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Seqguencing project
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Exomes 500 1300 1860 2325 2029 1945 2567 2405 1000 15932
Genomes 35 100(30) 225 124 228 405 1147
Target 556 1036 1519 2542 5764 7808 7257 6707 2354 33189
RnaSeq - - - - 151 370 573 913 200 2207
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Target resequencing Pipeline
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Polyweb
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POLYQUERY POLYDEJAVU

Explore "Dejavu”
database

Project Type Exomes and Full Genomes Panels of genes Variants Data Base

Objective: Identification of new genes Identification of causal Query on all variants
of interest related to a mutations encounter ed in PolyWeb
pathology projects
= Approach by gene = Approach by patient
Purpose Research Diagnostic Minning
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Plateforme Biolnformatique Paris Descartes
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Project Genes Patients | Coverage CNVs Variations Editor ToDo
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» PC recessive : . @ Panel :5 @ Ens: pyruvate carboxylase deficiency

@ ADP dependent glucokinase

@ Fanel : 0

@ Ens: kleefstra syndrome 2

» KMT2C dominant

o Panel : 6
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Variation filtering
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2-Impact
3-Alleligue Ratio
4- Transmission Mode

5- Gene List

+ regulatory region
+ TF binding site

* intergenic
* upstream

+ transcript/regulatory region [TF
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+ NMD transcript

* non-coding exon [ transcript

L o

- |
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Gene Informations panel

16.4
FLNAX-Iinked Omim Gtex o Panel : 8

@ Ens: cardiac valvular dysplasia x-linked

»

15.6°
3 TBL1XR1 dominant Omim Gtex @ Panel : 8 Ens: mental retardation autosomal dominant 41

151
} GPAA1 recessive Omim Gtex 0 Panel : 5 @ Ens: glycosylphosphatidylinositol biosynthesis defect 15

P FIG4 recessive do it  Omim Gtex 0 Panel: 5 @ Ens: amyotrophic lateral sclerosis 11

* 300017
FILAMIN A; FLNA

i m———
FILAMIN, ALPHA
FILAMIN 1; FLNL

FLN
ACTIN BINDING PROTEIN 260; ABFZ80

HGNG Approved Gene Symbol: FLNA
a2 154,348, L3015, 37437 s
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Variations Panels

16.4

¥  FLNA X-linked @ Ens: cardiac valvular dysplasia x-linked

Omim| Gtex ) Fanel:8
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WTBL1XR1 dominant Ens: mental retardation autosomal dominant 41
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15.1
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Omim Gtex 0 Panel :5 @ Ens: glycosylphosphatidylinositol biosynthesis defect 15
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Variations Panels : External Viewer

varsome  igv | alamut var_name trio gnomad deja_vu
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Variations Panel * Transmission Mode
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[ Missense [l 0 NM_001110556 C(CDS48194  p3 46  7348T>C  TTC/CTC  F2450L  0.959 0 29 0.1
Pr Sa Ho
= HGMD  Clinvar  Defidi =)  EvsT0000422373 NM_001456 copsadpar - 45  ©7324T>C  TTC/CTC  F2442L 0947 © 29  0.81
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Heterozygous Compound
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e

¥ GBA2 recessivi

Omim Gtex @ Panel:5 @ Ens: spastic paraplegia 46 autosomal recessive
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Heterozygous Coumpound
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Variation Panel

@ 4B, XY disorder of sex development

n
Omim Gtex () Fanel:3

¥ | RP4 recessive dominant

wvarsome lgv alamut var_name tria walldations |I transcripts
HYPII0IL4E he 45% 287 + consequence enst nm cods appris exon nomenclature codons ‘codons_Ak palyphen st cadd revel  dbscsne
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other 1 1
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Structural Variations CNV

Part 1 : Capture
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CNV (capture, exome and Panel)
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FCGR3B FCGR3B FCGR3B FCGR3B FCGR3B
ENST00000650385 ENST00000367964 ENST00000614870 ENST00000613418 ENST00000531221
1:161592986-161600966 1:161592986-161601753 1:161592990-161600837  1:161592990-161600837 | 1:161594305-161600992
Fc fragment of IgG receptor  Fc fragment of IgG receptor  Fc fragment of IgG receptor Fc fragment of 1gG receptor Fc fragment of 1gG receptor
IIIb [Source:HGNC IIIb [Source:HGNC IIIb [Source:HGNC IIIb [Source:HGNC IIIb [Source:HGNC
Symbol; Acc:HGNC:3620] Symbol;Acc: HGNC:3620] Symbol;Acc:HGNC:3620] Symbol; Acc:HGNC:3620] Symbol;Acc:HGNC:3620]

ABCG2
UGT2B15 ABCG2 ABCG2
ENST00000338206 4:::1?:2:?:95;35822;80 ENST00000515655 ENST00000237612 ENS:;:;;;DIZZ:ESUI
4:69512315-69536370 : o 4:89011416-89152474 4:89011421-89079791
ATP binding cassette 4:110631145-110651226
UDP glucuronosyltransferase

ey ATP binding cassette subfamily ATP binding cassette subfamily et e ) (et S
family 2 member B15 A O Ll G member 2 (Junior blood | G member 2 (Junior blood | P OoPONP A
(Junior blood group) [Source:HGNC
[Source:HGNC

[Source:HGNC group) [Source:HGNC group) [Source: HGNC Symbol; Acc:HGNC: 18554]
SymboliaccHaNC:12546] | SR Symbol; AccHGNC:74] Symbol; Acc:HGNC:74]

CYP21A2 CYP21A2 EYS EYS NUS1
ENST00000644719 ENST00000435122 ENST00000368494
6:32006192-32009421 = 6:32006192-32009419 (3 SR E NG, 6:117996632-118031890

6:64429876-66417118 | 6:64430032-66417107
cytochrome P4S0 family 21 cytochrome P450 family 21 NUS1 dehydrodolichyl
subfamily A member 2 subfamily A member 2 . . diphosphate synthase subunit
[Source:HGNC [Source:HGNC e [ED=dies [Source:HGNC

Symbol;AC:HGNC:2600] | Symbol;Acc:HGNC:2600] | SYTDOWACGHHGNC2LSSS]  SymboliAcciHGNCI21SSS] | o\ 1 ceiiGnC:21042)

eyes shut homolog eyes shut homoelog

IGKV1D-27 AGAP1 AGAP1 AGAP1 LINCO0960
ENSTD‘;S;?J;17BO7 AC013717.1 ENSTUSEID_;:;:;EUS‘I-B ENST00000453184 ENST:(!I“I;ADP(:;;IDGB ENST00000304032 ENST00000409457 ENST00000336665 ENST000006681
2:32853117-33046118 ENST00000649044 2:44502599-44548633 2:90007677-90008145 2:112525217-112641770 2:236402687-237040437 | 2:236402733-236761846 2:236402751-237035198 | 3:75721451-7579:
;.etrat Y o 2:44395990-44547449 = immunoglobulin kappa variable " ArfGAP with GTPase domain, | ArfGAP with GTPase domain, =ArfGAP with GTPase domain, | long intergenic non-pr
i ide re

