OT3bIB

Ha aBTOpedepar nuccepranuu lllaTunoBoit AnekCHHBI AJeKCeeBHbI
«IIporuoctudeckoe 3Ha4eHNE MyTalllil TeHOB AMUreHeTHUecKkoi perymnsuuu (DNMT3A,
IDH1, IDH2, ASXLI)y manyueHTOB C OCTPHIM MHEJIOUTHBIM JIEUKO30MY,
[IPEICTAaBIEHHON HAa COMCKAHNUE YYEHOU CTEeTIeHU KaHAuaTa MEIULIMHCKUX HAyK 10
crequanbHOCTH 3.1.28 — remMarosorus ¥ nepennuBaHue KpOBU

| Octpsiil Muenounnbii netikoz (OMJI) ~ 30KaYeCTBEHHOE 3260/IeBaHIE CHCTEMB
KpOBH, XapaKTepusylolleecsi KpalHe arpecCUBHBIM TEUEHHEM ¢ BBIPAXXEHHOU
IFeHETUYECKOW IeTepOreHHOCThI0. B HacTosiiee BpeMsi MPUHATHE TEepPaneBTUYECKOTO
pelieHus 0asupyercsi Ha PUCK-aTaNTHPOBAHHOW MOIENM CTPaTH(UKAIMU MAIlHEHTOB
(ELN-2022), ocHOBOM Aisi KOTOpPOH SIBJISIOTCS BEIABIsieMBble B jeOroTe 3abo0JeBaHUs
XpPOMOCOMHbBIE a0eppalii W TeHHBble MYTalldd C W3BECTHOMU nporHocmqecxoﬁ
3HAUMMOCThI0. OHaKko, He CMOTpPSl HAa JOCTHTHYTHIA MPOPBIB B MOHUMAHUU OUOIOTHH
OMIJI u pa3BuTUM TapreTHoi (hapmaxkoTepanuu, O0ojee 4eM y IOJIOBHUHBI MAIlYEHTOB
OTMEYAEeTCsl pe(paKkTepHOe ' WIM pelUIUBUpYyIOllee TEUeHWe, U JIMIIb YeTBEePTh
OCTaroTCs YKUBBI CIyCTSI ISTh JeT oT MOMEHTa BepUdUKaAIIUU
nuarHosa. TpaHcnaHTaluusl ajuIOTeHHBIX CTBOJIOBBIX I'e€MOMO3THYECKUX KIETOK (asuio-
TI'CK) siBnsieTcss OCHOBHOM OIMIIMEH, MO3BOJISIFOIIEH YIydIlUTh MMOKa3aTenu oOImel u
Ge3peLIMBHON BBDKHBAEMOCTH OONBHBIX. IIpM 5TOM IOKA3aHHS IS BBHIIOTHEHHS
ano-TI'CK B mnepBoli MONHON peMUCCHU OJHO3HAYHO OIpeNesieHbl JIUIIb s
NAalMEeHTOB C HeOJaronpusiTHBIMU TeHETHUYEeCKUMH ITOJIOMKaMU (ELN—2022). Crour
OTMETUTb, 4TO TmocheAHue oOHOoBIeHHble pekoMeHmauwu ELN 2022 roma He
OXBaTbIBAlOT BEChb CIIEKTP TEHETHYECKUX aHOMAaJMM, YCTOMYMBO BBISBISIEMBIX Y
nanpeHroB ¢ OMIJL, B CBA3M ¢ HEONHO3HAYHBIM MHEHHUEM OTHOCHTENBHO HX
IIPOTHOCTUYECKOrO 3HadyeHWs. VI3ydeHue HOBBIX I[OTEHIUAIbHBIX OHOMapKepoB
[IPOTHO3a C BO3MOXXHOCTBHIO ONTHMM3ALIMM TEPareBTUYECKOrO0 MOAXOAa SBISETCS Ha
CErofHsLIHUYN AeHb KpaiiHe Ba)XHOU 3aaaueii. OQHUMHU U3 TaKOBBIX SBIISIFOTCS MY Talu
reHOB JINUIEHEeTUYeCKOU perynﬁunﬁ, KOTOPBIM Y IIOCBAIIEHO HCCIELOBaHUE

nuccepranTa llatumosoit ALA.



Hayunas HoBU3HA paboThl OdeBHIHA. J[uccepTaHTOM OBLIO JIOKA3aHO, HTO
MYTHUPOBaHHBIN BapUAHT rena ' DNMT3A SIBJISIETCS HeOIaronpUsi THHIM
IIPOrHOCTMYECKUM (PAaKTOPOM B TIpyNIe MAlUEeHTOB C HOPMAalbHBIM KapHUOTUIIOM,
myTaiusmu resos NPMI w/unu FLT3 (ITD), GnaronpusTHOM TPYIIIBI T€HETHYECKOTO
pucka (ELN-2022). Brnepsble Ha OCHOBaHMU HCCIIENOBAaHMs KOMILICKCA hakTopoB
BBIIENICHA yHHMKaJbHAs, 0 HACTOSIIEr0 BPEMEHW HE OIMCaHHas, KOropra IMalHeHTOB
HeOJIarONpPHUsTHOTO IIPOrHO3a C TPOMHBIM MYTallMOHHLIM CTaTyCcOM ICHOB NPMI,
DNMT34 (R882) wu FLT3 (ITD) («FND»). MHTepecHBIM  NPEACTABISACTCS
COTOCTAaBUMOCTh (haKTOpa OTHOIIEHHS PHCKOB IPYIIbl «FND) ¢ TaKOBBIM y [ALMEHTOB
C HeOaronpUsTHBIMU XPOMOCOMHBIMU abeppalisIMH. Kpome TOTO,
TIPOJIEMOHCTPUPOBAHO YXy/IIEHHE MOKa3arelieil IPOrHo3a MalMeHTOB OnaronpusiTHON
rpynmnbl reserudeckoro pucka (ELN-2022) npy Hanuguy COILy TCTBYFOLINX MyTaui 12
sk3oHa reHa ASXLI. TlonydeHHble [OaHHBIE ITOAHMMAIOT BOIPOC ﬁeo6xo;LHMOCTH
paciuMpeHus OKa3aHuil K BRINOMHeHHO auio-TT CK B nepBO# IOJTHOM PEMHUCCHUHU.

