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Ha aBTopedepaT AHCCEPTAUHH MuxaJeBoii Mapuu AHJipeeBHbI
«/lHarHocTHKa H NPOrHO3HPOBAHHE TCHCHU XpOHHYECKOro
JAMMQOLNTAPHOrO JIeiiKo3a ¢ y4eToM pe3y/1bTaToB
BBICOKOIN POU3BOAHTEILHOI0 CeKBEHHPOBAHUS)

1o cnennanbHoctd 3.1.28. [emaTo/10rusl H NepeIMBaHHE KPOBH

XpoHudecKuit TMMOLMTAPHbIH JTEHKO3 (XJIJT) ocTaeTcs OHUM M3 Hauboiee
PacIpOCTPaHEHHBIX OHKOTeMaTOJIOrHIECKUX 3a60JIeBaHHiM, XapaKTEpH3YIOLUXCH
AHAYMTEIBHON KIMHHYECKOH ¥ MONEKyIApHOH rereporeHHocTsro. HecmoTps Ha
nporpecc B IOHUMaHHWH ero OMONOTrHy ¥ BHEZpEHHE TapreTHOM TeparuH, BOIPOCHI
TIPOTHO3UPOBAHMA TEUYEHUs 3a00/IEBaHHA, BEIbOpa TpPOrpaMM HMHHLHATIBHOTO
[POTHBOOIYXOJIEBOTO JeYeHHs U NPEONONeHHe PE3UCTEHTHOCTH K NPOBOLMMEIM
cXeMaM TepalMM COXPAaHSIOT CBOI aKTyanbHOCTE. IllMpokoe BHEApCHHE B
KJIMHMYECKYIO MPaKTHKY BBICOKONIPOM3BOAUTEIFHOIO CEKBEHHPOBAHHUS (NGS)
OTKpHIBaET HOBble BO3MOXKHOCTH MUIs PelICHHA 3TUX 33124, 4TO ONpele/sieT
HACYIIHYIO aKTyalbHOCTb MUCCEPTAl[MOHHOrO MCCIEAOBaHUS MuxanesBoi M.A.
OTaenbHO CleAyeT NMOA4epKHYTh, YTO paboTa aBTOpa OPraHWYHO BIMCHIBAETCH B
coBpeMeHHBIE TPaHCISLMOHHBIE moaxoasl K usydeHuto XJUJI, Hanpasnennbie Ha
MHTErpaldio MOJEKYJISPHO-TCHETMYECKMX JAaHHBIX B CHCTEMY KIMHHYECKOro
NPUHATHS PELICHHH.

AsTtopoM BriepBele B Poccuiickoii ®efepalii NpPOBENCHO KOMIUIEKCHOE
uccneqoBaHue reHomHoro mnpoduns OonpHeXx XJUJI ¢ ucnonb3oBaHHeM
pa3pa6oTaHHOH KacTOMHo# nauarHoctHdeckod NGS-nanenu. Brepsble cosnan
aJITOPUTM MHTEPIIPETALH pe3yabTaToB TapreTHOro NGS, no3sonsomuii BeLAeNsTh
COMaTHYeCKHe MYTalMH B YCIOBUSAX OTCYTCTBHS BO3MOXHOCTH CEKBEHHPOBAHMs
repmuHanpHoit JIHK. Bnepseie ana XJIJI u3yyena nporHoctuueckas polib
onyxoneBoii MyrtaudoHHoi Harpy3ku (TMB), nokazaHa ee 3HaYMMOCTh Kak
NpeJUKTOpa COKpalleHHUs BpeMEHHU [0 Havaia Tepanvu. BriepBeie Ha pocCHACKOM
KOropTe NalueHTOB JeTaJIbHO UCCJIe[I0BaHa YaCTOTa U IPOrHOCTHYECKOE 3HAYCHHE

MyTalMid B TreHaX MHEJIOUJHOro KiIoHajibHOro remomnodsa (M-CHIP),



aCCOIMMPOBAHHBIX C HEGNAroNnpUATHBIMM Mapkepamu 3abojieBaHHA. Cnenyer
OTMETHUTh, YTO aBTOP HE TOJBKO OIpenenna CIIEKTP MyTaHHﬁ, HO H
IIPOAEMOHCTPHPOBAJ HX KIMHUYECKYIO PENEeBaHTHOCTh, O0eCTIeYHB NPAMYIO CBA3b
TMOJIyYEHHBIX MOJIEKYJISIPHBIX JAaHHBIX C KJIHOUEBBIMH KIIHHMKO-IIPOrHOCTHIECKMMH
XapaKTEepPUCTHKaMH.

O6beM  NpOaHANM3UPOBAHHBIX  JAaHHBIX  (IPOBEEHO  KOMILJIEKCHOE
reHetudeckoe oocnemosanue 74 OonpHbIx XJIJI) sBideTcss penpe3eHTaTHBHBIM,
UCIIONB30BAHHEIE ~ COBpEMEHHBIE  LUTO- M  MOJIEKYISpHO-TCHETHYECKHE
(xaproTunupoanue, FISH-uccnenosanue, aHanus MyTtauuoHHoro craryca IGHYV,
NGS) u cratucTH4YecKHe METOAbl aJeKBaTHEI ﬁocmanennmm LensM M 3a7adaM.
[TonydeHHBle  pe3yJbTATHl  CTATHCTHYECKH JOCTOBEDHBI M YOEQUTENbHO

000CHOBAHEI.

