OT3bIB
Ha asropedepar nuccepranuu Knennoii Enuzasersl BsiueciaBoBHbI

«'eHeTnyeckas crpaTuuKanus U 0COOEHHOCTH KIIMHUYECKOTO TEYEHHS
MaHTUIHOKJIETOUYHOM JTMM(OMBI», NPE/CTABIEHHON Ha COMCKAHUE YYEHOM

CTENeHHU KaHIM1aTa MeJIULIMHCKUX HAyK I10 CIEeLHaJbHOCTH
3.1.28. - 'emarosiorusi ¥ nepejaMBaHue KpOBH

ManTtuiiHoknetounas nauMmdpoma (MKIJI) — arpeccuBHas HEXOMKKHHCKas
nuMdoma,  xapakTepusywouiascs B OONBIIMHCTBE — Clly4yaeB  Halu4yueM
tpanciokauuu t(11;14)(ql3;q32), pe3ynbraToM KOTOPOH SIBISETCS TMOBbILICHHUE
SKCIpeccuu saepHoro Oenka nukiauHa D1 W HapylueHue perynsiud KJI€TOYHOro
LIMKIa. ArpeccMBHOe  TedeHHe JIMMGOMBI  IpEArNojaraeT  MpOBEACHHUE
MHTEHCUBHOI'O TMPOTHBOOIYXOJIEBOIO JIEYeHUsl, B TOM YMCJE W BbICOKOIO3HOM
XMMHOTEPAIUU C TPAHCIUIAHTALUEeH INeMOMNOITUYECKUX CTBOJIOBBIX KPOBETBOPHbIX
kinerok. Ho jpaxe koHcosuaainus 3¢dexkra Tepanuy 1epBod JUMHUKA C MOMOIIbIO
TPaHCIUIAHTALIMK B psjie ClydaeB HE I03BOJSET JIOCTUIHYTh JUIMTENIbHOU
pemuccun 3aboneBanus. C apyroit ctopoHsl mpuMepHo y 15% 6onmbHeix ¢ MKJI
onpezenseTcs HHIOJIEHTHOE TeueHHe 3a00eBaHus, He Tpelyrolee HEMEITEHHOTO
Ha3HaYeHUs] XUMHOTEPAIMKA W XapaKTepu3sylolleecss OnaronpusTHBEIM MPOTHO30M.
B wHacrosiiee BpeMs YK€ W3BECTHBI TPUYUHBI TaKOHM TETEPOrCHHOCTH
KJIMHU4YecKoro tedeHus U nporHo3a MKJL. DTu npuyMHBI CBsA3aHbl C BbISBICHUEM
B JIONOJIHEHHWE K  JIMAarHOCTUYECKOM  TpaHCIOKaLUH t(ll;14)(q1-3;q32)
JIOTIONIHUTENBHBIX ~ TFeHeTHYeCcKUX  abeppalui, 3aTparuBarOllUX  [EHBI,
perynupyoume penapauuto JJHK u amonTos, cnocoOCTBYs MpOrpeccHMpoBaHUIO
3aboneBanusi. HaubGonee 3HauummbiMu  siBisitoTCs  abeppauuu  rena TP53,
oOHapyXeHHe KOTOpbIX B HACTOsLIEE BPEMs YXKe BIIMSET HAa TAKTUKY JIeYeHUS
naiedtoB ¢ MKJI. YeTkoe KJIMHWUYECKOE 3HAYEHHWE psjia JIpyIMX NeHEeTHYECKHX
MepecTpoeK TMoka emé HyXJaeTcs B JieTalbHOM aHanuze. B srtom Kkitoue

nuccepranuonHas pabora Kneunoit E.B. sBisieTcst upe3BbIuaiiHO aKTyalbHOM.




