDPOBEES ,HGDPE1BZY , NA1D1 32  NALESES  HGDPRBYDE  HGDPORS2] ; Frequency=38%; PopulationSummary=African
GrEuropean 2:Asian Z:Admixed @:Mexican @:MiddleEast @:Unknown #:NativeAmericam @:Morthamerican @:0ceania 1:S5outhamerican 1:Turkish @;Number_of _unigque_samples_tested=4@

chrl CHY copy_number_variation_region 22e22 35187 . .

10=gssvG53; Name=gssvG53 jvariant_type=CHV;variant_sub_type=Gain;outer_start=21864;inner_start=22822;inner_end=35187;outer_end=35983 ;inner_rank=8;num_variants=12;variants=nssv14773,ns5v1749285,nssv1749286, nssw1749267, nssvlF492688, nssv17 49209, nssvl749218, nssv1749211, nssv1 749213, nssv1749214, nssvl 749215, nssv14787; num_studies=2;Studies
=Perry2888, Sudmant2813;num_platforms=2;Platforms=AgilentCustom_B15685+915686+244K, 11lumina_HiSeq; number_of_algorithms=2;algorithms=ReadDepth, ADMZ ; num_samples=12;samples=HGOPE1284 , HGDPE1387 ,HGDPEATTE, HEDPEED2T , HEDPBBA5E, HEDPBREAZ  HGDPEBEES , HGDPE1R2S , NATD1 32  NALESRA , HGDPRBIOE  HGDPERS521 ; Frequency= 335, Populationsummary=African
GrEuropean 2:Asian Z:Admixed @:Mexican @:MiddleEast @:Unknown #:NativeAmericam @:Morthamerican @:0ceania 1:S5outhamerican 1:Turkish @;Number_of _unigque_samples_tested=4@

chrl Ny copy_number_variation_region 35983 35983 . .

10=gssvG53; Name=gssvG53 jvariant_type=CHV;variant_sub_type=Gain;outer_start=21864;inner_start=22822;inner_end=35187;outer_end=35983 ;inner_rank=8;num_variants=12;variants=nssv14773,ns5v1749285,nssv1749286, nssw1749267, nssvlF492688, nssv17 49209, nssvl749218, nssv1749211, nssv1 749213, nssv1749214, nssvl 749215, nssv14787; num_studies=2;Studies
=Perry2888, Sudmant2813;num_platforms=2;Platforms=AgilentCustom_B15685+915686+244K, 11lumina_HiSeq; number_of_algorithms=2;algorithms=ReadDepth, ADMZ ; num_samples=12;samples=HGOPE1284 , HGDPE1387 ,HGDPEATTE, HEDPEED2T , HEDPBBA5E, HEDPBREAZ  HGDPEBEES , HGDPE1R2S , NATD1 32  NALESRA , HGDPRBIOE  HGDPERS521 ; Frequency= 335, Populationsummary=African
GrEuropean 2:Asian Z:Admixed @:Mexican @:MiddleEast @:Unknown #:NativeAmericam @:Morthamerican @:0ceania 1:S5outhamerican 1:Turkish @;Number_of _unigque_samples_tested=4@

chrl Ny copy_number_variation_region 46581 46581 . .

10=gssvia35; Name=gssviai5;variant_type=CHV;variant_sub_type=Gain;outer_start=465%81;inner_start=46581;inner_end=71888;outer_end=71888 ;inner_rank=8;num_variants=2;variants=nssvi997283,nssv14786;num_studies=2;5tudies=Perry2888,Dogan2814; num_platforms=2;Platforms=AgilentCustom_815685+815686+244K, I1lumina_HiS%eq;number_of_algorithms=2;a
lgorithms=ReadDepth, ADMZ; num_sample: ;samples=BILGI_BIOE,NA19887;Frequency=6.45161%;Populationsummary=African @:European ®:Asian 1:Admixed @:Mexican @:MiddleEast @:Unknown B:MativeAmerican @:Northamerican @:0ceania @:ScuthAmerican @:Turkish 1;Number_of_unique_samples_tested=31

chrl CHY copy_number_variation_region 48581 71808 . .

10=gssvG35; Name=gssvGis;variant_type=CNV;variant_sub_type=Gain;outer_start= abbal,:nner start=46581;inner_end=71888;outer_end=71808 ;inner_rank=8;num_variants=2;variants=nssvi997203,nssv14786;num_studies=2;5tudies=Perry28es,Dogan28ld;num_platforms=2;Platforms=AgilentCustom_815685+815686+244K, I1lumina_Hi%eq;number_of_algorithms=2;a
lgorithms=ReadDepth, ADMZ; num_samples=2;samples=BILGI_BIOE,NA19887; Frequency=6.45161%;Populationsummary=African @:European B:Asian 1:Admixed @:Mexican 8:MiddleEast @:Unknown @:Mativefmerican @:Morthamerican B:0ceania @:SouthAmerican 8:Turkish 1;Number_of_unique_samples_tested=31

chrl Ny copy_number_variation_region 49298 49298 .

10=gs5vG2E; Name=g55vG28;variant_type=CNV;variant_sub_type=Gain;outer_start= ﬂﬂzs‘s,lnner start=68985;inner_end=97585;outer_end=98682 ;inner_rank=14 ;num_variants=16;variants=essved992966,e55ve99487 7, e55v7001854 , essv7ERAE62 , e55vTRRAER3 , esSVTB04865, essvTOR4EEE, e55VTBEABEE, esSvTBO4ETR, e55VIR12965,e55vTB24B76, e55vT03RETE, e55vTR31189  essv
7832388, ns5vIRTEL6, e55VEY9ETA3 jnum_studies=2;5tudies=Voglerield, Cooperiell; num_platforms=2;Platforms=AffymetrixG.@,Custom_Illumina_1.2M;number_of_algorithms=2;algorithms=PennCNv+Birdseye,Custom_HMM;num_samples=16; samples=5W_1892,5W_1361 ,AW_8564 , Ak_B229,5W_1425,5W_1084 AW_8233, SW_1085,5W_BE31, AW_B155,AW_8161, sample_nssvi@7616, SW_
BO60, SW_Ba44,5W 8086, RW_B1B4;Frequency=0.613262%; PopulationSummary=African &:European 1@:Asian @:Admixed @:Mexican @:MiddleEast @:Unknown B:Mativefmerican @:NorthAmerican @:0ceania @:ScuthAmerican @:Turkish @;Number_of unigque_samples_tested=2689

chrl Ny copy_number_variation_region 49298 49298 . .

