OT3bIB
na apropedepar aucceprannyu Buuekosoit Oubru CepreeBHbl
«AGeppanuu reHa TPAHCKPHIIHOHHOTO (paKTOopa IKZF1 npu B-1unelHbIX
ocTpbIX THM(}0GIACTHBIX JIeHK03aX», IPEACTABICHHOH Ha COHCKAHHE y4eHOH
cTerneHH KaHAUAaTa OHOJIOrHYeCKHX HAyK
no cnenuagbHocTH 14.01.21 — remaToJiorusi U nepeJiiBaHue KpoOBH

OcTpbiii TuMPOOTACTHBIH J1eHKO3 13 B-K/IeTOK NPeIeCTBEHHUKOB (B-OJLJI)
OTHOCHTCS K Haubollee PaclpOCTPAaHEHHbIM OHKOJIOTHYECKMM 3a00NIeBAaHUAM Yy
MalUeHToB JeTcKoro Bo3pacrta. O01as BbKHBAEMOCTb, B 3aBUCHMOCTH OT I'PYyTIIbI
pucka, jaoctaraer yposHs 90%, OIHAKO pELUAMBBI 3a00/IeBaHUsl  OCTarOTCs
CYILIECTBEHHOMN ¥ PacpoCTPaHEHHOMN IpOOIeMOH.

Knaccuueckas JMAarHOCTHKA JIelKo30B Kak B PecryOnuke benapych, Tak U B
MUPOBO# [TPAKTUKE, ONIUPAETCs HA TPATULHOHHBIC METO/IbL: LIUTOMOP(OJIOrHUECKOoe
yiccleoBaHne, WUMMYHO(EHOTUIIMPOBAHME, LMTOTEHETHYCCKUH — aHaju3 (G-
banding) u [I[P-aHanu3 OSKCIPECCHH OCHOBHBIX XHMEPHBIX OHKOICHOB. B
MOCTeHHe TOAbl B KPYIHBIX MHPOBBIX OHKOJOTMYECKMX LEHTpax HaOJrolaeTcs
opueHTallls Ha Gonee ryGOKHH ypOBEHb AHArHOCTHYECKUX M MPOTHOCTHIECKUX
¥cclieIoBaHui. B 1mepByro oudepenb, 3TO BbISIBICHHE MOJIEKYJIAPHO-TCHETHIECKUX
MU3MEHEHUH (MyTalui) C OTCICKHBAHUEM YPOBHS MHHAMAaJIBHONW OCTaTOYHOM
Goestn. VIMEHHO TaKhe HCCIIe0BaHHS MO3BOJISIOT MAKCHMAaJIbHO MPUOTU3UTECS K
[TOHUMAHHIO STHOJIOTMH W raToreHesa 3abojieBaHus, CTPaTU(QUKALIMK 0 IPyTaM
pHCKa, [OMCKY HOBBIX MHMIUCHEH [JIi Tepamnud H aZleKBaTHOM OlLIEHKE
5} HEeKTHBHOCTH MPOBEIECHHOTO JICUCHHUS.

Jlns pelueHus 3afad, IOCTaBJIEHHBIX B IMCCEPTAlMH BuuBkoBoit Oibru
CepreeBHbl, IPUMEHEH LIUPOKUH CHEKTP COBPEMEHHbIX BbICOKOYYBCTBHTE/ILHBIX
METOIOB IMTOTeHETHYECKOT0, MOJIEKy/IAPHO-TEHETHUEeCKOro aHalu3a W IeHHOH
WEKEHEPHH, KOTOPbIE MO3BOJIMIIH MOJTyYHTh OOBEKTUBHbIE U aKTyasbHbIC J1aHHbIC.
Bblj1 IpOBeieH CPaBHUTEIbHbIN aHaJIM3 PE3yIbTATOB OLCHKH SKCIPECCHH KOPOTKHMX
nzodopm rena IKZF1 meronom OT-TILIP ¢ pesynbraTamMi AMAarHOCTHKH nenenun
sroro okyca meronamu [P u mynsTumiexcHoi TILP ¢ (GparMeHTHBIM aHATH30M.
Bce MeTozbl aHanu3a abeppaluii pazpaboTaHbl aBTOPOM CaMOCTOsATE/IbHO. Kpome
TOTrO, A7 CPABHUTEIBHOTO aHANH3a MCIOJIb30BaHbI 1BA KOMMEPYECKUX METOAA —
iFISH u MLPA.

