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DenepansHOro rocy1apeTBEHHOr0 GIOIKETHOIO HayYHOTO yapexzaenus: «Meauko-
TeHETHIECKHH HAyYHBIN nenTp uMeny akagemuxa H.IT. Boukosay

Hucceprauust «llommopdusm CAG-mosropos rena aHJPOTEeHHOTO pelenTopa
[IpA IaTO300CHCPMHUH M MYKCKOM OCCIIONUMY BBUIOIHEHa B Ta60OPATOPHH TeHETHKHU
HapylIeHuH penpoaykiun PejiepalbHoro rocyJapeTBEHHOTO BI0MKETHOr0 HAYYHOTO
yupexaeHus «Menuko-reHeTdecKuii HAay4YHBIA LEHTP HMeHH akamemuka H.IL.

boukosay.

B niepuon noxaroroskm muccepramum cowckarens Memaxsa Jlocs IMerpocosra
paborana B (defepanbHOM IOCYIAPCTBEHHOM GROIKETHOM HAYYHOM YYPEIKIECHHH
«Menuko-reHeTHaecKuii Hay4HbId IEHTp uMeHum akagemuka H.II. Boukosay B
AOJDKHOCTH HAYYHOIO COTPYIHUKA.

Memuksn Jlrocst IletpocoBna okonumna B 2015 r. MEIUKO-0NOIOTHYeCKU i
daxynsrer 'ocynapcTBeHHOrO G10KETHOTO 00pa30BATENLHOIO YUPEKICHUS BHICIIETO
Npo(hecCHOHATEHOTO 06pasoranus «Poccuifckuil HalMoHaIb b HCCIIE0BATENECKUI
MCIIUMHCKIH yrnuBepcureT uMern H.W. Tluporosay MuHuCTEpCTRA 3paBOOXpaHeHUs
Poccriickoit Mejiepaliuu 1o crienuaibHOCTH «Menmununckas 6moxumusy. B 2017 folly
OKOHYMJIA KITHHUYCCKYIO OPAHHATYPY IO CIIEHUATBHOCTH «] eHeTHKay) B (DeﬂepaHETHOM
FOCY/JapCTBEHHOM ~ OIOJDKETHOM — HAyYHOM  YUPEKICHUH ((MC,HHKO—]"GHBTH‘-IG(%KHI‘/JI
HAYYHBIH NeHTp umeny akajemuka H.IT. Boukosa». B 2017 1 — 2020 rr. o0yJasnace B
acrmpanType MerepaibHOro rocyqapcTBeHHOrO OI0KETHOTO Hay4YHOIO YUpeKICHU
«MenuKo-reHeTHYeCKuil  HayIHEIH OCHTP HMeHM akagemuxka H.II1. Boukora» 1o
cnenuanbHocTH 1.5.7. 'enetrka (30.06.01 «DyHIaMeHTanLHas MEJIULIITHAY ).

Hunmom 00 oxkoHYaHHK ACIMPaHTyphl O HanpasieHuro noxrorosku 30.06.01
DOynpamentansHas Meguuuuaa Ne 107704 0260877 or 30 centsiopst 2020 r. BeIman
DesepabuBIM TOCYAAPCTBEHHBIM GFOIKETHBIM Hay4YHBIM YUpexJicHHeM «Mennko-
T€HETMYCCKHI HAayJYHbIH nenTp umenn akanemuka H.IT. Boukosay. ConckaTens caan




HEOOXONMMbIe K3aMEHBI: HHOCTPAHHBIN SI3BIK (€OTIHMYHOY»), UCTOPHA H d)HJ'IOCO(l}HH
HAYKH (KOTIHYHO®), 1.5.7. enernka («xopotroy). |

Hayunplii pykoBoguTens — Hepuerx Bsiuecnas  Bopucosny, ﬁOKTOp
MEIMIMHCKIX HayK, 3aBeIyIOIMit TabopaTopreil reHeTUKH HapyILeHH I PENpPOayKITHH
DeJlepalbHOr0 IOCYAapCTBEHHOIO GIOIKETHOrO Hay4HOIO YYpexIeHHs «Mem«mo-
TeHETUYECKH HayuHbIH IeHTp uMeHu akamemuka H.IT. Boukosay.