10=gssvL14; Name=gssvL1d;variant_type=CNV;variant_sub_type=Lossjouter_start=49298;inner_start=68985;inner_end=97585;outer_end=98682 ;inner_rank=14 jnum_variants=16;variants=essved98744,essved01855, essvi@84857, essvPB04AE58, essvTRRAESY , essvTE04860, essvTOR4EE]1, essvTBBA864 , essvTHAMEEY, essvTBB4ET], essyTBBAET 2, essv7ORAET I, e5svTR2TE56  essy
THIB96T,nssvIRTELY, es5vER9ETA2 jnum_studies=2;5tudies=Voglerield, Cooperiell; num_platforms=2;Platforms=AffymetrixG.@,Custom_Illumina_1.2M;number_of_algorithms=Z;a lgornth ms=PennCNV+B 1rd seye, Custom_HMM;num_samples=16;s ampl es=RW_BE2Z0, RkW_B582 ,Ak_DE0E, SW_BB92 ,5W_1265,5W_1373 Ak_8611,5W_B257 ,RW_B166, ikW_8864 ,Ak_8148,sample_nssv?@7617, AW_
BETT,SW_B148, RW_B137 ,AW_BBT1;Frequency=0.613262%;Populationsumary=African 18:European &:Asian @:Admixed @:Mexican @:MiddleEast B:Unknown @:MNativeAmerican @:MorthAmerican @:Oceania B:Southfmerican @:Turkish @;Number_of_unique_samples_tested=2689

chrl Ny copy_number_variation_region [-1-BELY 97585 . .

10=g=svG2E; Name=gssvG2E variant_type=CHNV;variant_sub_type=Gainjouter_start=49298;inner_start=68985;inner_end=97585;outer_end=98682 ;inner_rank=14 jnum_variants=16;variants=essved92966,es5ve90487 7, essvi@81854, essvPB04E62, essvTRRAEG3 , essvTB04E65, essvTORAEEE, essv T BBA86E, essvTRAAETR, essvIR12965, 855y B24B76, 8ssv703RETE, e55v 7031189, essy
7832388, ns5vIRTEL6, e55VEY9ETA3 jnum_studies=2;5tudies=Voglerield, Cooperiell; num_platforms=2;Platforms=AffymetrixG.@,Custom_Illumina_1.2M;number_of_algorithms=2;algorithms=PennCNv+Birdseye,Custom_HMM;num_samples=16; samples=5W_1892,5W_1361 ,AW_8564 , Ak_B229,5W_1425,5W_1084 AW_8233, SW_1085,5W_BE31, AW_B155,AW_8161, sample_nssvi@7616, SW_
BHER, SW_Ba4d, SW_B886 , AW_B1E4;Frequency=0.613262%;Populationsumary=African &:European 18:Asian @:Admixed @:Mexican @:MiddleEast B:Unknown @:MNativeAmerican @:MorthAmerican @:0Oceania B:Southfmerican @:Turkish 8;Number_of_unique_samples_tested=2689

chri CHY copy_number_variation_region BE985 97585 .

10=gssvL14;Name=gssvL1d;variant_type=CNV;variant_sub_type=Loss;outer_start=49298;inner_start=68985;inner_end=97585;outer_end=98682 ;inner_rank=14 jnum_variants=16;variants=essved98744,essved01855, essvi@84857, essvPB04AE58, essvTRRAESY , essvTE04E60, essvTOR4EE], e5svTBBA864 , essvTRAMEEY, essvIBB4ET], essyTBBAET2, essviORAET I, e5svTR2TE56, essy
7818967, nssv7B7617,essveS08742 jnum_studies=2;5tudies=Voglerield, Cooperidll; num_platforms=2;Platforms=Affymetrixg.8,Custom_I1lumina_1.2M;number_of_algorithms=2;algorithms=PennChV+Birdseye, Custom_HMM;num_samples=16;samples=FRW_B628, RW_8582 ,RW_068E, SW_BEY2 5W_1285,5W_1273 AW_8811,5W_8257, RW_B166, RW_886d ,RlW_8148, sample_nssv?87617,RW_
BETT,SW_B148, RW_B137 ,AW_BBT1;Frequency=0.613262%;Populationsumary=African 18:European &:Asian @:Admixed @:Mexican @:MiddleEast B:Unknown @:MNativeAmerican @:MorthAmerican @:Oceania B:Southfmerican @:Turkish @;Number_of_unique_samples_tested=2689

chrl CHY copy_number_variation_region 81723 817213 . . .

