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OT3bIB
opHUHAJIBHOIO ONINOHEHTa [JOKTOpAa MeJIHLUHHCKHX Hayk, mnpodeccopa
Kanunnnoii Haranum MuxaijioBHBI Ha [aHccepranui H aBTopedepart
auccepraunu Yepemoxuna /I.A. Ha Temy «PeHOTHIIHYECKHE H MOJIEKYJISIPHO-
reHeTHYeCKHe ACHeKTbl MepPBHYHbLIX HMMYHOAe(PHUHTOB Yy [deTel ¢
BPOKA€HHBIMH MOPOKAMH CepALa», NMPeACTABIEHHYI0 HA COHCKAHHE YYeHOi
CTeNEeHH KaHAHJATa MEeIHMUHHCKHX HayKk mno cnennajabHoctH 14.03.09

Knunuuyeckas HMMYHOJIOTHH, aJ1J1€ProJiorus.

AKTYaJIbHOCTb TeMbl JHCCEPTALHOHHOH padoThbI

IIpobGnemMa  paHHero BbISBJIEHUS MEPBUYHBIX HMMYHONEOHUIIUTOB IS
KJIMHHYECKOH MMMYHOJIOTHH KpalHe Ba)KHa, [IOCKOJIBKY OHU MOTYT IPOTEKaTh MO
«MackaMu» JIpyrux 3a0ojieBaHUH, U BCIEACTBHE 3TOTO MIO3/IHO
JUMarHocTupoBaThes. I[lepBHuHBle HMMMYyHOAE(UUMTBI, WM KaK TMPHUHATO HX
Ha3bIBATh CErOJHS — BPOXKJCHHbIE OLIMOKHM HMMYHHTETa, BKIIOYalOT B celds
00JIbLIYIO TPYNITy HO30JOTUH ¢ JedeKTaMi reHOB, OTBEYAIOIIMX 3a MPaBUIILHOE
(GyHKUHOHHpOBaHHE  KJIETOK HMMyHHTeTa. CHHApPOMAalbHBIE  IIEPBHYHEIE
MMMYHOJE(PHULMTEI, XapaKTepU3yIOLHecs MPOSBIEHHEM MHOXECTBA pPa3jIM4HbIX
BPOJKAEHHBIX Je(EeKTOB 3aHHMAIOT oIpejesieHHoe Mecto B rpymmne ITUJ u
TpeOyl0OT HacCTOPO’KEHHOCTH CO CTOPOHBI Bpayel pasiM4HbIX CIEeLHATbLHOCTEI.
BpokieHHblE MOPOKHM cepAla — OOHO M3 YacTO BCTPeYaeMbIX IMpOsIBIEHHUIT
MEePBUYHBIX HMMYHONE()HLUUTOB C CHHIPOMAJIbHBIMH HapyiieHHsMH. Kak
MOKa3bIBa€T IPAKTHKA, Ha IEPBBIA IUIaH BCErja BBIXOAAT MPOOJIEMBI CepAevHO-
COCYOHCTOH CHCTEMBI, a MMMYHO3aBUCHMas IIATOJOTHs [posBIsAeT celds
OTCPOYEHHO, YacTO B IIOCTONEPALMOHHBIA IepUOJl, KOTJA CIACTH ITallMeHTa OT
BO3HHUKILIUX I'eHEepaIU30BaHHBIX HHMEKIHH OYeHb CII0XKHO.

Baxno o06nagmate MerogaMu  paHHeH — JUATHOCTHKH  BPOXKIEHHBIX
HMMYHO1€(HLIUTOB, 0COOGHHO B TEX CITy4asX, KOT/a COIYTCTBYIOMIAs IaTOJIOIHs
MacKHMpyeT TMpOsIBIIEHHS OCHOBHOro 3abojieBaHMs. ITO IMO3BOJUT H30€XKaTh

HC6H3FOHPHHTHBIX HCXOIO0B, a TakXke CIUNIaHHpOBaTh HIIA CKOPPEKTHPOBATh
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TepaneBTHYECKYI0 TAaKTHKY NPO(UIAKTHUKH OCIO0XXHEHHH M IIOJJIepIKHBAKOIIEH
MMMYHOTPOITHOW TE€paruu B MOCTONEPALIMOHHOM [IEPHOJIE.
B cBs3u ¢ 3TUM, npoOriemMa BpOXKAEHHBIX IOPOKOB Pa3BUTHsA, B YaCTHOCTH
IOPOKOB CepJlia, IIPU BPOXKIAEHHBIX OMIMOKAaX MMMYHHUTETA SBIAETCSA aKTyalbHBIM
M TEepCIEeKTHBHBIM HaIpaBIeHHEM B KIMHHYECKOH HMMYHOJIOTHH, II€HaTpHH,

KapaIuoJIOrMH, HEOHATOJIOTHMH U TEpAIlHH.

