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CneKTp reHeTU4YeCKMX MyTauun, BbIsBNSIeMbIX Y NALUEHTOB NPU CEKBEHUPOBAHNN TapreTHOM naHenu «AgeHoMbl runotw

BBEJEHME.

TapreTHble reHeTUYeCcKe naHenm — OCHOBHOW MHCTPYMEHT OAMAarHoCTUKMN BPOXAEHHbIX NaTONOrnm B
npakTuKe Bpa4va aHagokpuHorora. Llenbto nx BbINONHEHUS ABNAETCHA YCTaHOBMEHMe AnarHosa u
onpeaeneHnsa onTuMarnbHOM AN KOHKPETHOro naymeHTa TakTuku nedenns. CekBeHnpoBaHme
crneayoLwero NOKONIeHUsl TapreTHOM reHeTUYECKOM NaHernm N3BEeCTHbIX TEHOB, MyTaLuUn B KOTOPbIX
accoLMMpOBaHHbI C ageHoMaMu rmnodursa, akpormraHTU3MoM, MHOIOY3510BbiM 3000M U OpYrMMA
9HOOKPUHHbIMM HEOMNA3USAMMN ABMAETCA UHCTPYMEHTOM MEPBON NIMHUMN FTEHETUYECKOWN ANArHOCTUKN,
4YTO KpanHe HeobxoamMmmMo AN NOHUMaHUS naTtoreHesa, yrydlleHUsa NporHo3a 1 JIie4YeHUs Takux
naLmneHTOoB.

PE3YNbTATDI.

[10 pe3ynesratam MoneKkynspHoO-reHeTUYeCKoro MeToaa uccneagoBaHns yaanocb NoATBEPAUTDL
anarHo3 y 32% naymeHTtoB (N=25). Y 52 nauneHTOB reHeTn4yeckaa npuvnHa He Obina BbISIBIIEHA,
YTO B LESIOM corfiacyeTcsa co cpegHen BbiaBnseMocTbio Ana metoank NGS. latoreHHbie

MEN1. Hanbornee 4yacTto y nccnegyemou rpynnbl nauneHToB Obinv 0OHapyXeHbl NaTOreHHbIE U
BEPOSATHO naTtoreHHble BapunaHTbl B reHe DICER1 (B ToM yncne ogHa npoTsKeHHaa geneuns),
BapuaHTbl C HeonpeaerneHHoM KIMHNYECKON 3HaYNMMOCTbIO Obinn BbigBNeEHbl B reHax PRKAR1TA,
APC, CDKN1B. Cpeaun BbISABMEHHbIX rEHETUYECKUX BapuaHTOB 12 OblnNn paHee onucaHbl B
nuteparype, a 13 BblABNEHLI BNEPBLIE.
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AKIMIOYEHUE.
[lpoBeaeHne NOMHO3K30MHOIO N NONTHOFEHOMHOIO CEKBEHMPOBAHUA Yy NauneHToB Oe3
reHeTU4YeCKnx HaxodoK no naHernbHOMY CEKBEHUPOBAHUIO C Lienbi Noncka MmyTauuv B U3BECTHbIX
reHax u NOUCK HOBbIX rEHOB-KAHAMAOATOB, BApMaHTbl B KOTOPbIX MOTYT ObITb aCCOLMMPOBaHHbI C
pPa3BUTUEM pPa3fNYHbIX 9HOOKPMHHBIX HOBOODpAa3oBaHUN, npeacTtaBnsaeT cobon nepcnekTnBHoe
HanpaBneHNE reHeTUYECKUX nccnegoBaHUN.
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BEPOSATHO NaTtoreHHble BapmnaHTbl Obinn BbisiBNeHbl B reHax DICER1T, PTEN, AIP, CHEKZ, SDHA v
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3axapoBa B.B., ConogosHukoBa E.H., 3abyackasa K.I'., Nonos C.B.
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BbisiBNeH naTtoreHHbIN
/BEpOATHO NAaTOreHHbIN
BapuaHT(n=17)

T FELOLC HEFEER IS 510 A8 e
el BT DS S ST HEFE S TES 15

BbisiBrieH BapuaHT C
HeonpeaeneHHON

KNMUHNYECKoU
3HAYUMOCTbIO

(n=8)

MATEPUAJIbl U METObI.

B nccnepgoBaHue obinu BKkINtOYEHbl 77 nauneHToB B Bo3pacTte oT 5 Ao 40 net. [lna npobonoarotoBkM Ncnorb3oBanach
npowieqliasa KOHTposib kKadyectBa reHomHaa HK, nonyyeHHas n3 obpasuoB nepudpepunyeckon Kposu. [ogrotoBka
reHOMHbIX OMONMOTEK NPOU3BOAUIIACE COrMacHO NPOTOKOSY NMPOU3BOAUTENA C UCMONb30BaHNEM aBTOPCKON
TapreTHou naHenun 3oHaoB. CekBeHUPOBaHME rOTOBbIX ODMBNMOTEK OCYLLECTBNANOCH METOAOM MaCcCOBOIO
napannenbHoro cekBeHnpoBaHusa (next-generation sequencing, NGS) B pexxnme napHO-KOHUEBOIO YTEHUS
(2x150n.0.) Ha nnatdopme lllumina Nextseq 550. ObpaboTka gaHHbIX CEKBEHMPOBaHUS MPOBEOEHA C
MCMnonb30BaHWEM aBTOMaTU3NPOBAHHOIO aniropnutma, BK4YaroLWero BbipaBHMBaHWUE NPOYTEHUN HA PpedPEPEHCHYIO
__nocnegoBaTtenbHOCTb reHoMa venoBeka (hg38), noctobpaboTKy BbipaBHMBAHUA, UOAEHTUMUKALNIO N PUNLTPaL IO
*=BapWaHTOB MO Ka4yeCTBY, a TaKkke aHHOTaLUWU UOEHTUULNPOBAHHbLIX BAPUAHTOB AJ151 BCEX M3BECTHbLIX TPAHCKPUMNTOB
2 Kaxkgoro reHa 13 6asbl gaHHbIX RefSeq.
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