10=gssvhd;Name=gssvid; variant_type=CNV;variant_sub_type=Gain;outer_start=61723;inner_start=61723; inner_end=295384;outer_end=297968 ;inner_rank=16 jnum_variants=123;variants=nssv3462798,nssv3463186,nssvi463137 ,nssv3463288, nssv3iAB3296, nssv3463623 ,nssv3463689 ,nssvw3463892, nssv3i464843, nssv34A64195, nssvid64394 , nssw3464557 , nssv3IAE65187, nss
w3485261,n55v3A65705,n55v3I465963,n55v3A66203 ,ns5v 3466436, nssviA66437 , nssv 3467ATE, nS5vIA6T 338, nssvide 7488, nssv3A68415,ns5v3i468667 , nEsvIA0BE3I3, nssviA69d47 , nesvid B843,ns5v34T8363,ns5viATR564, nssvi4TE58d, nssviIATOE6 7, nssvi4T1338, nssv3IAT1339, nssv3Af1715,ns5v3iA71949 nssviAF 186, nssviAT004, nssv3i47 2726, n55v347 3821, nssv34 73393, ,n55v 34730
BE,ns5v3473948,nssv3474808,n55v3474145 ,ns5v3474318,ns5v3474319, nss5v3474744 , nssv3474836,n55v3474916,nssv34AT5853, nssv3475898 , ns5v3AT 5347, nssv3475484 ,ns5v347 5978, nssv34TE068, nssv347 6550, ns5v3476884 , nssv3ATT 228 ,nssv3478347 , nssvIATEEEE , nssv3479224 ,nssv3479706 ,nssw34T79826,ns5v3488547 , nssv3481242 ,nssv3481387 ,nssw3481518,nssv34820816,nss
w34820848,n55v3I482136,n55vIBVE53L,ns5vIEDE533,n55v3I0U6534,nssvIBDR53T , ns5v IBUE53E,NS5VvIOVES3D , ns5vIEHE540, ns5vIOYE541,ns5vIEDE543,ns5vIENE544,n55v3IEUE54Y, nssvIBIE55R, ns5VIBYE55],NssVIBIES5E, N5 vIEHE556,ns5vIBYE55 T, ns5vIEY0558,NssvIGNE55Y,nssvIEYE560, ns5vIE00562,ns5VI0UE563, nssvIEIE5E4,nsEvIENE565,nsEvIEYE566,nssVIEYEEEE ,n55vIGNES
89,ns55v3696578,nssv3696571,n55v3696572,nssv3696574,ns5v3696575,ns5v3696577, nssv3696579,ns5v3606588,nssv3AI6581, nssvI696582 ,ns5v36U6583, nssv3IBY6584 ,nss5v3606585 ,ns5v3I6Y6586,nssv3I696587 ,ns5v36Y6588,ns5v3i606590 ,e55vE996299 ,es55vEe 007418, essvE 999632 ,essvTRBETA3  essv 01855, essvT002966, e55vTBE4B7 7, essviBR4ETY  esswTRBLETS  essvIBE518E  num
_studies=2;Studies=Coe2814,Vogler2018;num_platforms=2; Platforms=Affymetrix_6.8,Affymetrix6.0;number_of_algorithms=2;algorithms=PennCNV+Birdseye,Custom HMM;num_samples=123;samples=sample_nssv3474088,sample_nssv3464557, sample_nssv3479706,sample_nssv3465785 ,sample_nssv3474319 ,sample_nssv3474318 ,sample_nssv3471338,sample_nssv3471339
ysample_nssv3E96559, sample_nssv3A96558, sample_nssv3B96557, sample_nssv3696556, sample_nssv3dA72186, sample_nssv3474916, sample_nssv3sU6552, sample_nssv3d64394, sample_nsswi3B96558, sample_nssv3d82136,sample_nssvidB1387,5W_1187,sample_nssv3478363, sample_nssv3de8833, sample_nssv3483892, sample_nssv3475098, sample_nssv3466283, sample_nssv346526
1,sample_nssv3d63296, sample_nssv3AT5484, sample_nssv3d63689, sample_nssv3dA63137,5W_1829, sample_nssw3e96584, sample_nssw3s96585, sample_nssviB96586,sample_nssv3B96587, sample_nssviGOE588, sample_nssv3467338, sample_nssv3696582, sample_nssv3B96583, sample_nssv3eU6588, sample_nssv3488547, sample_nssv3d72684,sample_nssv3696539, sample_nssv3Goes
38,sample_nssv3A78347, sample_nssv3696533, sample_nssv3GU6532, sample_nssv3B96534,sample_nssv3E96537, sample_nssv3473948, sample_nssvid74744, sample_nssv3d63288, sample_nssvidB2Zed8, sample_nssv3E96563 , sample_nssv3479224 ,5W_1839,RW_B328,sample_nssv3475978, sample_nssv3d469447 sample_nssv34B1242 ,sample_nssv346B667, sample_nssv3AT79826, sample_
nssviB96568 , RW_B289, sample_nssv3476R6E, sample_nssv3id73393,sample_nssv3478564, sample_nssv3d76558, sample_nssv34d62798, sample_nsswv3de4195, sample_nssw3isU6598, sample_nssv3i46d4843,sample_nssw3463623, sample_nssv3dT1949, sample_nssw3475853, sample_nsswi3d63186,sample_nsswib96564, sample_nssw3E96581, sample_nssv3de5187, sample_nssviB96566, sample
_nssv3d6a437, sample_nssv3dB8436,sample_nssviB96562, sample_nssv3s96551, sample_nssvied6564, sample_nssv3470843, sample_nssv3GU6565, sample_nssv3AT74836, sample_nssv3477228, sample_nssv3g96569, sample_nssvi4d7e8B4, sample_nssv34 73908, 5W_8168, sample_nssv3AT2726, sample_nssv3467878, sample_nssv3474145, sample_nssv3i468415,5W_1868, 5W_8288,sample_n
ssvIATE584, SW_10863, sample_nssv3475347, sample_nssv346T48E, sample_nssv3IB96575, sample_nssv3sU6574,sample_nssviGYE57T, sample_nssvi3B96571,sample_nssv3GOe578,sample_nssv3e9e57E, sample_nssv3473821,5W_1443, sample_nssvie96579, sample_nssv3465963, sample_nssv3482016 ,sample_nssv3471715,sample_nssv3481518, sample_nssv3478867 , sample_nssviBoss549
,sample_nssv3E96548, sample_nssv3a96541, sample_nssv3e96543, sample_nssv3696544, sample_nssv3A7EEEE; Freguency=e.994824%; Populationsummary=African 2:European S1:Asian @:Admixed @:Mexican @:MiddleEast @:Unknown 7@:Mativeamerican @:MorthAmerican 8:0ceania B:Southfmerican @:Turkish @;Number_of_unique_samples_tested=12364

Liste tres longue a charger, page a dérouler jusqu’en bas...



chrl Ny copy_number_variation_region 18881 18881 . .

