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JIbCKUH YHUBEPCUTET»
E.B. Cxpunnuukosa

OT3bIB BEJYUIE OPTAHU3ALIUU

¢enepanbHoOro rocyaapcTBEHHOI0 aBTOHOMHOI'0 o0pa3oBaTe/IbHOIO
yupe:kaeHusi Bbicuiero obOpa3zoBanusi «bearopoackuii rocygapcrBeHHbIH
HALMOHAJIbHBIH HCC/Ie10BaTe/IbCKHIl YHHBEPCUTET» 0 HAYYHO-TIPAKTH4YeCKOi
3HAYUMOCTH AUCCEePTALMH MasanoBou Harajbu HuxkonaeBHbl
«OnTHMH3AIHA AJTOPUTMA MOJIEKYJASIPHOH AMAarHocTHku OoJsiesHn Padpu B
Poccuiickoii @enepauumn», npeacTaBjieHHON K 3allMTe HA COHMCKAHHE Y4YEHOH
CTeNneHH KAHIMAATa MeJHUHHCKHX HayK no cneuuajabHoctu 1.5.7. I'eHernka
(MeIHIIMHCKHE HAYKH)

AKTYaJlbHOCTb TeMbI HCCJIeI0BAHUS

bone3snr ®abpu sBiseTcs peIKUM X-CUEIJIEHHbIM HaclleICTBEHHbIM
3a00JIeBaHMEM C HapylleHMeM OOMeHa TIJMKOCQUHIONMUIUAOB sl KOTOPOIo
XapakTepHO CHW)XeHHWEe (BIUIOTh [0 TMOJHOIO OTCYTCTBHUSI) aKTMBHOCTH
au30coMalibHOro (epMeHTa a-rajakrosunazsl A. Jlepuuur siu3ocomanbHON a-
rajakTo3uaasbl A MNPUBOAUT K TPOrPECCHMBHOMY HAKOIUIEHHIO TOKCHYECKUX
MeTabOJUTOB IN1I000TPHAO3UIILIEPAMKIa U TTMKOC(HHUHTOIUITH/IOB B JIM30COMaX. JTH
MeTabOJIUThI BbI3bIBAIOT HAPYIIEHUs (yHKLMOHUPOBAHUS BCEX KU3HEHHO Ba)KHBIX
CHCTeM OpraHu3Ma, 4YTO MOXET MPUBOAUTH K TIUOENn KIETOK, HapyLIEHMIO
JHEepreTUYecKoro  metabonusma, OKCHUIATUBHOMY CTpeccy, MOPAKEHUIO
MHKpOCOCY/I0B, MILIEMUHU TKaHEH, 00yclioBIuBast pa3BuThe Gpudpo3a TkaHel cepaua

u nouek. CepredyHO-COCYIUCThIE, LepeOpOBACKYJISIpPHblE MOPAXKEHHUs, a TaKxke



TEpMUHAJIbHAS TTOYEYHAss HEeJOCTATOYHOCTh SBIAIOTCA TIJIABHBIMH TMPUYHHAMU
COKpAIEHUs] TPOJODKUTEIBHOCTH KU3HM M JIETAlbHBIX HMCXOJIOB MALUEHTOB C
6osie3HbI0 Dabpu.

AKTyalbHOCT ~TEMbI HCCEPTALMOHHOrO HccienoBaHus MasaHoBO#M
Haranbu HukonaeBHbI 3aK/104aeTCs B TOM, YTO JaHHas paboTa, ¢ OHOM CTOPOHBI,
npubaKaeT Kk Oonee riyOOKOMY TMOHUMAHMIO MAaTOMEHETHYECKUX MEXaHHU3MOB
pa3BuTus Oone3Hu @albpu, ¢ JApyroil CTOPOHBI, IOKa3bIBAET BO3MOXXHOCTb
MCIIONIb30BaHUs B KauecTBE MEPBMUYHOr0 GHoMapkepa rio00Tpuao3nichUHro31Ha,
4TO, HECOMHEHHO, MMEET BaKHOE 3HAUeHHe ISl MEIULIMHCKOW reHeTuku. Tema
auccepraiuu MaszanoBoit H.H. noiHOCTBIO COOTBETCTBYET IM(PY CELUUATBHOCTH

«1.5.7. 'enetrka (MeAMLIMHCKIE HAYKHN )».

