OT3bIB
Ha aBTOpedpepat Auccepranuu ImupoBoii Xaauxu MapaToBHbI HAa TeMy:
«I'eMOJIHTHKO-ypeMHYeCKHH CHHAPOM Y JeTeii: COBpeMeHHble NOAX0AbI K
AHATHOCTHKE, JIeYeHHIO H OLleHKe MPOrH03a», MPeJCTaB/JIeHHOH K 3aluTe Ha
COMCKAHHE YYeHOH CTeneHH JOKTOpPa MeIHIHHCKHX HAYK MO CIeNHAJIbHOCTH

3.1.21. lleanarpusi

C pa3BuTHEM COBpPEeMEHHBIX MEAMIMHCKMX TEXHOJOTMA MHOrue paHee
cMmeprenpHble 3a0oneBaHus IepecTand ObITh  GaTanpHbIMU. Jluccepranus
OmupoBoii X.M. mnocssilieHa OJHOM U3 TakUX AakTyalbHBIX TEM, HHTEpeC K
KOTOPOH BO3pOC B IIOCJIE/HEe JEeCATHIETHE — OCOOEHHOCTAM KIMHHYECKOH
KapTHUHBI, XapaKkTepa TeUeHUs, MOAX0AaM K JUArHOCTHUKE U JIEYEHUIO aTHIIUYHOTO
reMonuTHKO-ypemuueckoro cuuapoma (al' YC). B Hacrosimiee Bpemsi H3BECTHO,
yro al'VC — opdanHoe xu3Heyrpokarwliee 3abojeBaHUe IPOTrPECCHPYIOIIEro
TEYEHUS, 00yCIOBICHHOE pa3BUTHEM CUCTEMHOM TPOMOOTHYECKOU
MUKpPOAHTHOIIAaTUH BCJICACTBUE HEKOHTPOJIUPYEMON aKTUBALIMKM aJbTEPHATUBHOIO
IyTH KOMIUIEMEHTA W3-3a MyTalUil I'€HOB, KOJUPYIOIHUX OeTKA KOMIUIEMEHTA KU
00pa3oBaHMsI aHTUTENl K HEKOTOPHIM W3 3TUX perynaropoB. JlaHHas maTosorus
OTHOCHTCSA K pa3psily MEJUKO-COLUAIbHOMN MpOo0OieMbl B CBS3U C PUCKOM Pa3BUTHS
TEPMUHAIBHONW ITOYEYHOM HEAOCTATOYHOCTH M BO3MOXKHOCTBIO CMEPTEIBHOIO
ucxona. HecMoTps Ha mporpecc B MOHMMAaHHMM NAaTOT€HETUYECKHX MEXaHU3MOB
pasButus u jedenHuss al YC, oTcyTcTBHE OOLICNIPUHATBIX AMArHOCTHYECKUX
KPUTEPHUEB W HU3Kasg OCBEJIOMIIEHHOCTh IPAKTUKYIOUIMX Bpayed MpPUBOJUT K
omrOKaM B BeIEHUM NALUEHTOB C JAHHOH IMaTOJIOTHEii.

BribpanHas Tema quccepTalMOHHOTO MCCIIEeIOBaHUS SABJIAETCS aKTyalbHON
U COBPEMEHHOM, 3HAUYMMOM JUIdi MEJUIMHCKOM HayKd U IPAKTHYECKOro
3paBOOXpaHeHMs, TaK Kak (eHoTunuyeckue ocobeHHocru nperer ¢ al'YC, ux
reHeTHYecKasi XapakTepUCTHKa, OTBET Ha KOMILIEMEHT-OJIOKUPYIONIYIO TEpanuio
HE U3YYaJIUCh CPe/IU NAIMeHTOB, IPOXHUBAOIINX Ha TeppuTtopun PO.