. solute carrier family 3 member anaphase promoting complex . . . . .
novel protein, PPM1B-SLC3A1 1D-27 (pseudogene; ankyrin repeat and PH domain anl eat and PH anl epeat and PH ding RNA 960
domaln 27 [Source:HENC = reald'th ough 1 [Source:HENC Son (pc 'l:-iG:C ' subunit 1 [Source:HGNC o lrespo ce: HGNC = domkay':nlrespo ce:HGNC dnmk:':nir Spu ce:HGNC CHSI gce'HGNC
e ety rougf [Source: [Source: in 1 [Source: in 1 [Source: [Source:

Symbol;Acc:HGNC:11025] Symbol;Acc:HGNC:19988]
Symbol;Acc:HGNC:5751] Symbol;Acc:HGNC:16922] Symbol;Acc:HGNC:16922] Symbol;Acc:HGNC:16922] Symbol;Acc: HGNC:48

LRBA LRBA S PDCD6 PDCD6 PDCD6 PDCD6 PDCD6
ENST00000357115 ENST00000510413 ENSAF%BO:;‘;QM AC021087.5 ENST00000618970 ENST00000614778 ENST00000264933 ENST00000505221 ENST000005075!
4:151185587-151936879 4:151185683-151936419 | 1 oo 1 eoeos ENST00000651543 5:271736-315089 5:271736-315089 5:271761-315089 5:271762-314921 5:271772-31508
LPS responsive beige-like LPS responsive beige-like 5:218413-315070 programmed cell death 6 programmed cell death 6 programmed cell death 6 programmed cell death 6 programmed cell deaf

novel transcript, antisense to
anchor protein [Source:HGNC | anchor protein [Source:HGNC P, novel protein [Source:HGNC [Source:HGNC [Source:HGNC [Source:HGNC [Source:HGNC

LRBA
Symbol;Acc:HGNC:1742] Symbol;Acc:HGNC:1742] Symbol;Acc:HGNC:8765] Symbol;Acc:HGNC:8765] Symbol;Acc:HGNC:8765] Symbol;Acc:HGNC:8765] Symbol;Acc: HGNC:8

AFDN ENETD:::I;‘JSZIDE AFDN KIF25 KIF25 KIF25 KIF25 FRMD1 FRMD1
ENST00000392112 6:168227671-168364976 ENST00000366806 ENST00000643607 ENST00000443060 ENST00000351261 ENST00000354419 ENST00000646385 ENST000002833(
6:168227671-168372700 6:168228315-168370912 6:168398882-168445775 | 6:168399772-168445743  6:168418553-168445769 |6:168418553-168445769 6:168453846-168493692 | 6:168456425-1684

fadin, adherens juncti
afadin, adherens junction a8 ':o'r;at;':"f:: ::_ o afadin, adherens junction Kinesin family member 25 Kinesin family member 25 Kinesin family member 25 | kinesin family member 25 | FERM domain containing 1 | FERM domain containi

formation factor [Source:HGNC [Source:HGNC formation factor [Source:HGNC [Source:HGNC [Source:HGNC [Source:HGNC [Source:HGNC [Source:HGNC [Source:HGNC
symbolaceaNCi7z7] TR | SYmbohAcHGNCI7137] Symbol;Acc:HGNC:6390] Symbol;Ace:HGNC:6390] Symbol;Acc:HGNC:6390] | Symbol;Acc:HGNC:6390] | Symbol;Acc:HGNC:21240] | Symbol;Acc:HGNC:21
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LRBA BOU BOU CAMA HNRT HNRT MAUJ MAU) MIL
ENST00000510413
chrd:[151185683-151936419] (rev) ?ﬁ BOU_Eth ' BOU_Pap % ' CAMA_Pap ?ﬁ HNRT_Leo ' HNRT_Pap ' MAUJ_Pap ?ﬁ MAUI_Que ' MIL_Pap
T m o _—_ ki N m m bl m m m m m N m
primerchr4_151935691 0 0 0
ex2 [151935531-151935700] 1.02 1. os 0.98 0. 95 10.94 o 0.95 0.87 o 0.96 0. 97 m m 0.98 0.93 o m 0.921.02 0 0.90.82 0 1.021.09 o 1.08 1. os m m

primerchr4_151935515

— S— S——— — ——— ——— "409

ex3 [1

| RBA ENST00000510413 NM 001199282 4:151185683-151936419 reverse
- Jex7 [151837553-151837679]
ex5 [1

pri
o 120 | | | | 0: MIL_Pil: 8 NGS2014_0495: 15

ex6 [1
pri

ex7 [1
pri

ex8 [1
pri
ex9 [1
pri

ex10 [
pri
ex11 [
pri
ex12 [
pri
ex13 [
pri
ex14 [
pri

Coverage

ex15 [
pri

ex16 [
pri

ex17 [
pri

ex18 [
pri

ex19 [
pri

ex20 [
pri

ex21 [
)
ex22 [151788797-151788962] 105106 036081 1.11.08 0 0.96 1.01 o 113104 105110 088094 0.95 0.97 o 095097 0.95 0.96 o 117108 1.021.04 o 122118 074076 05105
primerchr4_151788781

. primerchrd_151773343
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HYP1909226 HYP20000 66

- - m
_ . HYP1809048 HYP1209049 ? HYPLE09226 ? HYP2 000064 ? HYP2ZO000EE
?i: b A 4] +] [+]

1.11 1.11 ¢ 1.02 1.02 g m 0.97 0.97 o m 1.94 1.94
2

Structural Ve cem e b—_

~OL4A5 ENST00000328300 XM_005262070.1;NM_033380.2 X:107683112-107940771 forward
ax14 [107823763-107823816]

1400
1200

1000

Coverage

400

— HYP74 — NGS2020_2967

40 80 100 120 140 160 180

200 220 240
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Omim Gtex @ Panel:2 @ Autism spectrum disorder

14.4
LRBA recessive Omim Gtex 0 Panel :2 @ Antibody deficiency, primary

12.6
FKRP recessive Omim Gtex 0 Panel :8 @ Cardiomyopathy, dilated

121
| 3 MAB21L 2 recessive dominant Omim Gtex XYy Panel:9

Bilateral anophthalmia, intellectual disability & rhizomelic skeletal dysplasia

LRBA LRBA LRBA LRBA
ENST00000357115 ENST00000651943 ENST00000510413 ENST00000507224
4:151185587-151936879 4:151185587-151936436 4:151185683-151936419 4:151235875-151936429
LPS responsive beige-like anchor protein [Source:HGNC Symbol;Acc:HGNC:1742] LPS responsive beige-like anchor protein [Source:HGNC Symbol;Acc:HGNC:1742] LPS responsive beige-like anchor protein [Source:HGNC Symbol; Acc:HGNC:1742] LPS responsive beige-like anchor protein [Source:HGNC Symbaol; Acc:HGNC:1742]
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Structural Variations CNV

