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Ha aBTOpedepar aucceprauun Llarnnosoi AnekcHHbl AJIEKCEEBHbI
«lIpornocTrueckoe 3HaYEHHE MYTaIWH reHOB rureHeTHueckoi pervasuun (DNMT3A, IDHI. IDH?2,
ASXLI) y mauMeHTOB C OCTPLIM MUEJIOHIHBIM JICHKO30MY, PEICTABIEHHON Ha COMCKAHUE YUEHO
CTENEHH KaHIu[aTa MEIMIHHCKMX HayK [0 CreluanbHoCTH 3.1.28 — reMaToiorust u nepesinBaHie

KPOBH

Octppiif  Muenouassii geiikos (OMIJL) xapakrepusyeTcss KIOHAJILHBIM [EPEPOIKIAECHHEM
eMOTIOITHYECKHUX CTBOJIOBBIX KJIETOK KOCTHOIO MO3Ta, B pe3yJbTare KOTOpPOro Habmomaercs: OJIOK
MHENOUAHON MU (EPEeHLIHPOBKH U ATONOTHYECKas! Mposik(eparus OJ1acTHBIX KJIETOK ¢ BBITECHEHHEM
HOPMaNbHOro  ()yHKIHOHAIBHOIO pe3epBa remorossa. MonekynspHoe mpodunuposanne OMIJI
MO3BOJMJIO BBLISIBUTE OOJBIIOE KOJMYECTBO FEHETHUECKMX aHOMANMM, 4aCThb M3 KOTOPBHIX JIEraa B
OCHOBY TIPOTHOCTHYECKOH CTpaTH(pUKALMK NALHEHTOBHA IPYIIbl pucka, pazpaborantas EBporneiickoii
ceThio MO u3yuenuio seikozos (ELN). Hacrosiuas crparnuiauus siBIS€TCS OIHUM M3 KIIOUEBBIX
(pakTopoB, Ha OCHOBAHMH KOTOPOTO MPOHCXOAWT OTOOP MALIMEHTOB HA BLIMOJHEHHE AJIOTeHHOMH
TpaHCIUIAHTALMH KOCTHOrO Mo3ra (ay1o-TKM) B nepBoit nonHoi pemuccuu. Tem He MeHee, HECMOTPSI
Ha OCTIDKEHHs B IMOHHMaHUM MexaHu3MoB naroduzuonorun OMJI, nanHoe 3aboseBaHue Bce elle
XapaKTepu3yeTcs  IUIOXHM  IPOrHO30M.  DTOMOXKET  ObiTb  OOYCJIOBJCHO  COBOKYIHDLIM K
B3aUMOJIOTIOJIHSIIOIIMM XapaKTEPOM IIPHOOPETAEMBIX FEHETHUECKUX aHOMAJIHH, B TOM YHCIe MyTalui,

A0 HaCTOSIIEro BPEMEHU HE BKIIIOYEHHBIX B TEKYLLYIO NPOrHOCTHUECKYIO MOICIb.

Hccnenosanue [atuimoBoil A.A. MOCBSILIEHO HM3YYEHHIO MYTAUMH TE€HOB-3MHMEHETHUYECKHX
momupuraropos (DNMT3A, IDHI/2, ASXLI) — nepcrneKTUBHBIX MPOTHOCTHYECKHX OHOMapKepOB.
poJib KOTOPBIX B narorenese OMJT oueBmiHa, OZIHAKO BKJIAZ B MOKA3aTEH MPOTHO3a BCE-ELIE OCTACTCs!
HEOMHO3HAYHBIM. llpumeyaTenbsHO, YTO aBTOPY yAaloCh pealH30BaTh HICIO COBOKYIIHOH OLEHKH
[IPOTHOCTHYECKOIO  MOTEHLHMaJa HECKOJbKMX  OJHOBPEMEHHO ACTEKTHPYEMBLIX TEHETHUECKHX
aHoMasuit. Takum oOpasom, HACTOSILLEE MCCIENOBAHHE, HECOMHEHHO, AKTYalbHO, H HMEET BLICOKYIO

Hay4YHO-IIPaAKTHYECCKYIO LIEHHOCTD.

lIHCCGpTaHTOM IIPOBEACH  PETPO CTIEKTHUBHBIN aHaJIu3 KIIMHHUKO-IeéMaTOJIOTHYECKHUX 141

FCHCTHYCCKHUX XapaKTEepUCTHK, a TaKXKe rnokazaresyen [IPpOrHo3sa 147 naunMeHToB C BIIEPBLIE



