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OT3bIB
BeAylleil OpraHu3alHu Ha JHCCePTANHOHHYI0 paboTy
Meanksia Jlrocu IlerpocoBHbI
Ha Temy «Iloumopdpnim CAG-noBTOPOB reHa aHAPOreHOBOI0 penenTopa
MpPH MATO300CHEPMHH H MY’KCKOM 0€CNJIOIHN», MPEACTABJIeHHYI0 HA COHCKAHHe
Y4eHO# cTelneHH KAaHAHAATa MEAHIHHCKHX HAYK
no cnenuajgbHocTH 1.5.7. I'eneTnka

AKTYaJIbHOCTh TeMbI AMCCEPTAIMOHHON PaboOThI

JluccepTammonHas pa6ora Menuksin JI. T1. nocBsmena u3ydenuio csasu nonumopduoro CAG-
MOBTOpa TreHa pelentopa anaporeHa (AR) ¢ HapymeHHeM MYXCKOH (QepTHIBHOCTH M
CIIEPMHOJIOTMYECKMMHU TIOKa3aTesMU. Becriome sBjiseTcs 4acThiM 3a00J€BaHHEM, MOPaXKaIOIUM
ogHy W3 mecTM map B 3anamHbix crpaHax (Krausz, Riera-Escamilla 2018). Myxckoii dakrop
Croco6CTBYeT Gecmiouio puMepHo B 50% ciiyuaeB M MOXeET OBITh KIACCU(ULMPOBAH 110 YETHIPEM
OCHOBHBIM OTHOJIOTMYECKMM KaTeropuam: (i) muchyHKumMs rurnotanamo-runopusapHoit ocu; (ii)
KOJTMUECTBEHHbIE M3MEHEHHs criepMaTorenesa; (iii) kauecTBeHHbIe U3MEHEHHMs criepmaTorenesa; u (iv)
o6erpykumst/mchynkius npotokos (Tournaye et al., 2016). M3pecTHble reHeTHdeckue (axkTopsl
IPUCYTCTBYIOT B KaXXJOH M3 ITHUX OTHOJOTMYECKMX KATerOpUd, M, B 3aBUCMMOCTH OT TSKCCTH
HapyIIEHHs CTIepMaToreHe3a, OHU COCTaBIIOT okono 10-20% ciyyaes. Ha ceroanAIIHui I€Hb, T€H
AR octaercs Haubosiee M3y4EHHBIM I€HOM, CLEIUIEHHBIM ¢ X-XpPOMOCOMOiA, B 3THOJOIMH MYXCKOTO
Gecrutonus. ITpoaykt reHa AR, aHAPOTeHOBBIN PELIENTOP, UMEET pelIatollee 3HaYeHHe JUI pas3InyHbIX
MPOLECCOB PA3BUTHUSA H, KaK MPaBuiio, GyHKIMOHUPYET Kak HaKTop TPAaHCKPHIILMH, CBA3BIBAIOMIMUCS C

JIHK. Tlocne cBs3bIBaHMS JIMTA@HAOB  CTEPOMJHBIX TOPMOHOB B  LMTOILIA3ME  PCLEHTOP



TPAHCJIOLHMPYETCA B AJpPO, @ 3aTeM CTUMYJTUPYET SKCTPECCHIO I'eHOB, YyBCTBUTENBHBIX K aHIPOreHaM.
DeHOTHIT TALMEHTOB ¢ MyTalMsMH B AR CHMIBHO BapbHpyeT OT JIETKMX CHMMIITOMOB CUHJIpOMaA J0
MOJHOW HeYyBCTBUTENIBHOCTH K aHAPOTeHaM C peBepcHed rmola (Brinkmann, 2001). TlaiueHTsl ¢
NerkuM CHHIPOMOM HEUyBCTBUTEIBHOCTH K aHIPOreHaM, B YaCTHOCTH, MOTYT MMETh HOpMANBHEIC
FeHUTATMM ¥ W30JMPOBAHHOE MYykKCKoe Oecruiofue. BapuaHTbl, OOHapyXeHHBIE Yy OeCIUIOAHBIX
MAlMeHTOB, B OCHOBHOM  MpPEICTABISIOT  COOOM  MHCCEHC ~ MyTallid,  BJMAIOMKC  Ha
TpancakThBauMonHsli rnotenuuan AR (Goglia et al., 2011;0’Hara, Smith, 2015) Opgnako wus3
MHOKECTBA 3aperiCTPUPOBAHHBIX MyTalmii B rere AR (Gottlieb et al., 2012) TosnbKo HEGOIBLIOE YHCIO

OBIJIO YETKO CBS3aHO C azoocnepMneﬁ HIIN onnrozoocnepMHeﬁ.