Tema pmuccepranmonHOro wMccnenoBaHus ObITa YTBEpXKIEHA Ha 3acelaHHH
Yyenoro cosera ®TBHY MI'HI 20.11.2017 roja, mpoTokosa Ne 9,

HazBanue TeMBI JHCCEPTAMOHHOTO HCCIIENOBAHMS B OKOHYATENEHOMN penakimn
OBLIO YTBEPXKIEHO Ha 3acefaHduu YueHoro cosera O BHY MI'HLI, 16.11.2020 rona,
nporokos Ne 10.

|
1o uroram obcyKueHNs MPUHESTO CIEAYIONIEE 3aKTIOUCHHE: |
Aucceprannonnas pabota Menuksn Jlrocu [TeTpocoBHET «ITonumophuzm CAG-
TIOBTOPOB  I¢Ha aHJAPOTEHHOTO peLenTopa MNpH MATO300CTIEPMHE H My CKOM
OGecruionumy» 1OCBAIIEHa aKTyalLHOH TPOBIeMe METHITHHCKON TeHETHKI — U3YUEHHIO
B3anMOCBA3H IMHHBL CAG-1I0BTOPOB ¢ HapylieHHEM (epTHIBHOCTH Yy MYXYHH C
Pa3/IMHBIMA  THIAMH [1aTO300CHepMHK. PaboTa COZEpKUT pemeHMe aKTyalbHBIX
3aJ1a4, IMEIOIIUX 0OJIBIIOE TEOPETUIECKOE U IPAKTHYECKOE 3HAYCHHE.
JIH4HOe y4acTHe COMCKATE/s B NOJYYeHHM pe3yiibLTATOR, H3JI0/KEHHBIX B
AHCCePTANHMH |

ABTOp HEIOCPENCTBEHHO Y9YacTBOBAT B pa3paboTKe CXeMbl 3KCIEPUMEHTA,
TNOCTAHOBKE LeNeH 1 3a/a4, BhIOOpe METO/[0B HCCIIEJOBAHHS, IPOBEIEHUN BCEX 3"}1‘&HOB
Skcrepumenta. Ilpm yyactunm apropa cOpMHPOBaHEl BEIGOPKH HaHHGHT;OB C
HapylleHHeM (EPTUIBHOCTH M TIPYINBl CPABHEHHS, IIPOBEAEHO MOJIEKYISIPHO-
TCHETHYECKOE HCCIIeI0BAHUE, OLICHEHEI er0 Pe3yIbTaThl. ABTOPOM MPOaHATH3HPOBaHA
JIUTEpaTypa 10 TeMe JiuccepTanuu, 06paboTaHbl ¥ IPOAaHATH3HPOBAHEI TIONYYEHHBIC
PE3VIILTATHIL, OpoBRencH MaTeMaTHYeCKHH H CTaTHCTHYCCKHH aHaJIHA3 HAaH HBIX
c(OpMyIMpOBAaHBl OCHOBHBIE DE3YIBTATEI W BLIBOABI W  HANCAHA pyKOI‘IHCB
PesysibTaThl HACTOAINETO HCCIENOBAHUS OITy OIMKOBAHEL B PelLEH3HPYEMBIX JKypHaJIax,
a TaKOKE HPECTABICHBI HA POCCUMCKUX U 3apyOexHbIX HayIHBIX KOH(DEPEHIIIX JTNYHO
aBTOPOM.

Crenenn 10CTOBEPHOCTH Pe3YILTATOB MPOBEAEHHBIX HCCIeI0BAHMI

Pabora BpINONHEHA HA peNpe3eHTATHBHOHW IO obbeMy BwIOOpKE — 1378
WHIMBUAYYMOB, B TOM 4YHCIe 994 MyX4YMH C HapylleHHeMm (QepTUIILHOCTH U 387
MyX9AH C HOPMO30OCHEPMHEH HIH (EPTHUIbHBIE MYXYHHEL (C ;[()KasaermM
OTHOBCTBOM). Mcenenosanue BBIIONHEHO C  HCIOJNb30BAHUEM O0LIePHHATEIX
KIIMHMYECKHX M JabOpaTopHBIX METONOB (CHEepMHOIOTHYECKOE WCCIEOBA ue),
COBPEMEHHBIX MOJIEKYIPHO-TEHETHYECKUX METOIOB JMATCHOCTHKHA W aJeKBATHBIX
METOJIOB CTaTHCTHYECKOH 00paboTkM MJaHHBIX aHammsa. Jlis TeOpeTHYeCKOro
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000CHOBaHM U CPABHUTENHHOIO AHAIM3A IPOAHANHU3HPOBAHO OOJBIIOE KOTHYECTBO
MCTOYHUKOB OTEYCCTBEHHOH M 3apyOeHON NMTepaTyphl. PesynsTaThl, MONydeHHbIE
aBTOPOM, CBHUAETENBLCTBYIOT O BBINOJHEHUHM IIOCTABIEHHBIX 3a/1a4, BBIBOOBI U
YMO3BAKIIFOUCHHS TOAKPEIUICHbl yOeIUTeIbHBIMU SKCIIEPHMCHTAIBHBIMA TaHHBIMH K
TIOJIHOCTBIO OTPaKAKOT PE3YIbTATHI IPOBEASHHOI0 HCCIICIOBAHMS.

