OT3bIB
JIOKTOpa MEAHIMHCKUX HAYK, npodeccopa Kadeapbl rOCHHTAILHOM Tepannn
Fansyraunosa I'enmara CansixyTannoBnya Ha aBTopedepar AuccepTanmu
Caspuiiosoii Ancy MyxapsimoBubl «OcobeHHocTH Tevenusi Ph-neraTuBHbIX
MHEJIONPOJIN(EePaATHBHBLIX HOBOOOPA30BAHUN ¢ PA3THYHBIMH FeHeTHYCCKHMH
MapKepaMu», MpeJICTABJIEHHYI0 HA COMCKAHUE YYEHOH CTeIEeHH KaH/1H/1ara
MEeIHIIHHCKHX HAayK

o cneunaipHocTy 3.1.28. 'emaTosiorusi 1 nepesinBanue Kpopu

Padora Caspunosoil Asnicy MyxapsMOBHBI TOCBSIIIEHA H3YUCHHIO BOIIPOCOR
TCHCHHMS, IMpPOrHo3a W pe3ysNbTaTOB Tepaluu Yy MalueHTOB ¢ Ph-HeraTuBHBIMU
MHeJIONPOJIH(pepaTHBHLIMU  HOBOOOpazosanusamu (MITH). B nacrosiiee Bpems
OTMCYCH POCT MAIMEHTOB C JIaHHOW HO30JI0THeH, 4To, Oe3yciioBHo, obycaaBIuBacT
AKTYaJIbHOCTH JIJAHHOI'O Mcciie/loBaHus. B Hacrosiniee BpeMms Jloka3aH KJIOHAJIbHBIN
XapakTep 3a0ojicBaHMs, HO OIpaHMYeHbl JIAaHHbIE O BO3MOKHBLIX OTJIMYHSX
MOJICKYJISIPHO-TCHETHYECKUX  XapakTepucTUK Ph-neratusueix MITH B paziuunbix
pernonax. HepocraTouHo M3yueH MeXaHW3M BIUSHHS alljielbHOM Harpys3ku reHa
JAK2V617F na rtedenue Gose3HH. DTO jenaer aKTyaJbHBIM JIaHHYIO paldoTy U
[O3BOJIMT paspaboTarh alropuTM JIMArHOCTHKM HA OCHOBE MONYUCHHBIX JIAHHBIX O
MOJICKYJIIPHO-IEHETUYECKUX XapaKTepUCcTUKaxX nanueHTos ¢ Ph-ueratusibivu M1 1H.

ABTOpOM 4€TKO CcHOpMYyTHpOBaHbl LelM M 3ajaud MccleaoBanus. Beero
BKJItO4eHo 128 . nmaumeHtoB ¢ Ph-nHeratuBHbIMU MHUEJIONIPOJIHPepaTHBHBIMN
HOBOOOpa30BaHUAMM, IIPOXKHBAIOLIMX B Pecry6iiike Tarapcran. B pabGore
lIpoaHa/in30BaHa 4acToTa BCTPEYACMOCTH JIpalBepHBIX MyTalui renos JAK2V617E,
MPL, CALR v reHoB snureHetudeckoil perynsuun EZH?2, ASXL1.YcraHoBieno, 4to
y nauuenToB Pecnybnnku Taraperan joctoBepHo ualie BeTpeyaercs MyTalus B reHe
JAK2VO1T7F, B cpaBHEHHM C KOHTPOJILHOH TPYNIMON MallHeHTOB ropojia CaHKT -
[lerepOypr. B Toxe Bpemst BbisiBeHHe MYTAI[MH I'eHA AUreHeTHUCCKON peryJsiiuu
ASXL1 3naunuMo HukKe, YeM B Irpyliie cpasHenus. M3ydeHo siusinue 1ia aJICIIbHYIO

Harpysky rena JAK2VOIT7F npumensemoit Tepanuu (rujapoxcukapbamMui  wiim



uHTeppepon — anbga). IlokazaHo, 4ro Ha ¢oHe MHTepQEepOHOTEpaITUK ajle/IbHas
Harpyska JIOCTOBEPHO CHMIKACTCsl, YTO, KOHEYHO, HAJ0 YYMTBIBATHL MpH Moj00pe
Teparuu. Ha ocHoBanWM mOJNyYeHHBIX pe3y/bTaTOB MPEUIOKEH AlrOPHTM
AMArHOCTHKH  NAlMEHTOB ¢  Ph-meratmBHbIMH  MuenonposimdepaTtvBHbIMHU
HOBOOOPA30BaHMAMHU, KOTOPBII BHeJpeH B paboTy reMaTOMOrHYECKHX OT/le/eHUi
PecrnyOnuku Tarapcran.

