OT3bIB
O(HUIHATBHOTO ONIOHEHTa JOKTOpa OHOJIOTHYECKHX HayK, podeccopa, 3aciy)KEHHOr0 AeATelIs
Hayku P® JTro60Bs emopoBHbl Kypuno Ha mucceprannonHyio padory Keennu I'eHHaIbEBHBI
CaBukuHO#i «['€HEeTHUECKHE IPEIUKTOPDI TIPEIPACIIONOKEHHOCTU U OCOOEHHOCTH Pa3BUTHS
OKHCJIUTENIBHOTO CTPECCa IIPU MaTO300CIIEPMHIM Y, IPECTABICHHYIO Ha COUCKaHHE YICHOM

CTEIEeHH KaHauaaTa OMoJIOrHIecKuX Hayk o creruanbHocT 03.02.07 — reneruka.

AKTyaJibHOCTL H3ydaemoll couckareneM Casukunoit K.I'. mpoGnemer — mpoGieMbl
MY>CKoro Oecruioaust (IpH MaTo300CIEPMHHN) HEOJHOKPATHO MOAYEPKHUBAIOT B COBPEMEHHBIX
HAy4YHBIX HCCIICJOBaHUAX, 00CYKIAIOT Ha KOH(EPEHIMAX M MEXIYHApOIHBIX CHMIIO3HUyMaX,
MOCBAIIEHHBIX COBPEMEHHBIM MpobieMaM penpoIyKIUH YeloBeKa. B HacTosIee BpeMs IHPOKO
HCCIEAYIOT M OOCYXKIAIOT pasiHyYHble MPUYMHBI HapyIIeHHs PENpPOAyKTHBHOH (GYHKUMH H
KeHIIMH, U MyxurH. Oxuciurensubiii crpece (OC) paccMaTpuBalOT Kak OCHOBHOHM (hakTop mpu
pazmumuHelX  gopmax Myxkckoro 6Gecrutomus (Boxemomos, 2020; Agarwal et al., 2020).
OKHCIUTENLHEIN CTPECC Pa3BUBAETCS, KOT/1a aKTHBHBIE (YOPMBI KMCJIOPO/IA U YPOBHH
JIPYTMX  CBOOOJHBIX  PAJWKaIOB  YBEIWYEHBI, CYIIECTBEHHO  CHHXKACTCS  YPOBEHb
AQHTHOKCHJAHTOB, UYTO MPHUBOAUT K HapyIleHHIO OajaHca MEXIY OKHCIUTENSIMA H
anTHokcugantamMu (Agarwal et al, 2020). AHTHOKCHAAHTHBIE (PEPMEHTBI BBIIOJIHSIOT
CYILIECTBEHHYIO POJIb B 3AIIIUTE KJIETOK OT OKUCIHMTENLHOTO CTPECCa B MPOLEcce CiepMaToOreHesa
u omnonorBopenus (Rodriguez et al., 2019; Yin et al., 2020; Mahbouli et al., 2021).

Iennr HacTosimeil paGoThl COCTOSUIA B UCCIIEIOBAHAU NMOIMMOP(HBIX BAPHAHTOB I'€HOB!
SODI (cynepokcummucmytasa), CAT (xaranasa), hOGGI (8-okcoryanun-J[HK-riukosunasa),
NOS3 (HmoTenuanbHas CHMHTa3a OKCHAa a3ora) U PONI(mapaokcoHa3a), MX acCOLHaluu C
rOPMOHAIBHBIM (DOHOM H OKHCIHTEIbHBIM CTAaTyCOM CEMEHHOM MKHIKOCTH IPH PasTHYHBIX
dopmax marozoocmepmuu. s pELICHHS IOCTAaBICHHOH Ieiu ObUH  CHOPMYIIHPOBAHEI
aJIeKBaTHBIE el 3ama4n:

1. W3y4nTh MHTEHCHBHOCTH CBOOOIHO-pPAJMKAIBHBIX MPOIECCOB B DSAKYIATE MAIHEHTOB C
aTo300CIEPMHEMH.

2. V3yuurth ropMoHaIbHBIA MPOQHIs SSKYIATa y MYXYHH ¢ HOPMO30OCIEPMHEH M IPH
pasNMYHBIX ~ THMAx  [aTro300CnepMUM  (YPOBEHb  TECTOCTEPOHA,  ICTPaaMOIa,
aHTHMIOJTepoBa ropMona (AMI'), nHCYIHHONONO6HOrO (haKTopa pocra 1, THPEOTPOIHH-
PHUJIH3HHT TOpMOHA, Genka 1, CBS3BIBAIONIEr0 HHCYTMHOMONOOHBIA ¢dakrop pocTa,

JUTHAPOTECTOCTEPOHA.