nuarsoctuposadHeiM OMJL. BrisBnena accoumanusi MyTHPOBAHHOTO BapuaHta reHos [DHI1/2co
CTapIIAM BO3PACTOM, BBIIEIEHBI XapaKTEPHBIE Ul KaKJAOW MyTallHM H3MEHEHHS B TOKA3aTeliX
reMorpaMMbl ¥ ACCOLMANMH C APYTMMH TEHETHUSCKMMM aHoMajuusmu. K3ydyen reHeTHyeckuii
npopunms OMJI ¢ wmyrauwsmu reHoB DNMT3A, IDHI, IDH2w ASXLI ¢ ucrionp30BaHHeM
COBPEMEHHOTO METOJa TAapreTHOr0 BLICOKOTIPOM3BOMMTENLHOTO — CEKBEHHPOBAHHS M OLEHKOH
MYTALUOHHOro craryca 133 TeHOB, YTO MO3BOJMJIO JETAIBHO IMPOAHAIM3HPOBATH COYCTAHHBIC
[TOJIOMKH CHIHAJBHBIX MyTel, ()aKTOPOB TPAHCKPHUIILHMH W CMIaiCHHIa. BhiaeseHbl npOrHOCTHYECKH
HEONAronpyUATHLIE COYETAHHS] MYTALMH SMHIEHETHUECKUX MOAH(DHKATOPOB € MYTALMAMH TEHOB
NRAS/KRASu NF-1. Metonom ROC-ananusa jokazaHa accoluuarist yBejanyeH s OOLIEro KoMuecTsa
MyTaruit (B 9 u Gosiee reHax) ¢ yxXyALIEHHEM MPOTHO3a NaUMEHTOB. HakoHell, onpeneseHsl KOropThl
GOJIBHBIX, B KOTOPBIX MYTHPOBaHHble BapuaHThl renos DNMT3An ASXLIMOryT ObITh HCIIOIB30BAHLI B
KAYeCTBE MPEAUKTOPOB HEGIArONPHSITHOrO Mporuosa. OTMEUeHo, YTO MAl[MEHTHl ¢ OLHOBPEMEHHON
perexuuei tpex mytamuii (FLT3-1TD, B renax NPMIn DNMT3A) uMeIOT Xy/IKE nokasareinn ooueii
i 6e3pelUINBHON BEDKUBAEMOCTH, @ TakiKe 00Jee BLICOKYIO KyMYJISTHBHYIO 4acTOTY PELHAMBOBIO

CPaBHEHHMIO C KOTOPTOH MauueHToB ¢ Ayms Mytauusmu (FLT3-1TD, B renax NPMI).

[TonyueHHBIE PE3YIBTATH HMEIOT BBICOKYIO NPHKIAAHYIO 3HAYHMOCTB, TTO3BOAS BBIAEIUTD 13
IPYIIIEL HPOMEKYTOYHOro reHeruueckoro pucka (ELN-2022) nauneHToB ¢ 0XKHIAEMO KOPOTKHMH
MOKa3aTeIsIMH  OE3PELHINBHON BBLDKHBAEMOCTH. KOTOPLIM — CTOMT  PacCMOTPETb  BO3MOKHOCTD

BuinojHeHus ano-TKM B nepBoit NOJIHONH PEMUCCHH.

[IpHHIMIHANLHBIX 3aMedaHuil W BOMNPOCOB M0 comepkanuio aBropedepara Her. Pabora
NpoBeieHa Ha BLICOKOM METOIHMYECKOM YPOBHE, C HCIOJb30BAHHEM COBPEMEHHbBIX MOJIEKYJISPHO-
reHEeTHUYECKHX METOIOB HCCIIEIOBAHMS M aJIeKBATHON CTATUCTHYECKOH 00padoTky naHHBIX. OCHOBHBIC
pEe3yJIBTATH HCCEPTAIMOHHOr0 uccienoBaris Llarinosoit A.A. GbUIH NO0JI0XKEHB! HA MPOHIBHBIX
FEMATONOTHYECKUX KOH(EPEHIHIX PasiHYHOro ypOBHs B BHIE YCTHBIX M MOCTEPHBIX 10KIal0B. [1o
teme auccepranuu omybmukosaHo 20 medarHbIX paboT, M3 KOTOPBLIX6 — B POCCHHCKHX U

MEXIyHAPOIHBIX JKypHanax, pekomeHaoBaHHbX BAK 1 untupyembix B 6azeScopus.

Wcxoms U3 aHanusa apTopedepara, AnccepralloHHoe uccnenosanie [IatinoBoil ANEKCHHDI
AsexceeBHbl Ha TeMy «IIpOrHOCTHUECKOE 3HAUeHHE MyTaluuil FeHOB JMUICHETHUYECKOH perysisumi
(DNMT3A4, IDHI, IDH2, ASXLI) y nauenToB ¢ OCTPBIM MHEIOHIHBIM JICHKO30MY, MPENCTABIEHHOE
HA COMCKAHHE YYEHOW CTENeHM KaHAWJara MEMMUMHCKHX HayKk Mo cremuanpioctn 3.1.28 —
reMaToJIOTHsI M IEpEeIMBAHIE KPOBHU, SIBJSIETCS 3aBEPLICHHON HAay4yHO-KBAIM(HKALMOHHON PabOTOH,

KOTOpas pemacT akTyaJIbHYIO JJI51 COBpGMGHHOFI reMaToJIoOruy Hay4dHylo 3ajadqy.



Jluccepranusi MOJHOCTBIO cooTBercTByeT M. 9-14 «llonoxeruss O MPHCYHASHHH YUEHDBIX
cTeneHeit», yTBepieHHOro Iloctanosnenuem [IpaButenscrsa Poccmiicioit Menepartinn Ne842 ot
24.09.2013 roma (¢ H3MEHEHHAMH M [ONOJHEHWsMH B pemakumn ot 25 smpaps 2024 rona),
peBIBIAEMBIM K JMCCEPTALMSM Ha COMCKAHHME YUEHOH cTenenn kammuuara Hayk, a Lllarniosa
AnexcuHa AJeKCceeBHa 3aCiy)KHBACT MPHUCYKACHUsI HCKOMOM CTEMEHH KaHIuaaTa MeIHIMHCKHX HayK

110 crenranbHocTh 3.1.28 — remarosiorust v nepejnBaHiue KpOBH.
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