IIpakTuueckas. 3HAYUMOCTh  HACTOAIIErO  MCCIEZI0BAaHMS  BBICOKA. Tax,
JIMCCEPTAHTOM OIpeJeeHa KOropra MalieHToB, KOTOPEIM 11eecoo0pa3Ho NpoBeIeHNE
B ne6roTe 3a60JeBaHMs OLEHKH MyTallMoHHOro craryca renoB DNMT34 w IDHI/2, a
TAKOKe MOJYEpPKHYTa HEeOOXOIMMOCTh MCCIENOBAHUS MYTAlMOHHOTO CTaryca reHa
ASXL] B TOM 4mcie B IpynnebIaronpusaTHOrO reHeruyeckoro pucka (ELN-2022). B
paboTe TakXe MpOaHaJIW3UPOBAHO BUSHME BHIOOpA BApHAHTA HMHAYKLMOHHOM
XAMHOTEpAllM{ Ha [POrHO3 MAI[MEHTOB C MYTHPOBAaHHBIM .CTaTyCOM IC€HOB
SMUNEeHETHYECKOW PEryNsldu — JJis IalUeHTOB, KOTOPLIM HGBOSMO)K‘HO TIpOBEICHUE
CTaHJAPTHBIX W/WUJIM MHTEHCUBHBIX BAPUAHTOB JICUCHUS, B CIly4ae BBISIBICHUS MyTalun
B renax IDHI/2 wim DNMT3A, TpeanodYTUTENbHBIM SIBISCTCSA HCIIONB30BAHNE
HU3KOMHTEHCUBHBIX CXEM TEpalWy C BKIIFOYCHUEM BEHETOKIIAaKCa.

JI0CTOBEPHOCTh MPEJICTABIEHHBIX PE3yNbTaTOB U 0OOCHOBAHHOCTH IOIYYEHHBIX
BBLIBOJIOB HE BBI3BIBAIOT cOMHeHuH. Mccinenosanue [MlarunoBoit A.A. mpoBeneHO Ha
DeNpe3eHTaTHBHOM M HocTarodHoil mo obbemy (147 TAIMEHTOB) BBIOOPKE C
MCIIONB30BaHUEM COBPEMEHHBIX M BBICOKOUYBCTBUTEIBHBIX METONOB IMArHOCTHKH.

Bbl6paHHble AUCCEPTAHTOM METOABI CTATHUCTUYECKOI'O aHajIn3a I03BOJIAIOT peaiu30BaTh



TMOCTABJICHHbIE 3a/la4ll M JOCTATOYHbI JUISl COOTBETCTBHS KPUTEPHSIM TOCTOBEPHOCTH.
ABTOpedepaT HanucaH B COOTBETCTBHH C YCTAHOBIIEHHBIMU TPeOOBaHUSMH.

BompocoB u npuHUMNUANBHBIX 3aMmedaHWid HeT. Fcxomss w3  aHanusa
aBTope(’pepaTa, auccepraunonHas pabora IllarumoBoit A.A. O CBOe# aKTyalbHOCTH,
HAay4YHON HOBM3HE, 00bEeMY HCCJIEIOBaHHN M MPaKTUYECKOH 3HAUMMOCTHU HOMHOCTBIO
COOTBETCTBYeT TpeboBaHMAM I1.9 «lIONOXKEHUS O NOPsAKe HPUCYKACHUS YUYEHBIX
creneHel», yrteepxzaeHHoro IlocrtanoBneHuem I[IpaBuTenbcTBa Pcb Noe 842 or 24
ceHta0pst 2013 roma, B pemakimu ot 11 cenrsiops 2021 rona, npeﬂLﬂBnﬁeme K
JHCCepTalMAM Ha COMCKaHHE YYeHOW CTeleHH KaHiupara Hayk, a lllarmnosa A.A.
3aCIy)KUBaeT MPHUCYXICHUS UCKOMON CTEleHH KaHIumara METUIMHCKHX HayK IIo

crerransHocTy: 3.1.28 — reMaTonorus u repeaIrBaHie KPOBH.

IMpodeccop xapenps repanu OHK «MHCTUTYT MEAMIMHBL K HAYK O XHA3HU
(MEJBHO)» ®I'AOY BO «b®Y um. W. Kanrtay, n.m.H. (14.01.04 — BuyTpennue
6onesnu; 14.01.21 — emaronorus n nepenBaHue KPOBH)

JE0Y 20404 \ il bynuea HaTaJIbH Bopucosna

s, bynuesa Hartanbs bopucoBHa, naw cormacue Ha o0pabOTKy MOUX TepPCOHATbHBIX

AaHHBIX B OT3LIBE M pa3MEIICHHUEC UX B CETHU I/IHTépHeT.
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