3. M3yuwTh 4acTOTy BCTPEYaeMOCTH I€HOTHIIOB M MOJUMOP(HBIX JIOKycOB reHoB SODI,
CAT, hOGGI, NOS3 u PONI y My»44H C pa3JIMYHBIMU TUIIAMH 1aTO300CIIEPMHUH.
4. TlpoBecTH WCCIEIOBAHME MEXICHHBIX B3aMMOJEUCTBHI MOIMMOPGHBIX JIOKYCOB T'€HOB
SODI, CAT, hOGGI, NOS3 wu PONI, accOUMHPOBaHHBIX C pPAa3JIMYHBIMH THIIAMHU
aTO300CTIEPMHUH. '
5. IlpoBectm  MHOro(GakTOpHBI  aHaMM3 JUII  BBIABJICHHUSA  KOPPEIALUH  MEXKIY
TIepCOHUGUIIMPOBAHHBIM T€HOTUTIOM T10 U3y4YaeMbIM MOJIMMOP(HBIM BapuaHTaM I'€HOB, YPOBHEM

TOPMOHOB U HHTCHCUBHOCTBIO CBO60}IHO-paIII/IKaIIBHBIX ITPOIECCOB B IAKYJIATE.

PaboTa moctpoeHa no TpagUIMOHHOMY IUIaHY U COCTOUT U3 BBenenus, Tpex rinas: O63opa
JIMTEpaTypsl, MaTepuana 0 METOIOB MCCIIEIOBAHMS, Pe3yIbTaToB COGCTBEHHBIX HCCIEI0BAHHA,
nanee - 3akmoveHus, BeiBonoB u Crincka nurepatypsl. Pabota m3noxena Ha 119 crpanunax,
comepxut 19 tabmum, 15 pucynkoB. OO630p JUTEpaTyphl HANKUCAH C MPUBJICYCHUEM OOJIBIIOTO
YHcia UICTOYHUKOB (JTUTepaTypa coaepx uT 307 HCTOYHUKOB, B TOM 4ucie 225 Ha MHOCTPaHHBIX
A3BIKaX), UCIOJIb30BAaHHBIX B paboTe MOJIHO, YTO OTpaxkaeT MpOoGEeCCHOHATBHYIO OPUEHTHPOBKY
couckarens B JaHHOU mpobneme. O630p nuTEepaTypsl B MOJTHONH MEPE OCBELIAET COBPEMEHHOE
COCTOSIHHE NTPOOIEMBI.

Jlns noctmwxenus nocrapiaeHnoi e K.I'. CaBukuHa rcnonb3oBasa CIIEKTP COBPEMEHHBIX
METOIOB HCCJIeOBaHHs: MOJIEKYJISPHO-TeHETHYECKHe, Mopdosiornueckue, OHOXUMUYECKUE U
o6uoduszuyeckne (MOMHMO criepMuosorudeckoro axamusa). O6cnenoano 788 mamueHTOB
MYXCKOTO TI0JIa: C HOpMo3oocmepMued ((epTHIbHBIE IOHOPBI JSKYJATa) U MYXKYHHBI C
pa3IMYHBIMU HapyIIEHHSIMH criepMaTorenesa (popmaMu Oecrioaus).

Hayunasi HoBH3Ha pa0oThl - BIepBble B OTEUYECTBEHHON HAy4HOH JMTepaType, Ha
Marepuasie OOJIBIION TPYNIBI MYXYHMH C OECIUIOAHEM, NPH HCIOIBE30BAHUH MOJIEKYJISPHO-
TEHETHYECKUX , MOPGOJOTHUECKUX, OHOXHMHUYECKHX U OHOMU3NYECKHX METOAOB, IIPOBEIEHBI
MHOTOMapaMeTPHYeCKHe HCCIIEIOBAHUs W BBIBICHBI  ACCOLMANMU MEXAY HEKOTOPHIMH
BapHaHTaMH I'eHOB (pepMEHTOB aHTHOKCUIAHTHON 3aIlUTHI, HAPYIIEHUEM MOIBMKHOCTH U YUC/Ia
CIIEPMATO30M/I0B, YPOBHEM TOPMOHOB (TECTOCTEPOHA, 3CTPaMOia MU MHCYIMHONOAOOHOIO
¢axTopa pocta -1) 1 HHTEHCUBHOCTBIO CBOOOHOPAAMKAIBHBIX IIPOLECCOB B IAKYJIATE MYXKUHH
¢ 6ecruionueM. Bmepswie ompenmenen ypoBeHb TRH (THpeOTponuH-pHIH3HHI-TOPMOH) B
CIIEPMAJIBHOM JKHIKOCTH MPH Pa3MYHBIX THIAX [ATO300CIEPMHU U MOJMMOPQHBEIX BapHaHTaX
rEHOB OKHCIHMTEJILHOTO CTpecca. BmepBble I0Ka3aHO, YTO PHUCK BO3HHUKHOBEHHS
OJIMT0300CIIEPMHH BBIIIE Y JIKII C HOCHTEILCTBOM IostuMopdHoro Bapuanta hOGGI Ser326Cys

