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«KIIMHUKO-TTATOTEHETUYECKUE ACIEKTEI ®OPMHUPOBAHUS AOPTAJILHOTO
CTEHO3A 11 PACIIMPEHUA AOPTBI V ITAIIMEHTOB C BUKY CIIUIAJIbHBIM
AOPTAJIbHBIM KJTAITAHOM»

Ha COMCKAHHEe y‘léHOﬁ CTENEeHH NOKTOPA MEAMUMHCKHX HayK

no cneumnansuocru 3.1.20. Kapauosaorus

AKTYalIBHOCTb TeMbI paboThl 06ycrmoBieHa HaMOONBLIEH PACTIPOCTPAHEHHOCTHIO B
NOMYNsIUMK OMKYCIUAANBEHOrO aopTansHoro knamana (BAK) cpemu BpOXKEEHHBIX TOPOKOB
cepaua (BIIC), ero mnporroctuyeckodl 3HAYMMOCTBIO B OTHOWIEHMH PA3BHTHS OCTPBIX
COCYIMCTBIX COOBITUH H JI€TAILHOCTH.

Bce MeToab! MCCIe0BaHus, HCIONb30BABIIMECT B PabOTe, COOTBETCTBOBANH CBOUM
QYHKUMOHANBHBIM 33/1a4aM U BO3MOXKHOCTSIM C LEJIBIO OOECTIEUeHHMs Pepe3eHTATHBHOCTH
pesynbratoB. OO0BEM BBIOOPKM, HA KOTOPOH NPOBOAMIOCE MCCICAOBAHUE, SBISETCH
AOCTATOYHBIM JJIsl 0OECIIEYEHMS JOCTOBEPHOCTH 1 3HAYMMOCTH [OJIyYEHHBIX PE3YIbTATOB.

OCHOBHbIE MOJIOKEHHUS, BBLIBOJLI M PEKOMEHAALMH, chOPMYyNHpPOBaHHbIE B padoTe,
Hay4HO O0DOCHOBaHBI M ApPryMEHTHPOBAaHEL. B CBOEM MCCIENOBAHMM ABTOpP OMMPAETCS Ha
¢bynmamenTanbHbIe M OpUKIagHbIE TPYIB OTEYECTBEHHBIX U 3apyOeKHBIX YUSHBIX, COOIIIONAS
NPUHLMNEL HAYYHOM MPEEMCTBEHHOCTH C IPEIIECTBYIOIUMH paboTaMd 110 JaHHOH
npobJeMaTiKe, COrIaCOBAHHOCTH ITOIYICHHBIX B MCCIEAOBAHMU PE3YIbTATOB C OCHOBHBIMU
TEOPETUYECKMMH IOJOKEHUAMH, a TaKXKe KOMILIEKCHOCTH M CHCTEMHOCTH.

Pabora HeCET HeOCHOpHMYIO HAy4YHYIO HOBH3HY, TaK Kak II0 pe3yIbTaraMm
HCCIICIOBAHUs BIIEPBBIE BHIABJIECHB! JBa HOBBIX BapUaHTa HEOMpENENEHHON 3HAYMMOCTH B
rene NOTCHI (E1305K u D1267N) y nauueHToB ¢ aopranbHbiM crerozoM (AC), a Taxke
HOBBIM BapuaHT Heomnpenen€HHoll 3nauuMocTH S2449R y mHaLMEHTOB ¢ jmwiaTarvei
Bocxoasuiero oraena aoprsl (JIBOA), koTopble MOTYT BHOCHTL BKIaj B [aTOTEHE3
3a00J1eBaHUIl a0OPTHI M AOPTAIBHOrO KianaHa. TakKe IPH BBIIOJHEHUH CEKBEHHPOBAHMUS
HOBOI'O IIOKOJICHHS BIIEPBLIE BLIABJIEHBI PEIKUE BapHaHTHI HEOMPEICIEHHON 3HAYMMOCTH B
reHax Notch curnansHoro myTH, acconuuposasnsie ¢ couetanueM AC u JIBOA y nanuenTos
¢ BAK. Kpome Toro, BrepBble MoKa3aHa NpOTEKTHUBHAS poib rs3812603 B otHowenuu AC
BHE 3aBHCHUMOCTH OT MOP(OJIOTHH a0PTAILHOTO KiallaHa.

PesynpTarsl paboThl MpoaeMOHCTpUpoBany, uto BAK acconumpoBad ¢ HOBBILIEHHEM

YaCTOThbI pa3BHUTHA ACBS pas, COYETAHHOH MaTOJIOTHH a0pTaJIbHOI'0 CTEHO3a M OujaTaluu



BOCXOAAILEro otrnaena aoptsl B 13 pa3, a y nmauuentoB ¢ IBOA accoumupyercs ¢ Gonee
3HAYUMOH JunaTtauuel aoptel. Takke ompeneneHbl BaXKHbIE NMPOTHOCTHYECKHE NPU3HAKH
pasButus AC u JIBOA u u3ydeHa MX 3HAYHMOCTD BIMSHHS Ha Pa3sBUTHE JAHHBIX TATOTOTH.
Tak, Takue MomuuuMpyeMble M HEMOAHOGHIMPYeMble (HAKTOPBI pHCKa, Kak KypeHWe,
apTepuanbHas THIEPTCH3HS H CHIDKCHHE (eTyHHa-A MO3BOISIET IIPOrHO3HUPOBATH PHCK
passutnst [IBOA y mauuentos ¢ AK u AC na 78,9%. A Takas COBOKYNMHOCTb NPEIHKTOPOB,
KaK I10J1, KpeaTHHUH, OOIIHH XOJIECTEPHH, a0pTabHAas HEAOCTATOYHOCTh, OCTEONPOTErepUH U
sRANKL mno3sgonser nporso3upoBats puck passutus AC y manuentos ¢ BAK u JIBOA Ha
85,6%.

