OT3bIB

Ha aBTOpedepar aucceprannoHHoi padotel KamakoBoit Anactacuu Uropesusl Ha Temy: «M3yuenue
MOJIEKYJIIPHO-TEHETUYECKOTO MTPO(UIIS KPOBETBOPHBIX KJIETOK Yy MAI[MEHTOB C OCTPBIMU
MHEJIONIHBIMH JIEHKO3aMK», IPEACTaBICHHYIO HA COUCKAHHE YICHOU CTENECHH KaHauaaTa

MEIUIMHCKUX HayK 110 crienuanbHocTh 3.1.28. — ['emaTonorus u nepenuBaHue KpoBH

OcTpble  MHUENOWAHBIE JIEHKO3bI — 93TO TpyNNa arpecCHMBHBIX  3JI0KAYECTBEHHBIX
HOBOOOpPa30BaHUN CHCTEMBI KPOBH, IIPOrHO3 IPH KOTOPBIX OOYCJOBIEH, B TEPBYIO OYepe/lb,
MOJIEKYJIIPHO-T€HETHYECKUMHU XapaKkTepUCTUKaMHU OILyXOJIEBOTO KJIOHA. CoBpemeHHbIE
YyBCTBHTEIbHbBIE METO/bI T€HETUYECKOTO aHAIM3a MO3BOJISIOT BBIIBIISATH TEHETHYSCKHE HAPYIICHHS Y
NAlMEHTOB C OCTPHIMM MHEJIOMIHBIMU JIEHKO3aMH Jlake€ B TOM Cllydyae, €CJId KJIOH KIETOK C STHMH
HapyLIEHUSIMU IPUCYTCTBYET B HE3HAYUTEIILHOM pa3Mepe. Y UUThIBast, YTO y OOJIBINUHCTBA MAIHEHTOB
OOHapy»KHBAalOT HE OJHY, a HECKOJIbKO TE€HETHYECKUX HapyIIeHHH (XPOMOCOMHBIX IE€PECTPOEK,
JpaiBEepHBIX MyTalUi, AONOJHHUTEIBHBIX CHTHAJIOB OT JIOKYCOB OMNpPENEIEHHBIX T€HOB M T.1.),
UCCIIEIOBAHHE Pa3HOOOpa3Hsi MOJIEKYJSIPHO-T€HETHYECKUX aHOMAIUM y MAllMeHTOB C OCTPBIMH
MHUEJIONIHBIMA  JIEHKO3aMH  NPEACTaBIs€TCd  JOCTATOYHO  aKTyajdbHOW HAy4YHOM  3ajaueci.
AXTyanbHOCTh 3TOH 3aJaud TeM Oojiee HECOMHEHHa, YTO, HECMOTPS Ha YCHEXH B H3YYEHHH
OHMOJIOTHYECKOH TONOIJIEKH OCTPBIX MHEIOWIHBIX JICHKO30B, CBEJEHHS O MPOTHOCTHYECKOM
3HaYMMOCTH T€X MJIM MHBIX MyTallMi (Harmpumep, MyTalluil T€HOB, aCCOMUPOBAHHBIX C KJIOHAILHBIM
KPOBETBOPDEHHEM), IIOKA 4YTO MPEACTABISIOT «CEPYI 30HY»: JaHHble 00 HX IPOrHOCTHYECKOM
3HAQYUMOCTH OCTAIOTCSI IPOTHBOPEYMBBIMH.

JlanHas JQuCCEpTallMOHHOM paboTa MOCBSIIEHA HW3YYEHHIO MOJEKYJISPHO-TEHETHUECKOTO
NpOQuIIs KPOBETBOPHBIX KJIETOK Y MAlHEHTOB C OCTPHIMH MHENIOMIHBIMH JIEHKO3aMH, MOJIYYalOIINX
TEpanui0 B paMKaxX €IMHOro MpoToKoyia jedeHus Poccuiickoit mccnenoBarenbckoil rpymmsl. Ha
COOCTBEHHOM BBIOOPKE (N = 67) OBLIO BBINOJIHEHO AWHAMUYECKOE M3ydYEeHHE MYTAIHOHHOTO MPOQHMIIs
IIaHEeJIM TeHOB Ha pa3HbIX 3Tanax Teparuu.