10=gssvG16; Name=gssvGle;variant_type=CNV;variant_sub_type=Gainjouter_start= lﬁeal,nnner start=11649;inner_end=86542;outer_end=186394;inner_rank=7 jnum_variants=42;variants=essv75141,essvE3488, essvE5410, essv3ii662, essv36iel, essva5662,essveaE5E, essvB3994 055V 57 7EE , nssv14768, nssv14798, nssv14784d, essveBA86, e55va2378, essva 3633, essvaa3ie,
essvS5281,es5va7291, e55vE 3480, e55vE0R14, nssv1A 781, essvE1340, essv 5636, 55 vTROZY, o5 5VIE5E0 , essvARE2E, essvEL2A3, essvTTESE, essvEE5ER, nsSVIATES , nssv14778, nssv1E113, nssv1a771,nssv1E117, n5Sv147EE, nssv1ATED, nssv1R1A3, essvTET45, Nssv1aATIE, nssv14TEE, nssv1aT 75, nssv14791 ; num_studies=2;Studies=Perry2ee8, Conrad2889; num_plat-For‘ms-Z,P]atFDr‘ms-N
imbleGendiM,AgilentCustom_B15685+9156864244K ;number_of _algorithms=2;algorithms=GADA, ADMZ; num_samples=41;samples=NABTO3I7, NALZE2E, NAL1894 ,NA1D22], MA19147  NATRSEE  NALZARD , NATBEER, NALZ155 , NATEDEO , NALRDAT ,NA12740, NATD132 , NATESHE, NAT2ZET2  NATES11, NAT9114 , NATD198, NALZES2  NATESEd, NATSS 18, NALES3T , NATBEES , MA19144 NAT1993  NAL2 239, NA1O17 3, NA
BEYES , NA19248 ,NALSE5E , NA12884  NA12414 , NALED T NALIBESS, MA:[HQ!:‘,Nalglaﬁ,ml?a!g,mlasﬁb,M:liilib:l,anglz!,m\lzf.n’b;Fr'equency:&:l.19‘1%,‘PDpulationsummary:ﬁd‘rican Z1:European 15:Asian 4:Admixed @:Mexican @:MiddleEast @:Unknown 1l:NativeAmerican @:Northimerican @:0ceania @:S5outhAmerican @:Turkish @;Number_of_unigue_samples_tested=&7

THTT T Loty e L - el TemTT e T
10=gs=valda; Name=gssvGle;variant_type=CNV;variant_sub_type=Gain;outer_start=18499;inner_start=18499;inner_end=177368; outer_end=1773&8;inner_rank=7;num_variants=4;variants=essv34528,essvi2357,85svEeR1T7,nssv14762;num_studies=2;5tudies=Perry2@88, Conrad2e89; num_platforms=2;Platforms=NimbleGendiM, AgilentCustom_815685+815686+244K ; numbe
r_of_algorithms=2;algorithms=GADA, ADMZ ;num_samples=4;samples=NA185682  NAIES23 NABTR2Y9 , NALZBEE ; Frequency=5.97815% ; PopulationSummary=African 2:European 2:Asian @:Admixed @:Mexican @:MiddleEast @:Unknown @:Natiwveamerican B:Northamerican @:0ceania @:Southiémerican @:Turkish @;Mumber_of_unique_samples_tested=67

chrl Ny copy_number_variation_region 18499 177368 .

10=gs=valda; Name=gssvGle;variant_type=CNV;variant_sub_type=Gain;outer_start=18499;inner_start=18499;inner_end=177368; outer_end=1773&8;inner_rank=7;num_variants=4;variants=essv34528,essvi2357,85svEeR1T7,nssv14762;num_studies=2;5tudies=Perry2@88, Conrad2e89; num_platforms=2;Platforms=NimbleGendiM, AgilentCustom_815685+815686+244K ; numbe
r_of_algorithms=2;algorithms=GADA, ADMZ jnum_samples=4;samples=NA18582 ,NALB523, NABTE29 ,NAL2ZEEE ; Frequency=5.97815%; PopulationSummary=African 2:European 2:Asian #:Admixed @:Mexican @:MiddleEast @:Unknown #:NatiweAmerican @:Morthémerican @:0ceania @:Southaémerican @:Turkish @;Mumber_of_unique_samples_tested=67

chrl Ny copy_number_variation_region 11649 BESAD . .

10=g=2vG16; Name=gssvGle variant_type=CNV;variant_sub_type=Gainjouter_start= lﬁeal,inner start=11649;inner_end=86542;outer_end=1086394;inner_rank=7 jnum_variants=42;variants=eszv75141,es55vE34808, essvE5410, e55v33662, easv3eiel, essva5662, essveaE5E, essvE3094 ,e5svE77EE, nEsv1A76E, nsEv1AT08, nssv14784d, essvaBARE, 255V 2378, easva 3633, aesvadide,
essvs52@1,essva#le,essvhjdsB,EssvbQBld,nssvld!ﬁl,Essv&liﬂg,essw’bbi6,&55\!!8929,&55\’56569,Essvdaazs,Essvszzaj,essv.-’fshz,essvhﬁbaﬂ,nssvlﬂ}sa,nssvla.-’nd,nssvlslls,nssvldfa’l,nssv:llill!,nssvlﬂ}sﬂ,nssvla}'ss‘,nssvlalﬁi,Essv}b!ﬂb,nssvld!!b,nssvld!&&,nssv:lﬂh’:‘,nssvlaa’gl,num_stud].es-z,btud1es-PerryAMa,LonradZBGQ,num_plat+orms-Z,PlatFDrms-N
imbleGendiM, AgilentCustom_815685+8156868+244K jnumber_of _algorithms=2;algorithms=GADA, ADMZ;num_samples=41;samples=NABTE37, MALZE2E, NAT1804 , NA1D221, NA1914T , NATESE 2, NALZARD , NALBRER, NALZ155 , NALEDSY , NATBOAT  NAL2740, NATD132, NATESHE, NAT2ET2 NALES11, NAT9114, NATO1OE , NAL2ES2 , NATESRA, NATS5 18, NATRS ST, NATBEES , NALD144, NATIO0S  NAT2 239, NALO1T3, NA
BEYES , NA19248 , NALEE5E , NA12884 , NA12414 , NALEDTZ  NATBEE3, NALBOTS Nalglaﬁ,ml?a!g,mlasﬁb,Mlﬁsbl,anglz!,m\lz!.n’b;Fr'equency:&:l.19‘1%,‘PDpulatinnsummary:ﬁd‘rican Z1:European 15:Asian 4:Admixed @:Mexican @:MiddleEast @:Unknown 1l:NativeAmerican @:Northimerican @:0ceania @:S5outhAmerican @:Turkish @;Number_of_unigue_samples_tested=&7

