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OdunmanpHOTO OnMmoHeHTa Ha auccepraruto [llapanmosa Con6o Kambanopuya
«IloTHOreHOMHOE UCCIIEOBAHUE aCCOLMALIMN YPOBHEN N-TIIMKO3UIUPOBAHUS
OEJIKOB TJIa3Mbl KPOBU YEJIOBEKA», IPEAOCTABICHHYIO HA COUCKAHUE YUEHOMN

CTCIICHU KaHaAuaara OMOJIOTMYECKUX HAaYK 110 CIICHUAJIBHOCTHU 1.5.7 — renetuka

AKTYaJIbHOCTH BBINIOJHCHHOH padoThI:

[Iporecc 6uocunTe3a N-rIMKAHOB SIBISIETCS OJTHUM M3 OCHOBOMOJATAIOIINX
B opranusme uenoBeka. C OMOXMMHYECKON TOUKHU 3PEHUS OH SIBJISIETCSI JOCTATOYHO
XOpOIIO H3yYEHHBIM, OJHAKO MOHUMAHHME OpraHU3alu Mpolecca B OOBIYHOU
KU3ZHEJCATEILHOCTH 4YEJIOBEKa NPAKTUUYECKU HE HCCIeAoBaloch. B kadecTBe
Bo3MoxkHoro moxaxona IllapanoBeim Conbo KambanoBuuem mpeasioxkeH
MOJITHOTEHOMHBIA ~ aHanu3  OONBIIMX  OTKPBITBIX  HAaOOpPOB  JaHHBIX  N-
[VIMKO3WJIMPOBAHUSI, TOJYYEHHBIX PE3YJIbTATOB C TMOMOIIBIO TEXHOJIOTUHU
CBEpPXBBICOKOA(DPEKTUBHON  KUAKOCTHOM Xxpomarorpaduu. llensio paboTh
SBJISIETCS TIOMCK T'€HOB, YYaCTBYIONIUX B KOHTpoJie N-TJIMKO3UIUPOBAHUS OEITKOB

IIa3MbI KPOBH 4YCJIOBCKA.

Hay4ynasi HOBU3HA M 3HAYMMOCTh:

B nanHOlt pabGore BHepBblE NPUMEHEH METOJ MOJHOT€HOMHOTO
aCCOLIMATUBHOT'O UCCIEAOBAHMS JIJIs1 ONyOJIMKOBaHHBIX HA00pOB AaHHBIX TwinsUK,
EPIC-Potsdam, PainOmics, SOCCS u SABRE, coxepxamnux wmHopmaiuio 00
ypoBHEe N-TIIMKO3WIMPOBAHUS OEIKOB IUIa3Mbl KPOBU, a TakXe JaHHBIC
T€HOTUITUPOBAHUS.

Jlns mpoBeieHUsT HWCCIENOBaHMS Ha MaTepuaie HECKOJIbKUX BBIOOPOK
BIIEpBhIE ObLT pa3paboTaH METOA TApMOHM3ALMU TJIUKOMHBIX Mpoduieu,
M3MEPEHHBIX TEXHOJIOTUEN CBEPXBBICOKOA (D PEKTUBHOM KUAJIKOCTHOM
xpomarorpadpun (CBIXKX), xoTopbiii Mmoxer ObITh BOCTpeOOBaH Kak B

HCCICAOBAHUAX TI'CHCTHYCCKOI'O KOHTPOJA TIIMKO3HUIIMPOBAHMA 6CJ'IKOB, TaKk U B



AMUJEMHUOJIOTUUECKUX HUCCIEOBAHUSIX CBS3U TJIUKO3WIMPOBAHUS C PHUCKOM
pa3BUTHS 3a00JICBaHUH YETIOBEKA.