Ten AR conepxut nosumopdubiii CAG-NoBTOpHI B NepBoM dk30He. [ToBTOpE! AMMHOH 6onee
35 MOHOMEpOB ACCOLMUPOBAHBI CO CIIMHATBHON M Oynb0apHOH MBIMICYHOH aTtpodueil, a KOPOTKHE
noBTOpHI (MeHee 18 MOHOMEpPOB) — ¢ pakoM mpeacTarenbHoi xenessl (McCrea et al., 2016, Cortes, La
Spada, 2018). U3BecTHO, 4T0 KosuuecTBO MoBTOopoB CAG 06paTHO KOpPpeHpyeT ¢ TPaHCKPUITIIMOHHOM
aKTHBHOCTBIO TeHa AR in vitro (Tut et al., 1997, Ferlin et al., 2004). B nocnenxne nBa AeCATHIETHA
TPOBOJIATCS WHTEHCHBHBIE HCCIIEJI0OBAHMS, LENbI0 KOTOPBIX ABIAETCA BBISBICHUC CBA3H JUIMHBL
nommumopdHoro CAG-1oBTOPOB reHa AR ¢ MyXCKMM GecIuiofueM. Ho, HecMOTpst Ha 3TO, BHIBOJBI
STHX MCCNIeIOBAHMH BecbMa MNpoTHBOpeumBh. — Bonee mmHHbBle CAG-TIOBTOPBIEI MOIYT OBITH
dakTopoM prcKa MYKCKOro Oecruionusi, XOTs pe3y/bTaThl METa-aHaIn30B (Davis-Dao et al., 2007,
Xiao et al., 2016) cBHAETENBCTBYIOT IPOTUB CHIIEHOM CBA3M C MYXKCKUM OECTLIONMEM HESACHOTO reHesa,
KaK TaKhe K¢ BapHalyH JUTMHBI TIOBTOPOB OGHApYXKHMBAKOTCS Wy 31OpOBBIX mozeH. Tak, nmmHa
noBTopoB CAG GblTa CBf3aHA C MYXKCKUM OeCIUIOAUEM B TOMYJIALMAX €BpPOIEOUTHON packl, HO HE B
MOMyJNALMAX a3UATOB WIM ETMITAH. AHANU3 TOArPYII HE BBIABHI CYIIECTBEHHOH pasHHLbI B
MOMyJALMAX HeMUeB, HO AmuHa mosTopoB CAG Obina CBA3aHA ¢ MYXKCKHUM oecrutomuem B Kurae u
CHIA (Xiao et al.,, 2016). B nameil ctpaHe H3Y4EHMIO CBS3H nonumopdueix BapuantoB CAG-
MOBTOPOB B reHe AR ¢ Myxckum OecriogueM ObUIM TOCBALICHBI €MHUYHBIC HCCIICAOBAHMA

(Muxaitnesko u zp., 2019; Oxonko u zp., 2022) 1 3TOro BHO HEAOCTATOYHO.

Takum 06pa3oM, akTyalbHOCTh MPOBENEHHs MCCIE0BaHNA, HANPABJIEHHOrO Ha aHAIM3 CBA3M
nomumopduerx  BapuantoB CAG B reme AR ¢ MYyXKCKUM OecriofiueM, a TaKKe PpsioM
CTIePMUONIOrMUECKHX MOKa3aTeNell y MyXK4iH ¢ HapYIIEHHO! (pepTHIBHOCTBIO HE BBI3BIBACT COMHEHHUIA.
CdopMyTHpOBaHHEIE aBTOPOM 3a[a4M HCCIEIOBAHUs B TMOJNHOM Mepe OTPaXaloT MyTH NOCTHHEHHA

MMOCTaBJIECHHON LICJIH.