Part 2 : Genome

@
,%QARE DISEASES



C N FAU_SIM : DUP_6_140212253_140469658 (25Tkb)

IGV | chré 4| ohr6:140,211,753-140,212,763 | Q1,001 bp (Cursor Guige ) (Center Line ) (T ° o |

750 bp 140,Z1ZI.IIIJ bp 140.212|,250 bop 14u,z|zl.5m bp 141].21ZI,

START 99:| FAU_SIM BAM e

i

i

BB E R

1
g
K

IGV [nhrﬁ ¢] |chrB:140,469,15&140,4?0,15&| Q, 1,001 bp (Cursor Guide ) ((Center Line | (AT

™
©

140,469,250 bp 140,468,500 bp 140,468,750 bp 140,470,000 bp

s e 8 8 8 8 8

END '2] FAU_SIM BAM
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Validations :

clinvar 20180211

BOOHE

EJPRD

A © =17 cw
trarseripts
EONGeGNCE  @nst A Lo e aMom nomerdature codora cadans_Ak palyphan  gift eadd  resel  dhastnv
iy
=Xy ceomoooosnesss  ym_oi7eas COOSIHEN pa 11 1555 _1S5adelCAGA cagaAT AT pQE15fs - - - - - -

o wiew 1 TrarGonipts

hgmd 2019.2

{  Gender control ()

I R N I R
G e

gencode w28

* Quality Control

™
.. BOOHEXN
BOOHEXP

m m

genome defidiag vef =genome_hg19 =other

b SOLEXA |#* Cov :33.3 .30 | 16X :B9.2%as.2) | 30X :72.2% 722 W

Mendelian Control

(? Control (Blanc)

Regions Dups ()

pathogenic

likely pathogenic
Unicertzin significance
Likely benign
Bbenign
False Positive
ToDao

Ea @

s =

11-11B626975-A-5

CorGEuence anst o namendature
EMSTOOGTADAD  WMLOMI9T L iigHTSE
| o view 3 Transcripis
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Patient Summary 2/2/2015

name

identifiant IMB

Validation >

Run Summary

coverage limit=30 padding=20

T
T

N WA U N ® O R B R R

CRE

T
LT
BT

Other detected Variations
impact: [splice region - splice donor/acceptor - non coding transcript - stop gained - stop/start lost - missense - frameshift - inframe insertion/deletion - mature miRNA - 1 frequence:[==1%]

ADCK4 XM_005259275.1;XM_005259274;XM_005259273;XM_005255272;XM_005259271;NM_024876.3

gensa var_name sanger ngs ratio | caller genomigue transcript exon nomenclature consequence codons codons_AA freq deja_wvu similar_projects in_this_run polyphen | sift

ADCES rs113871093 - he(2116/2174) S0% uril 19:41220518 ENSTOODDD3 24464 2 C.ZDG>A cading GECIGAC GTD 0.0012 3:3 a0 116 0.092 0.0B

CD151
gene WaEr_name sanger ngs ratio calier genomigue transcript axXon nomenclature Consequence codons codons_AM freq deja_vu simllar_projects in_this_run palyphen sif
CD151 rs116211118 - hie{1350/1348) 49% und 11:835418 ENSTO0000397420 4 C.252G>T coding AAGAAT K34N 0.0029 12:18 a2 /16 0.081 .09

COQ6 NM_182476.2

gena var_name sanger ngs FATID caller genomigue transcript axon nomanclature consequence oodons codons_AR fragq daja_vu similar_projects in_this_run polyphen Eif

CO06 rs6 1743884 o he(793/674) S52% und 14:74417180 ENSTOMID03IF457 1 1 C.145G>T coding GOGTCC A9 0.0050 B:l3 212 Lil6 0.417 0.28

EMPZ NM_001424.4

gene var_name sanger ngs ratio | caller genomigue transcript exon nomenclature consequence codons codons_AA freq deja_vu similar_projects In_this_run polyphen | sift

BMpP2 15140525660 = he{2057,/1982) 49%h unl 16:10641541 EMSTO0000339543 =7 _ex2 C=1-7T>A splicing TiA 0.0063 11:19 8:12 1/16 - =

TTC21B NM_024753.4

gensa var_name sanger ratio | caller | genomique transcript exon nomenclature Cconsequence codans codons_AA | freq | deja_vu | similar_projects in_this_run | polyphen | sift

icim:
R e e R e

TP53 NM_001126114.2;NM_001276696.1

gene var_name sanger ngs ratio genomique transcript exon nomenclature consequence codons codons_AA freq deja_vu similar_projects in_this_project polyphen sift
Funded by the
European Union

TP53 rs1042522 confirmed (he) ho(1/401) 99% 17:7579472 ENST00000420246 4 c.215C>G coding CCC/CGC P72R 0.63 367:4081 0:0 5/6 0.189 0.55
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POIyQuery *

3.

(iMagine  Wecome to Pl
Imagine - Paris Descartes

o ¥

D>oa D]

project database

>oa Do Dod

)INT PROGRAMME

ARE DISEASES

D>oa
POLYQUERY POLYDIAG POLYDEJAVU ~ POLYLIMAAGE

Explore Genes target Explore "Dejavu”™ Explore "Linkage" project

DT
POLYPROJECTLIME ~ POLYRUN POLYPROJECT POLYMONOP




PolyQuery: the home page

m Projects 67/1093 & Exomes: G84/7T69 & Ciliomes: 16/1257 & TargetGenes: 169/10872 = Samples: B69/19898

¥ Projects List ( I b
£} Université Paris Descartes , Institut Imagine y §
User/polyweb = Projects 67/1093 = Exomes: 6B4/7769 = Ciliomes: 16/1257 = TargetGenes: 169/10872 = Samples: 869/19898
[ imertace Version ) OLD (Deprecaree) € A NEW