AI{TyaJ'IBHOCTB IIpOﬁJ'IGMBI TAaKXK€E€ 3aK/IH4YacTCcsd B TOM, 4YTO B HACTOAIICE



BpeMs HEOOXOIMMBIM SBISETCS TIOUCK MapKepoB paHHEW JMarHOCTHKH,
NIpeIUKTOpPOB mporHo3a u ucxonoB npu al'VC, 4YTO mMO3BOAWIO aBTOPY
chopMyIHpOBaTh Lelb MCCIENOBaHMA, 3aKIIOYAIONIYIOCs B O00OCHOBaHHU
npuHuunoB Tepanuu al'YC y fjereli Ha OCHOBaHMU YCTAHOBJIEHHBIX
3aKOHOMEPHOCTEHN TEeYEHHsI, FeHETUYECKOro Mpo(uis, pUCKOB HeOIaronpusaTHOTO
IPOrHO3a U CPOKOB BBDKHMBAaeMOCTH. VccrnemoBaHue B 3TOM HalpaBlICHHUH,
0e3yCci10BHO, IIpeACTaBisAeT O0NbIION HayUHbIN U IPAaKTUYSCKUN UHTEpeC.

Ha ocHoBaHMH NMpPOBEAEHHBIX UCCIIEIOBAHMH aBTOPOM BBISABIIEHO, YTO CPEIH
IYCKOBBIX (pakTopoB B 00weit crpykrype al ' YC Bemymias ponb NpHHAUIEKHUT
MH(QEKIUSIM, B IIEpBYIO Ouepelpr C IHapelHBIM IPOAPOMOM, YTO CO3JaeT
CyLLECTBEHHBIE TPYIHOCTH B Iu(pdepeHnuanbHoi 1uarHocTuke ¢ TUnugYHbM ['YC.
B cBa3m ¢ 3THM aBTOpOoM Cc(HOPMYNIHUPOBaHB OAUArHOCTHYECKHE KPUTEPUU
ycraHoBneHus: auartoza al'YC y pereit ¢ nuapeeii, KOTOPBIMH SBJSIOTCS
[OBTOPSAIOIIYECS] SMU301bl T'eMOJIM3a M MOTpeOJIeHUs TPOMOOLMTOB B OCTPOM
NIEPUOJZE, @ TAK)XKE Pa3BUTHE BHEMOYEYHBIX MPOSBICHUHA Ha (OHE WM B MEPUOL
paspeniaroreiics TpPOMOOTHYECKOH MUKPOAQHTUOTIATHY.

JlvccepraHToM NpPONEMOHCTPUPOBaHO, YTO OcTpelid mepuony al'yC vy
NPEUMYILIECTBEHHOIO 4YHWCNa JeTed XapaKTepu3yeTcsi pa3BHTHEM HE TOJBKO
OCTPOro MOBPEXACHUS MOYEK, HO U JUCPYHKIMEH APyruX OpraHoB U cucrtem. B
OTIIMYMHM OT [aHHBIX, JOCTYNHBIX B JIUTEpaType, ISl POCCUUCKON MNOMYyNISLHAH
nereii ¢ al'YC xapakTepHbIM SBUJIOCH B IIEPBYIO OuYepelb MOpPaKeHUE OPraHOB
XKT u cepredHo-cOCyaUCTON CHCTEMBI.

Taxxke B pabore OwmupoBoit X.M. BHepBble OmNpelelieHa 4YacToTa
BCTpEeYaeMOCTH  pa3iauuHblX ¢opMm al'YC  (cnopagudeckas/cemeiiHas U
aHTuTeNbHasA) B P®, mpexcraBieHa MX KIMHUYECKAs XapaKTePUCTHKA, BO3PAcCT
nebroTa 1 0COOEHHOCTH TeueHus 3a00JIeBaHuUsl.

I{enHOCTE PabOTHI 3aKIIIOYAETCs B MPOBEIEHUN MOJIEKY ISIPHO-IT€HETHYECKOTO
aHanM3a, BKIIOYAIOIIEro HCcneloBaHue 19 IeHOB C pasiMYHBIM KIMHUYECKUM
3HaYeHWeM He TONbKO B TIeHax KiacTepa KOMIUIEMEHTa, HO M TeMOCTasa.

HpOBGI{eHa OL€HKa IIaTOI¢HHOCTH BBIABJICHHBIX TIC€HETHUYECCKHUX BapHaHTOB,



NPOaHAIM3UPOBAHO WX BIUSHUE HA TSDKECTh OCTPOro II€pHoJa ¥ 9acToTy
PELIMIUBOB.