Haquaﬂ HOBHM3HA HCCJEJ0BAHHSA, MOJYYE€HHBbIX pe3yabTaTOB H BbIBOJOB



BriepBble Ha penpe3eHTaTHBHOM BEIOOpKE MCC/IENI0BaHA THHA CAG-1oBTOpOB B 9K30HE 1 reHa
AR y pOCCHICKMX MYXYHWH C pa3IMYHBIM CTaTyCOM GepTUILHOCTH W CIICPMUOJIOTMYCCKUMHU
JMarHo3aMH  (MY)XYMH C  HOPMO30OCIEpMHEH, MAalMUEHTOB C OecrioyeM, CBS3aHHBIM C
N1aTo300CTIepMueil HescHOro rexesa). KccienmoBaHa CBS3b PasiMYHBIX AJUICTBHBIX BapHAaHTOB TeHa
AHIPOTE€HOBOTO pelenTopa ¢ (opmMamMu TAaToO300CHEPMUM W HX BO3MOXKHAi KOppenilus  Co
CTIEPMHOJIOTHYECKMUMH TOKa3aTe/sIMK, B TOM YHCIIE y MY)XYHMH, HMEIOMMX Pa3fMYHbIA IEHOTHUII (o
HaJIMYHIO/OTCYTCTBHIO YaCTHYHBIX Aeneluit AZFc pernona XxpoMocomsl Y).

OGOCHOBAHHOCTL H IOCTOBEPHOCTH HAYYHBIX I0JI0KEHHI H BBIBO/IOB,
copmMyJTHPOBAHHBIX B AUCCEPTALMH

BBICOKHMIT METOAMUECKHI YPOBEHB MPOBEIEHHBIX UCCIIENOBAHUI 1 TOCTOBEPHOCTD IOJIYy4CHHBIX
pe3yNIbTaTOB MOATBEPIKAACTCS PENPEe3EHTATUBHOH BHIOOPKOH — 1378 MHIMBUIYYMOB, B TOM YHCIIC 994
My)X4MH ¢ HapyumeHueM (GepTuibHOCTH M 387 MyXKYMH € HOPMO30OCHIEPMHEH WM (bepTHUIIBHBIX
MyXuMH (C JOKa3aHHBIM OTLIOBCTBOM), HajIMYueM MyOIMKalMi B PELEH3UPYEMbIX pocCHHCKUX
JKypHanax, pekomerayembix BAK npu MunoGprayku Poccuy, a Takoke BXOAAIMX B MEXKIYHApOIHbIC
Ga3pl ydera HaydHoro uutupoBaHus Scopus, Web of Science. Mccienosanue BBINOIHEHO C
JCTIONB30BAHMEM OOIIETIPUHATEIX KIMHMYECKHX M J1aBOpaTOpHBIX METOJOB (CIepMHOJIOTHYECKOe
WCCIIeJOBaHNE), COBPEMEHHBIX MOJIEKYIIPHO-TEHETHYECKMX METOJOB JHAarHOCTUKA M aJCKBATHBIX
METOJIOB CTATHCTUYECKOM 00paboTKM NaHHBIX. Pe3ybTarsl, NOJy4eHHBIE aBTOPOM, CBUACTCIBCTBYIOT
0 BBIMNOJHEHHH MOCTABIEHHBIX 3a[ad, BBIBOAbLI M yMO3AKIIOYECHUs MOJKPEIICHB! yOeaNTeIbHEIMH

SKCTIEPUMEHTANBHBIMH JaHHBIMHU M TIOJTHOCTBIO OTPAXKAIOT Pe3yJIbTaThl IPOBEACHHOTO HCCIICA0BAHMA.
Hay4Ho-npaKkTHYecKas HEHHOCTD JHCCEePTAlHH