Row Name description capture capture type ~ nbruns | Genes . Patient Sequencers USErS
1 BACT2012_0001 Frojet pactars souche bacteria 4 christine.bole®@inserm. fr
2 BACT2012_0002 Projet ':é:'::;”"m bacteria 3 christine. bole@inserm.fr
3 BACT2012_0003 Projet bacterie souche OG1RF bacteria 7 christine.bole@inserm.fr
4 DIAGZ014 test_diag test_diag 3 romain. gomez@institutimagine.org
syndrome de Comelia de laurence.colleaux®@inserm.fr helene.louis-
5 NGS2010_0006 4 - agilent_v30 3 dit-picard@inserm.fr karine siquier-pernet®inserm. fr
nge christine.bole@inserm.fr
wvalerie.cormier-daire@inserm.fr carine.le-
6 NGS2010_0007 dyspl DA ilent_v30 3
- SRUEEEIIEIR) ) Gl goff@inserm.fr christine.bole@inserm.ir
N . laurent.abel@inserm.fr quentin.vincent@inserm.fr
7 NG52010_0009 I00: ilent_v30 6
- Ll Bplant_v. emijo558@mail.rockefeller.edu
8 NGS2010_0011 JI001 610019 agilent_v30 & avab47 3@mail.rockefeller.edu
9 NG52010_0012 Ciliopathies agilent_v30 4 tania.attie@inserm.fr avab473@mail.rockefeller.edu
10 NGS2010_0013 Hypertelorism agilent_v30 3 Jjeanne.amiel@inserm.fr
N N . valerie.cormier-daire@inserm.fr carine.le-
n NG52010_0014 Geleoph: dyspl ilent_v30 4
- cleoplysic cysplasia gent_ goff@inserm.ir avabd73@mail.rockefeller edu
o wvalerie.cormier-daire®inserm.fr carine.le-
= NEA0102001S P L 3 goff@inserm.fr avab47 3®mail.rockefeller.edu
sylvie.g i 'm.fr isabelle.| i m.fr
13 NGS2010_0020 Usher syndrome type | agilent_v30 1 jean-michel.rozet@inserm.fr
brigitte nedelec®inserm. fr
14 NGS2010 0021 exomes buruli agilent w30 2 auentinxincent@inserm.fr
MeGine
UNIVERSITE | Gi
PARIS DESCARTES INSTITUT DES MALADIES GENETIDUES
User/polywab im Projocts 67/1093 & Exomes: 6B4/7769 & Ciliomes: 16/1257 & TargetGenes: 169M0872 & Samples: 869/19898 N
[ interface Version 0L (Deprecated) € 4 NEW p HGSEC”"# DEE?
Row Name description capture capture type © nbruns - Genes  Patient USers
laurence.colleaux@inserm. fr
hristine.bole @i i
1 NGS2016_1094 CerlD37-33-40 agilent_58_v6 s christine.bole®inserm.fr
vincent.cantagrel®inserm fr
michael.nicouleau®inserm fr

UNIVERSITE :meg:me
PA.RIS DESCARTES INSTITUT NFS MAI ANIFS RENFTIONFS
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§ Projects List

Chr 25 Genes 4720 Varlations 32709

Unig 8761 Fil

on Level Variations ype Familial Model None

| Fiter | 47 Intersect 3¢ Exclude

Fam & Patients. Ped St Sub Del Ins. Ho He Genes Cow 15x 30x He Ho sl

EMM EMM_OLI d L] 2584 157 147 400 2488 1415 1700 9B.3 96.5 | @ [ ]

EMM EMM_STE Q @ 2547 280 164 465 2526 1514 2811 9B.& 878 o | o L]

s 206 261 20 10 EMM EMM_TOM ; @ 2622 166 152 380 2350 1437 280.9 9B.5 38.1 o | o [ ]
& 240 548 25 42 EMM EMM_ZO0E 3 0 2670 164 182 357 2579 1437 158.2 ap.2 9E.5 W | @ [ ]
7 236 435 19 34 HERR HERR_GAB ; @ 2740 154 145 437 2602 1503 166 9B.4 96.8 o | w | e
B 157 208 B 3 HERR HERR_MIC g e 2670 157 144 405 2566 1472 2220 985 972 o o @
] 224 383 23 22 HERR HERR_MYR Q @ 2782 188 177 4n7 2me 1554 227.2 aB.4 97.3 W | @ L)
10 178 266 10 15 Lirnn enn T o Py Aren arn aan arn areo nara  amna nna onen al sl o

DB Public }:omwn - < Check Deja Vu Mone Others Projects: 1117 Al
@ e @ . Search gene or onthology...
@ U ! ™ @ 0 10 20 30 60 70 80 80 1117
< Impaet Factar High Al Mature miRNA B3 Splice Acc/Don ) Frameshift Stop-gained [ (Start/Stop)-lost % Run
@ ; - ! ncmm Splice Region () Missensa No-remeshift @
Impact Variants [~ IPseudogene || [~ synonymous | Intronic: [~ interganic
{Others Fiers

ENSGO0000187530 15507535 1565990
ENSGOO000T 57811 2338236 2345236
ENSGO0000131551 Clorf159 1017198 1051741
ENSGO00001 83410 21046225 21059330
ENSGO0000T 27481 19401000 19536770

ENSGOOOOO00S724 11086580 11107290

’ ENEGO0O0OZ0447% 13718092 13715083

mindaomb £3 ublquitin protein kgase 2 [Source:HGNC
SymbolACci30577]

peroxisomal biogenesis factor 10 [Source:HGNC Symbol;Acc:BB51]

chramosome 1 ogen reading frame 159 [SourcetHGNC
SymbolAcci26062]

542 domain containing 5 [Source:HENE SymbolAcc:28571%]

uhlquitin protein ligase E3 companent n-recogin 4 [SourcesHENG
SymbolAcer30313]

mannan-binding lectin serine peptidase 2 [Source:HGNC
Symbol:AcczBI0Z]

PRAME family member 17 [Source:HGNT SymoolAcc:29485)

chramosome 1 open reading frame 200 [SourcetHGNG

| . P I

0 e 00 0 0 0 06 o000 a0

0O o 0o e oo o oo
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Variations Filtering : Frequency

OB Public / gnomAD AC }:p Options (All] Check Defa Vu Nong Oithers Projects; 2009 Al

(?) e 1% ol e Al (?) o 10 80 70 80 80 2800

Variations Filtering :Annotation Impact

impact Factor High Al | Mature miRMNA (54 Splice Acc/Don |[ 4| Frameshift [ Stop-geined | (Stan'Stop)-lost RAun
- \ | | ncRNA . Splice Region | Missanse ||| Mo-frameshift — RUMN
) 1 . "y
EIEE VR Pseudogans Ltr Synonymous| | Up/Downstraam Irttranic Intergenic p
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Variant Annotation

DB Public }:oop.iuns (A1) w & Check Deja Vu Nong Others Projects: 1117 Al
@ T l? Y A @’ 0 10 20 a0 4 e 70 & QIOE J i Search gens ar onihalogy..
i Impact Factor High  Madium Al [ Mature miRNA [0 Splice AcciDon [ Frameshift [0 Stop-gained [ (Star/Stop)-lost & Run
1 ] T .l\c . ice ion . iszensa . o-frameshil
@ ke ? pates 'lP::d:gsns Ili?: - ||;mnyrmu;\|l’:ln:nin hmlj intergenic @
< bmpact Factor Hgh  medom o an Mature miRMNA 24 Splice Acc'Dan 4] Framashift Siop-gained {StartiStop)-lost
@ | iyl . : 3 rcRia Splice Region [ Missense No-frameshift
Impact  impact bl | |Pseudogene | Uit || synomymous | | Intronic || Intergenic

I N—— eeeennneaS.
I 11 b1 I

* regulatory region + 5 prime UTR + splice donor » splice region * 3 prime UTR
+ TF binding site + initiator codon + splice acoeptor * intron
+ downstream
+ intergenic * SYROnymous + stop lost