Hayqﬂaﬂ HOBHM3HA HCCJIeJOBAHUS, NOJY4YE€HHBIX Pe3y/JbTAaTOB H BbIBOAOB

Jlucceprauusi MOCBSIIEHA CEJIEKTUBHOMY CKpPUHUHIY Oonesnn @®abpu B
CYXHX MATHAX KPOBH, MOTy4YeHHbIX OT 12256 nauueHToB. KOMIUIEKCHBIN MOAXOM K
auarHoctuke 0ojesau Dabpu MO3BOJUT MOBBICUTh 3(D(EKTUBHOCTH BbISABICHMS
MaHU(ECTHBIX TETEPO3UTOTHBIX MAalMeHTOB ¢ OonesHbo  Pabpu, KOTOPBIM
TpebyeTcs (pepmeHTO3amecTUTeNnbHas Tepanus. Brepsoie B P® mposenaeHo
uccieoBalie aTUIMAYHONW (GopMbl Oosne3nn Pabpu, BKIHOYAIOLIEE TEXHOJIOIHIO
MaccoBOI0 MapaijieIbHOro CcekBeHHpoBaHus. HakaniuBaemblii B OpraHusme
rno6oTpHao3uICHUHIO3UH MOKET ObITh OMoMapkepoM Oosesnn @abpu. B padore
TAK)K€  HCIIOJIB30BAJICS  MOJIEKYJISIPHO-T€HEeTUUECKUI  METOJ  MCCIIeI0BaHuS,
BKJTIOUAIOLLMH aHaIN3 KOJUPYIOIIUX U TPUIIETAIOLIMX UHTPOHHBIX 001acTell reHa

GLA B KadecTBe MOATBEPIKAAIOLIEH THarHOCTHKU Oone3Hu PabpH.

HOCTOBepHOCTb H 000CHOBAHHOCTDb HAY4YHbIX l'lOJlO)KGHl/lﬁ, MNOJIYYCHHbBbIX

pe3yJibTaTOB, BLIBOJOB H NPAKTHYECKHX PEKOMEHIalHi

I[I/ICCCPTaIlI/IOHHaH pa60Ta BBIINNOJIHEHA HA BBICOKOM HAay4YHO-METOANYECKOM

YPOBHE. ABTOpOM UCIOJIB30BAJIUChL  COBPEMEHHBIE METOAbl UCCJICAOBAHUS,

aJiIcKBaTHbIE€ IIOCTABJICHHBIM 3aJadaM. I[OCTOBepHOCTb M O0OOCHOBAHHOCTh




MOJIy4EHHBIX pPe3yJlbTaToB Oa3upyercsi Ha KOPPEKTHOCTH HCIOJIb30BAHHBIX
METOJOB,  BKJKOYash  CTATUCTMYECKUW  aHanu3  JaHHbIX.  Pe3yibTarhl
JIUCCEPTALIMOHHON  PabOThl  JOKYMEHTHUPOBAHbl ~ JIOCTAaTOYHBIM  KOJIMYECTBOM
PUCYHKOB M Ta0Hull, 00Jeryaroyx BOCIPUATUE MaTepHraa.