JIOCTOMHCTBOM paboTHI TAK)Ke SBISETCS MPOBEEHHAs JUarHOCTUKA U OLIEHKa
KIMHUYECKOTO 3HA4Y€HUs MyJbTUreHHOW TpoMmbodmimmu y mnaunueHtoB ¢ al'VC.
ABTOPOM TNPOIEMOHCTPHUPOBAHBI CTATUCTUYECKH 3HAYUMBIE paziIuuMs IO PAMLY
reHeTUYeCKHX BapHaHTOB T'€HOB reMocTasa u ¢onaTHoro mukia B koropre al'YC B
CpaBHEHHUH C TIOMYJIAHOHHBIMY JaHHBIMH U CpeIy ManueHToB ¢ Tunu4yHemM ['YC.
Y6enurenbHO MPOJEMOHCTPUPOBAHO, YTO COYETAHHE I'OMO- M TE€TePO3UIOTHOTO
HOCUTEJIbCTBA, a TakKke HauboJplIiee 4YUCIO MNPOTPOMOOTEHHBIX I'E€HOTUIIOB
reMoCTasa, BIMSIOT Ha TSKECTh OCTPOro Imepuoja OONe3sHH M pa3BUTHE
XPOHHYECKOH OOJIE3HHU TOYEK.

ABTOpOM HOOKa3aHa mpsMas CBA3b OTHAICHHBIX IOCIEACTBUN MOPAXKCHHS
nouek y geredt ¢ al' YC u dopmupoBaHus XpoHHUYECKON OOJE3HH IOYeK CO
CTENEHBIO TSKECTH OCTPOTO IOBPEKICHHS IOYEK, AIUTENBHOCTBIO NPOBEACHUS
3aMECTUTENIBHOMN MOYEUHOH Tepanuu, peluAUBUPYIOIUM XapakTepoM Oone3Hy, a
TaKe OTCPOYEHHBIM IIPUMEHEHHEeM KOMIUIEMEHT-0JIOKUPYOIIel Tepariu.

HuccepranToM IpoaHaiu3upoBaHa 3(G(EKTUBHOCTh MMATOTEHETHYECKOM
Tepalluy B pasiu4Hble Cpoku HaOmopeHus. [lokazaHo, yTto Haubosiee paHHUM
MapKepoM, JEMOHCTPUPYIOIIUM ITOJIOKUTENBHBINA OTBET HAa IIPOBOAMMOE JICUEHHE,
ABISAETCS HOpMAlW3alusl ypOBHS TpoMOOLMTOB. PaHHee Hadajio KOMILIEMEHT-
Onokupylolled Tepanuy CBA3aHO C JIyYIIAMH pPe3yJbTaTaMH JIEYEHUs, KOTOPOe
ObUI0 OZTMHAKOBO 3()(EKTUBHBIM Y MAIlMEHTOB, IMEIOIUX IeHeTHYeCKuii nedeKT B
reHax CHCTEMBl KOMIUIEMEHTa, TaK M y NAIeHTOB, HE HMEIOLIUX MYyTAallHid,
accouuupoBaHHbIX ¢ al'YC, ¢ pa3nUyHBIM IeHETHYECKUM IpoduieM, B TOM YHCIIE,
U npu nprodpereHHO# hopme 3aboneBanus. [lokazano, 4To HAYAI0 KOMIIEMEHT-
Onmoxupyromeil Tepanuy B TEYCHHE IIEPBOM Helenw OT jaebroTa 3a0osieBaHus
TIIO3BOJIAET BO BCEX CIIy4asX JOOUTHCS IOJTHOTO BOCCTAHOBICHUS (PYHKLIUU ITOYEK.
Taxxke nNpomeMOHCTPHPOBaHO, YTO Ha (OHE IPOJOIDKAFOIIEHCS KOMILIEMEHT-
OJoKupyIOIIel TepamuyM BO3MOXHO YyiydlleHHe (GYHKUUH I0YeK B Oolee

oTHaneHHsle Cpoku y aerteit ¢ al YC.



B pabore mpoaeMOHCTpUPOBaHA BO3MOXXHOCTB OTMEHBI KOMIUIEMEHT-
OJIOKUpYIOLLEH Tepanuu, NpoaHaTU3UPOBaHbl Oe3pelMIMBHAS BBUKUBAEMOCTh U
¢dakroppl pucka peuupuBa y gxereii ¢ al'YC, KoTopble OTIMYAOTCS OT
JIUTEPaTYPHBIX JaHHBIX.