& LIPS"('EIII'I

transcript/ regulatory region /TF
binding site ablation

mature miRMNA

NMD transcript

non=coding exon [ transcript

* Mmissense

+ inframe insertion

» inframe deletion

+ stop gained

+ frameshift

+ coding sequence variant

+ stop retained
+ incomplete terminal codon

=T
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More variations Filter

Global Predictions 5,0, Confidence Ho Reglons Not Uised
—+| .
= 5 Variants Type (All] - - | : . | 0 - I I I I
(:?_,.-' (:'?_,-' flamaging AN High AN (:'?_,-' Extra Large Large Shot  Mone
MNCBoost Cadd Score
- i I I = [ I I I
(:?.J High All '{?j 30 25 10 5 Al

Predictions Sift

Score Polyphen
CADD
NCBoost

Variant

Quality

Homozygous

Region
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D

EJ

Samples Queries

%

RD

§ Projects List

+ Samples 15 * Chromosomes 24

% Genes 49508

* Variations 26698 &

NGS2012_0150

"NGS"

Uniq 85TB  x He 7256 & Ho 1322

Filtration Level Variations

Type Familial

Model None

Fiter | 7 intersect 3¢ Excude ;¥ Or (g inTheAmc | ArLeast Pat |

; Indiidual - | %Emm Madel (Nong) «

= L]
- | 3¢ Homozygous 3§ Heterozygous | o= Add Al | 2 ViewALL () Hide attic | °s'® Variation | ) veF | [E] HGMD Dejavu
r--—--- 1
Fam Patiants | - ' 5t Sub Dl Ins Crw Hao Ha Genes Caow 15x 30x He Ho Sl
, Ped |
EEE— i
1118TL | 1Workspace - - THEZ.
000535 5 = i-' 4 3 0 0 1 B 4 7 100 100 o | o L
1118TL | 11 15TLOOD o - E77.
cEg - 4 i" T 1 2 L1 0 10 a8 8 1040 1040 o | o L
1118TL | 11 19TLO0D - - FETH
000615 f1e g & 5 B 1 o 4 8 7 4 100 100 & <« @
1119TL | 11 19T & o ThE.
' 3 0 0 0 0 3 3 1040 100 L
000636 636 - ¢ 1 v\ ¥
1118TL | 1115TLOOD - - BO1.
...... fam "’ & 1 1 o o 1 1 2 Z 100 | 100 | o | o | @
T T
1 ENSGO0000177757 FAMB7B 1 752751 755214 CTArle ‘”‘e”;fﬂ:?;‘[‘c‘?;é’z";f]“’ﬁ [SaurcetNC : : Z 3 Z Z z 3
1 1 0 0 1 0 0 0
2 ENSG00000187583 PLEKHN1 1 901877 911245 Plecksam m’gﬁg::&”;";m_’;‘;{ggg’z" memcert R . o 0 . o 0 0
3 ENSGO0D0O1 87642 Clorf170 1 910579 917497 O A rpa Lo ; :_ z g :_ g 2 g
hairy and enhancer lit 4 (Drosophilz, urce:HG! 1 1 e o 1 o o o
4 ENSG000001 88290 HES4 1 934342 935552 d e} (s s s T s T .
F with colled-coi, ar n repeat and PH domairs. 1 1 e o 1 o
5 ENSG00000131584 ACAP3 1 1227756 1244989 e T 2 . . o . . . 0;./04;12020
1 1 0 0 1 0 0 1
6 ENSG00000221978 cCNL2 1 1321081 1334708 cyein LE [SourceiGNG SymbotAcei20570)
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Query By Sample : Variation Level

Same Variation 2 patients

Identical variation in 2 patients and never
i Senes presentin 1

Add all

M Patients Sub D=l Ins ho he Genes Com | Covw Bx 15x he ho Sl
P

] TB1 191 e 40 80 180 2458 13 10 B3 ZZ 'ej
v L s T Q M | Patients Sub | Del | Ins ho he Genes | Com | Cov | 5x | 15k | he | ho sl
z TB3 <] 13 18 58 A5 i 1 el B0 43 L P

o 81 1M 18 2 | B | 143 172 2 0w o8B 2 Q

1 THZ 11 18 2z | 13 1% 172 2 21 54 0
heterozygous variation in 2 patlent 2 TE1 o 0 0 0 0 0 0 | 21 | B0 | 48 (=]

homozygoous Variationin 1

ﬁ‘f Interseg G = i = o the St il Variations

Exclude : | W% homozygous 3 heterozygous | <k Add All
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Query By Patients : Gene Level

P | 3¢ Homozygous J{ Heterczygous | s A Al | 2 View al Hide attic | é::'; Variation 1- |

?:5 Varigtion
Farn Patients Ped St Sub Del Ins

b
H.:l P
I!',I || Genes
E MM EMM_OL O" B 2584 157 147 400 1

Excluded all gene from one patient
Same “mutated” genes in 3 patients

‘ - . 7 7 o . .
|" Intersect A Exclude 5% or 2 in the atti nb | v Genes | Variations i lntersact K Excluds . iinkhelatric |—J Genesl
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. . Exclude :
Exclude ¢+ % homozygous ¥ heterozygous = Add all cues R 1 eE
N - Sub D=l Ins ha ha Genes Com | Cow B 15 h= ha 51
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] TB1 o8 3 24 i | T8 128 14 10 83 2 '+ |
i TBZ 140 14 4 16 172 177 12 23 fix] 54 +
1 TB2 13 25 I Fiil o8 128 E = 23 83 54 '+ |
2 TB3 1} 1] 1] 1} 1} 1} 1] 2 o] 45 @
2z TB3 1z 28 S | il 101 128 28 P | ol 48 + |
H 11 111 H
Genes in at least “N“ patient
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Familial Studies

§ Projects List
"NGS"
ples O OS0 S 5 anes 2908 a atlons D096 q 8 - C D O a D De 0 - o DOe 0
+ Graphical View
* Workspace |
|
‘Chromosomes lon Dizeases Fifter
" — I | Fiter | 7 Intersect 3¢ Exciude 57 or | ntheattic  atlea
[ select Al Familial
"'|Xhu Xhmmn|+.ﬁddml|"ﬁawﬂ
Chr  Genes  Sub Del Ins he e ey L -
1 434 501 90 53 548 91 H |mjhrkjug]
2 3579 424 70 54 471 8 N fam Patients Ped st Sub Del Ins -
1 BEN_ADA -
3 267 400 85 45 483 [ o BEN EA g 0 1526 26 22 ¥
4 184 218 53 23 245 4! TIET
5 205 231 63 47 259 a8 1 BEN EA B8 & 1452 28 22 100 1402 1072 102 97 93
[ 256 497 63 38 489 13
2 BEN EEN_:AD d @ 1504 25 21 a7 1463 1108 102 97 93
7 248 439 58 31 503 4! -
B 161 188 31 34 210 4. 3 BEM BEN_;':M Q @ 1480 27 18 78 1447 1075 103 87 93
9 189 223 46 38 259 4 -
4 CAR CAR_Flo s 0‘7 821 435 269 296 1229 1173 8% k] a7
10 196 277 39 29 294 5
c rAD ~AD NG - - o7 AAD nca ann 1271 11cn L) nn ne
~ Filter vanations
F] DBSNP ( clinical) | [ EVS (None) | [ 1KG (None) | FlDsiaw [0 [ =]/394] | onyno | £ variztion type (Al | E] Convidence (All | |¢ search : | || 3 Aun
2 Non Coding Consequence : j::o Not exonic (Mane) }:o No-Coding RNA [ mature-miRNA ncRNA} j::o UTR, Splicing (All) | & Coding ces: :::9 with © (Al }:ovmmncﬂnm { Mo-frameshift)
& Predictions: =0 Polyphen (All) Eosift(All o remove if fitered by Palyphen (| or (0 and & SIFT
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Famillial Studies : Intra-familial queries

