OT3bIB

opHIHAIBHOIO0 ONMOHEHTA JOKTOpPa OMOJIOrHYECKUX HAYK
XycaunoBoii Putsi UropeBHbI Ha JHCCEPTAIIMOHHYIO paboTy
SIkoBJjeBoii Ajexcanapnl EpemeeBHbI «MoJ1eKy/IsIpHO-reHETHYECKHI AHAJIH3
MHOKeCTBEHHOMH YK30CTO3HOH XOHAPOAHCILIa3HH B SIKyTHHY,
NpeJACTaBJEHHYI0 HA COMCKAHNe YYEHOIH CTeNeHH KaHANIaTa OHO0JIOrH4ecKUX
Hayk no cneguaiabHocTH 1.5.7. — I'eneruxa

AKTYaJIbHOCTb TeMbI BbINIOJIJHEHHOH Pa0doThI

JlucceprannoHHas paboTa IMOCBSIIEHa aKTyaJlbHOU TeMe — MHOXECTBEHHOM
9K30cTO3HOM  xoHmpomuciuiazud (MOX]I) pacnpocTpaHEHHOM B pasHEIX
IomynAusax ¢ yactoroit 1,3-2 ciyuas Ha 100 TeIc. HaceneHus unu 1 Ha 7 TEIC.
OOJIBHBIX OPTONEAMYECKOTrO MPO(UIIsl, BHOCAIIMI BKIAA B CTPYKTYPY CKEJIETHOM M
reHeTnuecko martosioruu. OTCYTCTBHE AAHHBIX O CTPYKType HAacCJIeICTBEHHBIX
3aboneBanuii ckenera B Poccuiickoit Denepaiuu, Halu4ure ajieIbHON U JTOKYCHOMR
reTePOreHHOCTH, OTCYTCTBHE JaHHBIX O BO3MOXXHOH B3aMMOCBS3H MEXIY
T€HOTHUIIOM M (EHOTHUIIOM, a TAKXXe CIOXKHOCTH AU PepeHIIMaTbHON JUarHOCTUKU
U MeIUKO-T€HETHYECKOT0 KOHCYJIbTUPOBaHUS OOJIBHBIX JEIal0T U3y4eHUe JaHHON
NaTOJIOTHH HE MeEHee aKTYaJIbHOH, 4eM u3ydyeHHe Oojiee 4YacThIX HO30JIOTHIA.
Oco6eHHO 1LIeHHO, YTO paboTa IIpoBeleHa Ha MaTepualle U3 STHOTEPPUTOPUATIEHON
MOMYJISAIMU, YTO IIO3BOJISIET OLIEHUTHh CIIEKTP IIPOSIBICHUM, NEHETPAHTHOCTh
3a00JIeBaHUs U €r0 BapbUPYIOIIYIOCS SKCIIPECCUBHOCTb.

B pabore mnpoBeneHO KIMHUKO-3MHIAEMHUOJIOTUYECKOE H MOJEKYJISPHO-
reHeTUYECKOEe M3YYeHUE MHOXECTBEHHOM JK30CTO3HOM XOHIPOIUCIUIA3UU B
OOIIMPHOM IpyIINe MaUeHTOB U X POICTBEHHUKOB, IPOXUBaoIuX B Pecrybnke
Caxa (Sxyrus) (PC (5)), dYTO CBHUIETENBCTBYET O BBICOKOM YacTOTe
pacIpoCTpaHEHHOCTH JaHHOW IaTOJIOTMM B peruoHe. OTO 0O0yCIOBIMBAET
aKTyaJIbBHOCTh KOMIUIEKCHOTO U3Y4Y€HHs JaHHOU MTaTOJIOTUHU C Y4€TOM 3THHYECKOIO
cocTaBa HApOJOB, IMPOXXHUBAIOIIMX B PErMOHE IJIs ONTUMHU3ALUU AITOPUTMOB
JIMarHOCTHKH ¥ TMPO(UIAKTHKH TeTEepOreHHOro HacleICTBEHHOro 3aboseBaHus,

XapaKTepU3yIOIIerocs HHBAIUIU3UPYIOIUM TeYEHUEM.