HoBu3Ha M NpaKkTHYeCKAA 3HAYAMOCTD |

BriepBeie Ha pempeseHTaTHBHOM BBIOOPKE HCCIENOBAH TOJIUMOPDHBINA FAGn
JOKyCc B 95K30He | TeHa AR y pOCCHHCKHX MYKYHH C Pa3IddHBIM CTaTycoM
(epTUILHOCTH U CIIEPMATOIOIHIECKAMH THATHO3AMH (MY*KYHH C HOPMO300CII | Mel,
NAIUEHTOB C OeCIuloueM, CBA3aHHBIM C [AaTO300CHEpPMHeNl HesCHOro regesa).

HCCH@HOB&H& CBA3b Pa3sIH4YHbIX alJIeJIbHBIX BAPHUAHTOB I'€Ha aHAPOTEHHOTO peueipTopa

¢ GopMaMK MaTO300CTIEPMHUH ¥ UX BO3MOXKHAS KOPPEIIALIHS CO CIIEPMATONIOTHYECKUMH
MOKa3aTeIAMH, B TOM HHCIE y MYXYHH, MMEIOLMX PAsNMYHBIL TeHOTHN (1o
HaJIMYHIO/OTCY TCTBHIO JaCTHYHbIX Aeneruii AZFc pernona XpPOMOCOMEI Y ). |
Oueneno Biusune nomivopdusma CAG-moBTOpoB B 3k30He 1 rena aH,leOFeI‘IHOI"O
penenrtopa (4R) Ha cnepMatoreHe3 H MyXCKYI0 (epTHIBHOCT, pasBHTHE WX
HApyIICHUH Y POCCHHCKMX MYXYHH C PAa3M4HBIM CTATyCOM (pepTHJILHojTH 5§
CTICpPMAaTONIOrMYECKIMH  JinarHo3aMu. Mccnenosansl  (GOpMBI [1aTO300CTEPMUN |
CIEPMATONIOTHYECKHE  IIOKA3aTelH Y  MYMXYHH  C naToaoocnepMHeﬁ? U
HOpPMO300CTIEpMUEH € pa3IUTHEIM KonmuecTBOM CAG-IOBTOPOB, HX BO3MOYKHAS CBA3b
C PasIUYHBEIMM aJUIEIBHBIMU BapHaHTaMK reHa AR, B TOM YHCIie YYHTHIBASA TEHOTHII 10
Xpomocome Y. Hanuuue B3auMOCBS3H —TIeHOTHI-(EHOTHII, HAmpUMep, IpH
oOHapyxeHun mOBTOpoB CAGN<l8, MO3BONHT YCTAHOBWTH [MArHO3 HApyIEHHE
(epTHIBHOCTH HIH GeCIUIONUe MYKCKOH (GaKkTop B CyIpyKecKoit mape ¥ Hayarb
paHbIle OKa3aHUE IIOMOIIH B paMKaX BCIIOMOTaTeIbHEIX PENPOLYyKTHBHbBIX TEXHOIOTHIA
(BPT, OKO/MKCH), y KOTOpBIX paHee ObLIO YCTAHOBIEHO GECILIONNE HESCHOTO ere3a.
Pa3paboTaHBl ~ mnpakTHUecKkue ~— peKOMEHJALMH [0  MAHKO-TEHETHYCCKOMY
uccnenosanmo CAGn-nonmmopdusMa reHa aHIPOreHHOro penentopa (AR) y MyX4uH
C HapyIIeHHeM (epTHIBHOCTH, KOHCYIBETHPOBAaHHS IALMEHTOB C OecIUIommeM,

CBA3aHHBIM C HAPYIICHHUEM CIIEpMATOI'€HE3a U My}I(CKOﬁ Q)epTHJII:HOCTH.