a Fam Pat Sub Del Ins Gene 5l Model
LEF 2517 57 35 1579 @
SEB - -i- - 604 74 75 522 [
| CAR 3 1222 598 78 1564 =@ )
t 3 homozygous B heterozygous |+A-:I|:|P.II : wiew all hids attic | &v&naﬁnn
M fam Patients Ped st Sub Del Ins ho he Genes Cov 5x 15x he
] LEF LEF_Jul S @ 184 31 23 a0 1805 1143 58 90 81
1 LEF LEF_Emi & @& 1819 36 25 86 1794 1146 54 | 90 80
2 LEF LEF_Fre O’ 1728 35 20 89 1694 1092 41 8B 75
L 3 LEF LEF_lsa Q 1824 34 21 94 1785 1144 50 | 89 79
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I

nter-familial

14

qgueries

lr_.(h:J &vaﬁanm ‘
Fam Pat Sub Dl Ins Gene Sl Model
LEF 4 2517 57 a5 1579 ,&q}
SEB 1 604 74 75 522 ®
CAR 3 1222 598 avs 1564 Q
BEM 4 2276 41 33 1633 ]
K DEM 3 2461 7BS 560 2400 @ J
o i\
™ |n-a ,
l!._!.J- e wvanaton
(-1}
o® & varliation
Sub Dl Ins GEng Sl Madel
=
ﬂ'l.-@ Genes  las17 57 35 1579 ()
LER 1 B FL.! P 522 ]
I CAR 3 1222 598 a7a 1564 .,&g:l
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Transimission Model

Recessive

Compound

Dominant

De novo

Strict-
denovo

: ™~
Fultn'| #7 Intersect 3 Exclude ¥ or (o intheattc  atleast | | A5 familial

Ho in affected child
Not present in no affected

He in mother and in father

2 He in same gene in affected.

1 from mother the other one from father

Same variation in affected patient

Vairation only present in affected children

Denovo +correct covergae on parent alignment.

Genetic Model (Mone)

Mone
Recessif ../
Compound

Recessif OR Compound

Ly

Denovo

P!

Strict-denovo

Dominant

T
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Textual search

Er vanatons
DESMP [ cinlcal) [T EVS [Mone) [ 1KG (Nana) [T Dejavu |B f 237 ~° variation type [All) [T Confidence (AN &} Ganetic Model {None) Text seat 2h @ | apopt+C0H-+nephna
Mon Coding Consequendce @ ot axonic (None) 7 No=Coding RNA [ = = t CONSEqUENncE | Mo-framesnif)
Predictlons : | Folyphen [All) o sife {Ra) remaove If filtered

| Run

Nom de . Gene
géne Description Ontology

L i . 1 1 4] 1] 1 4] 2 4]

1 ENSGOOO00Z04463 BAGE 6 3160680 3162048 BCLZ-associated amanm::,lene 6 [Source:HGNC e
I 5 2 Symbol;Acc:13919);kidney development 2 z o 0 z o o 0
1842795 1843001 EPH receptor B3 [Source:HGNC . Z Z 0 0 Z 0 ! !
¢ ENsGUO000TEZ380 EPHES . 72 g7 Symbol;Acc:3394 ] kidney development e 2 2 0 0 2 0 0 0
1214163 1214408 HNF1 hcmenho? A [Source:HGMC z2 2 ] 0 2 o 2 i}

3 ENSGO0000135100 HMF1A 12 46 a5 Symbol:Ace:11621);kidney development;renal W
absorption;renal glucose absorption 7 T o 0 T ] 0 ]
LIM homeobox 1 [Source:HGNC 1 1 o o 1 o 4] 0

4 EMNSGOO0000132130 LHX1 17 35234% 2 5331 N Symbol;Acc:6593);nephron development;kidney gt
development;renal absorption 1 1 o 0 1 0 o 0

@ O
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Variation Visualisation and tools

Tabie View Graphic View

Coverage View  Deja View

sy "
Transcripts : |- F Generate Report
. GV Viewer | [ Load [ View [ Alamut
base
® consequencelall | all s e type | all s e tier | 2 | @ publie | all e
Row Name Momenclature Allela | Hos/He chr Position Pa(t;en &
o 115757151 T @h | 1575715 12
[]
w2 @ o : H
1 1_1580562_T_G Y - TG e 1 1580562 1 : 0 I r‘l‘t e g r' a tl 1|.||'
- T A [ T
2 1_1586929.G.A  sp - wa % 1586928 1 @Ho @He @nNone @ Todo

2 Refresh [ Export | %X Polyphen %X Sift |

Gene

ENSGOO000248332
(COK11B)

ENSGOOO00248333

| | Chromosome : W Fosition @

Description Transcript

ENSTOO00021 767

cyclin-depandent kinase 118 [Source:HGNC Symbolace:1729] R

Genomics
Viewer

TGGoATGATC FJeeeT
TeecATGATE Flecer
TeecATGATE Flecer
TeecATGATE Flecer
TeacateaT@gccere
TGGEATGATC EleccTEaTca
TeacaTeaT@Ejcccrcarca
TGecATGATC Eleccrcatcac
TeacaTeaT@cecTcl
TGecATGATE Fecerel
TeeEATEATE Flecercl
GOATGATE Flecerel
fc ElcccTc.
fEEBEATEATE .c
TeecaTeATe ljcce
fEEBEATEATE .cccl

A C T G N

EEETECTEETMETGETEETEE
peeT@cTEETHECET
remTegjocT@CTEE
TecT@creeTEe

CEET— R T

4

cyclin-depandent kinase 118 [Source:HGNC Symbol;dcc:1729]

. ‘ (COK11E)
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Save Filters
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RD