Hayuynasi HOBH3HA HCC/1e10BAHHA

JucceprauuonHas  pabora  oOnagaeT  HaydyHOM  HOBHU3HOHM,  4TO
MOATBEPKAACTCS] HOBBIMH JAaHHBIMHU, IOIYYEHHBIMU B pe3yJIbTaTe BHIIOJHEHUS
paboTel. BiepBhle IpoBeeHB! AUIEMHUOIOTHYECKIE UCCIIeIOBAaHMS U OTpe/ieieHa
pacnpoctpadeHHOCTs MOX]JI, a Takke BBISBIEHBl OCOOEHHOCTH KIIMHHUKO-
TEHEeTHYECKUX XapaKTepUCTUK 3aboneBanus y nauueHtoB u3 PC (). Haubomnpiee
KoJIM4ecTBO 00IbHBIX ¢ MOX ] BBISIBIEHO Cpear KOPEHHOTO AKYTCKOTO HaceIeHH.
O6HapyxeHns! 10 pa3nuuHbIX MyTanuit B reHax EXT1, EXT2. V3 Hux 3 myrauuu B
reHe EXT] sBISIOTCS HOBBIMU U paHee HEOIMCAaHHBIMU, YTO BHOCUT CYIIIECTBEHHBIM
BKJIaJl B paclIMpEeHHE II03HAaHUH MOJIEKYJISpHOTO IlaToreHe3a 3a0o0JieBaHUS.
Brepssle unenTudunrpoBans! 2 MaxopHsle Mytanuu c.310delA (p.Ile104fs*8) u

c.751C>T (p.GIn251%*) B rene EXT2 y G0NBHBIX SKyTCKOM ATHUYECKOM IPYIIIIEL.

TeopeTnyeckas ¥ NpakTHYECKasi 3HAYUMOCTb HCCIEA0BAHUSA

[TonydeHHbIe pe3ynbTaThl MO3BOJIMIN pa3paboTaTh ATOPUTM JIHATHOCTHKH
MOX]I B Peciy6iivke ¢ UCIIONIB30BaHUEM MOJIEKYIAPHO-TEHETHYECKUX METOOB C
Y4YETOM BBISBIEHHBIX PErMOHAIBHBIX OCOOEHHOCTEH B CIEKTpe M YacTOTax
IAaTOr€HHBIX M3MEHEHHMM B JByX I'€HAaX M BHEIPUTHh Ha TEPPUTOpUM PecmyOnuku
Caxa (SIxytus) ABe MEOMLMHCKHAE TEXHOJOTHH B JHUATHOCTHYECKYIO IPAKTHKY
MEIUKO-TEHETUYECKOI0 KOHCYJIBTUPOBAaHUA. Pe3ynbTaThl MaHHOTO HMCCIETOBAHHSA
IIO3BOJIAIOT PACIIMPUTL U3BECTHBIM I1aTONIOTMYECKUN CIEKTp MyTalldid B TeHax
EXT] n EXT2, noHsATh dTHONOTHIO O00je3Hd MOXJI, uTo B JalbHEHIIEM MOXKET

OBITH BKJIIOUEHO B IPOTPaMMy paHHE JUArHOCTHKM 3a00JI€BaHus.

CreneHb 10CTOBEPHOCTH pPe3y/1bTATOB NPOBEeIEHHBIX HCC/I€I0BAHMIA

JlocToBepHOCTH IIOJTyYeHHBIX pe3yJIbTaToB IUCCEePTAI[HOHHOTO
HCCIIeI0OBaHKsl O0OEeCIeunBaeTCs HCIOJIB30BaHUEM DENpe3eHTAaTUBHBIX BEIOOPOK,
COBPEMEHHBIX METOJ0B OHOMH(OPMATUYECKOTO M CTATUCTUYECKOTO aHaJIu3a,

COBPEMECHHBIX TEXHOJIOTHH MOJICKYJIPHO-T€HETUYCCKOI'0 aHaJli3a, B TOM YHCJIC C



HUCIIOJIb30BAHUEM MAcCCOBOT0 IApallJIEIbBHOIO0O CEKBEHHUPOBAHUSA, PE3YJIbTaThI

BaJIMAUPOBaHbl CCKBECHUPOBAaHHUEM I10 C3Hrepy.

