OT3bIB
o(GMIMAILHOTO OTITOHEHTA JIOKTOpa MEJULIMHCKUX HayK, Ipodeccopa
UypHocosa Muxauiia MiBaHOBHYA Ha JIMCCEPTALMOHHYIO paboTy
Menuksia Jltocu [TetpocoBnbl Ha Temy «llonumopduzm CAG-noBTOpoB reHa
aHJIPOreHHOTO PelernTopa MpH TaTo300CNEePMUN U MYMKCKOM OeCIIonuu»,
MpeACTaBIEHHYIO K 3al[UTe Ha COMCKAHKWEe YUeHOW CTeNeHH KaHau/ara
MEJIMIIMHCKHX HAyK Mo crieluaibHocTH 1.5.7. [ eHeTHKa

AKTYaJIbHOCTH TEMbI

becnioaue sBisiercss oJHONM W3 Hauboyiee OCTPBIX MpodieM B 00nacTu
MEIMLUHBI W couuaibHoi cdepsl. [lo surepaTypHbIM JaHHBIM, Oecruionne
BcTpeuaeTcs y 15% cynpyxeckux rnap, npuueM HapylleHUs (PepTUIbHOCTH Y
MYXXYHH W JKEHILIMH BBISBISIOT ¢ 0AuMHaKoBoi yactoroil. B 30% crnyvyaes npuunHa
Oecryionus 3akirouaeTcs B npobiaemax co CTOpoHbl 000Mx naprHepos, a B 50%
cllyyaeB OJTHOJIOMYECKMH (akTop ocraercs HeusBecTHbIM. Bce Oosbuie
MCCIIEI0OBAHMI MOATBEPIKIAIOT 3HAUMTEIILHOE BIIMSIHUE NeHETUYeCKUX (PAKTOPOB Ha
MoJjioByto AU depeHIUpPOBKY, pa3BuTHe W (PYHKUHOHUPOBAHHE PEIPOLYKTHUBHOM
cucteMmbl. K Taxum daxkropaM OTHOCSTCSI XPOMOCOMHbIE aHOMAJIMM, BapUalMUu
yucna konuid (CNV), B 4acTHOCTH MHKpOJAEJELUMH Y-XpPOMOCOMBI, a TaKxke
MHOTOYHMCIIEHHBIC MATOMeHHbIE BAPUAHTBI HYKJIEOTHJIHOH MOC/IEN0BaTENIbHOCTH B
reHax, peryjupyloumx IojioByro JuddepeHuupoBKy, (OopMUpPOBaHUE [0Ja,
pa3BUTHE MYXKCKHMX IOJIOBbIX OpraHOB, CIEPMATOreHEe3, CEKPELHI0 MU JeHCTBHE
FTOPMOHOB rUMoTalaMo-runogu3apHo-roHa HoN CUCTEMBI. BrisiBiienue
reHEeTHYECKHUX U SHAOKPUHHBIX (PAaKTOPOB, BIMSIOIMX HA (PEPTUIILHOCTD, SIBIISIETCS
BAYKHBIM 111aroM B pazpadoTke 3(p(HEeKTUBHLIX METO/0B JMATHOCTUKH U JIeUEeHUs
Oecrous.

OnHUM K3 KIIIOYEBBIX KOMIIOHEHTOB PEryJisiliMK JKCIIPECCUH M'E€HOB MYKCKUMHU
MOJIOBBIMM TOPMOHAMU sBISETCs aHaporeHoBbiil peuenrop (AP). edexrs ero
(GyHKLMM, BbI3BaHHbIE TMATOTEHHBIMU  BapuaHTaMK  X-CLEIJIEHHOro  reHa
AR/HUMARA, cBsizaHbl ¢ pa3IUYHBIMHA AHAPOTeH-3aBUCUMbIMU 3a00J1CBaHUAMMU,
HapyLUIeHUs MU (DOPMUPOBAaHUs ToJa M JedeKkraMd rameToreHesa. YBellMueHHe
koiandectBa CAG-noeropoB B ok3oHe | rena AR (CAGn = 39 noBropoB) NpUBOJIUT
K  pa3BUTHIO  HEpBHO-MbllIeyHOro  3abosieBaHust  CrnuHaNbHI-OynbOapHOH
mbiieyHod  arpopun  (CBMA), koropast conpoBoKaaercs 3SHIOKPUHHBIMH
HapyLIEHUSIMH, TMIOTOHAAU3MOM, ruHeKoMacTHeH u HapylieHueM
criepmMaroreHesa.