chrl CHY copy_number_variation_region 21864 21864 . N

10=gssvG53; Name=gssvG53 jvariant_type=CHV;variant_sub_type=Gain;outer_start=21864;inner_start=22822;inner_end=35187;outer_end=35983 ;inner_rank=8;num_variants=12;variants=nssv14773,ns5v1749285,nssv1749286, nssw1749267, nssvlF492688, nssv17 49209, nssvl749218, nssv1749211, nssv1 749213, nssv1749214, nssvl 749215, nssv14787; num_studies=2;Studies
=Perry2ees, Sudmant2813; num_platforms=2;Platforms=AgilentCustom_B15685+815686+244K, I1lumina_HiSeq; number_of_algorithms=2;algorithms=Readlepth,ADM2;num_samples=12;samples=HGDPE1284 ,HGDPO1387 ,HGDPOATTE, HODPEOIZT  HGDPBO4 56, HGDPRE5A2  HGDPOBEES ,HGDPE1B29 , NAL1D1 32 , NALESES  HGDPRBYDE  HGDPBRS2]1 ; Frequency= 3ﬁ5, PopulationSummary=African
GrEuropean 2:Asian Z:Admixed @:Mexican @:MiddleEast @:Unknown #:NativeAmericam @:Morthamerican @:0ceania 1:S5outhamerican 1:Turkish @;Number_of _unigque_samples_tested=4@

chrl

1D=gs F49286,nssv1749207, nssv1749268,nssv1749209, nssv1749218,ns5v1749211, nssv1749213, nssv1749214, nssv1749215 , nssv14787; num_studies=2; Studies
=Perry o " n " 2, HGDPREY27 , HGOPREAS 6, HEDPRE5A2 , HGDPEREES , HGDPE1829 , NAL91 32, NALRSES, HEDPRRIIE, HEDPERS 2] ; Frequency=38%; Populat ionSummary=African
e ChPl LMW COpY ﬂUMbEP wariation_region
chrl

— — — . .
1D=gs F49286,nssv1749207, nssv1749268,nssv1749209, nssv1749218,ns5v1749211, nssv1749213, nssv1749214, nssv1749215 , nssv14787; num_studies=2; Studies

= B, HGDPBED2T , HEDPBEASE , HEDPRBS A2  HGDPEREES , HGDPE1829 , NALD1 32, NALESEd , HGOPRRIIE  HGDPEBS 21 ; Frequency=38%; Populat ionSummary=African
[-H tumpean 2:Asian 2: ndm:xed B Men.can H M:ldd].e[:ast @:Unknown #:NativeAmerican @: Nur‘thAmer‘ll:an B U:ean:la 1 snuthnmerlcan :l'lur‘k:lsh B;Number_ Df un:lque samples tested A8

chrl
10=gs ;inner_end=71888;outer_end=71888 ;inner_rank=8;num_variants=2;variants=nssv2997283,nssv14786;num_studies=2;5%tudies=Perry2888,Dogan2814; num_platforms=2;Platforms=AgilentCustom_815685+815686+244K, I1lumina_HiSeq;number_of_algorithms=2;a

lgorife = — ] mary=African #:European #:Asian 1:Admixed #@:Mexican @:MiddleEast @:Unknown @:Nativeimerican @:Northamerican @:0ceania @:ScuthAmerican @:Turkish 1;NMumber_of_unique_samples_tested=31
-~ LWIFLANT_SU YPpe=uaaln
— —

;inner_end=71868;outer_end=71888 ;inner_rank=8;num_variants=2;variants=nssvi997203,nssv14786;num_studies=2;5tudies=Perry28es, Dogan281d; num_platforms=2;Platforms=AgilentCustom_815685+815686+244K, I1lumina_Hi%eq;number_of_algorithms=2;a
mary=African @:European 8:Asian 1:Admixed 8:Mexican 8:MiddleEast @:Unknown B:Mativefmerican @:MNorthémerican B:0ceania ®@:ScuthAmerican 8:Turkish 1;Number_of_unigque_samples_tested=31

10=gssvG28; Name= gssvmﬁ,varlant types= LNU,\rar‘lant sub _types= ha:ln,outer start= auzs‘s,lnner start=68985;inner_end=97585;0uter_end=98682 ;inner_rank=14 jnum_variants=16;variants=essv6992966,e55v699487 7, e55v7B01854, essviHR4E62 , e55vTRBAB63 , essvTHOAE6S, esSvTORAEEE, esSvTBBABGE , esSVTHAAETE, es5vTR12965,255vTB246876, e55vTOIBATE, esSvVIR31189, e55v

783z latforms=2;Platforms=Affymetrix6.8,Custom_Illumina_1.2M;number_of_algorithms=2;algorithms=PennCNV+Birdseye,Custom HMM;num_samples=16;samples=5W_16892,5W_1361,RkW_0564 ,RW_B229 ,5W_1425,5W_ 1088 ,RW_9233,5W_1885,5W_BE31,RW_8155,RW_8161,sample_nssv7@7616, SW_
[ELTN ropean 19:Asian @:Admixed ©:Mexican @:MiddleEast @:Unknown @:MativeAmerican @:NorthAmerican @:0ceania @:Southfmerican @:Turkish 8;Number_of_unique_samples_tested=2889

chrl .

10=gs I}u-tEr. E_ta rlt= IHHHI &;inner_start=68985;inner_end=97585;outer_end=98682;inner_rank=14;num_variants=16;variants=-essved908744,e55vE901855, essv7RE4857, ossv7O04E58 , esSVTRBARSY, essvTO04B60, essVTOR4EE], essvTBRABES , esSVTBBAEED, eSSVIRRAET1, esSVTRAET2, eSSV TORABT I, e5SVTR2TESE es5V
78289 — platforms=2;Platforms=AffymetrixG.@,Custom_I1lumina_1.2M;number_of_algorithms=2;algorithms=PennCNvV+Birdseye, Custom_HMM;num_samples=16;samples=fkW_BE28, ilW_B5082 ,Rk_B68E, SW_BE92 ,5W_1265,5W_1273 ,AW_B611,5W_B257,RW_B166 , RlW_8864 ,AW_8914E,sample_nssvi@7ely, RW_
[ uropean &:Asian @:Admixed @:Mexican @:MiddleEast @:Unknown @:MativeAmerican @:MorthaAmerican @:Oceania B:Southfmerican @:Turkish 8;Number_of_unique_samples_tested=2689

chrl Ny copy_number_variation_region [-1-BELY 97585 .