Oneneno sausiaue 1uHBl CAG-NIOBTOPOB B 3K30HE | reHa aHIpOreHOBOro perentopa (AR) Ha
CriepMaTOreHe3 U MyKCKyIo GepTHIBHOCTh, PA3BUTHE MX HAPYIIEHHH y OOJBIION IPYMITBl POCCHHCKUX
MyXYMH C pPaslMYHBIM  CTAaTycOM (EepTHIBHOCTH M CTEPMHUOJNOrMYECKMMH  JIMarHOSaMH.
[TpoaHanu3upoBaHa BO3MOXKHas CBA3b  KOJIMYCCTBA CAG-TIOBTOpOB C pa3iuYHBIMM (popMaMu
[aTO300CTIEPMHH M CIIEPMHUOJIOTMYECKUMH TIOKa3aTe/iMHM, B TOM 4YHMCJIC C YYCTOM TIEHOTHNA MO
xpomocome Y. Hanuune B3aMMOCBA3H TeHOTHII-()EHOTHII, HANpPUMEP, MpHU 00Hapy>KeHHH TOBTOPOB
CAG menee 18 MOHOMEPOB, MOJKET HCIIOBE30BATLCSA B KauyeCTBE MapKepa JUls MOCTaHOBKH JHAarHo3a
HapyIeHus: GpepTHIBHOCTH WM OGeCruiofus ¢ JCHCTBUEM MYHKCKOro dakropa y cynpyxKecKux nap ¢
GecroaMeM HEsCHOTO TIeHe3a, YTO II03BOJIMT HayaTh paHbIIE OKasaHWe MOMOLM B paMKax
BCTIOMOTATENIbHBIX PENpOAyKTHBHBIX TexHoyoru# (BPT, DKO/MKCH). PazpaboraHbl npakTH4eCKHE

PEKOMEH/IAMK 110 MEIMKO-TEHETHYECKOMY MCCIIE/I0BaHMUIO nonumoppusma CAG-oBTOPOB B TeHe



aH/IPOrEHOBOTO PELIENTOPa Y MYXKUUH ¢ HapyIIeHHeM (epTHIIBHOCTHA, KOHCYIBTHPOBAHHS TAIUEHTOB C

GeCILTOIMeM, CBA3aHHBIM C HApyIIEHUEM CIIePMATOreHe3a ¥ MYKCKOH (hepTUITBHOCTH.

3HAYHMOCTD MOJYYeHHBIX Pe3yJIbTATOB [JIsi PA3BUTHS COOTBETCTBYIONIEH OTPACIH HayKH
Hacrosimee AUCCEPTALMOHHOE WCCIE0BaHKE, BBIMOIHCHHOE Ha penpe3eHTaTUBHON BBIOOpKE
MY’KYMH, TO3BOJMT OKOHYATEIBHO CJeNaTh BBIBOJ O BIUAHWUM JUIMHBI CAG-moBTOpoB B reHe AR Ha
MY)KCKy}O d)epTI/IHBHOCTL, a TaxKKe Ha CBA3b 3TOro HOIIHMOp(bHOFO TMOBTOpEIa C paBJ'II/I‘lHBIMI/I

CIIEPMHUOJIOTHYECKUMHU ITOKA3aTCIIMHU.

O6mast XapaKTepUCTHKA PaboThbl, €e CTPYKTYPa U COiep:KaHHe
IlpexcraBnenHas pa6ota oQopMieHa TPajWIOHHO H COCTOMT M3 BBeleHHs, 0030pa
JIUTepaTyphl, OMHCAHHS MATEPUATOB M METOOB HCCIEI0BaHH, PE3YIIBTaTOB U 0GCYKICHHS, BHIBOJIOB,
CIMCKa JIMTepaTyphl M MNpWIoKeHWs. PaGorta mpencraBneHa Ha 124 crpaHML@x MaIlMHOMMCHOTO
TekcTa, coaepxut 10 Tabuuw, 10 pucyHkoB u 9 npunoxenuid. CIIHCOK JTUTEPATYpPhl BKIIOYAET B cebs

124 ucrounvka, U3 HUX 18 oTeuecTBeHHBIX U 106 MHOCTPAHHBIX MCTOYHMKOB, & TAKXe 2 MHTEpHeT-

pecypca.