['E‘]Save

7 Delete

date

space
Chromosomes Region Diseases ﬁ Intersect 3 Exclude &5? or ‘5‘ in the attic | Familial | v Individual | nb : Genes |
Load Filter
Exclude : | # homozygous ¥ heterozygous | == Add All
[ select an
Chr Genes Sub Dal Ins he ho N fam Patients Ped st Sub Del Ins ho he Genes Comp Cov Sx 152 he ha Sl id Fiter
1 210 4 12 9 221 41 i F1 €51 :‘. ‘u’ 704 iz 45 151 636 cEg 76 24 a1 56 W | [ ] 7z no filter
2 142 143 6 1o 142 23 1 F1 sz g @ 76| 36 a5 146 &71 610 as 22 a1 2 | @ | e
3 na | =z § § 13 18 -] %) £s3 & Lo coc 32 37 A ) 42 e
4 7 a8z 2 2 70 1
&3 W | W @
5 93 no 4 3 90 2
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7 Nz 1ss 5 5 1771 Load Fitber [E] Sawve 5 Delete # (||
 Filter variations N
= pBsSNP | clinical) | EH evs (None) | EH 16 (N Model (None) @ search: | 3 Run
“  Non Coding Consequence : :@:D Mot exonic (None) I.d HtEr dEtE equence [All) :@:lelhnut Consequence { No-frameshift)
& Predictions : 0 Polyphen (All) 5o sift (All)
57 5T
o 597 filtre1 2013-10-14
- Genes
Row Name xref chr With Syno UTR Splici
cons. ng
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1 0 2 0
0 ENSGOO0001 87634 SAMD11 1
1 0 0 0
o o 4 o
1 ENSGOO000131591 Clorf159 1
o o 1 o
1 o [ o
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1 o o o
1 o o 2
3 ENSGOOO00131584 ACAP3 1
3 o o o
1 o o o
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Export data

Ed RD

Chromosomes Region Diseases & ntersect ¥ Exclude  £¥ or S in the attic | Familial | v | nb : Genes | oot Fiter [ o  oa
iter we elete
Exclude : | K homozygous K heterozygous | == Add All
[ select an
| |
[ B | € | b [ E [ F [ & [ H [ 1 [ J [ K [ L [ M [ N [ o | P [ @ [ R [ s [ T [ u [ v [ w [ X [ ¥
|type consequan: dejavu chr | = position allale sequence FEN_Emm FEM_lsa FEM_Luc FEMN_Pie FEM_Hon he b gens i ipt x dasl::nphun axon cdna pos | cds pos protein jprotein_xre .
15 2434 2269 ENSPO000 CDHRS_HL G
M_617620_C_T variations  coding - 1" B17620 cT AC[CITHEC enotyper : hanotyper : h 2 a 000099834 ::; ;ﬁ; 1567 Emgg%gg ‘I:E:E:S\fEH:IG
16 2582 2269 ENSPD000 CDHRE_HL G
0224513 (A infronic i TODOD0418585 1758 _ax2ZN -1 !
11_3249390_C_T variations | coding - 1 3249390 C/T  BC[CM]CClanotyper : henotyper : h 2 0 10184350 { 2 947 637 ENSPOO000393251 |G
MAS-redats 2 947 540 EMSPDOD0 J3KQBY_H G|
11_9595956_C_T variations | coding - 1 9595956 CT  GG[CITIGE anotyper : henotyper : h yper :h 3 0 100016648 WEE1 ham 1 729 476 ENSPO000 ESPRUI_F Al
enei TOD000533584 SET bindin: 2 am !
11_9838494_C_T variations | coding - 1 9838494 CT  TGICTICAEnatyper : h snotyper : ianotyper : h 3 0 10m13351b SET hindine 29 4009 3871 ENSPOOD0 HOYDZ1_H A
silent  3TOD0DOS30741 SET bindin: 5 618 618 EMSPOOD00432643 L)
0177112 (M infronic  TODODODSZEIR_034084. MRVI1 anti 22602_ex1 -1 )
infronic  TODODODSZEIR_046374. MRVI1 anti -21883_ex: -1 !
11_10585681_C_T variations | coding - " 10585691 CIT  AAICITIAAGRotyper : hanotyper : b 2 a STODOD025EIM_D0B621. lymphatic v 59_ex2 -1 ENSPOODD B2ZRETZ H /
000133800] ymphatic v 299 113 EMSP0OOD0D EFEPCT_E CJ
infronic  TODOD0529598 ymphatic v -3344 Ex2 -1 EMSPO000 F2Z286_HL/
_ATF'-IJndln 578 535 ENSPO000 ESPKS0_H Y.
1_17485029_A_ T variations  coding - " 17485029 AT CAT[AT]GAlenotyper @ h anotyper : hanotyper : b 3 o D00D0ED0T1 eneiTOOOD0532728 :IEi:::: : gx 535 |ENSPOO0D ABCCE—HLIY
hATF‘-b'ndin 4 661 535 ENSPO000 ABCCE_HL Y,
11_22646405_G_A variations | coding - 1 GiA [GIA snotyper : henotyper b 2 0 i%ug&gs;:z]saa? Pancon| an 1 983 952 | ENSPOO0M ASKMEQ K P
3 TO0000524568 NADH dehn -6_ex1NC -1 !
NADH dehn 1 20 2 ENSPDO0D BADFME_F M
NADH dehn 1 22 2 ENSPDO0D ESPKLE_H M
00213619 NADH dehn 1 (] 2 ENSPDO0D ESPJET_H M
11_47600645_T_A variations  phase - 1 4TGO0G45  TIA  A[T/AJGGC anotyper : b inotyper:hi 2 0 ene; TOD000533105 NADH dshy 1 E] /
NADH dehn 1 54 2 ENSPDODD ESPS48_H M
NADH dehn 1 22 2 ENSPDODD GIV124_H M
NADH dehn 1 B4 2 ENSPDO0D Q9UF24_HM
iG00000123444
sarpin pept 3 351 124 ENSPO0D0 B4E1HZ_H Ef
infronic  3TO00D0531797 sarpin pept 1630_ax1 E ENSPO0D0 ESPKST_H /
serpin pept H 582 226 ENSPO000 BSMCBS_K E|
sarpin pept 3 428 226 ENSPOODD C3JZJ9_HI Ef
11_57367424_G_A T T T T = sarpin pept 2 106 ENSPO000 B4ETHZ_H /
sarpin pept 3 185 124 ENSPO0D0 BSMCBI_F Ef
| X X . sarpin pept 3 291 124 ENSPO0D0 BSMCBI_F Ef
x h1.|- x h1.|- sarpin pept ] 196 139 ENSPDO0D BAE1FO_H Ef
View All Genes ﬁ_ - Export by genes ﬁ_ - Export by variations T — = ENSPIONBAEIF0. HIE
meambrane- 1 2 2 ENSPDO0D HOYCHS_F A
11_60501008_C_T meambrane- 2 473 473 ENSPOOD0 M4AATE_HL A
152717, membrane- 132_ex3 -1 EMSPO000 M4A1E_HL /
00103883 membrane- 132_sxd -1 ENSPO000 M4A15_HL /
11_60538952_G_C “ membrane- 132_ax3 -1 EMSPO000 F2Z2J5 HL/
mambrane- 5 496 413 EMSPOOD0 ETET34_H G|
tetratricope 2 337 152 ENSPOODD ESPKVE _H M|
tetratricope 2 8O3 152 EMSPOODD EFEST3_H M
11_62496472_A_G variations  coding G2496472 AlG TA[A/G|TCTinotyper : tunotyper : haanotyper : b tetratricope 2 B0 551 EMSP0000 ETEST3_H N|
. . . . . . . . tetratricope 1 462 152 ENSPOODD ESPKVE _H M|
tetratricope 2 273 152 ENSPOOD0 ESPKVE HMN
solute carri 1 ave 378 EMSPOODD A4IF29 HLT
silent  3TODO0D0528239 solute carri 1 381 381 ENSPOODD A4IF28_P°
11 EonaRTAR oA ndine a n O196E00 (AN . ... .- 1 a2 287 CAISBRARN S8
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Example : 2 sporadic cases WES

Auriculocondylar syndrome (ACS) is a rare craniofacial disorder with mandibular hypoplasia and question-
mark ears (QMESs) as major features.