10=g=svG2E; Name=gssvG2E variant_type=CHNV;variant_sub_type=Gainjouter_start=49298;inner_start=68985;inner_end=97585;outer_end=98682 ;inner_rank=14 jnum_variants=16;variants=essved92966,es5ve90487 7, essvi@81854, essvPB04E62, essvTRRAEG3 , essvTB04E65, essvTORAEEE, essv T BBA86E, essvTRAAETR, essvIR12965, 855y B24B76, 8ssv703RETE, e55v 7031189, essy
7832388, ns5vIRTEL6, e55VEY9ETA3 jnum_studies=2;5tudies=Voglerield, Cooperiell; num_platforms=2;Platforms=AffymetrixG.@,Custom_Illumina_1.2M;number_of_algorithms=2;algorithms=PennCNv+Birdseye,Custom_HMM;num_samples=16; samples=5W_1892,5W_1361 ,AW_8564 , Ak_B229,5W_1425,5W_1084 AW_8233, SW_1085,5W_BE31, AW_B155,AW_8161, sample_nssvi@7616, SW_

BHER, pean 1@:Asian @:Admixed @:Mexican @:Middletast B:Unknown B:Mativedmerican @:Northamerican @:Oceania B:Southfmerican @:Turkish @;Number_of_unigue_samples_tested=2689

chri .

10=gsy 5;inner_start=68985;inner_end=97585;outer_end=98682;inner_rank=14 jnum_variants=16;variants=essve998744, essvED01855, essvTBAAE5T, essvTERAESE , esSvTRBAESY, essvTHOAREE, essvTORAEE], essVTRO4E64, eSSy TERABED , e5SVIRBAET ], esSvTBAAETE, eSSV BRAET I, 25 SVTB2TESE , 55V
Tazsn {I u t E F E n d = 1 E & j g 4 platforms=2;Platforms=Affymetrixt.®,Custom_Illumina_1.2M;number_of_algorithms=2;algorithms=PennCiV+Birdseye, Custom_HMM;num_samples=16; samples=RW_B628, Rk_B522 , RW_S6HE, SW_BE92,5W_1265,5W_1273 ,Rl_8611,5W_B257,RW_B166 , RlW_8864 ,RW_8148, sample_nssv?87617 , AW_
ATy, Jurepean G:Azian @:Admixed @:Mexican @:MiddleEast @:Unknown @:MativedAmerican @:MorthiAmerican @:Oceania @:Southfmerican @:Turkish 8;Number_of_unique_samples_tested=2689

chrl .

10=gssvid;Name=gssvad; variant_type=CNV;variant_sub_type=Gain;outer_start=61723;inner_start=61723;inner_end=295384;outer_end=297968 ;inner_rank=16;num_variants=123;variants=nssv3462798,nssv34631086,ns5v3463137, nssv3463288,n55vI463296, nssv3463623, nssv3463689,nssv3463892, nssv3i464843, ns5v3464195, nssv3464394, nssw3464557, nssv3AE5187, nss
v3465261,n55v3465785,n55v3465963, nssvIA66203, ns5vIA06436, NS5v3IA66437 , nssy 3467878, n55vIA67 338, nssv3467488, ns5v3468415,ns5vI468667 , nssvIA6EEI3, nssv 3469447, nssviATEE43, nssv3dT8363, nssv34TR564, nssvI4TH584, nssv3IATEE67, ns5vIAT1338, ns5v3471339,n55v3471715, nssv3471949, nssv 3472186, nssvIAT2684, ns5v347 2726, ns5v347 3021, nssv3AT 3393, ns5v 34739
BE,nssv3473948, nssv3474808, ns5v 3474145, nssv3AT4318, ns5v3474319, nssv3474744, nssv34 74836, ns5v 3474916, nsSvIATSR53, nssv3475898, ns5v347 5347, nssv3475484, nssv 3475978, nssvIATEREE, nssv34TE558, nssv 3476884, nssv3ATT 228, nssv3ATES47, nssvIATEREE , nssv3470224, nssv34 79786, nssv34T9828, nssvIABE5AT, ns5v34E1242, nssv3481387, nssw3481518, nssvIAB2R1E, nss

wI4E2 SHESRRETS S SRR SEHTEEERS 3696538,n 3698539 ,ns5v3E96548, ns5v30YE541,ns5v3IED6543,ns5viEN6544,n55v3IEVE549, nssvIB0E55R, ns5VIETE551,nssvIBIE552, ns5vIEPE556,ns5vIBYE55 T, ns5vIEY0558,ns5vIGNE55Y,n5svIEPE560, ns5vIE0E562,n55vIEUE563, nssvIEIE564,nsEvIEUE565,nsEvIEUE566,nssVIEYEEEE ,ns5vIGES
&9,ns . 77,nssv3B696579,ns5v36096588 ,nssv3696581, nssv3I696582, n55v3606583, nssv3I696584,nssv3IB06585 ,nssv3I696586,nssvI696587 ,ns5vI6YE5EE, nssvI606598 ,es5vE996299,es55vE 997418 ,essvE999632 ,essvTRBET43  esswTB01855,essvT002966, 255V TBE4B77 , essviBR4ETS , essvTRBLETS  essvIBE518E  num
_stud — - ix_6.8,AFfymetrix6.0;number_of_algorithms=2;algorithms=PennCNV+Birdseye,Custom _HMM;num_samples=123;samples=sample_nssv3474088,sample_nssv3464557 ,sample_nssv3479786,sample_nssv3465785 ,sample_nssv3474319 ,sample_nssv3474318 ,sample_nssv3471338,sample_nssv3471339
4 Samp; n u m I.I E F 1 E n t 5 4 i 6556, sample_nssv3472186, sample_nssv3474916,sample_nssv3696552, sample_nssv3464394, sample_nssv3696558, sample_nssw3482136,sample_nssv3481387,5W_1187,sample_nssv3470363,sample_nssv3468833, sample_nssv3463892, sample_nssv3475098,sample_nssv3466283,sample_nssv346526
1,sam| — 63137 ,5W_1829, sample_nssv3696584, sample_nssv3696585, sample_nssv3696586,sample_nssv3696587, sample_nssv3696588, sample_nssv3467338,sample_nssv3696582,sample_nssv3696583, sample_nssv3696588,sample_nssv3488547,sample_nssv3472684, sample_nssv369653%9, sample_nssv35965
38,za B96534,sample_nssv3696537,sample_nssv3473948, sample_nssv3474744 ,zample_nssv3463288, sample_nssv3dB2edd, sample_nssv3BD6563 , sample_nssv3479224 ,SW_1839, AW_B328,sample_nssv3475978, sample_nssv3469447 ,sample_nssv3481242 , sample_nssv346B667, sample_nssv3iAT79826, sample_

