Ouenka MyTanuii TeHOB, OTBETCTBEHHBIX 32 INMUTeHETUYECKYI0
peryasinuio reaoma (DNMT3A, IDH1, IDH2, ASXL.1), y nauueHToB ¢
OCTPBIM MHEJI00J1aCTHBIM JIEHK030M HU3KOI0 M MPOMEKYTOUHOT0
puckKa B 1e010Te 3200/1eBAaHUS M B IOCTUHAYKIIMOHHOM Nepuoje.

AKTyaJ’[LHOCTL HCCJICI0BaAHUA

Ocrtpriit Mueno6nacTHbIi neiko3 (OMJI) - rereporeHHas rpyrna KIOHATBHBIX OMYXOJIEBBIX
3a00J1eBaHUI CUCTEMBI KPOBH, CTPATEIr sl TEPAIMM KOTOPBIX OCHOBBIBAETCS HA OIPEIEICHUH
TeHEeTUYECKOM rpymmbl pucka. OgHuM U3 HanboJee BaXHbBIX HarpasieHuil repanuu OMJI
ABJISICTCA AJJIOT€HHAs TpaHcIIaHTaus koctHoro mosra (TKM), moka3anusiMu kK KOTOpoi
ABJIIETCS BBISIBJIEHUE IPOrHOCTUYECKH HEOIArONPUATHBIX T€HETUYECKUX U MOJIEKYJISIPHBIX
aHOMaJIni, 00YCIIaBIMBAIOIIMX BEICOKUI PUCK pelunBa 3adoseBanus. /i nalueHToB ¢
0J1aronpuATHON U MPOMEXKYTOYHON IUTOreHeThUecKo! rpymnbl pucka TKM B nepBoit
PEMUCCUM HE BKJIFOUYEHA PYTUHHO B IporpaMmy Tepanuu. OaHako, y yactu nauesnTos (20%
40%) B mTaHHBIX TPyNIax OTMEYAECTCs Pa3BUTHE PELUIUBOB, B TOM YHCIIEC B pAHHUE CPOKH.
AHaIU3 JIATEPaTyPHBIX JaHHBIX I103BOJISAET IPEANIOIOKUTD CBSI3b PA3BUTHS PELUIUBA Y
MaLMEHTOB HU3KOW U MPOMEKYTOYHOM TPYIIT PUCKA C HATUYUEM MYTALIMN B F€HAX,
OTBETCTBEHHBIX 3a SMUTeHeTHUECKY0 perysiuio reaoma (DNMT3A, IDH1, IDH2, ASXL1),
KOTOPBIE 0 HACTOSALIETO BPEMEHU HE BKJIFOYEHBI B KPUTEPUH, ONPEIEIAIONINE BICOKUN PUCK
3a0osieBaHus. BbisBIeHNE JaHHBIX MyTalUH U UX CTaOUIbHOE COXpaHEHUE Ha oHe
crangapTHoU [IXT MOkKeT mO3BONNUTH BBISIBUTE ITOATPYIITY NAMEHTOB C BBICOKUM PUCKOM
penMIuBa U OTIPEIENIUTh TOKa3aHus K autorenHor TKM B nepBoit pemuccun 3a001eBaHMs.

Hayynas niargopma

OHKOJIOTHA

Ilinanupyemblii (ble) HaAY4YHbI€ OAPA3AeJIeHUS] MCIIOJHUTEIM (C YKa3aHUEM PYKOBOAUTEJIS
HCCJIeTOBAHUS)

PykoBoauTens uccnenoBanus — qupektop MHCTUTYTa TeMaToNIOTUH A.M.H. TPod. 3apUIIKHii
A1O.

Hcnonnurenu:

HNucturyt remaronorun ®I'bY "C3OMMUIL] um. B.A.Anmazosa" Munsapasa Poccun

KiroueBnle cjioBa

‘ OMJI, DNMT3A, IDH1, IDH2, ASXL1, Tpa"cruianTaius KOCTHOTO MO3Ta.

