OT3bIB

Ha aBtopedepar muccepramuu A.E. fIkoBneBoi
«MoneKkyspHO-reHeTHYECKUI aHAIN3 MHOXKECTBEHHOM 9K30CTO3HON XOHIPOAMCILIA3HHY B
SIKyTHRY, IpeICTABICHHOM HA COMCKAHUE YYCHO! CTEIIEHH KaHauaaTa OHOIOrHIECKUX HayK
1o cnenuaibHoCTH: 1.5.7. - 'eHeTuKa.

Jluccepranus SIxoBneBoit A. E. mocBsiieHa W3yYeHMIO HACTEICTBEHHBIX 3a00neBaHMM
CKeleTa, a WMEHHO KIMHHMKO-TEHEONOTHYECKOH, JIHUIEMHONOIHYECKOH U MOJEKYJIIpHO-
reHEeTHYECKHX OCHOB MHOJKECTBEHHOM 9K30CTO3HO# Xonapoauciuiasun (MOX]T) B Pecrrybnuke Caxa
(AxyTHs).

3amaud, IOCTABICHHBIE AaBTOPOM JHMCCEpTalliM  aJeKBaTHbIL, I€b HCCICIOBaHUS
chOpMYIMpPOBAHA YETKO M JIAKOHMYHO W HAXOIUT OTPaXKEHHE B COOCTBEHHOM Marepuaie,
HCIIONIb30BAHHOM JUIsi HAlTMCAHUs pabOTEL.

Hayunas HOBW3HA, BBINOJIHAEMON pabOTHI HE BBHI3HIBAET COMHEHHUS — BIIEPBBIC NOJIYHCHBI
SIUIEMHUOIOTHYECKHE JIAHHBIE O PaclpOCTPaHEHHMM H OCOOEHHOCTSX KIMHHKO-TEHETHYCCKOIO
omucanus MDJIX B PC (5). BrepBbie NpoBe€H IIOUCK MOJEKYJIAPHO-TEHETHYECKOH NPHIUHbI
MDJIX ¢ UCIHoIB30BAHHEM MACCOBOTO mapasuiensHoro ceksennponanus (MIIC) i cekBeHHPOBAHUIO
no Cosrepy. Breprsie mIeHTH(UIMPOBAHE! IBE MaKOpPHBIE MyTanuu B ree EXT2 y OOMbHBIX
SKYTCKOM OJTHHYECKOM rpymnbl. Brepeele paspaGoTaH airoput™M JAHArHOCTHKH MOIX]] ¢
HCTIONB30BAHUEM MOJIEKYISPHO-TEHETHIECKAX METOOB, BKIFOYAIOMMX HACHTHQHUKAUHMIO JIBYX
MaKOPHBIX MyTaluil B rene EXT2.

Be3yClOBHO, TPOBEJEHHOE HCCIEOBAHHE O00IajaeT HECOMHEHHOH —IPAaKTHYEeCKOH
3HAYMMOCTBI0. [I0 JaHHBIM PecmyOnMKaHCKOrO TeHETHYeCKOro PETrHCTpa HACiIeCTBEHHOH
NarojoriHi M BpO}KI[CHHOﬁ MaTOJIOTHH HAKOIIJIEIIEI MHOTOJETHHE JaHHbIE KIMHWYECKHX
HAOIIOIEHUH, KOTOPBIE CBHUAETENBCTBYIOT O JOCTaTOYHO BBICOKOH YacTOTE pacnpOCTpaHCHHOCTH
JIAHHO# IaTONOTHHU B peruoHe. Jlo HacTos1ero BpeMeHu 60/bHbIE IIPOXOMIIH TONBKO KIIMHAYECKOS
obcIieoBanke, JUATHOCTHKY M XUpYyprudeckoe Jiedenve. [[aHHbIE, MOTydEHHbIE B paboTe, MOTYT
GBITH HCIIONB30BAHbI B MEUKO-TEHETHIECKOM KOHCYIbTUpoBaHuy 00bHBIX ¢ MOX]I v ux cemen,
TI03BOJISIT PACHIMPHTH M3BECTHBIH MATOJOTMYECKHil CHEKTp MyTamui B reHax EXT 1, EXT2, B
IIAaHUPOBAaHUM TPOQHIAKTHYECKHX Meponpusituil. Ha ocHOBaHMH PpE3yJBTATOB HAy4HOIO
UcCrea0BaHus pa3paboTaHbl 1Be MEAUIMHCKHAE TEXHOIOTHH.

UccrenoBarenbekas paboTa BEIOIHEHA HA PEIPe3eHTaTUBHOH BEIOOpKeE (85 OOJBHBIX U3 41
HeponcTBeHHOU cembH). OOBEM M CTpyKTypa MpeACTaBICHHOrO MaTepuala HCCIICNOBaHHA,
craTEcTHYecKas 06paboTKa MOJTYYEHHBIX JAHHBIX COBPEMEHHBIMH METOJAaMH CTaTHCTHKH W €€
OLIEHKA SIBIISIIOTCS BIIOJTHE JOCTATOYHBIME ISl TIOJy4eHHs JJOCTOBEPHBIX Pe3yJIbTaTOB, YTO YETKO U
HAIJSIHO OTpakeHO B pabore, a Takxke I8 (OPMYJIMPOBAHUS KOHEYHBIX BBIBOJOB.
IIpUHIMNHATEHEIM Pe3yNbTaTOM, NOTy4eHHBIM B paboTe, sBiseTcs B BbisiBieHuu 10 MyTamuid 3
HOBBIE) B reHax EXTI, EXT2, obuapyxennsie B 25 (80,6%) u3 31 o0cnenoBaHHOH CEMbH, & TAKXKC
BBISBJIEHAH 2 MAXXOPHBIX MyTaIuil B rene EXT2.

