OT3bIB
Ha aBTOpedepar auccepTalmu Muxanesoit Mapuu AHIpeeBHbI Ha TEMY:
«InarHocTuka u NporHo3NpoBaHNe TeUeHNs XPOHHUYECKOr0 JIMM(pOLHUTAPHOTO
JICHKO3a C YUeTOM pe3yJibTaToB BBICOKOITPOM3BOUTEILHOTO CEKBEHHPOBAHUSI,
NPCACTAB/ICHHON Ha COUCKAHHME YUCHOM CTEMEHN KaHIMIaTa MCAMIMHCKHX HayK
Mo cneunansHocTH 3.1.28. — emaronorus u nepeaMBaHue KpOBH

Xpouuueckuit mumdboneiikos (XJIJI) — rereporeHHoe 3aGosneBaHHe ¢
IIMPOKHM CTICKTPOM KIMHUYECKUX NPOSBICHHH, KOTOPBIE SBJIAIOTCA OTPaKEHHUEM
CHCKTpa MOJICKYJIAPHO-TEHETHYECKUX aHOMAJIMi OMyXoJjeBoro kioHa. [TocienHee
ACCATHIICTHE PACIUMPUIIO TIPE/ICTABIEHUE O OMOJIOTHH 3a00JI€BaHMs, MEXaHU3MaXx
Pa3BUTHA PE3UCTEHTHBIX M pedpakTepHbIX dopm XJIJI, Mccaen0BaHUSA KOTOPBIX
CTall0 BO3MOXHBIM C BHEIPCHUEM METOAA CEKBEHHPOBAHHA HOBOTO IOKOJIEHHS
(NGS). TeM caMbIM HECOMHEHHYIO HayYHYI M NPAKTUYECKYK) LIEHHOCTD
NPHOOpETAaeT aMCCepTauMoHHas paboTa, BHIMOJAHEHHas MuxaneBoit M.A., B
KOTOpoH ampobuposana TapretHas NGS maHenb M yCTaHOBJIEHA ee KIMHHYECKAs
BAJIUJHOCTb.

Comuckarenem uccinenoBan Myraunonnsii manamadt XJUT ¢ IIPUMEHEHHEM
meTona NGS B COBOKYMHOCTH ¢ APYIrHMH METOaMU TEHETHUYECKOH nabopaTopHoit
AMarHOCTUKH (kapuotunupoBanue, FISH-uccnenoBanue, CEKBEHHPOBAHHE TII0
Conrepy). JUist [OCTHXKEHMS IIOCTABICHHOM LIENH aBTOpoM OBLT pa3spaboTan
AITOPUTM  MHTEPNPETALIMHA  Pe3yNbTaTOB TapreTtHoro NGS, MO3BOIAIOMIMIA
AHHOTHPOBATL MYTAlMH B YCJIOBHUAX OTCYTCTBHS BO3MOXHOCTH TOMAapHOTO
CCKBCHMpOBaHUs repmuHanbHoM JIHK, cnocoGcTBys TeM caMbiM Bbie/IeHHIO
COMATH4CCKMX MyTauuH. Tlo pesynbraram TmarensHoro aHammsa gannsix NGS y
Oonbubix XJIJI ycraHonen mnopor MHTCrPaNbHOrO IMOKa3aTens OMyXoJeBoil
MyTalMOHHOW Harpy3ku (TMB), koTopslii sBIseTCS HE3aBUCHMBIM MPEIUKTOPOM
COKpAIlICHWUs  BPEMEHM 10 Ha4ala TMepBOM JHHHM TEPAarmiH, BbIABJICHDI
AOMHHHpPYIOIIME CHTHaNbHBIC 1yTM B mnatorenese XJIJI u  onpenenensr
B3aMMOCBSI3M MYyTallMH B I€HaX C KIMHMKO-OMOJIOrMYECKMMM XapaKTePUCTHKAMMU
3abosneBanns. Briepeoie B PO Ha koropre Gonbhpix XJLJT HCCJICZIOBAH CHEKTp
MyTalUMH MHEJIOMIHOr0 KIOHAILHOTO IE€MOI033a HEONpPENCICHHOrO NOTEHIHAIa
(M-CHIP) u npoananu3upoBaHa MX NPOrHOCTHYECKas pone. Cnenan BbIBOA 0O
BiusuuM M-CHIP MyTaumii Ha cokpanienue BpeMenu 10 Havaia NEPBOM JIMHUM
TEparnuH.