Heab npoexra

Brissnenne Bmustaust mytaruiit DNMT3A, IDH1, IDH2, ASXL1 Ha nporHo3 naiueHToB
MIPOMEKYTOUHOMN U OJIarOMPUSITHONW IUTOTCHETHUECKUH TPYIIIIBI PUCKA U OTIPeIeTICHNE
MoKa3aHU# K BBIMOJIHEHHIO ajutoreHHoil TKM B nepBoii pemuccuu 3a001eBaHus

3agaum npoekrTa

1. Bosenenune mytanuit DNMT3A, IDHI, IDH2, ASXL1 y mauuentoB ¢ OMJI npu
BepU(pUKaLUU AUarHO3a.

2. OmnpeneneHue AMHAMUKU BBISABJICHHBIX MyTalluii Ha (hOHE Tepamu.

3. Bmusaune myrtarmii reroB DNMT3A, IDHI1, IDH2, ASXL1 Ha BepoSTHOCTH pa3BHTHUS
PaHHEro peuuanuBa B COYETAHUU C IPYTUMU MOJIEKYJIAPHO-T€HETUYECKUMHU aHOMAIUAMU
Y B N30JJMPOBAaHHOM BapHaHTE.

4. Pa3paboTarh MOJeNb CTpaTU(UKALUN PUCKA PEIIUIUBA MMAIIUEHTOB HU3KOU U
IIPOMEKYTOUYHON IUTOT€HETUYECKOW IPYIITION pUCKA HA OCHOBAHWMHY BBISIBJICHUS MYpPALMI




TE€HOB JMUTCHETUYECKON PEryssalUy FeHOMa [ ONPEAEIICHUS ITOKAa3aHUM K aJUIOT€HHOU
TpPaHCIUIAaHTALMU KOCTHOI'O MO3Ta B [IEPBOU PEMUCCHUMU.

O:xunaemble pe3y/ibTaThbl POEKTA

Bynet BeieneHa rpymnmna naiydeHToB ¢ HeOJIaronpusTHBIM MMPOTHO30M B 3aBUCHMOCTH OT
myTtanuoHHoro cratyca renoB DNMT3A, IDH1, IDH2, ASXL1 B neGrote 3a0oeBanus U B
MOCTUHAYKITMOHHOM IEPUOJIC CPeAr OONBHBIX C HU3KUM U IIPOMEKYTOUYHBIM
nurorenernueckuM puckom OMIJL. Byner co3aan airopuT™ TaKTUKU BEICHUS TAHHBIX
MAIMEHTOB ¢ BKIItOUeHHEeM B Tepanuio aio TKM B niepBoii pemuccun 3a001eBaHus.

Ha3znavenue n nmpeanojgaraeMoe ucCroJib3oBaHnme (BHenpeHne) PE3yJbTaTOB IIPOCKTA

BHenpenue pe3ynbTaToB UCCIIEAOBAaHMS B KIMHUUYECKYIO IPAKTUKY JUIsI ONTUMU3ALUH BEICHHS
HALMEHTOB C OCTPBIM MHUEIO0JACTHBIM JIEUKO30M.

Onucanue npeajiaraéMoro Hay4YHoro uccjaeJ10BaHnust

VY NanueHToB ¢ OCTPbIM MHETO00JACTHBIM JIEHKO30M OYAET BBHIIIOJHEHO MOJICKYIISIPHO-
renerudeckoe uccienoanne (DNMT3A, IDHI, IDH2, ASXL1) B nebrote u B
MOCTUHIYKIIMOHHOM TEPHO/IE, a TAKXKE MPOBEICHA OIIEHKA CTaTyca OCHOBHOTO 3a00JIeBaHUS
(Mopdonoruyeckoe, MOJIEKYIIPHO-TEHETUYECKOE, ITMTOTEHETUYECKOE UCCIIEI0BAHNE KOCTHOTO
Mo3ra). byner npoBeaena koppemnsius Mex1y BoisinieHuem mytaiuii DNMT3A, IDHI1,
IDH2, ASXL1 n 4acTtoThl BCTPEYAEMOCTHU APYTUX MOJEKYISIPHO TEHETUUECKUX U
[IUTOTCHETUUECKNX aHOMAJINH, a TAKXKE KOPPEJAIUs ¢ BOSHUKHOBEHUEM PAHHEr0 PeIUINBa.

Onucanue HAY4YHBIX IIOAX010B U METOAOB, UCIIOJB3YEMBIX JIJISI PCIICHUS MMOCTABJICHHBIX
3agav

1. Meton noimMepa3HOU EITHON PEaKInu;
2. CraHIapTHOE KapHOTHUITUPOBAHUE;
3. Meroa tapretTHoro cekBeHHUpoBaHus (Metoa CaHrepa).