(ral 052153 ).



BriepBble TI0Ka3aH0, YTO PHCK Pa3BUTHS JIFOOOT0 THITA NTATO300CIEPMHUH MOBBIIIACTCS NPH
coueTanuy monuMopdHEIX BapuantoB NOS3 T786T x PONI Argl92Glu  n HapacTaHUH
WHTEHCUBHOCTH XEMUIIOMHUHECIICHIINH.

BrepBble MPOBEJEH MHOrONApaMeTPUUYECKHH aHAM3 B3aUMOCBA3CH MEXKIY ICHOTHIIOM,
OKHCJIUTELHBIM CTPECCOM M TOPMOHATBHBIM (POHOM Yy [AIUEHTOB C 11aTO300CTIEPMHUEN.

T.e. wHayunbii Bkiman wucciaegoBanus K.I.CaBUKHHOM 3aKTHO4acTcs B PaCKpBITHH
MEXAHH3MOB MEKICHHBIX B3aMMOJICHCTBAI F€HOB-KAH/MIATOB (aHTHOKCHIAHTHBIX (hepMEHTOB)
[pH Pa3BHTHH TATO300CIEPMHUH y MyK4uH ¢ GecruiogueM. llomyqeHbl HOBBIC TaHHEIC O POJH
MOTHMOPMHEIX BADUAHTOB ICHOB (hepPMEHTOB aHTHOKCHIAHTHON CHCTEMBbI, aCCOLMNUPOBAHHBIX C
MYXCKuUM GecruiofueM. [ToTydeHb! HOBbIE JaHHBIC O MEXAHU3MaxX PETy/ISAUHH OKUCIHTENLHOTO
crpecca (OC) mpu nato3oocrepMun. [IpoBe/ieHa OLEHKA CBA3M MOJICKYJIAPHO-T€HETHUECKUX
MapKepoB, HHTEHCHBHOCTH CBOOOIHO-PaJMKAIbHBIX IIPOLECCOB M TOPMOHAILHOTO npoduis
HKYJIATA y TAEEHTOB C IIaT0300CIepPMHUEH.

[IpakTHYecKasi [EHHOCTb HMCCIIEOBAHMA 3aKIIOYAeTCsA B BBIABJICHUH NMPEIUKTOPOB A
OLCHKH pHCKAa PAa3BHTHS MYXCKOro OeCIulofus, y MyX4dH, HMMCIOMHUX B TCHOTHIC
nonuMOpQHBIE BAPMAHTHl TEHOB AHTHOKCHIAHTHBIX (DEpPMEHTOB. Cosman GaHK 00pa3sloB
25Ky (PEPTUIBHBIX JOHOPOB M CHEPMbl MY)XYHH C OECILIONHEM. Wudopmanus IaHHOTO
GaHKa MOYKET GBITh HCIOJIB30BaHA TS OYIYIIHX HCCIIEA0BAHMH MyXKCKOTO OECILIONHS.

B pmaHHO# paboTe copeparcs MPAKTUYECKHE PEKOMEHIAUM IO NMPUMCHECHHIO aHalM3a
OIMMOP(HBIX BAPUAHTOB 'eHOB (HEPMEHTOB AHTHOKCHIAHTHOH CHCTEMBbI SODI1, CAT, hOGG1,
NOS3 w PONI, oleHKH YPOBHs MHTEHCUBHOCTH CBOOOIHO-PaJUKAIBHBIX MPOLECCOB, aHAIN3A
TOPMOHATBHOrO TMPOGHUI dAKYNATA, aHATM3a OJOBBIX KJIETOK IPH AMarHOCTHKE HapyLIeHUN
PenpOayKTHBHON (YHKIME M MYXCKOM Oecriouu ¢ [aTO300CIEPMHUEH HESICHOIO T'eHe3a.
KpoMe TOTO, MOJy4YeHHbIE COMCKATEIEM JAHHBIC PACIIMPSIOT NPEACTABICHHA O MEXaHH3Max
BO3HMKHOBEHMS raMeTOMATHi, FeHETHYECKOr0 KOHTPOJIA IraMeTOreHe3a, MeXaHu3Max CeICKIHN
ramer.