BbIBOBI ¥ MTPaKTUYECKHE PEKOMEH/allui apryMEeHTHPOBAHbI, 3aKOHOMEPHO
BBITEKAIOT W3 MPEJCTABICHHOr0 MaTepuaia, OTpaXkatoT COAepKaHUe JUccepTalun
M TOJHOCTBIO COOTBETCTBYIOT TOCTaBJIEHHbIM 3ajadaM. OCHOBHBIE II0JIOKEHHS
JMccepTalMOHHON paboThl MazaHoBoit H.H. nonoxeHbl Ha pOCCHHCKHX |
3apy6ekHbIX KOH(pepeHLUsX. B onyOnukoBaHHBIX paboTax 10 TeMe AMCCepTaluu
MOJHOCTBIO OTPAXKEHbI pPe3yJibTaThl HccienoBaHusi. Bcero omyGnukoBaHo 6
Hay4HBIX paboT, B TOM uHuclie 2 CTaThH B )KypHalaX, BXOASAIMX B nepedyeHb BAK
MuHHCTEpCTBA HAYKU U BBICLLIETO 06pa3OBaHH;1 Poccuiickoii ®enepauuu. 3 paboThl
onyOIMKOBaHbI B JKypHajaX, BXOAmuX B 0a3bl JaHHbIX Scopus/Web of Science.
Conepxanue aBtopedepara M Te4YaTHbIX pPadOT IOJHOCTHIO COOTBETCTBYET

MarepuaiaM, NpeacTaBlI€HHbIM B JUCCEPTALIMH.

CTpyKTypa U cojep:KaHHe TUCCEPTALHOHHOH paboThl

Jucceprauust MazanoBoit H.H. umeer TpaiuinOHHYIO CTPYKTYPY U COCTOUT
W3 BBeleHMs, o0030pa JUTepaTypbl, OMNHUCAHUA MATEPUATIOB U  METOJOB
MCCIIeI0BaHMM, pe3yIbTaTOB MCCle0oBaHus M MX oOcyxaeHus. B pabore Taxxke
MpeJACTaBICHbl  3aK/IIOYEHHE, MPAKTUYECKHE  PEKOMEHJAlUh ¥ BbIBOJBI.
Bubnrorpapuyeckuii CIMCOK UTHPYEMOU JTUTepaTypbl BKIOYaeT 142 nCTo4HMKa,
13 Hux 11 Ha pycckoM si3bike U 131 Ha UHOCTpaHHOM si3bIKe. PyKonuch quccepranuu

aKKypaTHO oopmiieHa U wuttoctprupoBata 20 Tabiuuamu U 27 pucyHKaMu.

Pasnen  «BBemeHue»  OOOCHOBBIBaeT  aKTyallbHOCTh  HACTOSIIErO
MCCJIeIOBAHUs, OMpEe/eseT ero OCHOBHbIE LeidM U 3anadd. OHU COOTBETCTBYIOT
TEMAaTHUKE W HAIPaBJICHHOCTH JUCCEPTALIOHHON paboTHI.

O0630p nUTEpaTYphl OCBEIAET COBPEMEHHbIE MPEACTABIEHUS O IHAarHOCTHKE
M rnaroreHese 0Ooje3Hu @abpu, KOHUEHTPUPYSACH HA CBA3AHHBIX C HUMHU

FeHETUYECKUX W DBIUTCHETHYCCKUX (baKTOan. ['naBa ((MaTepI/IaJ'lbl U METOAbI»




W3JI0KEHA JIOCTATOYHO MOApPOoOHO. BhICOKMI HayuyHO-METOAMYECKHH YpPOBEHb
pabotel Masanosoid H.H. mnoarsepikiaercss HCIOIb30BAHMEM COBPEMEHHbBIX
METOJI0B HCCIIeIOBaHUs: TaHJeMHas Macc-crniekTpomerpus, BblaeneHue JIHK,
nojMMepasHasl LelHas peakilus B pealbHOM BPEMEHH, BBICOKOIPOM3BOIUTEILHOE
CEKBEHHMPOBAHHWE W COBPEMEHHBIE NMPOrpaMMbl CTATUCTUYECKOrO aHalu3a JaHHbIX.
B rnase «PesynbraThl HCCIEAOBaHUS» MpPeACTaBIEHHbIE JaHHBIE XOPOILIO
WUTKOCTPUPOBAHbI, TAOJMLBl U PUCYHKH JOMOJIHSIOT COAEPKATEbHYIO 4acTh
onucaHus pe3ynabratoB. [aBa «OOCyXaeHHe» XapaKTepusyercs IiyOMHOM
aHalIM3a JUTEPaTypbl, KPUTHYECKHUM TOAXOAOM K OLEHKe COOCTBEHHBIX
pe3yJIbTaToOB MPH COTOCTABICHUHU C IaHHBIMH JUTepaTyphl. Hanbonbuimit uHTepec
NpeACTaBIsET MPEATOKEHHbI aBTOPOM I10XO0J, OCHOBAHHBIA Ha MCIIOJb30BAHUH
r1060TPHa03UICHUHIO31MHA B KaUE€CTBE NIEPBUUHOI0 OMOMapKepa Ipu THarHoCTUKe
oonesnu ®abpu M oueHKH dPHEKTUBHOCTH (PEPMEHTO3aMECTUTENILHOM TEparuy.
JlucceprauMoHHy0 paboTy 3aBepLIAIOT KPAaTKOE 3aK/IOYEHHE, BBIBOJbI U CIHUCOK
MCTIOJIb30BaHHOM JTUTEPATYPbl.