HoBu3Ha Hcc/1e10BaHHS U MOJYYeHHBIX Pe3yJ/ibTATOB

HayuyHass HOBH3HaA HACTOSAIIEr0 UCCIEOBAaHUSA COCTOUT B TOM, YTO BIIEPBbIE
OBUTH NPOAHAIU3UPOBAHBl U KJIMHUYECKH OXapaKTepU30BaHbl JETAJbHbBIE ClIy4an
MIEPBUYHBIX UMMYHO/Ie(DUIIMTOB C BPOKACHHBIMH [TIOPOKaMH CepaLa.

BriepBele  NpoBeeHO  pPETPOCNEKTHBHOE  OINpEeNeNIeHHE  KOJIMYecTBa
SKCIIU3HOHHBIX PEKOMOMHAIIMOHHBIX KoJiell HauBHBIX T- 1 B-muMpouuToB B cyxux
MATHAX KpOBH B TIpynmne JeTedl ¢ IMepBHYHBIMA  HMMYHOJe()HULIIMTAMH,
ACCOLIMMPOBAHHBIMHU €  BpPOX/JIEHHBIMU  IIOpOKaMHM  CepAla,  OLIeHEHa
MH(OPMATHBHOCTH METO/1a JUIS TPYIIIIbl COYETAHHON I1aTOJIOTHH.

BriepBrle omucaH CHOEKTp BpOXKIEHHBIX IIOPOKOB cepAlla B CTPYKType
JeTaJbHOCTH JeTell ¢ NepBHYHBIMH HMMyHoAepuuuTamu B CBepUIOBCKOM

o0OJjacTH.

3HAYHMOCTD Pe3y/IbTATOB ANCCEPTALHH /ISl HAYKH H NPAKTHKH
B nuccepranmonHoit paboTe nogpoOHO ONMUCaHbl KIMHUYECKUE MTPOSIBICHHUS
U naboparopHble MMMYHOJOTHYECKHE OCOOEHHOCTH II€TAJbHBIX CIIy4yaeB
MEePBUYHBIX HMMYHOJAE(DUIMTOB C BPOXKACHHBIMH IOPOKaMH cepla, BeleHue
KOTOPBIX ITO3BOJIMIIO TIOJOWUTH K YTOYHEHHIO B3aUMOOTHOIIIEHHH 3THX MAaTOJIOTHIH
Pe3ynpraThl M BBIBOJBI pabOThl IOCIYKWIH OCHOBOHM sl pa3paboTku
JAMarHOCTHYECKOro ajlropuTMa BeJeHHs MAalMeHTOB C BPOXKIEHHBIMH MOPOKaMH
cepaua. Taxoke pe3yJIbTaThI JTHCCePTALHOHHOTO MCCIIe0OBaHUS

MNOATBEPAWUIIMTPA3HIMA  BaXXHOCTb  pacClIUpEHUA  MOJICKYJIAPHO-IEHETUYECKOI'O
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XpPOMOCOMEI.

Coaep:xaHue JHCCepPTAlHH, ee 3aBePUIEHHOCTD

Huccepramusi  odopmiieHa B COOTBETCTBUM ¢  TpebOOBaHHUsMH,
NpeabsBIsAeMbIMHA K JUCCEPTAlMOHHBIM paboTaM, U COCTOMT U3 BeleHHs, 0030pa
JUTEPATypPbl, MATEPUATIOB U METOJ0B HCCIEAOBAHMUSA, PE3YJIbTaTOB COOCTBEHHBIX
MCCIIEJOBaHUM, KIMHUYECKHX CJIy4YaeB, 3aKJIOYEHHs, BEIBOLOB M IPAKTHYECKHX
peKoMeHalui, CIIMCKa UCII0Ib3yeMOH JIUTepaTyphl U CIIMCKA COKpAILeHUH.