B pamkax paGoTel ObLIO BBISIBIEHO |5 JOKYCOB reHOMa 4elioBeka, 9 u3
KOTOPBIX OMNPEAENICHbl BIEPBbIE, KOTOPHIE PEryIUPYIOT N-TIUKO3UIMPOBAHUE
0enKkoB 11a3Mbl KpoBU. OOHApYKEHHBIE T€Hbl OTHOCSITCS K TPyIIaM PeryasiTopoB
tpanckpuniuu (IKZF1, SMARCBI1 u RUNX3), nerpaganuu TIUKONPOTEUHOB
(DERLS3), Tspxenoii nenu nMmmyHorio0ynnHoB (IGH), a Tak:ke npucyTCTBYIOT I'eHbI
¢ "HeuspectHo pynkuueirt (TMEM121 u CHCHDI10). Ilony4yennsie accouuaiuu
MO3BOJIAT BCEM 3aUHTEPECOBAHHBIM HCCIIEIOBATENSIM HUCIIONIB30BATh ATU JAHHBIE
JUII COBMECTHOTO aHaliM3a C JIIOOBIMH HHTEPECYIOIMMHU WX JaHHBIMU
(YHKIIMOHAILHOW T€HOMUKHU.

Pe3ynbTaThl WCCAeAOBaHUA MOPEACTaBICHBI HAa  MEXKIYHApOJIHBIX U
pocCcuicKX KOH(EPEHIUAX, ONMYOIMKOBAHBI B PA3JIUYHBIX KypHaIaX, B TOM YHCIIE

B U3aHusX, BXxoaamnux B [lepeuenr BAK P®.

CTpykTypa auccepranum:

JluccepTanus u3iaokeHa Ha 152 cTpaHuIaX, COCTOUT W3 BBEICHHUS, 0030pa
JIUTEpaTyphl, MaTepuagoB U METOJOB, PE3yJbTaTOB, OOCYXICHUS, 3aKIIOUYCHUS,
BBIBOJIOB, crnucKka juTepatypbl (164 uctounuk) u npuinoxenuil. Taxxke, padora
coaepxkut 10 tabnui, 17 pucyHkoB u 4 Tabnuilbl B 1 NPUIOKEHUN.

Bo  BBegeHunm  aBTOpOM  OOOCHOBAaHAa  aKTyaJbHOCTb  pPaboOTHI,
c(hopMyIHpOBaHbI 1IE€JIH, 3aJa4M, BBIIBUHYTO MPEANOJIOXKEHUE O MPAKTUYECKON
3HAYMMOCTH, OXapaKTEpPU30BaHa CTENEHb ampoOalvy MOTYyUYEHHBIX pe3yJIbTaToOB, a
TaKKe yKaszaH JIMYHbIA BKJIaJ COMCKATelNs B paboTy.

B o0030pe nuteparypsl (riiaBa 1) mOAPOOHO H3I0KEHO COCTOSIHUE
OMOXMMHUYECKUX M OMOMH(OPMATUYECKUX HCCIEeNOBAHUN N-TIUKO3WIMPOBAHUS
O€JIKOB, a TaK)K€ BBISIBJIEHBI TEKylIMe NpoOiemMbl U 0003HAaUeHa 3ajada paboThl.
Marepuansl U METOABl U3JIOKEHBI B TiaBe 2. B rimaBe 3 omucaHbl pe3ynbTaThl
uccnenoBanus. ['naBa 4 nocsiieHa 00CyXAEHUIO MO pe3yibrataMm padbotel. Kpome

TOr0, paboTa COAEPKUT pa3ziesibl «3aKIr0UeHHe» U « BBIBOJIBIY.



B 1uenom, pabora mpeacrtaBiser coOOW YCHENIHO pPeain30BAHHOE
MOJITHOTEHOMHOE acCOIIMaTUBHOE HCCIIEIOBaHKUE, MPEANPUHATYIO aBTOPOM, C
MCIIOJIb30BaHUEM OTKPBITHIX TMOKa3aTeneld ypoBHEW N-TIHUKO3UIUPOBAHUS OEIKOB
IJ1a3Mbl KPOBH, MOJYYEHHBIX Pa3IMYHBIMU HAYYHBIMU TPYIIIAMH IO BCEMY MUDY.
Takolt Mmoaxol SIBASIETCSA COBPEMEHHBIM W OOIIENPU3HAHHBIM METOJOM TOMCKa
HOBBIX  TE€HETMYECKHX  MapKepoB (T€HOB, MNOJIUMOP(PU3MOB,  JIOKYCOB),
YOPaBISIOMINX PA3IMUHBIMU MPOIECCaMu B OMoJIorndeckux opranuzmax. Conado
’KambanoBuu BnepBble MPUMEHW YKa3aHHBIM METOJA JJisl aHajau3a mporecca N-

TJIMKO3UIIMPOBaHUS OEIIKOB.