Bo BBeICGHHM pPaccMaTpUBACTCSl AKTYyaJbHOCTh TMpOOJeMbl, €€ HOBU3HA M TPaKTUYeCKas
3HAYMMOCTh paboThl. JIMTepaTypHblil 0030p BBIMONHEH C MpHMBJIEYEHHEM OOJBIIOTO KOJUYECTBA
MCTOUHHKOB, B HEM DAcCMATPUBAIOTCA OCHOBHBIE MPHYMHBI MYXCKOTO OECIUIONHMS M HApYLICHHS
(bepTHNBEHOCTH, BIMSHHE AHIPOreHOB HA PEMPOJAYKTHBHYIO CHCTEMY y MYXKYHMH, CTPOCHHE ICHA
pelLienTopa aHAporeHa, ero (GyHKIMM M MMEIOIMECS B HAyYHOM JIMTEpaType IaHHBIC O CBA3H CAG-

MOBTOPHI B reHe AR co criepMaToreHe3oM 1 HapylmeHueM GpepTHIEHOCTH y MYyXKUMH.

Marepuanbl M METOIbl ONWCAHBI JIOCTATOYHO MoApoGHO. B paboTe uccIeI0BaHbI
peNpe3eHTaTHBHbIE BBICOPKM MYXYMHBI PENpPOLYKTHBHOTO BO3pacTa C HapyMICHHEM (GepTUIBHOCTH
6e3 MuKpoesenuii Xxpomocomsl Y (n=597) 1 Ha OCHOBaHMH apXUBHbIX JaHHBIX chopmupoBaHa rpymmna
MY>KYHH C 11aTO300CHEPMHUEN U MUKPOJCICLUAMU XPOMOCOMBI Y (n=397). I'pynnsl cpaBHeHHs ObLIA
cOpMHPOBaHBI U3 MALUEHTOB C HOPMO30OCIICPMHEH (n=101) u GepTHIBHBIX MYXYHH C JOKa3aHHBIM
oTioBcTBOM (n=286). Jlis Kaxaoro nanueHTa ObLT MPOBEICH KJIMHUKO-T€HEeaIOTMUECKUA aHaJu3.
HecOMHEHHBIM JOCTOMHCTBOM paboThl SBIAETCS NOAPOOHOE CrNEPMHUONIOTMYECKOe HCCIe0BaHNE
MALMEHTOB ¢ HapylleHueM (GepTHiIbHOCTU. B paboTe NMpuBeJeHb! HCMOJIL30BAHHBIC METO/BI F€HETHKO-
CTATUCTHYECKOTO aHAJN3a, KOTOpPBIE MOJHOCTBIO aeKBAaTHBI IW3aiHY MCCIIEI0BAHMUA U COOTBETCTBYIOT

€ro uejsiM 1 3ajadyam.

B rnaBe «Pe3ynbTaThl W OOGCYXKICHHMA» MPEACTABICHBI  PE3yNbTaThl CIIEPMHOIOTHYECKOrO
FCCeIOBAHMs, aHaIM3a YacTMYHBIX Henelmii B Jokyce AZFc u mccieoBaHus noJIMMOPGHBIX

sapuantoB CAG-moBTopsI rena AR. B rpynmne Myx4uH ¢ maTo3oocrepMueil 6e3 YaCTUUHBIX JAeJIELHi B