VYiKe Ipy 03HAaKOMIIEHHM C 3arjlaBUeM JUCCEPTAlUUH CTAHOBHUTCS NMOHATHON
LeNb MCCIeOBaHMs, a YeTKO c(OopMyJTHpOBaHHBIE 3aJlaud H HUX pelIeHHe
MO3BOJISIFOT JOCTHYb IIOCTABJIIEHHOW LENM HUcciaefoBaHus. Bo BBeneHHH
IUCCEePTALIMOHHOM  paboThl  OOOCHOBBIBAeTCS  aKTYallbHOCTh  BBIOPAaHHOTO
HanpasieHus. [lpeacraBneH aHanmu3 CHeUMAJIBbHONW JUTEpaTyphbl, KOTOPBIH
OTpakaeT IOCJeJHHE MPEeJCTaBIeHUs O BPOXKJAEHHBIX OMMOKaX MMMYHUTETa, O
B3aMMOCBSI3M BPOXJAEHHBIX [MOPOKOB CEpJLa U MEePBUYHBIX UMMYHOAe(PHUIUTOB, a
TaKKe BO3MOXXHOCTH IIpe- .M IIOCTHATalbHOM [MarHOCTHMKHU COYETAaHHS STHX
3a00JIeBaHH.

B rnase «Matepuansl ¥ MeTOABI» NOJAPOOHO OXapaKTEepPU30BAHbI IPYIIIbI
obcienoBaHHbIX. B kauecTBe 00BEKTOB M3y4yeHHss ObUla  MeIUIIMHCKAs
NOKyMEHTalMs U apXxuBHble OHoJOrmyeckue oOpasibl, B3ATHIE MPHIKU3HEHHO Y
oOciieyeMblX MMalMeHTOB. MeToabl HCCIeIOBaHHUS BKIHOYATH KIHHHYECKYIO
OLIEHKY, MOJIEKYJISIPHO-T€HETUYECKHE  MCCJIeIOBAaHUSI M MaTeMaTHYeCKYIO
00paboTKy MOJTy4YeHHBIX JaHHBIX.

B rnaBax, NOCBSIIEHHBIX pe3yabTaTaM COOCTBEHHOTO HCCIIEeIOBAHHMS,
MIOCIIEIOBATENIBHO, COOTBETCTBEHHO IIOCTABICHHBIM 3aJayaM, IpeACTaBJIeHbI
MOIYJISIUOHHBIE  XAPAaKTEPHUCTHUKM  HO30JOTMYeCKHX  (GOopM  MepBUYHBIX
UMMYHOAEC(QHUIIMTOB B  CTPYKType  JIETAJbHOCTH  JETCKOr0  HaceJIeHHs
CeepanoBckoit obsiactd, omnpeneseHbl pedepeHCHble WHTEPBAIbl I MOJEKYII

TREC u KREC, xoropble HCIOIB30BAIMCh IJIi UX JK€ HalbHEHIIeH OILEeHKH



4
UH(GOPMATUBHOCTH MNpU IepBUUHBIX uMMyHojxeduuurax ¢ BIIC, a Taxxke
OoTpakeHbl OCOOEHHOCTH (EHOTHITMYECKUX NPOSABICHUH CHHIPOMOB aHOMATHH
22q11.2, Bxiroyas JAesiellUd «HeCTaHIAPTHBIX» pa3MepoB.

BeiBoabl cOpMynHpOBaHBI UYETKO M JIOTUYHO, B COOTBETCTBHH C
NOJlyYeHHBIMH  JaHHBIMH. [IpakThyeckre peKOMEHZAUMH OCHOBaHbl Ha
NOJyYEHHBIX pe3ysbTarax, COQOpPMYyJHpPOBaHBI IOCIEAOBATEILHO BBIBOAAM U
NO3BOJISIIOT KCIOJB30BaTh WX B paboTe Kak CIeLHaTH3HPOBAHHBIX LIEHTPOB IO
neuvenuto nereit ¢ [IM/]], Tak 1 neHTPOB KapAHOJIOTHYECKOro Mpouis.

Pabora wu3noxxkena Ha 149 cTpaHuIax KOMIBIOTEpHOro Tekcra. Pabota
wimiocTpupoBaHa 8 TabiauuamMu M 35 pHCYHKaMH, a Takke COHEpXKAUT 6
KIMHHYeCKHX ciy4daeB. bubmuorpadus coctout U3 218 HMCTOYHHKOB, U3 HUX 25
OTE4YEeCTBEHHBIX U 193 — 3apyOexHBIX.

ABTOpedepar oTpakaeT OCHOBHBIE ITOJIOKEHHS JHCCepTaluu. Pe3ynbrarhl
paboThl 00CY’K/IAE€Hbl Ha HAay4YHbIX MEpOIPUSATHIX: KOH(pEpeHIHsIX, KOHIpeccax H

CUMIIO3HYyMax.