[Toxsomst wuror mnposenenHoMy K.I'. CaBHKHHOM MHCCEPTAlIHOHHOMY HCCIICAOBAHHIO,
HEOBXOUMO TOAYEPKHYTh, YTO IOMHUMO YTIIYOJICHHS COBPEMEHHBIX IpeJICTaBICHUH O pOJH
MEXTeHHBIX B3aHMOJICHCTBHI B Pa3BUTHH MATO300CIEPMHUH, MOJTYYECHHBIC TAHHBIC MO3BOJIHIIHA
COMCKATEI0 MPOJAEMOHCTPHPOBATh HEOOXOAUMOCTH MPOBENCHHS KOMIUIEKCHOrO KJIMHHUKO-
AH/IPOJIOTHYECKOro 00CIeI0BAHHS JIHIl MYKCKOTO MONa C OECTIONMEM, BKIIOHAIOMIEro MOMAMO
TPAIMIMOHHBIX ~METOJOB  HCCIICIOBAHUA (CTIEpMHUOJIOTHYECKHH ~ aHAIn3, MOJIEKYJIAPHO-
FeHETHUYECKOe HCCIIeI0BAHME TIOJOBBIX KIETOK DSKYJISTa,) aHATH3 TONMMOP(HBIX BapHAHTOB
resoB SODI, CAT, hOGGI, NOS3 u PONI, oueHka ypOBHSI HHTCHCHBHOCTH cBOOOIHO-

paIHKATBHBIX POLECCOB, FOPMOHATBHBIH IPOQHIIB HAKYJIATA.



BBICKa3aHHBIE COMCKATENIO 3aMeYaHUs — HENPUHIWIHAIbHBIE W OTHOCATCH K
PEIaKIIAOHHBIM.

OCHOBHBIE BBIBOJBI PaGOTHI COOTBETCTBYIOT IOCTAaBICHHON LENM M CHOpMyITHPOBaHHEIM
3a/a9aM, IOJYYEHHBIM pe3yJbTaTaM HCCIeJOBaHMs. Marepuaibl IMCCEpTalMOHHON paboThI
JIOCTATOYHO TMOJHO OTpaXkeHml B 16 myOimkamusx: B 8 crateax um 8 Tesucax. Bemencraue
HAYYHOM M TPAKTHYEeCKOW 3HaYMMOCTH moiydeHHbX K.I'.CaBMKMHOM Hay4HBIX NaHHBIX HX
’elaTeNbHO IIMPE OCBETUTH B II€YaTH, B TOM 4YUCJIE - B TEPHOIMYECKHX MEIULHUHCKHUX
U3JIaHUSAX.

Uccrenoanne K.I'. CaBukuHO#N «['€HETHYECKHE NPEIUKTOPBI MPEIPACIOIONKEHHOCTH H
0COOEHHOCTH PAa3BUTHS OKHCIHMTEIBHOIO CTpecca MpH IMaTo300CIEPMHUK», BBIMOJHCHHOE NPH
HAYYHOM DPYKOBOJICTBE I[’.6.H., npodeccopa Illkypar T.II., HONHOCTEIO OTBEYAET TPEOOBAHUIM
BAK P®, mnpensspiseMbM K KaHaumatckuMm juccepranusM (IlomoxeHuns BAK P®) nu
3aCIyXMBAeT TPUCYKIECHHS YYCHOM CTENMEHM KaHmujara OHOJOTHYECKHX HAayK IO

cnenuanbHocT 03.02.07 - reHeTHKA.

JInunblii BKJIAA aBTOPA.