CBeeHust 0 NoJ1HOTE ONY0JIMKOBAHHBIX HAYYHBIX Pe3yJbTATOB

ITo Teme uccnenoBanust OMyOIMKOBaHO B COAaBTOPCTBE 13 Hay4yHBIX paboT, B
TOM 4HUCIIe 5 CTaTedl B PELeH3UPYEeMBIX Hay4yHBIX XXypHallaX, peKOMEeHIOBaHHbIX
Briciieli arrecranMoHHOM KoMuccued nmpu MUHHCTepCTBE HAyKH M BBICIIETO
obpasoBanus Poccuiickoit @enepanun, 6 Te3UCOB, U3 HUX 2 Te3KCa B 3apyOeKHBIX

MEIULUHCKHX XXypHaJIax.

O06beM U CTPYKTypa AMCCEPTALUH

JucceprannonHas pabota uznoxxeHa Ha 206 CTpaHHIAX MAaIIMHOIKMCHOIO
TeKCTa, COAepXUT 33 Tabmuupsl, 36 WUIOCTpalMif, 9 NPUIOKEHHM, HMEET
KJIaCCUYECKYI0 CTPYKTYpY, COIEPXXUT Bce HEeOoOXOJUMBIE TIJIaBbl, BKJIOYas
BBEJICHUE, JINTEPATYpPHBIA 0030p U OCHOBHYIO YacTh C pe3yJbTaTaMUu COOCTBEHHEIX
UCCIIEIOBAaHMM, 3aKIIOYEHHUE, BBIBOABI, CIIUCOK JMUTEPATypbl U IPHIIOKEHHS.
bubnuorpadpuueckuit ykazatenp BKIO4aeT 227 MCTOYHHMKOB, M3 HuX 8l
OTE€YECTBEHHBIX U 128 3apyOeKHBIX aBTOPOB, a Takxke 18 HHTEPHET pecypCoB.

Bo BBemeHuM auccepTaliM H3JIAaraloTcs aKTyalbHOCTH TEMBI HAy4YHOTO
UCCIIEZIOBAHUS, CTENeHb pPa3pabOTaHHOCTH TEMEI, IIeNlb, 3aJaud MCCIIeIOBaHus,
Hay4YHas HOBM3HA, TEOPETHYECKas U MpaKTH4YecKas 3HAYUMOCTh, METOOJIOIHS;
NPUBEIEHBI METOBI MCCIIENOBAHNUS, [IOJIOXKEHUS, BHIHOCUMBIE Ha 3aIlUTY, CTEIIEHb
JOCTOBEPHOCTH M amnpobainus pe3ylbTaTOB pabOThl, JUYHBIA BKJIan aBTOPA,
My6IKMKalUK 110 TEME UCCIIeIOBaHUs; ONUCAHbI CTPYKTYpa U 00BEM JAUCCEPTALIUH.

B rnase 1 (JIutepatypHslit 0630p) aBTOp OCBeLIaeT BOMPOCHI TEHETHYECKOTO
pa3HoOOpa3us AKYTCKOM 3THHYECKOM TIpYNIBl M BBICOKOIO HAKOIUIEHHS psaa
HACJIEeCTBEHHbIX 3aboneBaHuil B PecmyOnnke, 4TO [gaeT mpeacTaBieHHEe 00
0COOEHHOCTSAX reHO(OHJa CaMOro MHOTOYHCIIEHHOTO KOPEHHOTO Hapo/1a perHoHa.
Taxxke noOAPOOHO OMNMCAaHO COBPEMEHHOE COCTOSIHME IPOOJEMBI H3yYeHHUs

MHO>XECTBEHHOM 3K30CTO3HOM XOHApOAUCIJIa3UA B MHUPE€ B LCIIOM M OTACIIBHBIX
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CTpaHax C HCIOJb30BAHUEM OOJBIIOro KOJHMYECTBA UCTOYHHKOB JIUTEPATYPHI II0
TeMe Hay4YHOU paboOTHI. )