nssviBYE568 , R_| ﬂzay sample_nssv3476E6E, sample_nssvidr3 39;1 ,sample_nssv3478564, sample_nssv34T6558, sample_nssv3462798, sample_nssw3d64195,sample_nsswis9e598, sample_nssvi3d6d843, sample_nssw3de3623, sample_nssv3471949, sample_nssw3475853, sample_nssw3463106,sample_nsswis96564,sample_nssw3696581, sample_nssv3d65187,sample_nssviBd8566, sample
_nssv3d6a437, sample_nssv3dB8436,sample_nssviB96562, sample_nssv3s96551, sample_nssvied6564, sample_nssv3470843, sample_nssv3GU6565, sample_nssv3AT74836, sample_nssv3477228, sample_nssv3g96569, sample_nssvi4d7e8B4, sample_nssv34 73908, 5W_8168, sample_nssv3AT2726, sample_nssv3467878, sample_nssv3474145, sample_nssv3i468415,5W_1868, 5W_8288,sample_n
ssvIATE584, SW_10863, sample_nssv3475347, sample_nssv346T48E, sample_nssv3IB96575, sample_nssv3sU6574,sample_nssviGYE57T, sample_nssvi3B96571,sample_nssv3GOe578,sample_nssv3e9e57E, sample_nssv3473821,5W_1443, sample_nssvie96579, sample_nssv3465963, sample_nssv3482016 ,sample_nssv3471715,sample_nssv3481518, sample_nssv3478867 , sample_nssviBoss549
,sample_nssv3E96548, sample_nssv3a96541, sample_nssv3e96543, sample_nssv3696544, sample_nssv3A7EEEE; Freguency=e.994824%; Populationsummary=African 2:European S1:Asian @:Admixed @:Mexican @:MiddleEast @:Unknown 7@:Mativeamerican @:MorthAmerican 8:0ceania B:Southfmerican @:Turkish @;Number_of_unique_samples_tested=12364




DGV Gold Standard (Item Details)

hg28 Human: Database of Genomic Variants: Gold Standard Variants (gssvG16)

DGV Browser and Report: gssvG16 —
Item: gssvG16

Position: chr1:10001-1063%4 <

Band: 1p36.33

Genomic Size: 56394

Wiew DNA for this feature (hg38/Human)

»

Name of CNV from DGV | gssvGl6 I

Variant Type CNY

Gain or Loss Gain

Rank of the CNV used to |7
assign the blocks

Number of supporting 432

variants

Supporting variants essw75141, essve3430, essve5410, essv33662, essv36301, essvd5662, essve6358, essvB3994, essvS77EE, nssv14768, nssv14790, nssv14784, essvEB486, essv42378, essv43633, essv44330, essv55201, essv47291,
essv5 3480, essv59014, nssvl4781, essvb1349, essv75636, essv78529, essv36569, essv48828, essv82243, essv7 7852, essv56500, nssv14788, nssv14770, nssv18113, nssv14771, nsswl8117, nssvl4780, nssv14789,
nssw18103, essw76745, nssvl4776, nssv14766, nssv14775, nssv14791

Number of studies 2

Study names in 'Name Perry2008, Conrad2009
Year' format

Number of platforms 2

Platform names NimbleGen42M, AgilentCustom_015685+015686+244K

Number of CNV 2

detection algorithms

CNV detection GADA, ADM2

algorithms used

Number of samples 41

Sample names NAO7D37, NA12828, NA118594, NA19221, NA19147, NA18552, NA12489, NA13860, NA12155, NA1B90S, NA1BS0T7, NA12745, NA19132, NA18508, NA12872, NA18511, NA19114, NA19190, NA12802, NA1B504, NA15510,
NA18537, NA108B63, NA19144, NA11593, NA12239, NA19173, NADGE985, NA19240, NA18358, NA12004, NA12414, NA18B972, NA18B53, NA18S75, NA1S108, NA1SD99, NA18505, NA18B61, NA19129, NA12776

Overall frequency of 61.194%

variants across all

studies

Populations tested African 21, European 15, Asian 4, Admixed 0, Mexican 0, MiddleEast 0, Unknown 1, NativeAmerican 0, MerthAmerican 0, Oceania 0, South&merican 0, Turkish 0

across all studies

Total number of samples |57
tested




DGV Gold Standard (Item Details) 2 (=

Close

hg38 Human: Database of Genomic Variants: Gold Standard Variants (gssvG16) <
DGV Browser and Report: gssvGl6 <« u—

Item: gssvG16

Position: chr1:10001-106394 —

Band: 1p36.33

Genomic Size: 56394

Wiew DNA for this feature (hg38/Human)

NMame of CNV from DGV | gssvG16 I

Variant Type CNV

Gain or Loss Gain

Rank of the CNV used to |7 ~

assign the blocks _sta _all_g_| u] s - Bloc-notes

Number of supporting 42 I . . -

variants Fichier Edition Format Affichage Aide

Supporting variants essu;?igé, essvggg?i, essv?iﬂ[@, j_ j_aaaj_ 185%94 g55\.ﬂ'{316 42 B y B y ZE gsiE]jéDsill:l, essvc;iiilgr

nsev18103, csev76745, noev14776, 1 18499 177368 gssvGle 4 8,8,255 e

Number of studies 2 1 21864 35933 g55‘-.-'{353_12 BJBJEEE

3tud:{fname: in 'Name Perry2008, Conrad2009 1 465871 71888 355‘-"{335_2 Bj Bj 255

