OT3bIB

Ha apTopedepar quccepranun Sxosiaesoit Anexcanapel EpeMeeBHbI
«MoJIeKyIAPHO-reHeTHIeCKHH aHAIH3 MHOKECTBEHHOH IK30CTO3HOM
XOHAPOJMCILIA3HHA B SIKyTHH» NpeIcTaBJeHHOH HA CONCKAHME YIEHOH CTeNeHH KaHIHAaTa
OHOJIOrHYECKHX HAYK 10 cnennanbHocTH 1.5.7. — 'enernka

IucceprannonHoe — uccnenoBanue  AE.  SIKOBmeBOH — MOCBAIICHO — H3YHCHHIO
HACIICICTBEHHONM IIATOJNIOTHH CKeJIeTa — MHOMKECTBEHHOH 5K30CTO3HOM XOHAPOIMCIUIA3HH
(M2X]I) ¢ HCTIOIB30BAHUEM COBPEMEHHBIX MOJIEKYJIIPHO-T€HETHIECKHX METOLOB HCCIIE0BAHUA.
JlaHHOE ayTOCOMHO-IOMHHAHTHOE 3af0JieBaHHE OTHOCHTCS K (H3apHBIM JHUCIIIa3HsIM C
HapymeHusMu  (OPMEpPOBAHHMA  POCTKOBOM  smHGm3apHOM  minacTHHKA. MHTeHCHBHOE
IporpeccupoBanue 3a00JeBaHUs NPHXOAUTCS Ha HepHoj] (H3HONOTHYIECKOr0 pocTa CKeleTa B
JIETCKOM M IOHOIIECKOM BO3pacTe. B pa3sHBIX MMPOBBIX NONMYIAIMAX YACTOTA BCTPEYaEMOCTH
MOX]I cocrasnser 1 ciayqait Ha 50 000 HaceneHus, 4TO OTHOCHT €€ K YAaCThIM HAC/ICICTBEHHBIM
3a00JIeBaHHAAM.

CraBiuBaHHE KPYIHBIX KPOBEHOCHBIX COCYZOB H IPOBOJIAINHMX ITyTeH HEPBHOH CHCTEMBI
9K30CTO3aMH, 06pa3yIOIMUMHCS B IIEPHOJ] POCTA ¥ PAa3BUTHA OpraHU3Ma, SIBJIAETCHA MOKA3aHHEM
JUTS MHOTOKPATHBIX XHPYPrHYeCKHX BMEINATENbCTB [0 HX YAAICHHIO B IETCKOM H IOHOMECKOM
Bo3pacTe. Bo3HHKaromue NOpH 5ToM Ae(opMaluH KOCTEH NPHBOIAT K HX YKOPOYCHHIO H
HHBATAIA3AIMH OOJBHBIX, a TAKKe KocMeTHYIecKue Me(eKThl CHIKAIOT KadecTBO XKu3HH. Kpome
TOTO, U3BECTHHI CIy9ad 3/I0KAYeCTBEHHOM TpaHC(hOpPMAIMM 3K30CTO30B XPAMIEBOM M KOCTHOH
TKaHEH.

Knuuuyeckoe Teyenwe 3a00NEBaHMASA 3aBHCHT OT TEHETHYECKOH I€TEPOreHHOCTH
BEI3BaBIIMX eé mpuunH. Ha COBpeMEHHOM JTame U3yueHusl JAaHHOM MaTOTIOTHH U3BECTHEI [Ba I'€HA
EXTI u EXT2, B xotopbsix ycraHoBiteHs! 500 u 400 matonoruyeckux BApHaHTOB COOTBETCTBEHHO,
sBIsOIUXcs NprarHoi Bo3HUKHOBeHHS MOX]I. ChneKTp reHOB, OTBETCTBEHHBIX 33 Pa3BHTHE
3a00J1eBaHUS MOXKET OBITH paclIMpeH 3a cYET ydacTus reHa £X73 B HaToIOrHIecKOM IIPOLIECcCe.

3ydenne MOJIEKYIAPHO-T€HETHYECKUX IPHYHH Pa3BUTHA MHOXKCCTBEHHON HK30CTO3HOH
XOHIPOJHUCIIA3AA B SIKYTHH, PErHOHE ¢ M3BECTHBIMH O4YaraMH HaKOIUICHHA HAC/IeICTBEHHOH
ITaTOJIOTHH, IIPEICTABIACTCA aKTyanbHON GYHIaMEHTAIBHOH 3a1a9eH MEIHIMHCKON TeHETHKH.

[lens pabotsl chopMymupoBaHa YETKO H KPaTKO. 3aJadH HCCIIeI0BAHHAS, TIOCTABICHHEIE
JHCCEPTAaHTOM, COOTHOCATCA C LEJBI0 PabOTHL, OTPAXKAIOT STkl BHIIONHEHHS PAOOTEL B IEJIOM.
[Tony49eHHBIE BEIBOJBI IOTHOCTHIO COOTBETCTBYIOT IIOCTABIICHHBIM 3a/1adaM.

JIoCTOBEpHOCT, ~ IMOMYYEHHBIX  pe3yJIbTaTOB  HCCIIENOBaHHMA  IOATBEPIKIACTCA
COBPEMEHHBIM YPOBHEM IPHMEHEHHBIX MOJEKYJIAPHO-IeHEeTHYECKHX METOZOB HCCIIeJIOBAHHM,
6rOoHH()OPMATHISCKOTO H CTATHCTHIECKOTO aHAIN3a JAHHEBIX CEKBeHHPOBAHHS.