OnHUM U3 OrpaHUYEeHU I JUcCepTallMOHHOM PabOThI ClIEYET CYUTATh MaJIbIi
00bEM BBISIBIIEHHBIX [MAlMEHTOB B CBA3M C pPeAKUM X-CUEIUIEHHBIM THIIOM
HaclefoBaHus 3abojeBaHus. OJHAKO 3TOro0 KOJMYECTBA JOCTATOYHO IS

uccsel0BaHus U (pOPMHUPOBAHUS BbIBOIOB, YKa3aHHBIX B paboTe.

3HAYHMOCTH /151 HAYKH H MPAKTHKH NMOJY4YeHHbIX pe3y/ibTaToB

PesynbraThl AMCCepTallMOHHOrO HccienoBanns Masanosoi H.H.
MMEIOT KaK TEOPETHUYECKYI0, TaK M MPAKTHYeCKyl0 3Ha4YMMOCThb. B xozme paboTsl
onpezejieHbl  pernoHsl PoccuM ¢  HauOONBIIMM W HAMMEHBIIUM  HYHCIIOM
BBISIBJIEHHBIX MalieHTOB ¢ Oojie3Hbto Mabpu. OxapakTepu30BaH CIIEKTP W THUIIbI
MyTaluil y pOCCHCKUX NauueHToB ¢ Oone3Hpto Pabpu. BeisBieHbl HOBbIE
naToreHHble BapuanThl reHa GLA, paHee He ONMUCaHHble B MEXKIAyHapoOJIHOMH 0Oase
The Human Gene Mutation Database (HGMD). Kpome Ttoro, mpakruyeckas

3HAYUMOCTb pa60T1>1 COCTOUT B TOM, YTO pe3yJibTaThl UCCJIeJOBAHUS UCITOJIB3YIOTCSH




B MPAaKTUYECKOW MeJuLMHEe ¥ MPUMEHSIOTCS B y4eOHOM mpouecce (MpH YTeHUH
JIEKLMH 0 MEIMLIMHCKOM T'eHETUKe).

OTMeyasi HECOMHEHHYHO aKTyallbHOCTb, HAyYHYI0 HOBHM3HY, TEOPETHUYECKYIO
M NPaKTUYECKYI0 3HAYMMOCTb PabOThl, HEOOXOAMMO OOpaTTh BHUMaHHE Ha
UMeroIlMecss 4YUCTO TEeXHUYECKHe W3bsHbl (OMevaTrkd, HEKOPPEKTHbIE 3HaKH
MpernuHaHus W T.0.), KOTOpble, OJHAKO, HE CHMXKAIOT OOLIel TMOJ0KUTENbHOM
OLIEHKM JMCCEpPTAMOHHON paboThl U HE CTAaBAT IOJ COMHEHHE LEHHOCTb &€
HAy4YHBIX pe3yJbTaToB.