nokyce AZFc BpIABJEHa Clielylomas CTPYKTYpa CIIEpMaTONOrMyeckux JIMarHO30B: a300CIEPMHUA
(17%), omaro3oocrepMus Tsokernoli creneny (27%), 01Mro300cnepmus ymepennoi crenenu (14%) u
acTeHo-/Tepatosoocriepmust (42%). Bbliv BbIABICHBI OCHOBHBIE aJICIbHBIC BAPUAHTBI CAG-noBTOpOB
reHa AR B pasNMUHBIX UCCIEIYEMBIX IPYINaX MYKYHH C HapyLICHHEM (bepTPI.HI:HbCTPI U KOHTPOJIBHOM
rpyrne. OTMeYeHO OTCYTCTBHE CTaTHCTHYECKW 3HAYMMOM 3aBUCHMOCTH THKECTH HApYIICHHMA
(epTMIBHOCTM W ClepMaToreHesa, HANIMYMA M TKECTH/(OPMBI  NAaTO300CICPMHH, @ TaKe
ClIepMATONOTMUEeCKNX  MoKasaTesnell  (KOHLEHTpALMH  CTIEPMAaTO30MAOB,  OOMIEro  KOJHYeCTBa
CrIepMaTO30MIOB B  OSKYJATe, OKMBBIX CIIEPMATO30MIO0B, TPOTPECCHMBHO  IMOABHKHEIX (PR)
CIIepMaTo301I0B, MOP(OIOrHIECKH HOPMAIBHBIX CrIepMaTo30uaoB) oT KomyecTsa CAG-TOBTOPOB B
sK30He 1 rena AR. Haubonee BbIcOKas H0Js «UTHHHBIX» (n>26) CAG-aesneit oTMeueHa B Irpynmne
MYXKYHH C Hopmoszoocrepmuert — 16,8%, Torna kak Hanbosee HU3Kas WX JI0JIS BEHISBICHA B TPyNNe ¢
naroszoocnepmuen W geneunei b2/b3 — 7,6%. HccnenoBanue Mokasano HEKOTOpbIE pasiMius IO
YacTOTe «KOPOTKHX», «CPeIHMX» M «IJIMHHBIX» BapHUaHTOB (CAG)n-nonmumoppusma rena AR B
iccieyeMbIX Tpynrnax. B rpyrme «KOpoTKMX» ajielled reHa AR MeJuaHa 10 4YHCIy MOBTOPOB
paBHsnach 18, a TOKa3aTejqM CNEPMOTPaMMbl  COOTBETCTBOBAIM — KPHTCPHAM  JHArHo3a
oyMrozoocrepMusi (KOHLEHTpaLUs U oOlIee KOJNMYECTBO CNEPMATO30MAOB B ISKYIATE COCTaBHIM
MeHee 15 MuIH./MI ¥ MeHee 39 MIIH./MJI, COOTBETCTBEHHO). I[lojyueHHBIC NaHHbIE YKa3bIBAalOT Ha
BO3MOMHYIO CBs3b «KOpoTKHX» (CAG)n<18 rnoBTOpOB C HapyLICHUEM (GepTUIIBHOCTH, @ UMEHHO C
HM3KOM KOHLEHTpalyel CrnepMaTo3oMuoB B dsKynare (onurosoocrepMus). CBA3H HapyCHHA
criepmaTorenesa ¢ «umuHHBIMEY CAG-annensmu reHa AR B 00cieIoBaHHON BBIOOPKE MYXKYHH HE
BBIABJICHO. [IpH OlEHKE OTHOIICHWsA MaHCOB pasandHbix CAG-mMoBTOpOB reHa AR y mauueHToB ¢
pa3nuuHBIMEM (opMamu nato3oocriepMun 6e3 AZFc npeneimi W MYX4MH C HOPMO300CTIEpMHUEH
BBISIBJICHBI CTATMCTMUECKH 3HAYMMBIC PA3TMdHsA MEXIy NalMeHTaMHI C OJTMT0300CNepMUeii yMEepEHHOMU
CTETEHH, OJIMr0300CTepMHel TSKENON CTENeHH U HOPMO300CIIEPMHUEH M0 YACTOTE «KOPOTKHUX) (n<I8)

anneneit (p = 0,006 up = 0,01, COOTBETCTBEHHO).
PekoMeHJAIMH 110 HCMOIb30BAHUIO PE3YJIbTATOB H BHIBOJOB AHCCEPTALHOHHOM paboThI

[TonydeHHbIE B AUCCEPTALMOHHOM HCCIIEJOBAaHUM PE3YJIBTaThl MOTYT OBITH KCIIOJIB30BaHEI B
KauecTBE AOTMOIHUTEIEHOTO MOJNEKYJISPHO-TEHETUYECKOro 00CIeN0BaH!A Y MYXYHH C HapyIICHHCM
(epTHIBHOCTH, CBA3aHHOM C MATO300CMEPMHEH HESCHOrO IeHe3a, NP HAMYHHI CTICPMHUOJIOTHIECKOTO
JMarHo3a OJIAr0300CTepMus W asoocmepmus. MyXYHHAM HOCHTENSIM - «IATHHHBIX) (n>41) u
«xopoTkux» (n<18) amnensueix BapuantoB (CAG)n noJMMop(dHOTO JIoKyca reHa AR peKOMEHIYeTCs

JIUHaAMHUYECCKOC Ha0JIIoIeHHE Yy ypoJiora ujin a”HJpoJora.

ABropedepar B LEJIOM COOTBETCTBYET IWUCCEPTALMU M OTPAXACT OCHOBHBIC STarlbl paboTHl,

BBIBOJIBI M pe3ybTaThl. [lomyueHHbIe pe3yibTaThl HArJIsAAHO od)opMIIeHbI B BUAE PaduKOB U TabIIALL.