ABTOpPOM OBUI OXapaKTepPU30BaH MYTALMOHHBIA CTATyC «IApaiBepHBIX» reHos (FLT3-ITD,
NPMI, CEBPA) v TeHOB «KJIOHAILHOTO KpoBeTBopeHus» (DNMT3A4, TET2, ASXLI) y nauueHToB B
AeOroTe 3abosieBaHMs, B PEMHCCHH JHMOO TNpPH KOHCTarauud pedpakTepPHOCTH, B pEIHIHBE
3abosieBaHus. BbIOIHEH aHANMM3 acColMalMH HCXOIHOTO MOJIEKYJISPHO-TEHETHYECKOro MpOQHIs
KPOBETBOPHBIX KIETOK € 3((EKTHBHOCTBIO JIEUEHHMs, IHOKasaTelsiMu oOmEeH M Oe3perauBHOM

BbDKMBAEMOCTH Ha CpOKax HaOmojieHus 2 W 4 roja, BEPOSTHOCTBIO Pa3sBUTHA pElMANBA. BbU1O



IIOKa3aHo, YTO IPU MCYE3HOBEHHH B IPOLIECCE JICUCHHUs OJHON U 00jee M3 MCXOIHBIX ME€HETHUYECKUX
MYTall{i, BEPOATHOCTh Pa3BUTHUSl PELUIMBA HA Cpoke HaOMIOJeHHs 2 roja Oblia 3HAYUMO MEHBIIE.
JlanHble THHAMHUYECKOTO MCCIIEIOBaHMS aJUICNIbHOM HArpy3KH MyTallMii TeHOB ObLIM COMOCTABIICHBI C
KIIUPEHCOM MUHUMAJIbHOM OCTaTOYHOH 0ose3HH, HCCIIEIOBAaHHOM METOJIOM
MMMYHO()EHOTHITHPOBAHHUS. BBIIO MPOIEMOHCTPHPOBAHO, YTO MEPCHCTEHIMS COYETAHHBIX MYyTallmii
I€HOB KJIOHAJILHOI'O KPOBETBOPEHMSI MOXKET 00YCJIaBIMBATh MOBBIIICHHBINH PUCK Pa3BUTHS PELMIMBA,
YTO JMKTYET HEOOXOIUMOCTh KOMIIEKCHOH OLIEHKH OITYXO0JIEBOTO KIIMPEHCA Ha BCEX dTalax JIeUeHHs.

Hayunas 100pOCOBECTHOCTh aBTOpa HE BbI3BIBAGT COMHEHHi. B pabore mpencraBieHbl
KJIMHHMKO-JIA0OPAaTOPHbIE XapaKTEPHCTUKH TAlMEHTOB, BKIIIOYEHHBIX B MCCIIEAOBAHME, OIHCAHbI
pe3yibTaTel Tepanu¥ y BKIIOYEHHBIX MAlMEHTOB, MPHBEAEHBI pE3yJbTaThl MOJIEKYJISAPHO-
FEHETHYECKHX HMCCIIEIOBAaHMM, TIOJIY4YEHHbIE JaHHblE WHTEPIPETHPOBAHBI C HCIOJIb30BAHHEM
aZIeKBaTHBIX MAaTEMaTH4YECKHX IIPOrpaMM M METOAMK, UYTO MOJATBEPKIAET TOCTOBEPHOCTD MOJIyUYEHHBIX
pe3yJabTaTOB U CIIENAHHBIX HA OCHOBAHUH 3TOTO BBIBOJIOB.

ABTopedepar BBHIIOJNHEH B COOTBETCTBUH C OOIIETIPUHATBIMH TpeOOBaHHUSAMH, OTpaXKaeT
OCHOBHBIE IIOJIOKEHHUS JUCCEpTalliy, IPAKTHUECKYI0 M HAYYHYIO 3HAUYUMOCTh HCCIIEIOBAHMS.
[TpuHIMIIHANBHBIX 3aMeYaHui K aBTOpedepary HeT.

