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CNEKTP FTEHETUYMECKUX MYTALIUIA, BbIABNIAEMbIX Y NALLUEHTOB @

NPU CEKBEHUPOBAHWUU TAPTETHOW NAHENIN <AAEHOMbI TMMO®U3A» Csaiee’

© B.B. 3axaposBa, E.H. ConopoBHurKkoBa, K.I. 3abyackas, C.B. Monos

OrbyY «<HMUL, sHgokprHonorum» Munsgpaea Poccun, Mocksa

AKTYAJIbHOCTb. TapreTHble reHeTMyeckne mnaHenn — OCHOBHOW WHCTPYMEHT AMArHOCTUKM BPOMXAEHHbIX NaTONOrvn
B NpaKTuKe Bpaya 3HAOKprHosora. Lienbto nx BbiNONHeHNA ABNAETCA YCTaHOBNEHWe ANarHo3a 1 onpefeneHnsa onTumanb-
HOW 1A KOHKPETHOrO NauyeHTa TakTUKN nedeHns. CeKBeHUpPOBaHMe criefytoLero NoKoNeHWs TapreTHOM reHeTnYecKou na-
Henn U3BECTHbIX FEHOB, MyTaLMX B KOTOPbIX aCCOLMUPOBaHHbI C ageHoMamu runodursa, akpormraHTMaMom, MHOIOY3/10BbIM
3000M 1 APYrUMY SHOOKPUHHbBIMU HEOMNA3UAMY, ABNAETCA MHCTPYMEHTOM NEPBOI MMHUW FeHETUYECKOW AMarHoCTUKK, YTO
KpaliHe Heo6Xo4MMO ANsA MOHUMaHWA NaToreHesa, ynyylleHnA NPOorHo3a 1 jlieuyeHns Taknx naLyMeHToB.

METO/DbI. B nccnepgosaHue 6binm BKIOUEHbI 77 NaLMeHTOB B Bo3pacTte oT 5 go 40 net. lna npobonoaroToBKM NCMOMb30Ba-
nacb npouweLan KOHTponb KayectBa reHomHas [IHK, nonyyeHHas n3 obpasuos nepudepuueckor Kposu. lNogrotoska re-
HOMHbIX 6M6NMOTEK MPOM3BOAMNACH COMMAaCHO NPOTOKONY NPON3BOAUTENA C UCNONb30BaHMEM aBTOPCKON TapreTHOM naHe-
nu 30H80B. CEeKBEHNPOBaHMe roTOBbIX OMGIMOTEK OCYLLECTBAANOCH METOLOM MacCOBOrO MNapasnesibHOro CeKBEHMPOBaHMA
(next-generation sequencing, NGS) B pexnme napHo-KoHLeBOro YteHua (2x150n.0.) Ha nnatdopme lllumina Nextseq 550.
O6paboTka faHHbIX CEKBEHUPOBAHMA NPOBeAEHa C MCMNOSIb30BaHMEM aBTOMATU3NPOBAHHOIO anropuTMa, BKJIOYaloLWero
BblpaBHVBaHMe NPOUTEHU Ha pedepeHCHYo nocneoBaTelbHOCTb reHoMa YenoBeka (hg38), noctobpaboTKy BbipaBHUBa-
HUA, ngeHTndMKaumio 1 GunbTPaLMio BapMaHTOB MO KauecTBy, a TakxKe aHHOTaLMI0 MAEHTMOULNPOBaHHbIX BapnaHTOB ANA
BCEX M3BECTHbIX TPAHCKPUMTOB KaXAoro reHa n3 6asbl AaHHbIX RefSeq.

PE3YJIbTATDI. [1o pe3ynbtatam MONeKynApHO-reHeTMYeCckoro Metofla UcciefoBaHmA yaanocb NoaTeepanTb AMarHo3y 32%
naumeHToB (N=25). Y 52 naumneHTOB reHeTMYeCKasa NpuYMHa He Obina BbiAB/IEHA, YTO B LIEIOM COrlacyeTca Cco CpefHen Bbl-
aBnsAemocTblo ansa metoank NGS. MNaToreHHble 1 BEPOATHO MAaTOreHHble BapuaHTbl Obinn BbisiBNeHbl B reHax DICER1, PTEN,
AIP, CHEK2, SDHA v MEN1. Hamnbonee yacTto y nuccnegyemor rpynrbl nauveHToB O6bliv 06Hapy»eHbl MaToreHHble U BEPOATHO
naToreHHble BapuaHTbl B reHe DICERT (B TOM uncne ogHa NpoTAXKeHHanA geneuuns), BapnaHTbl C HeonpeaeneHHoON KNnHnye-
CKOW 3HAaUYMMOCTbIO 6bIn BbiABNeHbl B reHax PRKARTA, APC, CDKN1B. Cpepnm BbisiBlIEHHbIX FreHETUYECKIMX BapuaHTOB 12 6binn
paHee onvcaHbl B ITepaType, a 13 BbiABNEHbI BNepBbIe.

3AKJTIOYEHUE. MNposeaeHne NOTHO3K30MHOMO 1 MOSIHOrEHOMHOIO CEKBEHUPOBaHUA Y NaLMeHTOB 6e3 reHeTUYeCKNX Haxo-
[IOK MO NaHenbHOMY CEKBEHVPOBAHKIO C Liefbio MOMCKa MyTaLuUii B U3BECTHbIX FreHaX M MOUCK HOBbIX reHOB-KaHAWaToB, Ba-
pUaHTbl B KOTOPbIX MOTYT ObITb aCCOLMUPOBaHHbI C Pa3BUTMEM Pa3fIMYHbIX SHAOKPUHHbIX HOBOOGpa3oBaHUiA, NpeacTaBnaeT
coboi1 nepcneKkTNBHOE HamnpaBeHNe reHeTUYECKNX UCCTIeOBaHWA.
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