ApTopedepar HampcaH XOPOIIMM JIHTEPATyPHbIM S3bIKOM, WIIIFOCTPHPOBAH PHCYHKAMH H
TaGJIHT.IaMH. BBIBOIU:I JUuccepTaii KOHKPETHBI H MMOJHOCTBIO OTBEYaArOT [IOCTABJIEHHON OeJIH H
3a7a4aM, W JIOTMYHO BBITEKAIOT M3 CyLIECTBa MaTepuaia, H3IOKEHHOro B pabore. B pesymbrare
IPOBEJICHHOTO HCCNENOBanus OnyOnuKkoBaHo 13 HayuHbiX pabOT, B TOM HHCIE S crared B
peLieH3HpPyEMBIX JKypHANAX, BXoAsIHX B nepeuers BAK. [IpaHIMIHATBHEIX 3aMedaruii mo pabote
HE UMEIO.



Takum oOpa3oM, YyYHTHIBasS 3HAYUTEIBHYIO aKTYaIbHOCTb TEMBI IIPOBEIEHHOIO
HCCIEIOBaHHUs, CTATHCTHYECKH JOCTOBEpHO O0O0paboTaHHBIK Marepuan HCCIEN0BaHUdA, €ro
HECOMHEHHYIO Hay4YHYIO HOBU3HY U IMPAKTHYECKYIO 3HAYMMOCTbH, IMTOATBEPIKIEHHOE CYIIECTBEHHOE
3HaYEHWE IMOJYYEHHBIX pPEe3yJIbTATOB, MOXKHO CHEIaTh 3aKII0UYEHHE O TOM, YTO JUCCEPTAlMOHHASL
pabora  SIkoBneBoit  Anekcanapel  EpemeeBHbl  «MOIEKYISIpHO-TCHETUYECKHH  aHalws3
MHOKECTBEHHOM 5K30CTO3HOM XOHIPOAUCILIA3HHU B SIKyTHHY SBJISETCS HAyYHO-KBaNH(DHKAIMOHHBIM
TPYIOM, COOTBETCTBYeT TpeOoBaHMsM IyHKTa 9, ycraHoBileHHBIM «llonoxkenwem o mnopsamxe
IPUCYKICHUS YYEHBIX CTENEHEWY, YTBEPKIEHHBIM nocTaHoBIeHreM [IpaBurenscTBa Poccniickoi
@epnepanuu ot 24.09. 2013 r. Ne 842 (B pemakuuu ¢ U3MEHEHUAMH U JONONHEHUAMH 0T 30 HroIs
2014 r., 21 anpens, 2 aBrycrta 2016 1., 29 mas, 28 asrycta 2017 r., 1 oxra6ps 2018 r., 20 mapra, 11
centsiOps 2021 r. u Op.), ¥ ee aBTOp 3acHy)KMBAeT NPUCYXKIEHMs YYEHOM CTENEeHH KaHauaara
Ononoruyeckux Hayk 1o crenuansuoctu 1.5.7. — ['enerunxka.

51, Crenanora Cetnana KuMmoBHa, Haro0 cornacue Ha BKIIOYEHHE CBOUX MEPCOHANBHEIX JaHHBIX B
IOKYMEHTEL, CBsi3aHHBIEe ¢ paboTo# nuccepramuonHoro cosera 24.1.215.03 na 6ase @enepaisHOro
TrOCYIapCTBEHHOr0  OIO/DKETHOr0O  HAYYHOro  ydpexaeHus  «TOMCKMH  HaAlMOHAILHLIN
HCCIIeIOBATENbCKUH MeIMIIMHCKHEA meHTp Poccuiickoi akageMuu Hayk», M HX JalbHEHINYIO
00paboTKy.

buosnor nabopatopuu MOJIEKYIAPHO-T€HETHYSCKUH TUarHOCTHKH
Menuko-reneraueckoro ueHTpa [lepuHaTansHOro resTpa
I'AY PC () «Pecnybnukanckast bonsuuaNel -
HaumoHanpHEIA HEHTP MeIUIIHHED [}
Wwmenn M.E. HukonaeBay», kana. Ouos. Hayk u 5 Crenanosa Ceetnana KumosHa

«15» anpens 2024 r.
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Caenenus 06 oprasu3anuu:

['ocymapcTBeHHOe aBTOHOMHOe yupexaenue Pecrnyoiuku Caxa (Sxytust) PecmyOmukanckas
6ompHEna Nel - Hauuonanbueii nentp meauuuasl uverd M.E. Hukomnaesa 677010, Pecnybiuka
Caxa (Skyrus), r. SIkyrck, yiu. Ceprensxckoe mocce, 4, tenedon (4112) 39-50-01; daxc: (4112) 39-
57-88, unrepuer-caiit: https://rbl.mzsakha.ru e-mail: tbl_ncm@govi4.ru