JIu4yHbIH BKIaJ aBTOpa

Bxnan aBropa 3akirodaercss B HEIIOCPEACTBEHHO YYacCTHH BO BCEX JTarax
paboTel — B aHaJM3e JMTEPAaTYpPHbIX JAHHBIX, IIOCBSAIICHHBIX I€PBHYHBIM
UMMYHOZE(QHULIMTAM, BpOXICHHBIM IOpPOKaM CepAla, WX B3aHUMOCBS3H U
JMarHOCTUKH, B BbIOOpE HampaBlIeHUs HCCIEJOBAHUS, IOCTAHOBKH LEIH U
omnpeJeNieHuy 3a/1a4, o0paboTke MaTepua, MPeICTaBICHUH Pe3yJIbTaTOB pabOoThI
Ha KOH(EpeHIMsAX M KOHrpeccax. ABTOp JHYHO TPOBOAMI JIabOpaTOpHbIE
uccienosanus no omnpeneneHuro Moiekysl TREC u KREC B Ouonormdeckmx
obpasnax. Ha ocHoBaHMM NpOBEJEHHOr0 HCCIEIOBAHUS COBMECTHO C HAay4YHBIM
pyKkoBoaMTeNneM  pa3paboTaH  JUAarHOCTHYECKHH  allfOPUTM  JAMATHOCTHKH
MAlHEHTOB c BPOXKIECHHOHN CepIeYHO-COCYIUCTOM [1aTOJIOTHEN 1%}

c(hOpMyIUPOBaHbI MPAaKTHYECKHUE PEKOMEHIAIHH.
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PexomeHnaauuu no uenoib30BaHUIO Pe3yJibTATOB padoThl H BHIBOJAOB
AHCCEPTALHH

Pesyneratel agucceprauuoHHo#d pabotel UYepemoxunHa [[.A. moryt ObITh
IPUMEHEHBbl B IPAKTHYECKOM 3/IpaBOOXPAHEHUHU B CTAlMOHApax U aMOyIaTOpHsX
IIMPOKOr0 NpOUIs, BKIIOYAs MNOJUKIMHUYECKOE 3BEHO 3ApaBOOXpaHEHHS U
CHelMaJIM3UpOBaHHble JieyeOHble YyupexaeHus. [lomydyeHHble HDaHHBIE MOTYT
CII0COOCTBOBATh MOBBIIIEHHIO Ka4eCTBa OKa3aHHsI MEJUIIMHCKON IOMOIIM B BUAY
paHHel M CBOEBPEMEHHONW JMAarHOCTUKM HMMYHO3aBUCHMOH IATOJIOTHH.
IIpenioxkeHHBI  aFOPUTM  JUArHOCTHUKHM OCHOBHBIX KJIMHHUKO-J1a0OpaTOPHBIX
npossiaenuil IIM]] nHaliner npaktudeckoe NpUMEHEHHE B CIELMAM3UPOBAHHBIX
YUPEKIAECHUAX MO  OKa3aHUIO  MOMOIIM  JETAM  XUPYPrHYeCKOoro H

KapAHOJIOTHIECKOT0 PO,

IlewaTHble paboTbl aBTOpA, B T.4. B H3AAHUAX, peKoMeHayeMbix BAK P®
ITo Teme aucceprauuu omyOIMKOBaHO 7 MeYaTHBIX paboT, B TOM 4Yucie 4 B
OTEYECTBEHHbIX JKypHalaX, peKOMeHJ0BaHHbIX B nepeuHe BAK Munucrepcrsa
obpazoBanus M Hayku Poccuiickoit ®@enepauun u 1 MoHorpadusi B KauecTse
coaBTopa. Takxke umerorcs 2 my6nukanuu B COOpPHUKAX TE3MCOB MEKIYHAPOIHBIX

KOH(MepeHITHi.

JIOCTOMHCTBA H HEIOCTATKH B COAEP:KAHHH H 0(POPMIEHHH ANCCEPTALHH

Huccepraumss  oopmiaeHa B COOTBETCTBHH ¢  TpeOOBaHHAMH,
IIpeIbsBIEHHBIMU K HAaIUCAHHUIO quccepTauuii u apropedeparos (TOCT P 7.0.11-
2011). [luccepTalMOHHOE HCCIEIOBAaHHE BBINOJHEHO Ha XOpPOIIEM HaydyHO-
METOJHYECKOM YPOBHE W IIpeACTaBiseT coboil 00beMHOE, LIEJIOCTHOE U I0JIE3HOEe
C Hay4yHOH M IIPAaKTHYECKOM TOYKHM 3pEHHS HaydHOe HCCIIeJOBaHHE.
Craructuueckass oOpaboTKa NOJTy4YeHHBIX JaHHBIX MPOBEIEHA ¢ MCIOJIb30BAHHEM
COBPEMEHHBIX CTaTHCTHYECKMX METOJ0B. BBIBOJBI B I€JIOM OTpaXkaroT Iejlb H
3anauu. [IpakTHyeckue peKOMEHAALMH OCTPOSHBI YETKO U SIBJISIFOTCS aApPECHBIMH.