TTo Teme AyiccepTaLn omy6KoBaHo 7 paGoTH B KypHAaX, peheprpyeMbIX B 0azax Scopus
Web of Science n pexomennosannsix BAK MOH P®. [IpomexyTo4HbIC STarlbl o0CyxIanich Ha
HayuHbBIX KOHbepeHuuax. [luccepTallMOHHAs paboTa COOTBETCTBYET CNELMATBLHOCTH 1.5.7. 'eneTrka
(MeIMIIMHCKIE HAYKH).

3ameuanusi no padore

1. B o6cyxkaeHun aBTOp CpaBHHBaeT CBOM pe3yJbTaThl C MHONOYMCIEHHBIMU JaHHBIMA
OTHENBHBIX HcclefoBaHui. Beino OBl 1enecooOpa3Hee MPOBECTH METa-aHANIW3 BCEX JIAHHBIX
muTepatypsl 0 cBssu 1nuHel CAG-NOBTOPOB B 5K30HE 1 reHa AR ¢ MYKCKUM OecruionreM, BMECTO
TOro YTOGBI 06CYIKIATH PEe3yNbTAThl OT/AEIBHBIX MHOTOUHMCIIEHHBIX HCCIE0BaHMiA, TeM Goliee uTo ¢
MOMEHTA MyOIMKalK TOCIEAHEr0 MeTa-aHajanu3a Mo UCCIelyeMOMY BOTIPOCY (2016 r.) mpowio yxe
MHOTO JIET ¥ C TeX MOp HAKOMHUIIOCh €llle KaK0e-TO KOJIUYECTBO (PaKTHYECKUX JNaHHBIX.
2. B 1[e/IOM 10 TEKCTY €CTh CTHIMCTHYECKHE HETOUHOCTH, OCOOEHHO 9TO KacaeTcsl NPUMEHEHHUs
TepMHHOB. TEPMHUH «POCCHICKHE MYKUYHHBI» HE OTPAKAET CTPYKTYPHI BRIOOPKH. HEMOHATHO K KaknM
HALMOHATBHOCTAM MPUHAIIEKAT TH MYKYMHBL Mexay TeM B pe3yJbTaTax NpeIbIIyllero Mera-
aHANM3a TIOKA3aHo, YTO eCTh pasnuuHas cBs3b 1iuHbl CAG-10BTOPOB B 9k30HE 1 reHa AR ¢ MyKCKUM
GecrioaveM B TOMYISIHAX EBPOTIEOMIAHOTO U a3naTckoro mpoucxoxaeHus (Xiao et al., 2016).
CroBocoueTanue «umna nomumopdusma CAG» Goliblire HATOMUHAET XKaproHU3M. DTO HE IPUEMIIEMO
B TEKCTE JMCCEPTALMH, TeM 6oJiee B TEKCTE OCHOBHOTO MOJIOKEHHS, BEIHOCUMOTO Ha 3alIUTY.

C(I)OpM}’J]HpOBaHHHe 3aMeYaHMs HEe CHMXKAIOT Hay4YHO-NPAKTUYECKYIO HEHHOCTh JUCCCpTalnu.

3akJ/r0ueHHne

JuccepraumonHoe uccienoBanue Menuksin JLIL Ha Temy «[Momumopduzm CAG-1oBTOPOB
reHa aHJpOreHOBOrO pelenTopa I[P MaTO300CNEPMUHM U MYMKCKOM Oecruioiuu»  ABJIACTCH
3aKOHYEHHOH HAYYHO-KBATM(UKALMOHHOH pabOTOM, BBIMOIHEHHONW MOX HAYYHBIM PYKOBOJCTBOM
YepHbix Bsuecnaa BoprcoBnya, COIAEPKMT DEIUEHHE aKTyalbHOM Hay4HOM 3aJaud — HM3Yy4YECHHIO
prusave nommMopduoro mostopa (CAG)n reHa AR Ha (epTHIBHOCTR M CIIEPMATONOrMYECKHE
MOKasaTeqd y POCCHHCKAX MYXYHH C HapylmeHueMm (epTHILHOCTH., MMeEIoIIel CyIIECTBEHHOE
3HAYEHUE IS TEHETUKHU U MEIULIMHCKON MCHETUKH.