Cownckarenem yCTaHOBIEHO, YTO OMpEIEIEHHE KOHIEHTPAIMH OCTEONMpOTErepHHa,
SRANKL, c¢erynna-A B CBIBODOTKE KpOBH LENECOOOpa3HO HMCCIENOBATE B KAYECTBE
JOTIONHUTEIBHBIX MPEAUKTOPOB Y MAauMeHToB crapiue 40 JeT A OUEHKH PUCKA PasBUTHS
AC, He3aBUCHMO OT Hanuums WIM orcyrctBus BAK, ¢ NOpOTOBEIMH  3HAYEHMS
ocreonpoterepuHa Beiwe 7,9 timons/im, SRANKL Berme 0,58 nmouns/n, perynn-A nmwke 274
MKI/MIL. A ONpeneNeHHe KOHICHTPALMH MAaTPUKCHBIX METalNoNpOTeHHas 2 THIA M
MATPHUKCHBIX METAJUTONPOTENHA3 9 THNA B CHIBOPOTKE KpoBH y naumentos ¢ AC u/um JIBOA
HE DEKOMEHIYeTCs HW3-32 HU3KOH CHEeLUH(UYHOCTH U YYBCTBUTENLHOCTH, HE3aBUCHMO OT
MOP()OJIOrHH a0PTaIbHOTO KialaHa.

Pe3ynbTaTel IMGCEPTAMOHHOrO HCCIENOBAHHsS JOCTATOYHO AampoOHpOBaHBI Ha
Pa3IMYHBIX  HAYYHO-NIPAKTHYECKHX KOH(QEPEHUHAX, IPENCTaBIeHHl B 67 HaydyHBIX
IyOMHKaLusX, U3 HUX 15 cTaTelf B aHITOA3BIYHBIX XKYPHAIAX, BXOAAUIMX B MEXIYHAPOIHEIE
pedepaTuBHBIE CHCTEMBI LHTHPOBAHHA U 0assl HaHHBIX: Scopus w/mmn Web of Science, 23
CTaTbH B JKypHAJIaX, BKIIOYCHHBIX B NIEPEUCHD BEAYIUMX PELEH3UPYEMBIX HAYYHBIX H3JaHUIH,
YTBEPKICHHBIX Boicwiedl arrecrauuonnol Komuccueit nmpu MunuctepeTse 06pasoBaHus n
nayku Poccuiickoit ®enepanuu.

PesynbraTel  mccnemoBaHMs  MMEIOT  3HAYMMBIH  [PAKTHYECKHH  XapakTep.
CopMynmupoBaHHbIE aBTOPOM PEKOMEHNAUMH M IONOXKEHHA BAKHBI A BpadeGHOIL
NPAKTHKH M JIOTHYHO BBITEKAIOT U3 HUCCIICIOBAHMS, IIOHATHBI M IPUMEHHMBI TIPAKTHYECKIMU
BpayaMu. YKaszaHHas 0ONacTh HCCIEIOBAHHA M MarepHaibl aBTopedepara TOIHOCTBHIO
COOTBETCTBYIOT (hopmyite ciennansuocts 3.1.20. Kapanonorus.

ABTOpe(epaT H3JIOKEH MOHATHBIM S3BIKOM, WIJUTEOCTPHUPOBAH KadeCTBEHHBIMU
PHCYHKaMH U TaOJHIaMH.

[IpuHIINHaIBHEIX 3aMe4anuH, KOTOpble ObI CHIKAIM HAyYHYIO HIH TPAKTHYECKYIO
LIEHHOCTh aBTOpe(epaTa, He BEIABJICHO.

Cunraro, uTo pabora Hpriora Onsru BoprucoBusl «KIMHHKO-ATOTOTMIECKHE ACIEKTDI

(hnmvwmnnanvm AONTATRHOTO CTeHORA n nacmunenud AONTHT v TTATTUEHTOR C



OUKyCIMAAILHBIM a0PTalbHBIM KIIAaHOMY, NPEACTABICHHAs Ha COUCKAHHE yYeHOH CTEeNeHH
AOKTOP2 MEIUIHMHCKHX HAayK IO CIEUHanbHOCTH 3.1.20. — KapaHOIOrHs COOTBETCTBYET
TpeboBanusM nyHkra 9 «lloNOXeHUs O MOpsAOKE NPUCYKAEHHUS YYEHBIX CTeleHeily,
YTBEPKAECHHOr0 rmocranosieHreM IIpasurenscra Poccuiickolt Menepanum ot 24.09.2013 1.
No 842 (pen. or 26.10.2023 Nel786) u AMCCepTAaHT 3aCTy>KHBAET IPHUCYKAEHHS MCKOMOIL

cTeneHu no cneuransHocty 3.1.20. Kapauonorus.

3aBenyromui kadeapoil rocnUTaIbHON TEParuu
mMeauuuHckoro ¢paxynsrera CIIOIY,
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