B rnaBe 2 (Marepuansl U MeTOIBI HUCCIIEOBAaHHUsS) OMMCHIBAIOTCS IU3aiH
HCCIIEOBAaHUs U XapaKTEPUCTUKU HCCIEIAyeMOM MOMYJSLHH C HCIOJb30BaHHEM
GopMsI pesicTaBIeHUS HHGOPMALUK B BUIE TaOJIHII, IIOSCHAETCS KaK IPOBOAMIACE
OllEHKa TSDKECTH TedeHHs 3a0oyieBaHUS, pAa3bICHSIOTCS NPUMEHEHHBIE
MOJIEKYIIPHO-TEHETUYECKUE METO/IbI HCCIIeOBaHUs. TeKCTOBOE Collep)KaHue ATOM
YaCTH IJIaBbl TAaK)KE€ BKJIIOYAET B ce0s MILTIOCTPALMH, YTO IO3BOJIAET HATJISAIHO U
CTPYKTYpPUPOBAaHHO BOCIPUHUMMATh HH(OpManuro. MeToabl CTaTHCTHYECKOMH
00paboTKM [OaHHBIX M OHOMH(pOpPMAaTHYECKHE IIOAXOABl aHAM3a MONYYEHHBIX
pe3yJIbTaTOB NOAPOOHO OMUCAHBI B OTAEIBHBIX pa3jieiax.

I'maBa 3 (Pe3ynbTaThl cOOCTBEHHBIX HCCIefOBaHUM). B riase mpuBogsTcs
OCHOBHBIE De3yJIbTaThl HAy4yHOro uccienoBaHus. COCTOMT U3 CEMH IIOAIJIAB.
IIpoBeneHO SMUAEMUONIOTMYECKOE, MOJIEKYJISIPHO-TEHETHYECKOE M  KIMHHUKO-
reHeanorudyeckoe uszydyeHue MOXJI B Skyruu. B PC ¢ yderom sTHHYECKOro
IPOMCXOXIEHHUS IAIIMEHTOB. YCTAaHOBJIEHA PACIPOCTPaHEHHOCTh 3a00JIeBaHUS B
[eJIOM U C yYETOM aIMUHHUCTPATUBHO-TEPPUTOPHAIIBHON CTPYKTYphI PecnyOmuky,
HauOoJIbIlIee KOJTMIECTBO 3apPETUCTPUPOBAHO B 3amafHoM U APKTHYECKHX palioHax.
Ycranosneno, uro B PC (S) 3aboneBaHHe B OCHOBHOM BCTPEYaEeTCS CpeqH
SIKyTCKOro HacejieHHs ¢ 4yactoTod 15,0 mHa 100 THIC. SIKyTOB C HaKOIUIEHHEM B
OTHEJIBHBIX yJIycax, 4To B 2 M Gonee pa3a BBIIIE, YeM B €BPOIEHCKUX CTpaHaxX U
perronax Poccuu. IlpoBeneH KIMHUKO-TeHEaJOTHUYECKMM aHAJM3 U BBIABJICHA
BHYTPHUCEMEHAs KJIMHUYECKas BapuabenbHOCTh 3a00JieBaHMS, YCTAaHOBJIEHBI
KIMHUYECKUE XapaKTEPUCTUKKM OCHOBHBIX (PEHOTUIHYECKUX Npu3HakoB MOX]] y
[IallUEHTOB U3 SIKyTUU.

B pe3ysIbTaTC MOJIEKYJIAPHO-TEHETUYCCKOro HMCCICAOBaHUS I103BOJIMIA
BBISBUTH IIPUYUHY 3a00seBanHus B 80,6% cembsx. O6HapyxeHo 10 MyTanuii B reHax
EXT1, EXT2, u3 Hux 3 paHee HEONUCAHHBIE B JIUTEPATYPE, 2 ABIAIOTCS YaCTHIMU
cpenu OOJIBHBIX AKYTCKOM STHUYECKOM IPYIIIBI, YTO IPEICTABIAET 0COOYIO HAYIHO-

ITPAKTUYIECKYIO 3HAYUMOCTE.



