-
o o
=4
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' CvHApoM AHresibMaHa OTHOCUTCS
K peaKkuMm 3abosieBaHUAM U
BCTpeyaeTcs c yactotou 1

CMHHPOM cnyqaii Ha 12 000 - 20 000
AHrenbMaHa

B npakTuke BCTpe4yakoTCs
ceMeuHble cJly4yaum, cBsiI3aHHble C
MyTauusamm reHa UBE3A

[eHeTM4YecKne MexaHU3MblI
obHapy:xuBaroTcs y 85-90%
NaLueHTOB C KJIMHUYEeCKUM
deHoTUNOM, U BCe OHU BAUSIOT
Ha aKcnpeccuio UBE3A
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CE BRI
YHURERCIITE

CocTaBneHMme CnNMCKa reHos

A | B C E | F .G
Cytogene Genomic coordinates Gene/Locus Approved  Entrez
tic (From NCBI/GRCh33) Gene/Locus Gene/Locus name MIM number  Symbol Gene ID
1g42.3 1:235166901-235328178 ARID4B, SAP180, RBF1L1, REBP1L1, BRCAAL1 AT-rich interactive domain-containing protein 4B %DEIEE!E ARID4B III51?’-42
2g23.1 2:143020926-148516970 MBDS, KIAA1461, MRD1 Methyl-CpG-binding domain protein 5 IIIé'bll-'-'l]"E MBDS ES???
|5q14.3  5:88717116-88904104 MEF2C, C5DELg14.3, DEL5q14.3, NEDHSIL MADS box transcription enhancer factor 2, polypeptide C (myocyte enhancer factor 2C) '500662 MEF2C 4208
5q14.3  5:88717116-889504104 MEF2C, C5DELg14.3, DEL5q14.3, NEDHSIL MADS box transcription enhancer factor 2, polypeptide C (myocyte enhancer factor 2C) '500662 MEF2C 4208
fg22 7:104900000-107300000 AUTS1 Autism, susceptibility to, 1 EGEESG 'i{HJIEEEBE
|8g24.3  8:142611048-142614478  ARC, KIAAD278 Activity-regulated cytoskeleton-associated protein '512461 ARC 3237
11p15.5 11:199:5744-2003508 ICR1, BW5, WT2, SR51 H19-1GF2-imprinting control region IIIl:ﬁllﬁlﬁ'rlﬁ EGSEEESEE
11p15.5 11:199:5744-2003508 ICR1, BW5, WT2, SR51 H19-1GF2-imprinting control region IIIl:ﬁllﬁlﬁ'rlﬁ EGSEEESEE
11p15.5 11:1998744-2003508 ICR1, BWS, WT2, 5R51 H19-1GF2-imprinting control region %15185 IIIfrl'III'Sl':':‘E.IS‘E.I‘E.I
11p15.5 11:2302012-2318203 TSPAN32, PHEMX, T55CE Tetraspanin 32 %DEESB TSPAN32 'i{HJ??
11p15.5 11:2400749-2403875 TSSC4 Tumor-suppressing subchromosomal transferable fragment cDNA 4 '503852 TSSC4 0078
11pl15.5 11:2608327-2699997 KCNCQ10T1, LIT1 KCNQl-overlapping transcript 1 '504115 KCNQ10T1 10984
11p15.4 11:2883217-2885774 CDKNIC, KIP2, BWS, IMAGE Cyclin-dependent kinase inhibitor 1C (p57, Kip2) IIE'n'IZI-EIu'E",SEb CDKMNI1C riﬂEE-
11p15.4 11:2883217-2835774 CDKNIC, KIP2, BWS, IMAGE Cyclin-dependent kinase inhibitor 1C (p57, Kip2) %{HII'ESE CDKMNI1C rlﬂEE
11p15.4 11:2928272-2929419 PHLDAZ2, TSSC3, IPL, BRWI1C Pleckstrin homology-like domain, family A, member 2 '502131 PHLDA2 7262
11gl14.3 11:891/77874-89295758 TYR, SHEP3, CMMBE, OCA1A, ATN Tyrosinase %DELEIEB TYR IIE-’E‘E.IEI
11gl14.3 11:891/77874-89295758 TYR, SHEP3, CMMBE, OCA1A, ATN Tyrosinase %DELEIEB TYR IIE-’E‘E.IEI




PANTHER

Tabnuua oHTONOrMN AN KaTteropmun MonoruyecKmnx rnpoL,eccos

perynaunsa buonornyeckoro kKavectsa (regulation of
biological quality)

Pa3BUTUE aHAaTOMUYECKUX CTPYKTYpP (anatomical
structure development)

npoueccbl MHOroKneToyHoro opraHmama (multicellular
organismal process)

peakuua Ha SHAOTrEeHHbIN cTUMyA (response to
endogenous stimulus)

Pa3BUTUE MHOTOKNETOYHOro opraHnama (multicellular
organism development)

cuctembl pa3BuTtuma (system development)

npouecc pa3sutua (developmental process)

perynauma npouecca pa3sutua (regulation of
developmental process)
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FeHHas ceTb reHOB CUHAPOMA v

AHrenbMaHa,
PEKOHCTPYUPOBaAHHAaA C
noMoulbio GeneMANIA.
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NMpencraBneHHOCTb pa3/IdHbIX TUMNOB B3aMO4EeUCTBUM
Nnpuv NOCTPOEHUU CeTH

YHURERCIITET

m Physical interactions
m Co-expression

= Co-localization

m Predicted

= Pathway

= Shared protein
domains
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O6Hapy»eHue PyHKLMOHaNbHbIX CBA3EW
byaeT nMeTb XXM3HEHHO Ba)XHOe 3Ha4YeHue
Ans paspaboTkn appeKTUBHbIX NOAXO0A0B
K Jle4eHuIo.

O6HapyXeHune PyHKLMOHAJIbHbIX CBSA3EN
3Ha4YMT MHOroe npu paspaboTkKe
3P PEeKTMBHbIX NOAXOA0B K JIEHEHMIO.
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Cnacubo 3a
BHMMaHue!

@ karpyn_a_b@student.sechenov.ru




