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11l KOHOEPEHUWMA NO OHKO3HAOKPUHOJTOI MW [HLU PO OI'bY "HMWLU angokpuHonornn™ Munsapasa Poccun, MockBea
N AYTOMMMYHHBIM SHOAOKPUHHBIM 3ABOJIEBAHUAM
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MoneKkynsipHO-reHeTU4ecKme curHaTtypbl peoXpoMOLUTOMbI

BBEOEHWE. ®eoxpomoumtoma — HEMPOIHAOKPUHHAA OMyX0Sb, COCTOALLAA N3 XpOMadPPUHHLIX KNEeTOK MO3roBoro MATEPWAIIbI U METObI.
BeLLleCcTBa Hagno4Ye4vYHnKa, NpomMcxoadaLmnx n3 HEPBHOro rpedHSA, U UrparoLLnxX LEHTParbHYO POSib B BbIpaboTKe U B naHHou paboTte ObIno npoBeaeHO CEKBEHNPOBaAHNUE TPAHCKPUNTOMOB €AUHUHYHbLIX KNETOK, NOSTyYeHHbIX N3 criopagnyeckux (c mytaumen B
BbICBODOXOEHUN LMPKYIUPYIOLLUX KaTeXonamMmmHoB. Pa3sntne deoxpomMoLmMToOMbl B NEPBYIO ovepenb 00YyCroBieHO reHe RET) (n=8) n MENZ2A-accouunnpoBaHHbIX (N=4) doeoxpomoumTtom. [dnccoumnaumna TkKaHen Ha eguHUYHbIE KNETKU npoBoaunach C
cneunduyeckumm mytaunamu. INpun atom, mytTaumm MoryT ObiTb repMmnHanbHbIMU (HacneaCcTBEHHLIMU), @ MOTYT ObITb npuMeHeHnemMm pepMeHTaTUBHOIO N YKCYCHO-MeTaHOSIbHOro MeToaoB auccounaumnn. 1sonauma KneTok ocyuwecTenanack ¢ npuMeHeHnem
coOMaTU4YeCKMMU, BOSHMKAKOLLMMKM Clly4anHO B criopagnyvecknx dpeoxpomouumtomax. PeoxpomMoUnToMbl AEMOHCTPUPYIOT MukpodoritongHoro peweHnsa Chromium Controller 10X. CekBepupoBaHue nposoaunock Ha nnatdopme NovaSeq 6000 ot lllumina. B cymme
reteporeHHocCTb. [lonaraerc4d, 4TO onyxonesas reTeporeHHOCTb — 3TO 0A4HAa U3 NPUYNH OorpaHuUBarOLLNX 3PPEKTUBHOE Obino npodunmposaHo 15 obpasuoB, BKNtoYast KOHTPOISbHbIE, C OOLKM KonndecTBOM KIeTok 88 450. KayHT maTpuubl ObINN NOSTyYEHbI C
NPOrHo3npoBaHNe TeyeHne 3aboneBaHna y nauneHToB. [MoaTomy Anga ynydlleHnsa NoHMMaHNsS MOJEKYNAPHbIX MeXaHU3MOB nomoLybio Cell Ranger (v6.1.1). INonck andpdepeHumansHO aknpeccupyembix reHoB ocyulectenanca Seurat (v.5.0.0.). VIHTerpauuns
natodunanonorum peoxpomMmoLmnToMbl, HEOOXOaAUMBI YriybfieHHble UccrnegoBaHMs BHYTPUOMYXONeBOW reTeporeHHOCTU Ha BbIMOSHSAMNAach ¢ ucnonb3oBaHmemMm RunHarmony anga obpaboTtaHHbIX Seurat 06bekToB. OCHOBHbIE KNETOYHbLIE TUMbI aHHOTUPOBAHbLI C MOMOLLbIO
YPOBHE aHanus3a gndaepeHunansHON 3KCNPeccun reHoB eaNHNYHbIX KIEeTOoK. Conos43 (v1.5.0.).
OnucaHue Kneto4yHoro naHawadTta cnopaanyecknx u MEN2A-accoumnpoBaHHbIX Pa3nuuna B akcnpeccuun reHoB 6MOCUHTE3a rOPMOHOB 0 knacTtep — 3perbie aApeHepruieckue
cheOXpPOMOLIUTOM cpeaun kKnactepoB XxpoMadPUHHBLIX KNeToK XPOMAUHHBIE KNeETKY
1 knacTtep — [lepexogHble XxpoMapPPUHHLIE
: KNeTKn
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AL PEHOKOPTUKANbHbIE KNETKU Susseis, 3 KnacTtep — He,EI,I/ICt)CbepeHLI,I/IpOBaHHbIe
W XpomapdUHHbIE KNETKK ® 0 XpOMaCbeMHHb'e KIETKA
J % [MpepwecTBeHHNKN LLIBAHOBCKMNX KNETOK ® I
Mponndepupytowme xpomaddUHHbIE KNETKK ® 2
KneTkun sHooTenms K7acTepusauna 0- ® 3
MNepnumThl 10 ® 4 3 - <
BacKynAapHble KNeTKU KPOBEHOCHbIX COCYA,0B ® S $ )
Makpodaru ® 6 "J'] 2 .
® 7 S
T/NK kneTku = 1 -
10-- ‘ 2 O ¢
10 0 1 @
o 4 . % E % }:_:
e Tl o 5 0 5 10 > a
o
SAKINMIOYEHUE. Mbl ngeHTndunympoBanm 9 0CHOBHbIX KNETOYHbIX TUMOB (heOXPOMOLIMTOM B COOTBETCTBUM C NPODUNIAMM SKCNPECCUN MaPKEPHbIX reHOB. OCHOBHbIE KNETOYHbIE KOHTAKTBI. Lllepbakosa
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TUMNDbI CbeOXpOMOLI,I/ITOMbI, BKJTHOYAl1A XpOMan)(*)I/IHHbIe KIEeTKWU, npeauecreBeHHMKN LUIBAHHOBCKUX KJTE€TOK (3M6pI/IOHaJ'IbeIe MYJIbTUTIOTEHTHDLIE KITETKU HENPO3KTOAEPMAJIbHOIO Klga:Ti(;l/lel_langg:$§:3M