B pabore A.E. SIKoBIEBOH BIEpBLIE IIONYYEHBI 3MUAEMHOJIOTHYESCKHE [aHHBIE O
PACIIPOCTPAHEHHOCTH MHOKECTBEHHOH SK30CTO3HON XOHIpoHCINasiy B SxyTuu. Haunbombmast
yacToTa 3a00JI€BaEMOCTH YCTaHOBIEHA CPEJH KOPEHHOTO SKYTCKOTO HaceneHus. Brepseie
IPOBENCHO  IOMCKOBOE  MOJEKy/LSIPHO-TeHeTHYecKoe — mccienopanue  obpasumoB  JTHK
npenacTaBuTeNeR 31 HOpaKEHHOH CeMbH U1 HACHTH(QUKAMH [aTOJOrHYECKIX BAPHAHTOB TEHOB
EXTI w EXT2 MeToIOM MAacCOBOTO IApaUIENBHOIO CEKBEHHPOBAHHSA H CEKBEHHPOBAHHA IIO
Caurepy. ITo pesy/IbTaTaM MOJEKY/IAPHO-THETHIECKHX MCCIIEIOBAHUH BIIEPBBIE YCTAHOBIICHE! 3
HOBble, paHee HeomucanHble MyTamun ¢.970delT  (p.Tyr324Phefs*35), ¢.1003delC
(p.Leu335Trpfs*24), c¢.1703_1713delCGGTGCTTTCA (p.Thr568Asnfs*16)) B reme EXTI.



KpoMe TOro, BEIIBICHBI 7 paHee WU3BECTHBIX MyTalmil B renax EXTI u EXT2. B sxyTckoi
STHHYECKOH TpyINe WAeHTHGHIApOBaHbl 2 MakopHble MyTamuu — c.310delA (p.Ile104f5*8) B
sx3oHe 2 ¥ ¢.751C>T (p.GIn251*) B 3k30He 5 rena EXT2, d KOTOPHIX BIEPBBIE pa3paboTaHbl
OUATHOCTHYECKHE  ANTOPUTMEI M BHEAPEHBl B IPaKTHKY  MEIHKO-TEHETHYECKOTO
KOHCYJIbTHPOBAHHUS PErHOHA.

IMomydeHHbIE B X01€ HACTOSIIEr0 JUCCEPTAMOHHOTO HCCIIeI0BAHMS JAHHBIC PACIIHPHITH
HATOJIOTMYECKHi CreKTp MyTanuil B reHax EXT] u EXT2, ynyqInWiId NOHHMaHHE STHOIOTHH
MHOKECTBEHHOH 5K30CTO3HOM XOHAPOJMCIIIA3HH, YTO MOXET CIOCOOCTBOBATE paHHEH
IUArHOCTHKE  3a00JIeBaHMs, IIPOTHO3Y  KJIMHHYECKOTO TEUEHHA H  IPOQHIAKTHKE
HHBATHIH3UPYIOUIHX HCXOJIOB.

ITo Teme muccepranuy onydIHKoBaHE! 13 paboT, B TOM YMCIE 5 CTATEH B PELCH3UPYESMBIX
Hay4HbIX KypHanax, pekomennosaHHbeX BAK MOH P®, ocHOBHBIE 1MOJIOXKEHHS, BEIHOCUMBIE
COMCKaTeJIeM Ha 3alluTy, 00CYKIaTHCh Ha POCCHICKHIX M MEXIYyHAapOJHBIX KOH(PEPEHIIASX.

Takum 06pa3zoMm, CTPYKTypa M COIEpXKaHME JUCCEPTAHOHHOM paboThl SIKOBIEBOM
Anexcanapel Epemeesnbl Ha TeMy «MONEKyIApHO-T€HETHYECKME aHAM3 MHOXKECTBEHHOH
5K30CTO3HOH XOHJPOJMCIUIA3MH B SIKyTHH», COOTBETCTBYeT TpeOOBaHHAM IyHKTAa 9,
yCTaHOBIEHHBIM «II0JIOKEHHEM O TOPAIKE NPHCYKACHHS YUEHBIX CTEICHEH), YTBEPKIACHHBIM
nocraxoBienneM [Ipasurenscta Poceuiickoit @enepammn ot 24.09. 2013 r. Ne 842 (B penaxuyu
¢ u3MeHeHusMH 1 gornonHeHuamu ot 30 uroms 2014 r., 21 anpens, 2 asrycta 2016 r., 29 mas, 28
aBrycta 2017 r., 1 oxTs6ps 2018 r., 20 mapta, 11 cenTabps 2021 1. 1 1p.), H €€ aBTOP 3aCIYIKUBACT
NIPUCYKICHUS YUEHOM CTENeH! KaHauaaTa OHOJOTMYECKMX HayK IO crenuanbHoctd 1.5.7. —
['enernka.

51, Epemuna Enena PobepToBHa, a0 COIIacke Ha BKIIKOYEHHE CBOHMX IIEPCOHANBHBIX JAHHBIX B
JIOKYMEHTHI, CBs3aHHble C paboToif muccepranmoHHOro copera 24.1.215.03 na Gase
®enepanbHOr0  TOCYJAPCTBEHHOr0  OIO/UKETHOro  HaydyHoro  yupexzaenus — «Tomckwuit
HaIMOHAIBHEIN HCCIIEI0BATENbCKHH MeTUIIMHCKHN eHTp Poccuiickol akaneMuy Hayk», W HX
JanpHennyo 06paboTky.
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