3akjouyeHue

JluccepraumonHoe uccienaoBanune Mazanosodi H.H.  «Onrumusanus
aIrOpUTMa MOJIEKYJISpHOM auarHoctvku Oone3nu @Pabpu B Poccuiickon
denepanuuy SABISETCA 3aKOHYEHHON HaydyHO-KBaNM(pUIMPOBAHHOW paboToM, B
KOTOPO# COAEPKUTCS HOBOE pellieH!e HayYHO! 3a71auM, PaCIMPSOLIEl TOHUMaHHe
MOJIEKYJIIPHBIX MEXaHU3MOB, BOBJICUEHHBIX B natoreHes Gosesnu ®adpu. Taxxe B
paboTe pellieHa aKTyaJlbHas Hay4HO-NPAKTHYECKas 3a/1a4a ONTUMHU3aLMK npoLecca
MPOBENEHMs CEJEKTUBHOTO CKpMHMHra Oosnesnu @Pabpu ¢ KiIaccH4eckod u
arunuuHoii gopmoii. PaGota COOTBETCTBYeT TpeOOBAHMAM, MPEABSIBISIEMbIM K
JMCCEpTalMsM Ha COMCKaHMe YYEHOH CTEeNeHM KaHauaaTra MEIULMHCKHX Hayk,
cornacHo m.2.2 pasaena Il TlonoxeHHss O MPHUCYXKIEHUM YYEHBIX CTEleHed B
(enepanibHOM TrOCYAapCTBEHHOM — 00pa3oBaTe/IbHOM — YUPEKAEHHH  BBICLIETO
obOpasoBanust «Poccuiickuii yHUBepcUTET IpyKObl HapoxoB umeHu [larpuca
Jlymym0Obl», yTBepikaenHoro YuernsiM coBeroM PYJIH npotokon Ne YC-1 ot
22.01.2024 r., a e& asrop, Ma3anoBa Hartanbs Huxonaesna, 3aciyxuBaer
MPUCYXKIEHUS YIEHOM CTeNeH! KaHAMAaTa MEAMIMHCKUX HayK M0 CIelHalbHOCTH
1.5.7. 'eneruka (MEAMIIMHCKHE HAYKH).

OT3bIB TOATOTOBJIEH 3aBEAYIOIIUM Kadeapoll MeIuKo-OHOIOrHYeCcKHuX
JAUCLMIUIMH, 3acily)KeHHbIM pabOTHUKOM BbiclIed wmKonsl P®D, 1n0KTOpOM
MeJMLMHCKUX HayK, npodeccopom, UypHocoBbiM Muxausiom ViBaHoBUYEM.

Otr3piB  OOCyXJeH | of00peH Ha 3aceaHuu Kadeapbl MeIUKo-

OUOJIOrMYeCKMX  JUCLUMIUIMH  MeauuuHckoro  uHetutyra PIAOY  BO




«benropoackuit rocyaapCTBEHHbIN HalMOHAJIbHBIN UCClIeJOBATEIbCKUH
yHHBepcuTeT npotokos Ne 9 or 15.01.2025 .

[IpencenarenbCTBYIOLIMI HA 3aCEaHUU:

3aBeayrouuii kadeapoit MeuKo-01ONIOTHYECKHX

JUCHUTIIMH MEAULIMHCKOIO HHCTUTYTA

(henepaibHOr0 rocy1apCTBEHHOr0

ABTOHOMHOI'0 00pa30BaTEJIbHOIO YUPEKAECHHUS

BbIcIIero oopazoBanus «benropoackui

rocyapCTBEHHbINM HAllMOHAIbHBINA UCCIIEN0BATENbCKUN

YHUBEPCUTETY,

3aciy)KeHHbIi paOOTHUK BbICIIEH WIKOJIbI PD,

JIOKTOP MEJMIMHCKUX HayK (1o criguyanbHoctd 18,7, ['eneTrka)

npodeccop Muxaun MBanosuu YypHocoB

MesepanbHOE  TOCYIapCTBEHHOE aBTOHOMHOE 00pa3oBaTesibHOe Y4peKAeHHe
Bhicuiero obpasoBanusi «benropoackuil  rocylapCTBEHHbIH — HallMOHAIbHbBIM
uccnenosaresbckuii yausepcute™ (HUU «benl V»)

308015, Benropojckast 061acts, r. benropon, yi. ITobeast, 1.85

e-mail: Info@bsu.edu.ru; Tenedon: (4
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