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copy

Sex Reason Disease causing genels)  Intragenc /i of genes Variant inheritance Classfication*  Likely diagnosis OMIM disease Lovo
number at WES request g genets) senic /4ol g number(s) e
Inheritance pattern of
the involved
variant/gene:
[GRCh37] 2913.2913.2(74300675_749091853 Disalhereditary moter
o1 £ /44 neuropathy oemt 20 oo, o - . 3 nd vous uncertain neurenopathy type VI3 chva 020455
NC_000002.11:5,(74273449_74300675) (74909185 _75059781)dup
trs07641)
) seqlGRCh37] 17912p12( 14095305)_(15477522)x1 Neuropathy, recurrent, with
@ " i nevropathy ez 7 NC_000017.10:5.(14005599_14095305)_(15477522_15492232)del * n " v pressure palsies #162500) hris-008703
se 77520 europathy,recurrent, wi
3 R 240 SN Hpe . , qIGRCHA7] 17p12p12( 14095305) (154775221 . - . Y Neuropathy, . with et 008703
NC_000017.10:5,(14005599_14095305)_(15477522_15492232)del pressure palsies #162500)
ifuse paresis distal> o 77522} arcotMarie-Tooth disease
o B ™ diffuse paress distal prs B QIGRCH37] 17p12p12( 14095305) (1547752213 R " N B} Charcot-Mare-Tooth p—
proximal, pes cavus NC 00001 14005599 14095305) (15477522 15492232)dup 1A(#1118220)
o R e " . B 5eqlGRCN37] 17p12p12( 14095305) (15477522)x3 N " N Charcot Marie Tooth disease A
neuropathy N 00001 14005595 14095305) (15477522 154922321 " v 14 (#1118220) o
s 77522)¢ arcot-Marie-Tooth disease.
5 £ 26 Charcot:Marie-Tooth Pwp22 7 alehcha7) 17p12p12( 14099305) (15477522068 3 nd 3 v charcorMarie Toou ehv17_008701
NC 00001 14005599 14095305) (15477522 15492232)dup 1(#1118220)
o R . o e . B seqlGRCN37] 17p12p12( 14095305) (15477522)x3 N " N Charcot Marie Tooth disease A
e NC 00001 4005599 14095305) (15477522 15492232)dup " v 1(¢1118220) e
sealGRC37] 17p12p12( 14095305)_(15477522)3 arcot-Marie-Tooth disease.
o8 M /68 HISN type Pmp22 7 alechar] ptzpral - ) . 3 nd 3 v Charcot Marie-Tooth ehv17_008701
NC 00001 14005599 14095305) (15477522 15492232)dup 1 (#1118220)
neuropathy, muscle atrophy,
s 77522)¢ arcot-Marie-Tooth disease
o M 30/49 distal muscle weakness, Pmp22 7 e 17p12p12( 14099305) (15477522068 3 nd 3 v charcorMarie Toow ehv17_008701
e e NC_000017.10:5.(14005599_14095305)_(15477522_15492232)dup 1A(1118220)
o0 R /00 V- prs S SeqlGRCN37] 17p12p12( 14095305) (15477522)83 N " N B} Charcot-Marie-Tooth disease. R
NC 00001 14005599 14095305) (15477522 15492232)dup 1(#1118220)
5eqlGRC37] 17p12p12( 14095305) (15477522)x3 CharcotMarie-Tooth disease
on ‘ /s polimeuropathy ez 7 NC 00001 14095305) (15477522 154922320dup : " " M 1A(61118220) chrt7 08701
HMSN type 14, hypotonia, 5eq[GRC37] 17912p12( 14095305) (15477522)x3 Charcot.Marie-Tooth isease
o " 1% pross, ceroid lipofuscinosis ez 7 NC_000017.10:5.(14005599_14095305)_(15477522_15492232)dup : " " v 1 (¢1118220) hriz-o0s701
o - e o e s B SeqlGRCN37] 17p12p12( 14095305) (15477522)13 N " N Charcot Marie-Tooth disease .
e NC 00001 14095305) (15477522 154922320dup " M 1A(61118220) bk
seqlGRCN37] 17p12p12( 14095305) (1547752203 Charcot-Marie-Tooth disease
o " e newropathy e 7 NC 00001 14095305) (15477522 15492232)dup : " " Y 1A(1118220) chrtr-oos7or
Inheritance: AR
SealGRCNS7] Gp25 125 1(5216764_5545601 1
neuropathy, motor 2 NC_000006.11:5,(5144510_5216764)_(5545601_561334]del 1 nd e autosoml recessive spastic chr6_007456
1 M 27 Fans2 uncertain
/ developmental delay xon 1-5 (NM 00656751 paraplegia 77 (#617046)
o second variont

Genome assembly GRCh37 (hg1)

= confirmed by MLPA/array/sequencing/deletion PCR, see suppl. file 2

*Based on ACMG guidelines. P=Pathogenc, LP=Likely Pathogenic, VOUS = Variant of Unknown Sgnificance

some cases CNV's may extend into other sequences beyond the genes (L. intergenic or non-coding genes)

HGVS and/or ISCN

I case of intragenic CNVS, the predicted effect on the reading frameis indicated.