Kpome Toro, nonumopdhueiii nokyc CAG rena AR Taioke cCBfA3aH ¢
HapylIeHWeM raMeToreHesa W OecryiofAMeM Y MYKUMH W JKEHIIMH, a Takke ¢
pPa3BUTHEM M MPOIPECCUPOBAHUEM OHKOJOTMYECKUX 3a00IeBaHUH.

BapuabenbHOCTh pa3iMUHBIX aJlJelbHbIX BaAPHAHTOB B J@HHOM JIOKYCe I'eHa
AR wnabniomaeTcst B pa3HbIX MOMYJSIMSAX W ITHUYECKWX rpynnax. Oanako 1o
HACTOSIIET0  BpPeMEHM HA  KPYMNHBIX  BblOOpKaX  POCCHHCKHUX  MY)KUMH,
OXapaKTEepPU30BAHHLIX MO TapameTpaMm CIepMUOJIOrMYEeCKOro o0cClieoBaHus |



I'CHOTHUITY, HOHOﬁHbIC MCCJICOOBAHHWA HE TIPOBOOMIINCE. B cBs3u ¢ ITUM, Hay4Has
HOBH3Ha H aKTyaJIbHOCTb paﬁoTbI HC BLI3BIBACT COMHCHHMA.

HocTOBEPHOCTL M HOBM3HA Pe3yJIbTATOB IHCCEPTALMHI

PaGora npoBeneHa Ha JOCTATOUHO pENpe3eHTATUBHOW 110 pasmepy BblGOpKe
MyX4uH K3 Poccuiickoil Penepanun (994 nauumeHT ¢ pasiudHBIMUA (POpMaMH
[aTo300CMePMHUH), a TakKe C MUCHOJb30BaHUEM JOCTAaTOYHOrO Marepualia B
KauyecTBe KOHTPONBHbIX rpynn (286 deprunbHbix MykddH u 101 MyxuuHa ¢
HopMo3oocnepmueid).  KccinenoBaHue — BBINOJHEHO € MCMOJb30BaHUEM
COBPEMEHHbIX J1a00PaTOPHBIX MOJEKYISIPHO-TEHETHUECKHUX U CIePMUOJIOIMUECKHX
METOJI0B, aJ€KBATHbIX METOAOB 00pabOTKU JAHHBIX U CTATUCTUUECKOIO aHaJiu3a.
Pesynbrarel, MoiydeHHble  aBTOPOM,  CBMJICTEJILCTBYIOT O  BbIMOJHEHUH
MOCTaB/IEHHbIX 3a/1a4, BbIBO/bl M YMO3AKJIIOUCHHS TOAKPEIICHbl YOeTUTEeIbHbBIMU
JKCMEPUMEHTAIbHBIMU  JAAHHBIMU UM TOJHOCTBIO  OTPaXkalOT — Pe3yJbTaThl
MPOBE/IEHHOTO MCCIIeOBAHMSI.

B pesynsrare paborbl noaydednsl HoBble faHHble 0 CAGn nonumopdHoM
JoKyce B 3K30He | reHa AR y MyKUMH pOCCUHCKOW mnonyisiuuu. Brepsbie
yCTaHOBJIEHbl pasninyus B koimdectse CAG-110BTOPOB MEMKAY IpyNiaMyd MYKUUH
C pa3iMYHBIM CTaTycoM (EepTUIBLHOCTH, CHEPMUONIOMMUYECKUMU [JMarHo3amMu |
napamerpaMu. BpIsIBI€HHAs cTaTUCTHYECKAs! CBSI3b MEXY HaluuueMm "KopoTkux"
CAG-annenbHbIX BAPUAHTOB U PUCKOM Pa3BUTUS MATO300CMEPMHUH Y POCCHMCKHX
MYXUHMH  OTKpbIBA€T  HOBBIE  BO3MOXKHOCTH Ul MEIMKO-T€HETHYECKOIo
KOHCYJIbTUPOBaHUs OECIUIOAHBIX nap.