B muccepraumonnoM wuccnenopanuu Kiewnont E.B. momyueHsl HOBBIC
JlaHHbIE, KACAIOIIMECS YaCTOThl BCTPEYAEMOCTH U BIMSHHMS Ha MPOTHO3 OOJIBHBIX
MKJI Takux abeppauuii kak u3MeHeHus rena MYC, peneuus reHa TP53,
moHocomusi xpomocombl 17. Cowuckarenem [oKa3aHa BaXXHOCTb MPOBEICHUA
CTaHIAPTHOTO LIUTOrEHETHYECKOro HCC/IEN0BaHUs, KOTOPOE MOMOraeT BbIABUTH
rpyIIy MalMEHTOB BbICOKOTO PHUCKA C KOMIUIEKCHBIMM M3MEHEHUSMH KapHOTHIIA.
Paccmorpesa rpynna nauuentoB ¢ «double-hity MKJI, oxapakrepusoBaHbl ee
LUTOreHETHYECKHE M MOJIEKY/ISpHO-LMTOreHeTHYeckue ocobenHoct. Ocoboro
BHHMaHHMs 3aCJy)KMBaeT alroput™ reHetudeckor nuarnoctuku MKJIL, B xotopom
Ka>)K/IOMY MALMEHTY PEKOMEH/lyeTCsl IPOBO/IUTH COBOKYNMHOCTL KAPHOTHUITHPOBAHHSA
u FISH-mccnenoBaHus, 4TO TOMOXET 3HAYUTEJIBHO YBEIMYHWTH HHMCIIO CITy4acB
BLISIBIICHMS OIMYXOJIEBOTO KJIOHA W TOMOYh B CTpaTH(UKALMK TMalMEHTOB Ha

MPOrHOCTHYECKHUE IPYIIIIBI JUIs BLIGOpa ONTHMANIbHOH TepaneBTUYECKON TaKTHKH.

Jlns  pelueHMs ~ MOCTAaBIEHHBIX  3alai  aBropoM  Obula  HM3y4eHa
penpes3eHTaTUBHas Ipynna GobHBIX, YTO B COBOKYNHOCTH C HCIONb30BAHHEM
KOPPEKTHO TO/00paHHBIX METOJI0B CTaTHCTHYECKOH 06paboTku obecreynBaeT
JIOCTOBEPHOCTDb TIOJIy4YEHHBIX PEe3y/bTaroB. BBIBO/bI MOJHOCTHIO COOTBETCTBYHOT

[IOCTaBJICHHBIM 3a7a4yaM U pe3yjibTaTaM NpOBEAECHHOI'O HUCCJIENOBaHHUA.

Agropedepar oGopMIIecH B COOTBETCTBUH C TPEOOBAHHMAMHU M COLACPXKHT BCE

HeoGXo/MMble pa3jiesibl. [IpUHIMNHANILHBIX 3aMedaHuH 110 aBTopedepaty HeT.

Pe3ynbTaThl AUCCEPTALMOHHON paboThl KienHo# EnuzaBeTsl BsiuecnaBoBHBI
«eHeTnyeckasi CTpaTUpUKaluMsi M OCOOEHHOCTH  KJIMHHYECKOro — TEHCHHA
MAHTUIHOK/IETOUHOM JTUM(OMBI» MOJHOCTBIO COOTBETCTBYHOT M. 9 «Ilonoxkenus o
NpHUCYKIEHUH ydeHbIX creneHei» [Nocranosnenus [paBuTesbCTBa PD Ne 842 or
24.09.2013 r. (c u3meHeHusmu B peaakimu [Tocranosnenus [1paBuTenscTsa P® Ne
335 or 21.04.2016 ., Ne748 or 02.08.2016 . Ne650 ot 29.05.2017 r.,, Ne1024 ot
28.08.2017 ., Ne 168 or 01.10.2018 r.), npeabsBIseMbIX K JHCCEpPTAlMAM Ha

COUCKaAHHEC yquOﬁ CTEeNeHW KaHOuJara MEIUIMHCKHUX HayK, a €€ aBTop



3aCJIy’)KUBACT MNPUCYXIACHUSA yquoFI CTEIIEHU KaHJaujgara MEIUIIUMHCKHUX HaykK

nocnenuranbHocTy 3.1.28 - ['emaronorus u nepejiMBaHUe KPOBH.
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