N“'b‘"“’:l . . 1 49298 98602 gssvG28 16 8,0,255

£ : : 1 49298 986082 gssvl14 16 255,08,0

Platform names MimbleGend42M, AgilentCustom_01F

Nember of CNV B 1 61723 297968 gsswid_123 e,8,255

detection algorithms 1 61723 297968 gSSVLE_S? 255, BJB

cNV detection GADA, ADM2 1 70007 880884 gssvG50 11 B,0,255

T ORpPp—— 1 86778 91967 gssvG97 13 B,08,255

Sample names NAO7037, NA12828, NA11894, NAL 1 8?433 89163 ESSVLEE—E 255’ BJ B 102, NA15504, NA15510,

MA18537, NA1DOBE3, NA19144, NAL j_ 9131? 125488 g551...r{335_11 Bj Bj 255 .29, NA12776

3:::]': ;:iqr :g:g;lt’f TR 1 121842 176984 gssva2d 11 @,a,255

studies 1 136181 137811 gssvl51 5 255.8.8

Populations tested African 21, European 15, Asian 4, Admixed 0, Mexican 0, MiddleEast 0, Unknown 1, MativeAmerican 0, NorthAmerican 0, Oceania 0, South&merican 0, Turkish 0

across all studies

Total number of samples |57

tested




Fichier

Edition Format Affichage Aide

[ 1

lg@el 186394 gssvGle 42

1
1
1

21864 35983  gssvGh3_12

8,0,2
10499 177368 gssvGle 4 8,8,255

8,8,2
46501 71880 gssvG35 2 8,0,2

Genome Browser Tools Mimmors Downloads My Data View Help About Us
UCSC Genome Browser on Human (GRCh38/hg38)
Move | ==« == = = == === Zoomin| 15x 3x 10x Base Foom out 15x 3x 10x 100x
Multi-region | chri1:10,001-106,394 96,394 bp. |gene. chromosome range, search terms, help pages, see e:«'ar| Search | Examples
|ch:| (CEH B I B . | EEipz2 il W
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DGV gold standard

Visuel Bionano
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DGV gold standard
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A savoir sur ce bed

Fichier Edition Format Affichage Aide

1 10001 106394 gssvGl6 42 8,0,255
1 10499 177368 gssvG10_4 8,0,255
1 21864 35983 gssvG53_12 8,8,255
1 46501 71808  gssvG35 2 8,0,255
1 49298 98602 gssvG28_16 8,0,255
1 49298 98602 gssvl14 16 255,0,0
1 61723 297968 gssvG4 123 8,0,255
1 61723 297968 gssvl3 37 255,0,0
1 70007 88084 gssvG50 11 8,0,255
1 86778 91967 gssvG97_13 8,0,255
1 87433 89163 gssvl50 2 255,0,0
1 91317 125400 gssvG30_11 8,0,255
1 121842 176984 gssvG24 11 8,0,255
1 136181 137811 gssvl51 5 255.0.0

e Couleur pour gain (bleu ; 0,0,255) vs délétion (rouge ; 255,0,0)
* Borne externe répertoriée (vis-a-vis du visuel UCSC)

* Nom du variant DGV cf. diapo suivante



* Nom =nom du DGV gold standard variant puis « _ » et number of supporting variants, parfois a I'état homozygote
chez un sujet donc ne veut pas dire nombre de patients avec ce variant, et pas d’idée sur le nombre de sujets étudiés

total Fichier Edition Format Affichage Aide
1 18001 186394 gssvGle 42 0,8,255
DGV Gold Standard (Item Details) 2=
- - - Y
hg38 Human: Database of Genomic Variants: Gold Standard Variants (gssvG16)
DGV Browser and Report: gssvG16
Item: gssvG1l6
Position: chr1:10001-106354
Band: 1p36.33
Genomic Size: 56394
View DNA for this feature (hg38/Human)
Name of CNV from DGV |gssvG16
Variant Type CHNV
Gain or Loss Gain
Rank of the CNV used to |7
assign the blocks
Number of supporting 42 ‘\
variants
Supporting variants essv75141, essv63480, essve5410, essv33662, essv36301, essv45662, essv66858, essvB3994, essv57788, nssv14768, nssv14790, nssv14784, essveB486, essv42378, essv43633, essv44330, essv55201, essv47291,
essv53480, essv59014, nssv14781, essv61349, essv75636, essv78929, essv36569, essv4B8828, essvB2243, essv77852, essv56500, nssv14788, nssvl4770, nssv18113, nssv14771, nssv18117, nssv14780, nssv14789,
nssv18103, essv76745, nssvl4776, nssv14766, nssv14775, nssv14791
Number of studies 2 —
Study names in 'Name Perry2008, Conrad2009
Year' format
Number of platforms 2
Platform names NimbleGen42M, AgilentCustom_015685+015686+244K
Number of CNV =
detection algorithms
CNV detection GADA, ADM2
algorithms used
Number of samples 41 ‘\
Sample names NAO7D37, NA12828, NA11894, NA19221, NA19147, NA18552, NA1248% NA18860, NA12155, NA18B90S, NA1B907, NA1274%, NA1S132, NA18508, NA12872, NA18511, NA19114, NA19150, NA12802, NA18504, NA15510,
NA18537, NA10B63, NA19144, NA115993, NA12239, NA19173, NADGBSES5, NA19240, NA1BB5E, NA12004, NA12414, NA1E972, NAL1BBS53, NA18S75, NA19108, NA19099, NAL1B505, NA1BBG61, NA19129, NAL12776
Overall frequency of 61.194%
variants across all
studies
Populations tested African 21, European 15, Asian 4, Admixed 0, Mexican 0, MiddleEast 0, Unknown 1, NativeAmerican 0, NorthAmerican 0, Oceania 0, SouthAmerican 0, Turkish 0
across all studies
Total number of samples |57 <\
tested
-

Close




Fichiers a disposition pour le FrOGG

m BED_FISH_V4.bed 24/06/2025 14:32 Fichier BED TEo
a DGV_geld_standard_VF.bed 20/068/2025 1637 Fichier BED 1760 Ko