Crenenb 000CHOBAHHOCTH HAYYHBIX MOJIOYKEHHUI, BHIBOOB U
pexoMeHIauuii, chopMyIHMpPOBAHHBIX B JHCCEPTALNHU

OCHOBHbIC TOJIOKEHMUS, BbIBOJbI W PEKOMEHJAUMH, W3JI0)KEHHbIE B
JUccepTalmi, NpeACTaBISIIOT coOol HayTHO 000CHOBaHHbBIE 7
apryMEHTUPOBAaHHbIE YTBEPXKIECHHUs. TeopeThdecKhue W METOJMYECKUE aCMeKThl
uccClie/IOBaHUsl, a TaKXKe ero rnpakTHYecKue PeKoMeHJAllMd OCHOBaHbl HAa aHalu3e
Hay4YHbIX paboT OTEUYECTBEHHBIX M 3apyO0eKHBIX YYEHBIX, 3aHHUMAIOLIUXCS
M3ydyeHueMm HITuosloruu crnepmartorenesa. Hanuwuwe OGonee 120 uUcTOYHMKOB, Ha
KOTOPbIE UMEIOTCS CChIIKKM B TEKCTE JAMCCEPTALMU, MTOATBEPKIAET ATOT (PaKT.

B nepBom pazpene maBbl "PesynbTarhl uccrieqoBaHusl' aBTOp MNPOBOIUT
uceienoBanue BapuadenbHocTu kosnnyectBa CAG-MOBTOPOB I'eéHa aHJAPOreHHOro
peuerntopa (AR) W 4acTOThl pa3NUYHBIX €ro MOJIUMOP(HBLIX BapPHUAHTOB Y
MalMEHTOB C PA3JUYHbIMH CIIEPMHUOJIOTHUECKUMH HApYLISHUsIMU, a TaKke y JIHL
KOHTPOJBLHOM Tpynnbl W Tpynnbl  GepTuiibHbIX MyxX4uH. [lpoBeneH nowck
Koppensuui mMexay ¢gopmoi narozoocnepmMun v janMHHod CAG-nosropos. B
MCCJIE[IOBAaHUN TAK)Ke MPOBOJAUTCS CPaBHEHME IPYIIN O KOJIWYECTBY "KOPOTKHUX"
(<18), "cpenuux" (19-25) w "nauuubix" (=26) amneneir (CAG)n. C nomoiibto
METOJIOB CTaTUCTUYCCKOH 00padOTKM MJaHHBIX OCYUISCTBISETCS JIeTajlbHBbIi
cpaBHUTEIbHBIM  aHanu3  kosimyectBa  CAG-noBTOpoB M IokKazareliei
criepMorpammbl y c(hOpMUPOBAHHBIX FPYIIIL.




LenHOCTH AJIsl HAYKH M MPAKTHKH Pe3yJibTAaTOB PadoThI

Brepsbie nposeaeHo uccnenopanue noaumoppHoro CAGn jokyca B |
9K30HE TeHa aHJaporeHHoro peuenropa (AR) y MYXK4YWH, NPOKHMBAKOLIMX Ha
tepputopud  Poccuu, ¢ pa3HbIM CcTatycoM (DEPTHILHOCTH W Pa3TUYHBIMH
CIEPMUOJIOIMYECKUMHU JIMarHo3aMu. bbllo yCTaHOBIEHO COOTHOLIEHHE Pa3IMYHbIX
aljelbHbIX BapuaHTOB reHa AR co crarycom (epTUIbHOCTH M BbIBIEHA
BO3MOMKHAsT CBSI3b 3TUX BapUaHTOB CO CIEPMATOJIOrMYECKUMU JHarHO3amMu
(pasnMyHpIMKA  (OPMaMHM TATO300CIEPMUM W HOPMO300CIEPMHUHM), @ TaKKE C
OCHOBHBLIMU [apaMeTPaMH CIEpMAaTo30MJIOB, TAKMMH KaK KOHLEHTpalus, obuiee
KOJIMYECTBO B DAKYJSATE, MOJABMKHOCTL M Mopdonorus. Ilpu sToM yuuTbhIBajiCs
FeHOTHUIT 00CIEI0BAHHBIX MYXUYMH 10 XpomMocome Y (IIPUCYTCTBUE/OTCYTCTBUE
yacTHUHBIX Jefielinit AZFc peruona).