[To Teme nauccepTanOHHON PabOTHI OMYOIUKOBAHO 5 pabOT B XKypHAIaX, PEKOMEHI0BAHHBIX
BAK Munucrepcrsa oOpazoBanus 1 Hayku PO, a Taxke 15 Te3uCHBIX COOOMIEHHH, W3 KOTOPHIX 7 — B
AHIJIOA3BIYHBIX COOpHHKAX KOH(epeHIH. OCHOBHBIE pe3yibTaThl JUCCEPTALMH JOKIAAbIBAINCH H
00CYXIalucCh Ha Pa3IMYHBIX HAy4YHBIX KOH(EPEHIHMSIX B BUJC TE3UCHBIX COOOIIECHHH, MOCTEPHBIX U

YCTHBIX JOKJIaJ0B.

3ak/Ir04eHue

Anamu3 astopedepara KamrakoBoit Anactacud WropeBHBI INO3BONISET 3aKIIOYHTH, YTO
auccepTanus Ha TeMy «V3ydeHue MOIEKyJSpHO-FeHEeTHYECKOTOo MPOdusi KPOBETBOPHBIX KIIETOK Y
NAlMEHTOB C OCTPHIMH MHEJIOUIHBIMHU JIEWKO3aMHU», BBHIIOJHEHHAs II0J PYKOBOJACTBOM JOKTOpa
MEIUIMHCKUX HayK [lapoBnunukoBoit Enensl HuKonaeBHBI, SBseTCS 3aKOHYEHHOH HAy4YHO-
KBaJIM(PUKAMOHHON pabOTOMH, MPOBEIEHHOM Ha BHICOKOM METOIMYECKOM H HAaydHOM ypoBHe. Mcxoms
M3 COJIepXKaHWs aBropedepara, HCCIENOBAHHE SBISETCS AKTyalbHbIM, HMEET HAyYHYIO H
NpaKTHYECKYI0 LEHHOCTh. TakuMm 00Opa3om, AHCcepTalus MOJHOCTBIO COOTBETCTBYET NMyHKTam 9-14
«ITonoxenuss 0 mnopsake NPHCYXKICHUS YYEHBIX CTeNeHei», yTBepkIeHHOro I[locTaHOBIEHHEM
IlpaButenncTBa PO ot 24 centsiops 2013 roma Ne842 (¢ M3MEHEHHSIME U JOTONHEHUSIMH B pelaKkuuu

ot 18 mapra 2023 roza), npebsABISEMbIM K JUCCEPTALMSM HA COMCKAHHE YUCHOI CTENEHH KaHIuaaTa



Hayk, a cam aBTop, KamurakoBa Amnacracust MIropeBHBI, 3aciy’KHBaeT HCKOMOM y4Y€HOM CTENeHH

KaHau1aTa MEJIMIMHCKUX HAYK 110 crenuanbHocTh 3.1.28. — 'emaTonorus u nepenuBaHue KpoOBH.

JOKTOp MEIMIMHCKHX HayK, JOLEHT, 3aMECTHTEIb JUPEKTOpa Mo HaydHoii pabore «Hayuno-
HCCJIEI0BATENbCKOTO HHCTUTYTA JETCKOH OHKOJIOIHH, FeMaTOJOTHH U TPAHCILIAHTOJIOTHH UMEHH
P.M. Topb6aueBoii» Ilepsoro Cankr-IlerepOyprckoro rOCyJapCTBEHHOTO MEJIHI[HHCKOro
yHuBepcuTera uMmeHH akagemuka U. I1. [1aBnosa, npodeccop kadeapsl

reMaToJIOTUH, TPaHCPY3HOJIOTHH U TPAHCHIIAaHTOIOTHH C KyPCOM JIETCKOM OHKOJIOTHH (paKysibTeTa
II0CJIEBY30BCKOro oOpa3oBanus uMeHu gpodeccopa b. B. AdanacreBa

MouceeB UBan CepreeBuu