JIM4HBIA BKJIAA COMCKATENs COCTOHT B BHIOOpE HAIpaBlICHHs HCCIENOBAaHMA, 0030pe
JUTEPATYpHI 10 TEME AMCCEPTAIUM, TOTyYEHUH OPUTHHAIBHBIX PE3yJIbTaTOB Ha BCEX dSTalax
SKCIIEPUMEHTANBHBIX HCCIEIOBAHMH, aHatu3e 1 0GOOIICHHH MOTyYeHHBIX pe3yiabraroB. Tema
UCCIIeIOBaHMS, LeNb, 3alaud, OOBEeKTHl BHIOpAHBI COMCKATEIEM COBMECTHO C HAay4HBIM
PYKOBOMTENIEM. ABTOPOM MPOBEIEHO OOMEKTHHAYECKOE 00C/IeJOBAHNE, BBIOTHEHb! aHATM3BI
y JIOHOPOB AKYJISTa U y TALWEHTOB ¢ GecriommeM, cTaTMCTHYeckas o0pabOTKa M Hay4qHOE
000CHOBaHHUE PE3YJILTATOB.

CooTBeTCTBHE JHCCEPTAINH MACMOPTY HAYYHOH CNeNHATbHOCTH.

HayuHble MOJIOKEHUs! IUCCEPTAIIMA COOTBETCTBYET GOpMyIie CrieNHaIbHOCTH 03.02.07 -
reHeTHKa.

Anpobanus paboThI

Marepraasl H OCHOBHBIE MOJIOXKEHHs IHCCEPTALMH JIONIOXKEHBI M OOCYXICHBI Ha
3aceaHiH arpoOallMOHHON KOMHCCHH.

BHeapenue B IPaKTHKY

Pa3paGoTaHHBIE MPUHIMIBI OGCIEJOBAHMS MALMEHTOB C IATO300CHEPMHUEH C IENBIO
HCCyIeJOBaHNsT OKUCIUTENBHOTO CTpecca MpH MaTo300CIHEPMHUH BHEAPEHBI B NPAKTHKY psila
KIMHUYeCKAX JabopaTtopuit PocToBa-Ha-JIoHy M HX HCHOJB3YIOT B Yy4eOHOM IIpoIecce

Axanemuu 6uosoruu u 6uorexnonorud um. J1.1. iBanosckoro I0ODY.



Hccnenopanue K.I'. CaBukuHO#N «[ eHeTHUYECKHE MPEIUKTOPHI MPEAPACIION0KEHHOCTH U
0COOEHHOCTH Pa3BUTHS OKHCIUTENBHOTO CTpecca IPH MaTo300CIEPMHUN», BBIMOJHEHHOE IMPH
Hay4HOM pyKoBozcTBe 1.0.H., mpodeccopa Illkypar T.I1., monHOCTBIO OTBeYaeT TpeGOBaHHIM
BAK P®, npenpsBisemMbiM k 1. 9 IlomoxeHWss O TPHCYXIEHHH YYEHBIX CTEIEHEH,
yTBEpXKIEHHOro mocraHoBieHueM IlpaButensctBa Poccumiickoit ®enepanuun  Ne842 ot
24.09.2013 r. (c uM3MEeHEHUsIMH B peIakIuu MoctaHoBjaeHUuH I[IpaButensctBa Poccuiickoit
Oepnepannu Ne335 ot 21.04.2016r., No748 ot 02.08.2016 r., Ne650 ot 29.05.2017r., Ne1024 ot
28.08.2017 r., Nel168 ot 01.10.2018 r.), a Taxke nmyHkty 2 [lojoXeHHsS O MPUCYXIECHUH
y4eHsIx crenenei B IOxuoM denepansHom yruBepcutere (IIpukaz 260 -OJT ot 30.11.2021)
IPEAbIBISEMBIX K JUCCEPTAlMsIM Ha COMCKAHHE YYEHOU CTENeHM KaHauzara OHOJOTHYECKHX
HayK, a €€ aBTOp 3aCIy)KHBAET [IPUCYKACHUS YUEHOH CTENeHH KaHauaaTa OHOJIOrMYeCKHX HayK

no crneruainbHocTH 03.02.07 - reneTHka.

25 aBrycra 2022 roga.
I'naBubi  Haywnei cotpyaHuk PI'BHY «Menuko-reHeTHUeCKHi HAyYHBIA [EHTP HM.
axaznemuka H.I1. boukoBay, 3aciyxeHHbIii nestens Hayku PO, nokTop 6uoi. Hayk, mpodeccop,
03.02.07 — reneTnka

ciyx.ten: 8-499-324-13-20; nom.Ten: 8-495-744-88-68
Jlro60oBp ®enopoBHa Kypumo

kurilo@med-gen.ru; reprolab@med-gen.ru
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