Ha ocHOBaHUM BBIIIEU3JIOKEHHOIO pa3paboTaHbl aNrOPUTM AUArHOCTUKH U
auddepennupoBannbie c¢xembl Tepanud al YC B 3aBUCUMOCTH OT IIPUPOABI
KOMIIJIEeMEHT-0II0CPEeA0BaHHOM TPOMOOTHYECKOH MUKpPOAHTUONIATUH
(criopaguyeckas / cemeiinas u npuobperennas dopma al' YC), uto obycnasnuBaer
BBICOKYIO 3((PEKTUBHOCTb JIEYEHUS TAIIMEHTOB C JaHHOU MaToIOruei.

Bce BbILIEU3I0KEHHOE OTpakaeT HaAy4YHO-IIPAKTUYECKYI0 3HaYUMOCTH
JNUCCePTALMOHHOTO HCCIIeJOBAHMUS.

BeIBOIBI COOTBETCTBYIOT 3adadaM. JJOCTOBEpHOCTH BBIBOAOB M Hay4YHBIX
MOJIO’KEHUH TTOATBEePKAASTCS TOCTATOYHBIM KOJIMYECTBOM OOCIEeIOBaHHBIX AeTel
cal'YC (n=211), ucrons30BaHreM COBPEMEHHBIX METOJOB UCCIICIOBAHUSI.

ABtropedepar u onyOaukoBaHHBEIE 25 paboT ITOTHOCTBIO OTPAKAIOT
COZlepXKaHUe AUCCEPTALIUH.

CoBeplLIeHHO OYEBHIHBIM SBJISETCS, UTO MpeNcTaBIeHHBIH Marepuan Oyner
cnoco0CcTBOBaTh (HOPMUPOBAHUIO KIMHUYECKOH HACTOPOXKEHHOCTH y IIeAUATPOB,
HeQpoJIOTOB M Bpaueil Apyrux clielualbHOCTEl B CBOEBPEMEHHOM JUArHOCTUKE
al'YC.

3AKJIIOYEHUE

Taxum obpaszom, qucceprauuonHas pabora ImMupoBoit Xaamxyu MapaToBHBI
Ha TeMy «[ eMONUTHUKO-ypeMUYeCKuil CHHAPOM Y JleTeil: COBPEMEHHBIE IIOAXO0BI K
OUarHOCTHKE, JIEUEHUIO U OLEHKe IMpOorHosa» Mo coeuunansHoctd 3.1.21.
[leguaTpust sBnIsieTCS 3aKOHYEHHOW HAay4YHO-KBATM(UKALMOHHON  paboToid,
cojepxallell  pellleHHe  aKTyaJbHOHM  HAy4yHOW  mpoOieMbl,  HMMeEIoLMi
CYLIECTBEHHOE 3Ha4YeHUe il MequuuHckod mpakTtukd. [lo akrtyanbHoCTH,
Hay4yHOH HOBH3HE M IIpPaKTHUYeCKOW 3HAYMMOCTH AMCCepTaluoHHas pabora
COOTBETCTBYeT TpeOoBaHUAM MyHKTa 9 «llomoskeHWs O MOpPSOKE MPUCYKACSHUSA

YYECHBIX CTeIeHeH» . YTBEPXKIOCHHOT'O ITocranoBnenuem HpaBHTeIIb CTBa



Poccuiickoii ®enepauuu oT 24.09.2013 Ne842 (¢ W3MEHEHUsIMH B peNaKIUH
[Tocranornenmit IlpaButensctBa Poccuiickoit @enepanuum ot 21.04.2016 r. Ne
335, ot 02.08.2016 r. Ne 748, ot 29.05.2017 r. Ne 650, ot 28.08.2017 r. Ne 1024,
ot O 1.10.2018r. Ne 1168, ot 20.03.2021 1. Ne 426, ot 11.09.2021r. Ne 1539, ot
26.09.2022r. Nel1690, or 26.01.2023r. Nel01, or 18.03.2023r. Ne415, or
26.10.2023r. Ne 1786, or 25.01.2024r. Ne62), npeapsaBisieMbIM K IUCCEPTALUSIM Ha
COUCKAHME YUYEHOM cTeleHu [JOKTopa HayK, a ee aBTop, OMHpoBa Xajwxa
MaparoBHa, IOCTOMHA ITPUCYXKACHUS NCKOMOM CTENeH!U o cnenuanpHocty 3.1.21.

Ilequatpust.
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