B o6cyxneHuu mpencTaBiIeHHON AMCCEpPTAIlM COAEPIKATCS TEOPETUYECKoe
00OCHOBaHHE U WHTEPIPETALHs BCEeX IMOMyYEHHBIX pe3yJbTaTOB M HUX OLEHKa Ha
OCHOBE CPaBHEHMS C pe3yJbTaTaMU JPYTHX UCCIEA0BaTENEH.

HuccepranmonHass paboTa U3JIOXKEHa JHUTEPATYpPHBIM  SA3BIKOM, IIO
COIEpXaHUI0O U O(GOPMIICHHIO IHCCEPTALIMOHHOW paboThl MPUHIMIIHAIBHBIX
BOIIPOCOB HET.

BrIBOBI B iMccepTaliiy MOJHOCTHEO COOTBETCTBYIOT 3a7ja4aM UCCIIEA0OBaHMUS.
[TonoxxeHus: chopMyIMpOBaHbl Y€TKO M €MKO, OTpakas MOJydYeHHbIe B HAYYHOMH
pabore pesynpTaTel. ConepkaHne U 00beM AUCCEPTALMHM COOTBETCTBYIOT
OOILENPUHATHIM ITpaBuiiaM 0(OPMIICHHUS.

ABTopedepar IuCCepTallMd COIVIACYeTCS C OCHOBHBIM COZIEpXaHHEM
JUCCEpTAallMM, COOTBETCTBYET IMPHUHLIMUIHAILHBIM TpeOOBaHUAM OQOpPMIICHHUSA
aBTOpedepara.

3akroueHue

Hayuno-uccnenoBatensckas pabora SIkoBieBoii Anekcanapsl EpeMeeBHEI Ha
TeMy «MONeKyIsIpHO-TEeHETUYECKAA aHallU3 MHOXXECTBEHHON 3K30CTO3HOI
XoHApoaucInasuu B Skyrtuw» no cneumansHoctd 1.5.7. I'eHeruka, sBiseTcs
Hay4YHO-KBaJIM(UKALIOHHON paboTol, B KOTOpPOW pellleHa aKTyalbHas Hay4HO-
IpaKTU4YecKas 3ajada II0 KIMHUKO-DIHUIEMHUOIIOTUYECKOMY M MOJIEKYJISIPHO-
FEHETUYECKOMY H3YyUYEHHIO MHOXECTBEHHOH 3K30CTO3HOM XOHIPOIUCIUIA3UU Y
nauueHtoB w3 Pecny6nuku Caxa (SKyTHs), 4YTO HMeEET CYIIECTBEHHOE
QyHIaMeHTanbHOE M IpPaKTUYEeCKOe 3HAa4YeHHe s ONTHMHU3AIMH aJrOPUTMOB
JUarHOCTUKHU 3abosieBaHUs U IIPOBEJICHUS MEUKO-T€HETHYECKOTO
KOHCYJIETUPOBAHUS OTATOIIEHHBIX CeMel

Takum o6pa3oMm, naucceprauuvoHHas pabota SIkoBieBOW AJeKCaHAPSHI
EpeMeeBHBI COOTBETCTBYET TpeOOBaHUAM II. 9, ycTaHOBIICHHBIM «IloI0o)KeHHEM O
NOpsAAKEe NPUCYXIOEHUS YYEHBIX CTENeHei», YTBEepKAEHHBIM ITOCTAaHOBJIEHHEM
IIpaButensctBa Poccutickoit ®enepannu ot 24.09. 2013 r. Ne 842 (B pemakuuu ¢
U3MeHeHUsAMU U fornonHeHusmu oT 30 urons 2014 r., 21 anpens, 2 aBrycra 2016 1.,

29 mas, 28 aBrycra 2017 r., 1 oxtsi6ps 2018 r., 20 mapta, 11 centsops 2021 r. u



Ip.), U ee aBTOp 3aclyXHBaeT NPUCYXICHHsS YYEHOW CTeleHH KaHIuaaTta

OUoJIOrMUecKUX HayK IO crenuaibHocTH 1.5.7. — ['eHeTHKa.
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