IIpu ananu3e paGoThl BO3HUKJIM CJIeyIOIINe 3aMeYaHUsA:

1. HenoruyHo mnpoBOASITCS 3aMEHbl HMHOCTPAHHBIX TEPMUHOB Ha PYCCKHUE
anajoru. C OJHON CTOpPOHBI, aBTOP MCIOJB3YET PEAKYI0 abOpeBUaTypy
I[II'NA BMecTO Gosiee pactipoctpaneHHoi nnoctpannoit GWAS, a ¢ npyroit
CTOPOHBI B TEKCTE MPUCYTCTBYIOT CJIOBa «Ka3yaTUBHBIIN» U TMOJ0OHBIE,
KOTOpblE€ HMMEIOT OJHO3HAuUHbIE pycckue aHanoru. KoHeuHo, yKazaHHBIE
O0COOCHHOCTU HUKAK HE BIUSAIOT HA PE3YJIbTAT U BOCHPUSITHE paOOThI, OJJHAKO
Mo OOIIENPUHITHIM HOPMaM PEKOMEHAYETCA YIOTpeOJATh TEPMUHBI U
a00peBuaTyphl Ha A3bIKE OPUTHHAIBLHOTO METO/IA.

2. B paboTe mnpUCYTCTBYIOT HECYIIECTBEHHbIE OTKJIOHEHHUS OT MPUHSATHIX
CTaHJapTOB (hOPMATUPOBAHMS TEKCTA, MOJOXKEHUS rpadukoB U TabIHIl, a
Takke BepcTKU. JlaHHBIE OCOOEHHOCTH HE BIUSIOT HAa LEHHOCTh

BBITIOJTHEHHON PaOOTHI.

3akiouenue

B uemom comepkaHwe — JHMCCEpTAllMd  COOTBETCTBYET  yKa3aHHOMU
CIEUUANIBHOCTH, COJEpKaHUEe aBTopedepaTa COOTBETCTBYET  COJCPKAHUIO
JUccepTalui, MaTepralibl paboThl JOCTATOUHO MOJHO Onyo0snKoBaHbl. [1o 00bEMY,
CTpykType, odopmiuenuto, padbora I[llapanoBa Coxbo XKambanoBuua siBIsSETCS

3aKOHYEHHOW HayYHOKBaIU(PUKAIMOHHON pabOTOH, couepKalleil HOBOE pelieHne



aKTyaJIbHOM Hay4yHOM 3aJayd, BBHIIOJIHEHAa Ha  BBICOYAMIIEM HAay4yHO-
HCCIIEI0BATENLCKOM YPOBHE IO PYKOBOACTBOM AOKTOpa OHOJOTHYECKHX HAyK
IOpus CepreeBuua Ayibue€HKO, U COOTBeTCTBYeT TpeboBanusaM «Ilonoxenus o
OPUCYXACHHMH Y4YEHBIX CTENEHEW», MpeabABISEeMBIM K  KaHIUAATCKUM
JUCCepTallisM, a €€ aBTOp 3aCiy>KHUBaeT MpPHUCYXICHHUS CTENEHHM KaHAMJaTa

OHOJIOrMYEeCKUX HayK I10 CrelHanbHOCTH 1.5.7 — reHeTuKa.

OduuuaabHbIH ONMOHEHT:

Hay4Hblfi cOTpyIHUK 51abOpaTOpHM MOJIEKYJISAPHOH T€HETHKH YelloBeKa
denepansHoro I'ocymapcrBeHHoro bromxketHoro VYupexzaeHus DenepaibHOro
Hayuno-Knunuveckoro LlenTpa ®@usuko-Xumuueckoi MequuuHel PenepanbHOro
Menuxo-buonoruueckoro Arenrctsa Poccun, r.MockBa kaHAHIAT 6MOIOTHYECKHUX

Hayk (03.01.09 — «MaTtemaTudeckas 6uonorus, 6MoMHGOPMAaTHKA»)

05.04.2022 /Huxomnaii Anexcannposuy Kynemun/

KoHTakTHBIE JaHHBIE:
Anpec: 119435, r.Mocksa, Manas Iluporosckas, 1. 1a
Tenedon: +7 916 8467226

E-mail: drkulemin@gmail.com
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