VcranosieHa dvactora abeppauuit rena IKZFl y manueHToB ¢ B-OJIJI
JIETCKOTO M MOJIOJIOrO B3POCJIOro BO3pacTa, Je/e|K [I0JIHO 0XapaKTepH30BaHbl 110
PACIIOJIOKEHHUIO TOUKH Pa3pbiBa M MPOTHKEHHOCTH. HemanoBaxHo, 4TO MpOBE/CH
aHaIu3 repefadn abeppalyii U3 NEepBUYHOrO JICMKO3HOrO KJIOHA B peLUIMBHBIH,
YTO, C YHETOM CBOMCTBEHHOM JIeHKO3aM KIIOHAIBHOCTH, SBIISIETCS 0KA3aTEIbCTBOM
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yuactus abeppauuid IKZF1 B hopmupoBaHUU U BEDKHBAHMH PELUIMBHOIO KJIOHA.
VY CTaHOBJIEHO, YTO M3ydaeMble abeppalliy ABJISIOTCS MapKepOM MPOTrHO3a Pa3BUTHS
nepsoro peuuarsa B-OJIJL, Ho He nocnenytoux. [1o 3ToH npuInHE ONpEeIeHHE
abeppauuii IKZF1 menecoo6pazHo TOJIBKO MK MEPBHIHON IHArHOCTHKE B-OJUL

Ocobblii HHTEpec MpeJACTaBiIseT pasfen JAMCCEPTAlMOHHON  paboThl,
TOCBSIIEHHbIM MOIEIbHBIM JIEMKO3HBIM KJIETOUYHBIM JIMHMAM. [lokaszaHo, d4TO
npucyrcrere abepparuit IKZF1 cnocobcTByeT H3MEHEHUIO KIIOUEBbBIX MPOLECCOB
JIeHKO3HON KJIETKH, a TAK)Ke BHOCHUT BKJIAJl B PA3BUTHE XMMHOPE3UCTEHTHOCTH.

ABropedepar aucceprauii 0hOPMIEH B COOTBETCTBUU C TPEOOBaHMAMH,
M3MI0KEHWe Marepuana IociefoBaTeIbHOE M JIOTHYHOE, MPUHIMUIIHAIBHBIX
3aMeYaHuil He MMeK. YPOBEHb aIrpodaluy pe3ysbTaToB AMCCEPTAUMOHHOIO
HCCJIe/JOBAHUsl BBICOKHH — pe3ysbTaThl J0J0KEHBI Ha BEIYLIMX MEXIyHapOIHBIX
KOHrpeccax JanbHero 3apyOekbsi u Poccuiickoit ®enepaunu. IlomydenHsie
pesyibTaThl ~ BHEAPEeHbl B paboTy  rocyJapCTBEHHOIO  YUPEXKICHHS
«PecryOnuKaHCKKM — Hay4HO-TIPAKTHYECKMH  LEHTp  ACTCKOH  OHKOIIOTHH,
reMaTOJIOTUU U UMMYHOJIOTHI.

Taxum obpazoM, auccepraioHHas padora Buumskosoit Onbru CepreeBHsl
«Abeppaluu rena TpanckpurniuorHoro daxropa IKZF1 npu B-1MHEHHBIX 0CTPbIX
nmuM}OBIACTHBIX JIeHKO3ax», MpPEACTaBleHHas Ha COUCKAHWE YYCHOH CTENeHH
KaHIU1aTa OMOJIOrMYECKUX HayK, 3acily’)KMBaeT BBICOKOW OLIEHKH, a €€ aBTOp —
MPUCYKIEHUS MCKOMOW  CTeNeHH KaHauaarta OHOJOrMYECKHMX — HayK IO
crienanbHOCTH 14.01.21 — remaTosorus U rnepeanBaHue KpOBH.
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