YcTaHOBJIEHHAs! CBSA3b MMATO300CMEPMUN ¢ Hajuuuem «xkopoTkux» CAGn<I8
amieneil rena AR MOXeT paccMaTpuBarbcsi Kak JOMOJHUTENbHBIA I'eéHEeTHYECKUM
MapKep Npu JUardoCTUKe HApPYLIEHHH (epTUIBHOCTH, 00yCIOBIEHHbIX MYKCKHM
¢baktopom, y nap c¢ Oecronuem. Ha OCHOBaHMM TNOJYYEHHBIX PE3YJIbLTATOB
paspaboTaHbl  MpakTMYECKMEe  PEKOMEHJALUUH IO  MEIMKO-IeHETHYECKOMY
KOHCYJIETUPOBAHUIO MAalMEHTOB ¢ OecruiofineM, OOYCIOBICHHBIM HapyLIEHUSIMH
(GeprusibHOCTH M ClepMaToreHesa y MYKYWH. BbIABIEHHE HOCHTE/ILCTBA
BapUaHTOB reHa AR, acCOLMMPOBAHHBIX C HAPYLIEHUAMU CIIEPMATOI€HE3a, MOYKET
CYLIECTBEHHO TMOBBICUTH TOYHOCTh OLEHKH PENpoOAyKTHBHOIO TOTEHIHMANa Y
MYXYMH M CHOCOBCTBOBATH YIYHLICHUIO BAapUaHTOB JIeYEHHWs OeCrulojis B
CYIPYXKECKUX Iapax.

Moareep:xaeHne onyoJaMKOBAHHSI OCHOBHBIX Pe3yJbTaTOB JHCCEPTALMM B
HAYYHOH MmevyaTH
Marepuaiibl AUCCEPTALIMM NPEACTABICHBI B 7 MEUaTHBIX padoTax couckarens,
B TOM uMcie 4 cTarhsX B xKypHanax, pekomengoBanubix BAK npu MunoOphayku
Poccun i coMckaTesiell yueHOW CTEeNeHM KaHjiuAaTa MEeJULUMHCKUX HayK (3 w3
Hux B Web of Science u/unu Scopus). OcHOBHBIE pe3ylibTaTbl AUCCEPTALHOHHOM
paGoThI JJONOXKEHbI HA MEXK/Y HAPOIHBIX U POCCUHCKHX KOH(EPEHIHSX.

CooTBercTBHE cogepkaHus apTopedepaTa OCHOBHBIM MOJOKEHHAM
AUCCePTAUHH
Apropedepar JIOCTaTOYHO IOJHO  OTPa)<aeT  OCHOBHBIC  IOJOXKEHMs
JUCCEPTAllMOHHON paboThl, COOTBETCTBYET €€ COAEPIKAHUIO, PACKPBLIBACT HAYUHYIO
HOBH3HY pabOThl, OCHOBHBIE MOTYUEHHbIE Pe3yJIbTaThl.

[To nuccepraloHHON pabore NPUHLUMMHANBHBIX 3amedanuid HetT. [lpu
O3HAKOMJIEHUH C TEKCTOM JMCCePTaLMU BOSHUKIIU CIIELYIOUIME BOMPOCHI:

1. KakoB »THHUECKHH cocTaB chOPMUPOBAHHOMN ISl UCCIEeA0BaHUs BbIOOPKH
Myxkdun? YuuTbiBaNach I 3THUYECKAs MPUHAUIEKHOCTL NpU (OPMUPOBAHUK
BbIOOpKU? EcCTh s Kakue-nubO JUTepaTypHble [JaHHbIE O MEXKITHUYECKUX




pasziuuMsIX B CIepMUOrpaMMax M paclpele/eHWHd TIeHEeTHYeCKHX BapHaHT
(MyTaLuii) u3yyaeMbix N'eHOB KaH/IM1aToB?

