


BOBJIEYEHHOCTH HacnencTBeHHsIx MyTanuid CHEK?2 B dopmupoBanue npenpacnoyioKeHHOCTH K
PMX.

JIOCTOBEpPHOCT,  PE3yNbTaTOB  HACTOSINETO  AMCCEPTALMOHHOTO  HCCIENOBaHUS
HoaTBepXKaaeTcs 6oIbIINM 00BEMOM HCCIIEAOBAaHHBIX BRIOOPOK NALMEHTOB U 310pOBLIX JvIl. B
YaCTHOCTH, JJI MCCIENOBaHUA BKIana HacieacTBeHHbIX Mmytanmii CHEK2 B 3a6oneBaeMocts
paxoM MOJIOYHOH xejie3bl nmpoaHanu3upoBaHsl oOpa3usl JJHK 1024 oHxonorndecku 370pOBBIX
KeHImuH H 1750 OonpHBIX pakoM MojouHo# xene3nl. Jng 91 nanuenTtkm ObUIH
IpOaHATH3HPOBAHbBI KIMHHKO-Mopdonorudeckue napametpsl CHEK?2-3aBucuMbIx onyxonei. B
46 cnydasx TPOBEHCHKOMIUIEKCHBIH aHaliM3 COMATHYECKOTO CTaryca Ie€TepO3HTOTHOCTH B
aokyce rena CHEK2 nns onyxoneBeix o6pasumoB. s 9 cnydaeB ObUT  BBHIIIOJHEH
BBICOKOITPOM3BOAUTENHHBIN DK30MHEIH aHAH3.

PaboTa BhIONHEHA Ha BBICOKOM HAyYHO-TEXHHYECKOM H METOJUYECKOM YPOBHE C
HCIIONH30BAaHHEM  COBPEMEHHBIX  MOJEKYISAPHO-TEHETHYECKMX  METOJOB,  aJeKBaTHbIX
c(hOpMYJTUPOBaHHAIM aBTOPOM 3a/1a4aM HCCHEeIOBaHUA.

Pe3ynbTaThl HCCIIEIOBAHHA IPOAHATM3MPOBAHAl C HCIONB3OBAHWEM COBPEMEHHBIX
CTaTHCTHYECKUX METOJIOB, YTO MOATBEPKAAET UX OOOCHOBAHHOCTD U JOCTOBEPHOCTE.

CdopmynupoBaHHBIE aBTOPOM BBIBOABI COOTBETCTBYIOT IIOCTaBICHHBIM 3ajadyaM H

JOCTAaTOYHO NOJHO PACKPHIBAIOT 11€/1b HayYHOH paboThI.

[pakTHYeckasi 3HAYHMOCTDb HCC/T€10BAHUS
Oxono 3% PMXX BbI3BaHBI IPHCYTCTBHEM Hac/IeACTBEeHHBIX myTaiui B rene CHEK2. B
mucceptaiiioHHoM HccnenoBanud C.H. AjekcaxwHOM MMOKa3aHO, 4YTO 10 MOJEKYJISIPHO-
TeHEeTHYECKHM OCOOEHHOCTSM OITyXOJH, aCCOUMHPOBaHHbIe ¢ MyTanuen del5395, sHaunTenbHO
OTJIMYAOTCA OT oIyxoneH cBs3aHHbIX ¢ MytanusMu 1100delC u IVS2+1A>G. MonekynsipHo-
reHeTudeckas rereporeHHocTs rpynnsl CHEK2-3aBHcHMBIX OIyXosiel — dpe3BbMailHO BaXKHBIH

LUt KIMHAYECKOH npakTtuku ¢akt. JanbHelimye uccaeoBaHus AODKHBI OBITH HalpaBlICHB! HA



HccienoBanus ocoOeHHOCTe# nekapcTBeHHOH wyBcrBHTeNsHOCTH CHEK2-accoummpoBansix

OIYXOJIEH C y4€TOM THUIA MYTAlUU.

CTpykrypa H cofepikaHHe JUCCEPTAUMH

Penensupyemas pabora uznoxena Ha 102 crpaHHIiaX © COCTOUT M3 BBEJIEHHSL, I1IaB 0030pa
JIMTEpaTyphl, MaTepHanoB M METONOB, pE3yJIbTAaTOB, OOCY)XICHHS MOJIyYEHHBIX OaHHBIX,
3aKJIIOYEHUA U BHIBOJOB. bubnuorpaguuecku#t yxasareip BKIO4aeT 149 MCTOYHHKOB, B TOM
4HCIIE 2 OTEHECTBEHHBIX B 147 3apyOexHBIX.

Bo BBeneHMM 1MPOAEMOHCTPUPOBaHA BBICOKAS AaKTyanbHOCTh HAy4yHOM paboThl,
MOCTaBJIEHb! €I W 3aJa4yd HCCIEeNOBaHMs, NOKasaHa Hay4dHas HOBM3HAa W NpaKTHUYECKas
3HaYUMOCTh IIOJNIYYEHHBIX pEe3YJIbTAaTOB, MMOKA3aHbl MCTOYHUKHM anpofaivu ¥ BHEJPEHUS
pe3yNbTaTOB, a TaKkXke CHOPMYTHPOBAHBI OCHOBHEIE MOJIOXKEHHS, BHIHOCUMBIE Ha 3aIIUTY.

B nepro#t _rnaBe mposejeH 0030p Hay4wHOM JMTepaTypbl Mo TeMme nucceprauud. OH
COIEPXHUT 6 4YacTeH, MOCBSIEHHBIX CHHAPOMY HACTEICTBEHHOIO paka MOJIOUHOW JKene3bl U
SUYHUKOB, CTpykType H ¢yHkuusM reHa CHEK?2, onmcanuio cmekTpa H  4acTOTHI
HacnencreeHHbix Mytaum#t CHEK?2, onuncanuio AMMyHO(EHOTHNHYECKHX H KIHHUYECKHX
ocobenHocret CHEK?2-accOnMUPOBAaHHBIX OMyXONEH. ABTOP HU3NOXKH/ CBEICHHS O KIMHHKO-
buosnoruueckux ocodeHHocTaX CHEK2-acconMupoBaHHBIX KAPIHHOM H MPOIEMOHCTPUPOBAT
COBPEMEHHBIC BO3MOXHOCTH HKCCNENOBaHUs NOJOOHBIX omyxoiei. O630p HanmucaH XOPOIIHM
JIUTEPATYPHBIM SI3BIKOM, CJIOJKHBIE TMONOXKEHUS H3JaraloTcs SICHO, YTO CBHAETENBCIBYET O
[JyOOKOM 3HaHUHU NMPEIMETA aBTOPOM.

Bropas rnasa «Marepuansl ¥ MeTOAbl HCCIENOBAaHHUSA» BKIIOYAET AM3aHH pabOTH H
ONHMCAaHUE METOAOB HccienoBaHus. Cienyer OTMETUTh, YTO paboTa BhINOJNHEHA HA GONBIIOM
o0BEME HCCIENOBAaHHOIO MaTepuaia. JleTalbHO H3/I0XKEHBI METOJMKHA MOJEKYJISPHO-
FEHETHUYECKOro ananmsa. JlaHHBIN pa3/ieNl BBINOJHEH Ha XOPOIIEM METOJIUYECKOM YPOBHE, 4TO
MO3BOJISIET aBTOPY KOPPEKTHO MNpOaHANU3UpOBaTh HaOpaHHBI MaTepHanl U NOJYYHTh

JOCTOBEPHBIE PE3Y/IbTATHI.
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