HenocratkoB B copepkaHuu U oopMIIeHHH paObOTHI HE BBISBIIEHO.
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[TpuHUIMITHATBHBIX 3aMedaHuit o pabote HeT. XoTenoch Obl 00CYAUTA C
COMCKaTeJieM psifl BOIIPOCOB

1. Ectb 11 y Bac nannble 06 oTnajneHHON cyab0e NalueHToB ¢ BPOXKACHHBIMH
nopokamu cepaua u I1TM]] B ciyyae cBoeBpeMeHHOIr0 ONepaTUBHOTO
neyeHus U agekBatHoi tepanuu [TU]1?

2. Ha ceromHsmHu#i 1eHb 3aperucTpupoBaHo Ooliee qecaTka CHHAPOMOB
BIIC+IIN M, ognako He Bceraa BIIC sBIsitOTCS 4acThIO CUMITTOMO-
koMmIuiexkca cunapoma ITH/], He uckmoyaeTcs BO3MOXKHOCTb COYETaHHOH
NaTOJIOTMM UMMYHHOM U CE€pAeYHO-COCYAUCTOM cucTeMbl. Bo3HHKaeT
BOIPOC Kak JU(depeHIupoBaTh 3TH COCTOSIHUSA, OyAeT U pa3Iu4aThCcs

AJITOPHTM IMOCTAHOBKH JHUAI'HO34.H TepaHHH?.

SAKJIIOYEHHUE

Takum oOpasoM, auccepranuoHHass pabGora Uepemoxuna JIMUTpus
AnypeeBuya Ha TeMy «DeHOTHIIMYECKHEe U MOJIEKYIJIIPHO-IeHETHYECKHUE acleKThl
NEePBUYHBIX UMMYHOAE(QULUTOB y AeTel ¢ BPOXKIEHHBIMH ITOPOKaMH Cepliay Ha
COMCKAaHHME Y4YEHOH CTEeNeHW KaHaujata MeOUIMHCKUX HayK sBISETCS
3aKOHYEHHOH Hay4HO-KBAITM(UKAUOHHON pabdoTOH, B KOTOPOH COMEPKUTCS
pellleHHe aKTyaJbHOM Hay4YHO-MeQUIIMHCKON 3a1a4uH 10 YIYYIIeHHIO 1UarHOCTHKH
pa3IM4YHbIX TMPOSBICHHHA HMMYHHOH IIaTOJIOTMM Yy JeTed ¢ BpOXKIEHHBIMH
nopokamu cepaua. Ilo cBoel akTyanpHOCTH, HAYYHO HOBHM3HE, TEOPETHYECKOH H
MPAaKTHYECKOM  3HAYMMOCTH,  JOCTOBEPHOCTH  IIOJIyYEHHBIX  pe3yJIbTaTOB
JMccepTalloHHas paboTa cooTBeTCTBYeT TpeboBaHUAM MyHKTa 9 «IlomoxeHus o
NPUCYKIEHUH  YYEHBIX  CTemeHei»,  yTBepxaeHHoro  IlocraHoBieHHEM
IIpaButensctBa PD ot 24 centsabps 2013 roma Ne 842 (B pen. IlocraHoBineHus

IIpaBurensctBa P®, ot 28.08.2017 Nel024), a ee aBtop, Yepemoxu JMuTpuii
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AHJpeeBHY, 3acIy)XMBAaeT MPUCYXKIEHHWs HMCKOMOH CTEelleHH KaHIWIaTa
MEIMUMHCKUX HayK no cneuuanbHoctd 14.03.09 — KnuHudeckas HMMYyHOJIOTHS,

aJlJIeProJiorus.

OdunmanbHbIH ONIIOHEHT:

JOKTOp MEJIMLUMHCKUX HayK, podeccop

IJIaBHBIM HAy4YHBIHA COTPYIHUK

otTzena JlabopaToOpHOH AMarHOCTHKH

®I'bY «Bcepoccuiickuil LEHTp 3KCTPEHHO

1 paguallioHHOM MeaunuHbl M. A.M. Hukudoposa»
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