§ Projects List l
Université Paris Descartes , Institut Imagine IQME Biinformatics Paris Def
% Samples 2 & Chr 24 & Genes 2537 & Varations 4161 & Uniq 3597 * Filtration Level Variation Type Individual + Model None AnnotVersion 31.5 a
Cheomoszmes Regians Ganes SavalLoad Fillers -
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)
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4 a9 18 s + ]
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6 152 z02 1 z Q
7 16 14z 1 3 Q
8 g 114 2 ] ]
] 110 128 5 3 ]
0 108 131 s 4 o
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D8 Public /gromAD AG . Opions (Al w Othevs Projects: 2918 A
- S BRNSY ... P
Al LT B 70 B0 B0 318
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@) U @)
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» Others Finers
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betes, type 2, assaciation with (1] [1] 0 0 ] 0 0
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© [ 5] 0 0 0 0 0
— —
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Farn Patients Pad St Suly Dal Ins Cnw Ha He Genas Cov 15x% i0x Ha Hao |
HAL_FAR HAL_FAR 7 e ] ] o a a0 9 7 102.4 57.8 917 %
RLIZ_ QAN RUZ_JAN £ el 7 o o a o 7 7 82.1 a7.1 BES 1+ ]

Mutations in Endothelin 1 Cause R
N Recessive Auriculocondylar Syndrome ——
and Dominant Isolated Question-Mark Ears o |l o
Christopher T. Gordon,'.2* Florence Petit,” Peter M. Kroisel,* Linda Jakobsen,*
Roseli Maria Zechi-Ceide,® Myriam Oufadem,!-? Christine Bole-Feysot,” Solenn Pruvost,”
Cécile Masson,2# Frédéric Tores,® Thierry Hieu,® Patrick Nitschké,2® Pernille Lindholm,*
favle View | Grapneview || S phijlippe Pellerin,'” Maria Leine Guion-Almeida,® Nancy Mizue Kokitsu-Nakata,®
(- Export | [ Load App I¢ Siulan \-’end:am_ini-!:‘itmli,“ Arnold Munnich,'-*"! Stanislas Lyonnet,'-*'" Muriel Holder-Espinasse,’*
and Jeanne Amie]l®-=1%*
Row Mame Type DejaWu Allgde Hev/He Chr Position Patlents Consequence Gene (;:mr; ';t-;:u: 5;"[;5 ;c-;r: DE Freg L’_‘hl-:cal Ncboost
o 6_12292700_T_A snp - i “M':' B 12282700 1 Missense EDN1 Qmim ] ol 33 0.000 % Yes
1 6_12294183_T_G anp = /6 ﬁhe':‘ 3 12294189 1 Stop-gained EDN1 Omim il il 41 0.000 % Yes
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How to re-analyze data ? (DejaVu)

@
,%QARE DISEASES



 Université Paris Descartes , Institut Imagine

User/Polyweb [ Projects 145/2858 & Exomes: 1423/16595

[0 ' #% www.polyweb.fr/mbras/polyweb/index.html

p{ﬁner by name, description, user

& Genomes: 0/1155 2 Ciliomes : & Target Genes: 0/39095 2 Samples: 1423/60279
[F: Export XLS |
Row i Name description capture Patient i users

X karine.poirier@inserm.fr claude. besmond@inserm. fr
13 NGS2019..2657 Fasle DG Twistpus 3 christine.bole@inserm.fr laurence hubert@inserm.fr
; karine.poirier@i fr claude.b d@inserm.fr
14 NGS2019_2602 SIV FRA Twist_plus 12 hristine.bole®i el Habert®in &
4 karine.poirier@inserm.fr claude. besmond@inserm.fr

15 NGS2019_2565 familles SAY et SUI Twist_integragen 12 o hubet: %
karine.poirier@inserm.fr claude.besmond@inserm.fr
16 NGS2019_2536 YAS BRED MEG Twist_plus 10 christine.bole@®i i s e R ®nsenlts
karine.poirier@inserm.fr claude.besmond@inserm.fr
7 NGS2019_2528 by Twist_plus 7 christine.bole@inserm.fr laurence.hubert@inserm.fr
karine.poirier@inserm.fr claude.besmond@inserm.fr
18 NGS2019_2527 AOU SIS Twist_plus 7 hristine.bole®i e BertOhsern i
P karine.poirier@inserm.fr claude.besmond@inserm.fr
19 NE52013. 2455 ABIERC.BOE Twist_plus 2 christine.bole@inserm.fr laurence.hubert@inserm.fr
R karine.poirier@inserm.fr claude.besmond@inserm.fr
20 NGS2019. 2417 o Twist. plus 4 christine.bole@inserm.fr laurence.hubert@inserm.fr
karine.poirier@i fr claude.b d@inserm.fr
21 NGS2019_2415 BUR Twist_plus 3 christine.bole@inserm.fr laurence.hubert@inserm.fr
vincent.cantagrel@inserm.fr anne.guimier@aphp.fr
karine.poirier@inserm.fr claude.besmond®@inserm.fr
= MELUN. 2A1 i DL & christine.bole@inserm. fr laurence.hubert@inserm. fr
karine.poirier@i fr claude.b d@inserm.fr

23 NGS2019_2411 centogene 62466058 agilent_58_v6 1 laurence.hubert@inserm. fr
f karine.poirier@inserm.fr claude.besmond@inserm.fr
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DM Adams-Oliver syndrome :

Ref : Expanding the phenotype in Adams-Oliver syndrome correlating with the genotype.
OMIM: 614789 dbsnp:rs1312622774 HGMD: GSEDEEE# (2020-02-07) |

3p14.1: chr3:69050867-69050867
EOGT: EGF domain specific O-linked N-acetylglucosamine transferase

Expanding the phenotype in Adams-Oliver syndrome correlating with the genotype.
Dudoignon B', Huber €3, Michot €%, Di Rocco F*, Girard M®, Lyonnet S', Rio M', Rabia SH®, Daire vC 123, Baujat G142,
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4  Hopital Femme Mere Enfant, Bron, France.
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Enfants malades (INEM), Assistance Publique Hopitaux de Paris, Necker-Enfants malades Hospital, Paris, France.

.‘ &  AP-HP, Department of Dermatology, Reference Center for Genodermatoses and Rare Skin Diseases (MAGEC), INSERM U1163, Descartes-
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