IIpennoxkeHHslii anroput™M HHTepnperauu JaHHRIX NGS mnossonser
BBIJIEJIATE KIMHHYECKH 3HAUMMBbIE COMaTHYECKe BApUaHTBI, YTO KpailHE BaXKHO s
PYTUHHOW JMarHOCTUKH. BrisBneHHsle 6HoMapkepnl (Bbicokas TMB, myTanuu B
reHax IKZF3, ASXLI, nanuuue >2 Mmytaumit M-CHIP) umeror 3HaueHue nns
cTpaTuUKaLMK MALKUEHTOB M NPHHATHA PEIICHUM O TepaneBTHYECKOH CTpaTeruu
TakTHKe uX (alHeHTOB) BeleHUs. Pa3zpaboTaHHble NIpaKTHYECKHE PEKOMEHIALIMH
MO3BOJIAIOT ONTHMHM3UPOBATh AUArHOCTHKY M INpOrHo3upoBaHue TeueHus XJIJI.
PaboTra co3JaeT OCHOBY JUId JalbHEHINEr0 pacIIHPEHUs MOJEKYJIAPHO-
reHeTHYECKOro TECTHPOBAaHUS B OTEYECTBEHHOM OHKOreMaTOJNOTHH H MOXET
MCII0JIb30BaThCS MPH QOPMHPOBAHUH KJIMHHKO-AHArHOCTHYECKHUX aJIFOPUTMOB.

OcHOBHBIE NTOJIOXKEHHS JUCCEPTALMM M3I0XKEHBI B 27 Hay4YHbIX paboTtax, 7 u3
KOTOPBIX ONyOJMKOBaHBI B PELEH3MPYEMBIX XKypHalax, pekoMeHnoBaHHBIX BAK,
YTO CBHJETENbCTBYET O BBICOKOH ampobalud M HayqyHOH IpopaboTaHHOCTH
HCCIIeJOBaHHUA.

ABropedepaT CTPYKTYpUpOBaH B COOTBETCTBHH C OOLIENPHHSATBIMH
TpeOOBaHUAMH, MTOJTHO OTPAXKAET OCHOBHOE COJiep)KaHUe JUCCepTalliH, BbIBOJIbI H
T10JIOXKEHUS, BLIHOCHMBIE Ha 3amuTy. [[pHHLMIIHAIBHBIX 3aMeYaHHUH K COAEPIKaHHIO

aBTopedepaTa U JUCCEPTALlHOHHOMN paboTe He UMeeTCs,



OsHakoMlieHHe ¢ OnyOJMKOBaHHBIMM M OCBEIICHHBIMH paboTaMH

MuxaneBoii Mapuu AHApeeBHbI Ha Hay4HO-NPAaKTHHECKHX MEPOTIPUATUAX,
pe3ynbpTaTaMM Hay4yHoOM paGoThl, aHAlIM3 TekCTa H aBTOpedepaTa AHUCCEPTALMH
[103BOJISIOT 3aKJIIOUHMTh, YTO AMCCEPTAUMOHHas paboTa HA TEMY «J[MarHocTHKa H
NPOrHO3UPOBAHHE TEYEHHS XPOHHYECKOTO JTUMQOLMTAPHOrO JIedKo3a € y4eTOM
pe3yJbTaToB BBICOKOIIPOH3BOJUTEIBHOIO CEKBEHUPOBaHHUSD» ABJISIETCH
3aBepIICHHON Hay4HO-KBaTH(pHKaLHOHHON pa6oToii, coaepxaled peLICHHE
aKTyalTbHON Hay4qHO-IIPAKTHYECKOH 3ajauu, HaydHylo HOBH3HY, NPaKTHYECKYIO
3HAYMMOCTh M COOTBEeTCTBYeT TpeboBanmsaM M. 9 «llonoxeHus O MPUCYXACHUH
y4eHbIX  CTeNeHen»,  YTBEPKAEHHOIo [ToctanoBnenuem  IIpaBHTENBCTBA
Poccuiickoit ®eneparuu ot 24 cenrsops 2013 roxa N 842 (c u3MeHeHUsIMHU Ha 16
okTa6ps 2024 roma; B pelaKluH, peiictBytomeit ¢ 01 smBaps 2025 roga),
npexbABIAEMBIM K IUCCEPTALMAM Ha COHCKaHHE y4eHOM CTeNeHH KaHIHu/aTa HayK,

a aBTOp 3aCIy>XHBacT MIPUCYXKACHHUSA UCKOMOM cTerneHH KaHaujaara MEAULHHCKHX

Hayk no creupanbHocTH 3.1.28. I'emaronorus 1 epenuBaHne KPOBH.

I'nasublii Bpau I'BY3 JIOKB
CTapLIMi HayYHBIA COTPYAHHK HMMIL] orun uM. H.H. IlerpoBa

KaHJg. MeJ. HayK

E.B. Jlomakuna
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