Hayunas nHoBM3Ha, aKTyaqbHOCTH, NPAKTHUYECKAS 3HAYUMOCTDH HE BbI3bIBAIOT
COMHeHMs.  ABTOpedepaT OTpa)kaeT OCHOBHBIC HAIlPABICHUS BBIIOIHEHHOIO
AMCCCPTAILIMOHHOTO  MCCJICIOBaHMA. 3aMevyaHuil 1O COJepKaHMuIO, HAUCAHUIO M
oopMIICHHIO HET.

Takum  obpaszom, jmccepralMoHHOe — HCClIEOBaHUE CaBpuiioBoit  Asicy
MyxXapssMOBHBI Ha TEeMY «OcobeHnoctu TEYCHUSI Ph-neraruBhbix
MHCJIONPOTH(EPATUBHLIX  HOBOOOPA30BaHUI ¢  pa3sIMUYHBIMM  eHETHUCCKUMU
MapKepamMm» COOTBETCTBYET TpeOoBaHMAM I1. 9 « IToJ103KeH s O TIPUCYKJICHUY YUCHBIX
creneneit» Ilocranosnenns Ilpasurensctea  P® Ne 842 or 24.09.2013 r. ( ¢
U3MEHEHUsIMU B peniakiuu [locranosnenus [paBurensctea PO No335 or 21.04.2016
roga Ne748 ot 02.08.2016, Ne650 ot 29.05.2017, Ne1024 or 28.08.2017, Nel68 or
01.10.2018), npenbsiBiseMbIX K JUCCEPTAIlMSIM HA COMCKaHUE YUYEHOU CTereHu
KaH/n/ata MEJIMIIMHCKUX HayK, a €€ aBTOp 3aciy)KUBAeT IPHUCYIKJICHUS HCKOMOIN
YUCHOH CTeleHW  KaHAM/JaTa MEAMIHMHCKUX HayK [0 CHelHaIbHOCTH 3.1.28.

['emaronorus u nepejinBaHue KpoBU.

[podeccop kadenprsr rocruranbHoii Tepanuu MejepaibHOro rocy/JIapCTBEHHOIO
O10JUKETHOrO 00Pa30BaTEe/ILHONO yUpeskeHHs BbICIIero obpasosarnus "Kasanckuii
FOCY/IapCTBEHHBIM MEMIMHCKMA yHUBepcHTeT" MHUHHCTEpPCTBA 3/paBOOXPAHCHMS!

Poccniickoii Menepanuu, 10KTOp MEUIIMHCKUX HAyK

[ansyrunos I'enmar CansixyTannoBuy
12.01.2023.

Hommics  npodeccopa  kadenpsl  rocrmranshoil  Tepanuu  MegepanbHOrO

rocy1apCTBEHHOIO 6IOZI>K€THOI‘O O6pa3OBaTeﬂBHOFO YUPECIKJACHUSA BBICILICTO



obpaszosanus  "KasaHCKuil  rocynapcTBEHHBIH — MeAMIIHHCKMI] YHUBeEpcHUTET"
MuHuCTEPCTBA  37IpaBOOXPAHEHMS, JIOKTOPA MEIMIMHCKUX Hayk [amgyravnosa

['eniata CanaxyraunoBuua

3ABEPAIIO

<C/1CPpAJIBHOTIO FOCYIapCTBEHHOI'O 6}()51“/1(0'[‘}{0[‘0

00pa3oBATEIBHOIO 4 SSURmistidz %N BoICIIEro oOpazoBaHus "Kazanckuii

MunucreperBa 3j1paBooxpaneHus

12.01.2023.

DejiepansHoe  rOCYapCTBEHHOE  O1OJKETHOE 00pa3oBaTesIbHOE  YUpPEK/ICHHC
BbICIero odpazosanns "KasaHCKuil roCy1apCTBEHHBIN MeIUIMHCKHI] yHHUBepcuTeT"

MunncreperBa 3apaBooxpanenust Pocceuiickoi Deepanuu

Anpee; 420012, Tlpusosmkcekuit dhenepaibHbiii okpyr, PecnyOnuka Tarapcran,

r.Kasans, yi. byrneposa, 1.49
Tenedon: 8 (843) 236-06-52

DJjieKTpoHHas mouTa: rector@kazangmu.ru