Pa6oTa COOTBETCTBYET TpeGOBaHHAM TPEOOBAHMSM, MPEABABIAEMBIM K AMCCEPTALMAM Ha
COMCKaHME YYCHOM CTENEHM KaHauaara MEAUIMHCKUX HayK, COTIacHO II. 2.2 pazpena II ITonoxxenus o
TPHCYKJIEHUH YYEHBIX CTETIeHel B (e/ieparbHOM roCy/1apCTBEHHOM aBTOHOMHOM o6pa3zoBaTeILHOM
yupexIeHuH BbicuIero obpazopanus «POCCHHCKUH YHUBEPCUTET JpyXObl HapOIOBY, YTBEPKIACHHOTO
yuensiM coBetoM PVJIH mpoTokon Ne VC-1 or 22.01.2024 r., a eé asrop, MenukiH Jlrocs
[leTpoCOBHa, 3aCiy)XMBaeT TNPHCYKIEHUs Y4YEHOH CTENeHH KaHIujaTa MEIMIMHCKAX HAyK TI0

crienmanbHocTH 1.5.7. - reHeTHKa.



OT3BIB [MOATOTOBJIEH HAYYHBIM COTPYIHHKOM nabopaTopul HHCTPYMEHTAJIBHOH IE€HOMHKH
HayuHo-Hccrie10BaTeIbcKoro MHCTUTYTa MeaUIMHCKON reHetuku denepaibHOro rocyaapCTBEHHOTO
GHOIKETHOrO HaydHOro yupexaeHus «TOMCKMH HalMOHaJIbHBIH HCCIIEI0BATEILCKUN MeIUIMHCKUH
ueHTp Poccuiickoii akageMun HayK», KaHIH/AaTOM O6HOJIOTHYECKUX HAyK M0 CTIeLHalbHOCTH 03.02.07 -
renetvka (1.5.7. eneruxa) TonmaueBoit Exarepunoit HukonaeBHOM.

Ot3bIB 0GCY)KIEH ¥ 0700peH Ha 3acelaHdy J1abopaTopud WHCTPYMEHTAJIbHOH reHOMUKH 14

HOs6pst 2024 r., npotokon Ne 1.

[NpencenarenbCTBYIOIMI HA 3aCeIaHUH:

PYKOBOAUTEINB TaOOPaTOPHH MHCTPYMEHTAIBHON FeHOMHKH
Hay4Ho-HccneJoBaTeNbCKOro MHCTUTYTa MEIULIMHCKOM
T€HETUKH

deepalbHOTO rOCYIapCTBEHHOTO O10/PKETHOTO HAYYHOTO
YUPEIKACHUSA

«TOMCKMI1 HAlIMOHAJIBHBIN HCCIeI0BATEIBCKUI MEAUIMHCKHUI
ueHTp Poccuiickoi akaJeMHH HayK»,
JIOKTOp GHoNorKuecKux Hayk no creuuanpHocty 03.02.07 —
renetuka (1.5.7. ['eneruka)

CraHuciaBa AHAaTOIbEBHYA 3aBEPSIO :
Vuenslit cekperaps DeiepabHOro rocy1apCTBEHHO, '
OI0KETHOrO HayyHOro yupexjeHus «ToMckuit :
HALIMOHAJIBHBIN HCCIIEN0BATENLCKUNA METUIIMHCKU
Poccuiickoli akajeMun HayK», KaHAUAaT OUoJIoru

C=

HC s Mipusia FOpresHa

Hay4HO-HCCNIeI0BATEIbCKUIT HHCTUTYT MEJMIMHCKOW TeHeTHKH, DelepaibHOro rocyAapCTBEHHOro
610/DKETHOr0 HayqHOro yupexaeHus «TOMCKMH HallMOHAJIBHBIA MCCIICA0BATEIbCKUH MEIULUHCKUN
ueHTp Poccuiickoit akanemun Hayk» (634050, Poccus, r. Tomck, HabepexHas peku Vinaiiku, nom 10).
Tenedon: +7 (3822) 51-22-28; Caitr: www.medgenetics.ru, e-mail: genetics@tnime.ru