2. Otnuyanuch M MexJy cobol 3KCcrnepuMeHTalbHas Tpynna W rpymnna
CpaBHEHHS 1O OCHOBHBIM MEJMKO-OMONIOrnueckum noxasaresisam (Bospact, UMT u
ap.)?

3. Kakue mnepcnekTuBbl MPAaKTMYECKOrO  UCIIOJIL30BAHMS  MOJIYUYEHHbBIX
pe3ynbTaToB?

Jak/ouenue

Huccepraunonnoe wuccienoBanvme MenuksH Jlrocu IlerpocoBHbl Ha TeMmy
«ITonmumopduzm  CAG-1oBropoB  reHa  aHAPOINEHHOIO  peLernrTopa  Ipu
[MaTo300CMEPMUN W  MYIKCKOM OCCIUIOMU»  sIBJIeTCS 3aKOHYEHHOH Hay4yHO-
KBaNU(PUKALMOHHON paboTOH, B KOTOPOH COAEPIKMTCS HOBOE PELICHHE Hay4dHOU
3a/laul  Kacarollehcs HapylleHuss (epTHIbHOCTH W Oecryiofuss y MYK4MH,
MMEIoled Ba)KHOE 3HA4YeHWE JUIS [EHETUKM HapylleHHMsl PernpoayKLUH H
MeJIMLIMHCKON reHeTuku. PaboTa coorBercTBYeT TpeOOBaHUSAM, NPEABABISIEMbIM K
JIACCepTalMsiM Ha COMCKAHME YUEHOM CTEeNeHM KaHaujara MeIMLMHCKMX Hayk,
cormacHo 1. 2.2 paszena Il TlonoxeHust O NMPUCY)KAEHMH YUEHBIX CTETNIeHEH B
denepaibHOM TrOCY/l@apCTBEHHOM aBTOHOMHOM 00pa30BaTENIbHOM  YUpPEXkKJIEeHUH
Bhiciiero  obpazoBanusi  «Poccuiickuii  yHUBepcuTeT — ApY:KObl  HapoaoB»,
yTBepxaeHHoro yueHsiMm cosetoM PYJIH nporoxon Ne YC-1 or 22.01.2024 r., a €€
asrop, Menuksa Jltocs TleTpocoBHa, 3aciyKUBaeT NPUCYKIEHUS YIEHOH CTENeHN
KaHHU1aTa MEIULIUHCKUX HayK 10 creluansHocty 1.5.7. 'eHeTuka.

O¢uuuanbHbINA ONMOHEHT:
3aBe/lylolnid - Kadenpol  MenuKo-OMOMOrMuyeckux JAMcuMIUIMe  DenepalibHOro
rocyaapCTBEHHON0  aBTOHOMHOIO  00pa30BaTebHOIO  YUPEKJAEHUsI  BbICLIETO

o0pa3oBaHus «benropoackuid roCy/lapCTBEHHBIH HaLlMOHAJIbHbIN
UCCIIEIOBATEILCKUH YHUBEPCUTETY, 3aCy)KEeHHbIH pabOTHUK BbICILEH 1IKoibl PD,
pokrop  meguumuckux  Hayk  (03.00.15 - reweruxa),  npodpeccop

W Yypuocos Muxaui Misanosuy

308015, r. benropon, ya. Ilobenbt n.85, @epepanbHOe TOCYAapCTBEHHOE
ABTOHOMHOE obpazoBarenbHOE yUpexKaeHHe BBICILIETO oOpazoBaHus
«benropoackuii roCyaapCTBEHHbIH HAl[MOHAIbHBIH HCCIIeI0BATEbCKU A
yHUBepcuTeT», e-mail: churnosov(@bsu.edu.rugfen:8 (4722) 301403

11 HosiOpst 2024 .
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