OT3bIB
Ha aBTopedepaT aqucceprauny KyHeBuua EBrenus Osieropuva Ha TEMY
«['eHeTHYECKHE U KIMHUYECKHE MapKephl MPporHo3a U 9Qp(PEKTUBHOCTH TEPAIHH Yy
GONBHBIX (POUTHKYIIAPHO#M JTMM(OMOii», TIpeICTaBIeHHONH Ha COUCKAHHE yUCHOU
CTEIEeHHU KaHauJaTa MEJUIIMHCKUX HayK 10 CrIeHaJIbHOCTH
3.1.28 — remaTtonorus u nepejuBaHue KpOBU

B nHacrosiiee BpeMsi aHaJM3 TeHETHYECKHX HApyLIEHHH, KaK IeHHBIX, TaK H
XPOMOCOMHBIX IIMPOKO HCIIONB3YeTCsl B reMaTosornyeckoil kiaunuke. Hamumdaue Tex
WJIM UHBIX F€HETHYECKUX abeppallui JIE)KUT B OCHOBE HE TOJBKO AHArHOCTHKH, HO M
[IPOrHO3HPOBAHMUSA M MOAXOJAA K JICYEHHUIO B TOM 4YHCJIE M JIMMONpOIH(pepaTHBHbIX
HOBOOGpa3zoBaHuit. OCHOBHOM MATOreHETHYECKOH MepecTPOHKOM, XapaKTepHOH MJIs
bonnukynsapuoit seusiercs Tpancinokauus t(14;18)(q32.3;q21.3), npuBoadAmias K
runepakcnpeccud resa BCL2. Bmecre ¢ TeMm, COBpEeMEHHBIE MOJICKYISAPHO-
FeHETUYECKHE MCCIIEIOBAHMS I103BOJIMIM MAEHTU(PUIMPOBATE O0JIbIIOE KOJIUIECTBO

JIOTIOJIHUTEJIBHBIX TMOBTOPSIIOLIMXCS COMATHYE€CKUX MyTaUMH, BCTpEeYaAKOLIUXCS IPH
GoukynsipHoit tumdome.

[IponyKTsl ITUX [€HOB MOIYyT  pa3HOHaIlpaBJIEHHO U3MEHSATH
(YHKIMOHUpOBaHHE OOJIBIIOrO KOJHWYECTBAa CUTHAJIBHBIX ITYTEH, IMOTEHUHAJIBHO
BoBJIeUeHHBIX B mnaroreHe3 MJI. BrisiBneHHe NPOrHOCTHYECKOHW 3HAYMMOCTHU ITHUX
MyTallUi, OINpeaeJieHHe IEPCIIEKTUBHBIX JHAarHOCTUYECKUX OHOMapKepoB H
TEpareBTHYECKUX MHUIIeHeH mpu JuMdonponudepaTuBHBIX HOBOOOpPa30BaHHUAX
SIBJISIETCSl OJIHOM M3 aKTyaJIbHBIX 3aja4 B COBPEMEHHOHW OHKOI'€MaTOJIOTHH

B pab6ore KyneBuua Esrenus OneroBuya B paMKaX IIPOCIEKTHUBHO-
PETPOCIHEKTUBHOIO  HEPaHAOMHU3UPOBAHHOIO  HCCJIENOBAaHHSA  IPEJICTaBJICHBI
pe3ynbrarbl oOcienoBanuss M sedeHus 144 naumentoB ¢ DJI. BeIgBIEHBI Kak
OnarornpusTHbIE  [POrHOCTUYECKUE  [PU3HAKH TaK MW  HebJIaronpusTHBIC
reseTvyeckue (axrtopel nporuosa. IlpoBeseHbl COMOCTaBAE€HHsI PE3yJILTATOB
MOJIEKYJISIPHO-TeHETUUECKUX HCCIIe0BaHUH ¢ reMaToIOrHYeCKUMH T10Ka3aTe/sIMH ¢
KJIMHUYECKUMU JJAaHHBIMU.

PaGora nposejieHa Ha BBICOKOM METOJUMYECKOM YPOBHE, C HCIIOJIb30BAHHUEM
caMbIX COBPEMEHHBIX MOJIEKYJSIPHO-T€HETHYECKMX METOIOB, C HCII0JIb30BAHHEM
aJIeKBaTHBIX  METOJOB  CcTaTucTH4eckod  oOpabGorku. Ilomumo  pesynbraToB
MOJIEKYJISPHO-T€HETHYECKUX HCCJIEIOBAHNM B JHMCCEPTALIMOHHOM HCCII€I0BAaHHH
NpoBejieHa CpaBHUTENIbHAS XapaKTEePUCTHKA OCHOBHBIX CXeM MMMYHOXHMHOTEpAruu
B rnepsoi JmHMK y nauventoB ¢ DJI, poctoBepHo HokazaHa 3PPEKTUBHOCTEH
[MOJUIEPIKUBAIOLIETO JIeYEHHUsI. ABTOPOM OT/IE€JIbHO PaCCMOTPEHA HEABHO BbI/ICJIEHHAs!
Knunnueckum koHCyJbTaTUBHBIM KoMUTEeTOM (CAC) BCLZ2-neratuBnast u CD23-

J
nosuruBHas @DJI, u3ydyeH MOJICKYJSIPHBIM MPO(UIIB, MPOrHO3 U I(PPEKTUBHOCTD



JICUCHUS B JAHHOM IpyIIe MauueHTOB. BcecTopoHHHI aHalIM3 TeHETHYECKHX U
KIMHUYECKUX MoKa3aresnei no3ponausn Eprenuro Onerosuuy KyHeBuuy pa3padoTars
Ha OCHOBAaHHUH IOJIYUYECHHBIX JAaHHBIX AJITOPUTM TEpaNUU MEpBOH JIMHHUU Yy NALlUEHTOB
¢ OJI [I-1V cranueii.