NpoucxoXxaeHus), nponugepupytome xpoMmag@UHHbIE KNETKU, KOTOpble AEMOHCTPUPOBANN COBMECTHYHO 3KCMPECCUI0 MapKepoB nponngepaumm n XxpoMmagp@PUHHbBIX KINETOK, KNETKN |  |o6uwieit, MonekynsipHoi u
9HOO0TENUA, NEPULNTBI, BaCKYNAPHbIE KNETKM KPOBEHOCHbLIX COCYO0B, Makpodarn h UMMYHHbIE KITEeTKU, KOTOpbIe OblN NpeacTtaBfieHbl BO BCEX rpynnax obpasyos. Ha ocHoBaHUK nonynAunoHHon reHeTuku ['HL
pasnuyma B 3KCNpeccun reHoB BMOCMHTE3a FOPMOHOB — TUPO3NHrMApokeunassl (TH), podpamuH B-rugpokecunassl (DBH), peHnnataHonamuH - N-metuntpaHcdepasbl (PNMT) Hamm ;?;i;iﬁ;;'l'\rﬂmﬁ'j

ObIN OXapakTepusoBaHbl 4 rMaBHbIX Knactepa XxpomMadPdPUHHbIX KNeToK. B pesynbTtate paboTtkl Obin onmncaH 1 npeanoXeH nytb anddepeHUMpPOBKN KNETOK, BHYTPU AaHHbIX

MwunH3apaBa Poccum
knacTtepoB. AndpdepeHUnpoBKa Ha4YMHanach c Knacrtepa 3, otTpaXatuliero HegndpdepeHumpoBaHHOE COCTOSAHNE U 3aKaH4YMBanachb knactepom 0, KOTOpbIM COCTABNANK 3pernble
agpeHeprnyeckmne XxpoMmaPUHHbLIE KIMeTKN.
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