IleHHOCTh HAYYHbLIX PAa0OT COMCKATEJIs J
PesynbTarhl quccepTallHOHHOH paGOTEI BHOCAT CyINECTBEHHbIH BKIa B H3YYEHHH
3aBUCHMMOCTH HapylIeHHE CIIEpMAaTOreHe3a U OCCIUIONUS Y MY>KYHH OT IUIMHEI iAG—

annenedl. B myOnukanusx OCBEIIEHBI OCHOBHBIE ACIEKTHl IHCCEPTALHOHHOTO
HCCIIEOBaHMUA: KaKOBa CBi3b CIIEPMUOJIOTHYECKMX IIOKa3aTeled OT IIHHBI (FAG—
IIOBTOPOB, BBIABICHA 3aBHCHMOCTH I[14TO300CHEPMUH OT «KOpoTkux» CAGn<I8
ajuenel. PesynpTarsl Hay4HO-KBAaNTH(HUKAIMOHHON paGoTH (IuccepTanmu) Meuksa

JIrocu IleTpocoBHBI BHOCAT BKIAJ HE TOJNBKO B YIIy4INeHHE THATHOCTHKH MYKYHH C




HapyIIeHHeM (EPTUIBHOCTH, HO TAKKe CHOCOBCTBYIOT paclIMpeHuIo 3HAHUI o
BIAHHH CAG-nionuMopdu3Ma Ha MoKasaTeN 3Ky IIITa.

CreuuanbHOCTh, KOTOPOii COOTBETCTBYET JIHCCePTANUS

Huccepraumsa COOTBETCTBYET MACHOPTY CIEIHANbHOCTH 1.5.7. TeHeTHka
(Memuumnckue wayknm) — «leHetmka uenoBeka. MeNMIMHCKAS — eHETHKA
Hacnencrsennble  GomesHu», «MoneKyIApHEIE M [UTONOIHYECKHE OCHOBBI

HACJICICTBeHHOCTH», «MyTalMoOHHass HW3MEHYMBOCTHY. PaboTa BKIIOYaeT BL cebs
00Cy K aeHHe HacITe ICTBEHHBIX OOIe3He, MeTUIMHCKOM IeHETHKH, PTeHETHKH YeJI0BEKA,
TCHETHKY HapyLIEHWH PETpOIyKIHH.

IlonHOTa __ M3JI0KEHHMS __ MATEepHAJIOB  JHCCEPTANHH B paéoTax,

ONy0JHKOBAHHBIX COMCKATEIEeM

Marepuansl [uccepTalyy OpeaCcTaBIeHE B 7 I1€YaTHBIX paboTax couckarens, B
TOM YMCJIE 4 CTATBSIX B )KypHANaX, peKOMeHA0BaHHEX BAK mpu MunoOpHayKH PPCCI/IH
AU COUCKaTeNed YYeHO! CTENCHH KAHqU1aTa MeIUITHECKHIX Hayk (3 u3 Hux B Web of
Science w/umu Scopus). B ony6IMKOBAHHBIX HAYYHBIX paborax wu aBTOpetHepaTe
[IOTHOCTBIO OTPAXKEHBI OCHOBHBIE PE3YNBTAThl AMCCEPTALIUH, TTOTIOKEHUS 1 BBIBOJIE.

Haubomaee 3HAYMMBIME SBIISIOTCS CIe/lytolTHe paboThI: ‘

1. Menuksan JLIL., brmsnen E.A., ITonsxos A.B., Muponosu4 O.J1., Ky3HeFOBa
N.A., Copokuna T.M., llItayr M.H., Cenosa A.Q., Kypuno JI.®@., Conorosa O.A.,
Yepupix B.b. Ilomumopdusm CAG-noBTOpoB B 5K30He | rena aHIPOrE€HOBOTO
PCLEIITOpa y POCCHHCKHX MYXKYHH C HOPMO3OOCIEPMHEH M ITAaTO300CIEpMHEH.
I'enetnxa. 2020, Tom 56, Ne 8, C. 974-980. DOI: 10.31857/S001667582008010X
(Scopus, Web of Science)