Jlocrarounplii 00beM MaTepuasa M ajJieKBaTHO BBIMOJIHEHHBIE J1ADOpATOpHBIE
METOABI  HCCJIEIOBAHMA  O00eCHeYMBAIOT  pernpe3eHTAaTUBHOCTb  IMOJYYCHHBIX
pe3ynbraroB. CTaTUCTHYECKHH aHalu3 NMPOBEJEH ¢ HCIOJIb30BAHHEM COBPEMEHHBIX
METOAMK. JI0CTOBEpHOCTD MOYUYeHHBIX JAHHBIX W CACJIAHHBIX HA OCHOBAHWH 3TOTO
BBIBOJIOB HE BBI3bIBaeT coMHeHUMH. [T0/105KeHNs, BLIHOCHMBIE Ha 3alIUTYy, 000CHOBAHBI
1 cPOPMYJITMPOBAHBI YETKO.

Marepuansl aBropedepara H3JI0KEHbBI B COOTBETCTBUU C OOLICHPUHATHIMU
TpeboBanusMU. ABTOopedepar oTpa)kaeT OCHOBHbBIE ITOJIOKEHHUSI AUCCEpPTAlUMU U
COJIEPIKUT HEOOXOAUMBIN U1 TOHUMAHHS CYTH WUIIOCTPATUBHBINA MaTepHuall.

Pesynbrarel paGoThl MMEIOT NPAKTHYECKYIO HArpaBiIeHHOCTb U MOIYT OBITb
BHEJIPEHBI B AESATEJIBHOCTh I'eéMaTOJIOMMUECKHX OTHAEJICHHN JIedeOHbIX y4peKIACHHH.
[IpakTnyeckas 3HAYUMOCTb MCCIENOBAHHUS 3alydyaeTcsi B pa3paboTKe U BHEJIPEHHUH B
KIMHAYECKYIO JEATEJIbHOCTh aJITOPUTMa TEpanuyd IepBOM JHMHHM W MOIEIIH
cTpaTuuKaluy nauueHToB ¢ MJI, yTo MO3BOIUT ONTUMU3UPOBATH TEPANIEBTUYECKYIO
TAKTHUKY.

[TonyyeHHble pe3ynbTaThl OUCCEPTAMOHHOIO HcciienoBaHus KyHeBuda
Esrenuss OneroBuya ObLIM DOJIOKEHBI Ha MPOQPUIBHBIX KOHQEPEHUHUAX Pa3IMYHOIO
YPOBHS B BHJE€ YCTHBIX M IIOCTEpHBIX Joki1afoB. Ilo Teme naucceprauuu
ony0JHKoBaHO 8 HAay4yHBIX paboT, U3 HUX 2 CTAaTbU B )KypHaJlaX, pPEKOMEHIOBAHHBIX

BAK.
[IpMHLMITHATBHBIX 3aMeYaHWi ¥ BOIPOCOB I10 COAEPXKAHHIO aBTOpedepara

HCT.

JaKJII0UeHHE

Cyis 1o mnpejcTaBJIeHHOMY aBTopedepary, AHUCCePTallHOHHOE HCClle[JOBaHUE
Kynesnua Eprenust OneroBuya Ha TeMy «leHeTHYeCKHe M KJIMHHYECKHE MapKephl

nporuo3a u 3(pQEeKTHBHOCTH Tepanuu y OONbHBIX (OJUTHKYIAPHOH JTHMQPOMOI»,
[peJCTaBJIeHHOe Ha COMCKaHWE y4€HOi CTeNeHH KaHIMAaTa MEMUMHCKHX HayK Mo
crielMaipHocTu 3.1.28 — remaTosiorus ¥ nepesiuBaHue KpoBH, SIBISAETCS 3aKOHYEHHOH

Hay4HO-KBaJM(PUKALMOHHON pabOTO#, pacKpbIBaeT MHOTME aCMEKThl JUArHOCTHKH,

orpejie/ieHus nporuo3a u tepanuu ®J1.
[To couep)xaHHIO, HOBU3HE, TEOPETHYECKOH M IPAKTHYECKOH 3HAYMMOCTH

jccepralus cootBeTcTBYeT 11. 9 «llonoxkeHuss o mopsake MPUCYXAEHUS YUYEHBIX
|
creneneiy, yrsepxaentHoro ITocranosnenneMm IlpaButenscTBa  POCCHHCKOH

MDenepaunn Ne 842 ot 24.09.2013 roaa (8 penaxiuu Ne 335 or 21.04.2016, Ne 748 ot



JUCCepPTallMsIM Ha COMCKAHUE Y4YE€HOH CTENEHM KaHAuAaTa HayK I10 CIEHHaJbHOCTH
3.1.28 — remaronorus 1 nepeynBaHue KpOBH.
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