[IpuBiexkaTenbHOW 4Yeproit AUCCEPTALIMOHHOTO HCCIICOBAHHUSA ABJIACTCH
HCTKOC  CJIC/IOBAHWC TIOCTABJICHHBIM  33j1a4aM, YTO B KOHCYHOM uTore,
CLIOCOOCTBOBAJIO YCIEIIHOMY PELLCHHIO copmynupoBanHoii uenn. Ha ocHosanuu
MOJIy4CHHBIX PE3YJIbTATOB Cle/aHbl 0OOCHOBAHHBIE BHIBOILI M chopmypoBanbl
NMPAaKTHYCCKUE PEKOMEHALMHK. JlOCTOBEPHOCTD Mpe/CTABIEHHbIX Pe3y/ILTAaTOB He
BBI3bIBACT COMHCHHH, Tak Kak OHM ObUIM TOJYYCHBI B npouecce peannsauuu
PETPOCNEKTUBHO-TIPOCTIEKTUBHOTO HCCIIEIOBAHMS
MCIOJIL30BaHHUEM COBPEMEHHBIX METOJI0B
bronnpopmaTHyeckoro aHanmsa.
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[lIo cBOeH  aKTyanbHOCTH, HayyHOH  HOBM3HE  JHMCCEPTAIIHOHHOC
MCCIeJOBaHHE UMeEET GOJIbILoe HAYYHOE M MpaKTHUeCKoe 3HaueHue. Pe3ysbTaThl
MCCIIEIOBAHUA MOTYT OBLITh MCIOJb30BaHbl B TeMaTOJIOTHYECKHX YUYPEXKICHHAX, B
HAy4YHO-HCCIIe10BaTEILCKOM U 00pa3oBaTe/IbHOM TTpoLeccax.

ABTropedepar HanmMCaH TIPaMOTHBIM JIMTEPATYPHBIM  5I3bIKOM, JIEIKO
YUTAETCH, OPOPMIEH B COOTBETCTBMH C OOILENPHHATHIMH TpeOOBaHMIMH H B
OJIHOH Mepe OTPa)KaeT OCHOBHBIE MOJIOKEHUS JUCCEPTALMOHHOTO MCCIIEJOBAHHA.
[IpuHuMnuansHeIX 3aMevaHuii HeT. BonpocoB Her.

Takum obpazoM, aHanu3 aBTopedepara auccepTauud Muxanesod Mapuu
AnpnpeeBHBl  «J[HarHOCTHKa W MPOTHO3UPOBAaHHE TEYEHHS XPOHHYECKOIO
JNUMQPOLUTAPHOrO JIeHKOo3a C YYETOM pe3yJIbTaTOB BbICOKOIIPOM3BOAMTEIBLHOIO
CEKBEHHPOBAHMS», BBITNIOJIHEHHOH MO pYKOBOACTBOM JOKTOpa MEAULHHCKHX HAYK
CupopkeBnua Cepres BrnaauMupoBHua, SBIAE€TCA 3aKOHYEHHBIM HAy4HO-
KBTM(UKAIIMOHHBIM TPYZOM, B KOTOPOM pelleHa BaXKHas 3ajayda, HMeEroLlas
3HAYEHHE /IS pa3BUTHA OHKoreMaTonoruu. [1o akTyalbHOCTH, HAYYHOH HOBH3HE H
NPAaKTHYCCKOW 3HAYMMOCTH paboTa COOTBETCTBYET BCeM TpeOoBaHMAM I. 9
«ITosoxkeHHst O  INPUCYKIACHMM  Y4YCHBIX  CTENEHEH»,  YTBEPXKIECHHOIO
[TocranosnenueM IpaBurenscrea Poccuiickoit denepanuu Ne 842 ot 24 ceHTs0pA
2013 r. (B neHcTByloleH peaakuuu), MPEAbABISIEMBIM K AHCCEpTALMsIM Ha
COMCKaHME Y4YEHOH CTENEeHW KaHAuIaTra Hayk, a ee aBTop MuxaneBa Mapus
AHJIpeeBHa  3aCly)KHBaeT MPHCY)XJICHHS MCKOMOH CTeNeHH KaHAuaaTa
MEMIIMHCKMX HayK mo creuuanbHocTd 3.1.28. — I'emaTtonorus u mnepenuBaHue
KPOBH.

KaHIUAAT MEAULUHCKHX HayK

(mmmgp 14.01.21. I'emarosiorus v nepenvBaHNe KPOBH)

AccucTeHT Kadeapbl reMaTONOTHH, TpaHC(Y3HONOTHH H TPAHCIIIAHTOIOTHH C
KYpCOM JIETCKOH OHKOJIOTHH (aKkynbTeTa MOCIeBY30BCKOrO 0Opa30BaHHUA HMEHH
npogeccopa b.B. Adanaceesa ®I'bBOY BO «llepsbiit Cankr-IletepOyprekuii

rocy1apCTBEHHbI yHuBepcuTeT umenu akagemuka W.I1. IaBnoBa» Mumnsnpapa
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