2. Menugan JLIL, brmusuen E.A., Illtayr M., Cenosa A.O., Copokuna T.M.,
Kypuno JL®., IlomakoB A.B., Yepurix B.b. Hccnemosanmme pmmsuus CAG-
IIONHMOP(U3Ma reHa aHApOreHoBoro penentopa (AR) wa CITePMATONOTHYECKHe
I0Ka3aTeNK y POCCHHCKHX MyXK4nH. MermuunHcKas rederuka. 2020, Tom 19, No 10 C.
19-31 (PUHIY)

3. Memnksin JLIL, Biwmsuen E.A., Htayr M.A., Cenosa A.O., Copokuna '1l M.,
Kypuio JL.®., Tlonsxos A.B., Yepubix B.B. CAG-nomumopdusm rema aanor‘eHoBoro
peLenTopa u CrepMaToOrHYecKie MOoKa3aTellk y MallHeHTOB C MaT0300CHepMueit ¢
HATUYMEM MM OTCYTCTBHEM MHKpoAeneluii Y-XpoMOcoMBl H Y MYXCIHH ¢
HOpMO300CTIepMUeil. AHAPOIOTHS ¥ reHuTanbHas xupyprus. 2021, Tom 20, Ne ﬁ, Cs
66-77 (Scopus)

Texcr muccepranuu ObUI IPOBEpEH HAa HCIONB30BAHHE 3aUMCTBOBAHHOIO
Matepuana 6e3 CCBUIKH Ha aBTOPOB M HCTOYHMKH 3aUMCTBOBaHUS. 110CiIe HCKITIOUeHHS!
BCEX KOPPEKTHBIX COBIIAJICHUH MHBIX 3aUMCTBOBAHUHN He 0GHAPYKEHO.

Jluccepranus cooTBeTcTByeT TpeboBaHusaM 1. 9-14 «ITonoxenus o HpHCY)K,I[FHHI/I
YYEHBIX CTeleHeit», yrsepxaenHoro Ilocranosnenue IIpaBuTenbcrpa Poccnfﬁcmﬁ
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@eneparun 0T 24 centsidps 2013 r. N 842 (B pen. [locranosienus IIpasurenscraa PO
ot 25.01.2024 N 62), mpepsBIsSeMEIM K JUCCEPTAIMAM HA COMCKAHUE YISHO CTETeH
KaHOHAaTa MENUUMHCKMX HayK. B auccepTallii OTCYTCTBYIOT HEIOCTOBEPHEIS

cBeleHus 00 ONyONMKOBAaHHBIX COHMCKATENEeM YYCHOH CTEICHHM KaHIMIATa
paboTax, B KOTOPBIX U3NI0KEHB! OCHOBHEIE HAYYHEIE PE3y/IbTaThl AHCCEPTALIHH.

HayK

Huccepranpmonnas pabora «[lomumopdusm CAG-oBTOpOB IeHa aHIPOrEHHOIO
penenrtopa IpH TAaTO300CIHEPMUM M MYXCKOM Oecmiomvm»y Menuksa Jliocu
11eTpoCOBHBI peKOMEHIYETCA K ITyOIMYHOM 3alluTe HAa COMCKAHHE YUYEHOM CTereHH
KaHnuaaTta MEAMIMHCKAX HayK IO crenuanbHoctH 1.5.7. Ienerwka (MemuiMHCKMe

HayKH).

JaiIroueHre NPHHATO HA  COBMECTHOM  MEXIabopaTopHOM  3acelaHum
®eziepalbHOTO TOCYIaPCTBEHHOTO GHO/PKETHOr0 HAy4YHOro yupexmeHus «Menuko-

TCHETHYECKHI HayYHBIN HEeHTp MMeHH akageMuka H.IT. Boukosay.
ITpucyTcTBOBAIO Ha 3acenanmu 36 del. Pe3ynbTaThl FONOCOBAHUS: «3ay» - 36
«IIPOTUB» - HET, «BO3ICPIKATIOCE) - HET, NpOTOKOJ Ne 8 ot «08» mrons 2021 r.

3amecTHTeNs AUPEKTOPA 110 HaydHOU paboTe

DenepaibHOro rocy 1apCTBEHHOTO OIOMKETHOrO HAYYHOTO YUPEKICHHS
«MenuKo-reHeTHYeCKUI HayJHEIH EHT) UMERH

akagemuka H.I1. boukosay,

TOKTOp MeAMIIMHCKHUX HAYK, HOIEHT MxxeBckas Bepa Jleconunosna
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