3AKJIIOYEHUE SKCHEPTHOM KOMUCCHHA
10 AuccepTannoHHON pabote MuHnaiiyeBoit JI.U. Ha Temy
«I'eHeTUKO-31 IEMHOIOTUYECKOE HCCIIel0BaHNe BPOXKIEHHBIX TIOPOKOB Pa3BUTHS B
CUOMPCKUX MOMYJIALUAX: MOHUTOPUHT, MEIUKO-TeHETUYECKOE KOHCYIbTHPOBAHUE,
JUCIIaHCEPU3ALHs», IPENCTABICHHON K 3alIUTe Ha COUCKAHNE YHYEHOMH CTENeHU
JNOKTOpa MEIUIMHCKUX HayK o crnenuainbHocT 03.02.07 — reHeTHKa

AKTyaJIbHOCTh Hcc/ieoBaHUusl. BpoxaeHHble nopoku pasutus (BIIP)
COCTAaBJISIOT 3HAYUTEIIbHYIO YaCTh T'€HETHUYECKOrO rpy3a U BHOCST BECOMBIN BKIIa] B
NoKa3aTeNu JeTCKOW 3a00eBaeMOCTH M CMEPTHOCTH B TOMYJSAIHSIX YeIOBEKa.
ITosTomy snupemuonorudeckue uccaenoBanust BIIP, nenb KoTopeIx 3akimodaeTcs B
OIpEIETICHUH PAaCIIPOCTPAaHEHHOCTH BPOXKIEHHBIX MOPOKOB Pa3BUTHUS U BBISBIECHHH
(aKTOpOB, BIUAIOIMX Ha AaHHBIN MOKa3aTeNb, OTHOCATCS K YHCITy TPHOPUTETHEIX B
00JIaCTH MEIULMHCKON F€HETUKH U TeHETUKHU YeJIOBeKa B PAa3IMUYHBIX CTpaHAX MHUpA.
ITonumanue 3akoHOMepHOCTeW pacrnpocTpaHenuss BIIP u BwisBIeHHE HpHUMH KX
(OpMHpOBaHUS B 3THO-TEPPUTOPUANBHBIX TpYIIaX HACeNeHUS MPEeACTaBIsSer
HHTEpPEC KaK ¢ HAy4YHOH, TaK U C MPAKTUYECKOM TOYEK 3peHHs, TaK KaK ITO3BOJIHT
NOJOMTH K HAy4HO-OOOCHOBAaHHOM pa3paboTKe KOMIUIEKCA MEPOIPUATHH,
HallpaBJIICHHBIX Ha INpeaynpexiaeHue Bo3HMKHOBeHHs BIIP u cHmkeHus wux
PacIpOCTPaHEHHOCTHU C YYETOM PEerHOHANbHON crieln(UKH HacelIeHHUS.

B cBsA3U ¢ BBIIEU3IOKEHHBIM, JUCCepTallMoHHass pabora MunaitueBoii JI.I.,
[IOCBAILEHHAs aHAJIU3y DPACIPOCTPAHEHHOCTH, CHEKTpa U JUHAMUKHA BPOXKIECHHBIX
IIOPOKOB pa3BUTHs B peruoHax Cubupw, a Takxe pazpaboTke HAyYHO-000CHOBAaHHOU
CHUCTEMBI MEpOIPUATUH, HAIPABICHHBIX HA YMEHBUIEHHE YacTOThl BPOXKICHHOM
[IaTOJIOTMH, IPEACTABISETCA aKTyaJlbHbIM HAy4YHBIM HccienoBaHreM. CornacHo
0003HaueHHBIX 1IeNTH U 3a]71a4 UCCIIeJIOBaHMUS, BRIOOpA TyTel UX peleHus, H3I0KEHUS
NIOJIyYEHHBIX Pe3yJbTaToB U CPOPMYIUPOBAHHBIX BBIBOJIOB, MOXKHO 3aKJIFOYHTH, YTO
[0 CONEP)KaHHUIO Auccepranus coorBercTByeT cnennanbHocTh (03.02.07 - reHeTuka,
OTpacilb 3HaHUS — MEAUIIUHCKHIE HAyKH.

O00CHOBaHHOCTb H JOCTOBEPHOCTH HAYYHBIX MOJIOKEHH H BHIBOIOB.

HMuccepranuonHoe ucciegoBanue MunaitueBoit JI.M. 6a3upyercs Ha 60ab10I0M
(akTHUecKOM Marepuaie, IOCTATOYHOM JJisi PENIeHHs IIOCTAaBIEHHBIX 3a7ad MU
(GOopMyITHPOBKE 0OOCHOBAaHHBIX BBIBOJIOB. B 4acTHOCTH, aBTOPOM BBINOJIHEH AHAJIN3
snuaeMuogoruiueckux cseneHud o BIIP y HoBopoxkaeHHbIX neredt B Tomckoi
obnactu (3a mepuon 1979-1999 r.r.), Pecnybnukax Xakacus u Anrail (3a nepuon
1986-2001 r.r.) m maHHBIX 3nUAeMHONIOrHYeckoro MouutopuHra BITP B Tomckoit
obmactu (3a mepwony 1999-2011 r.r.). Kpome TOro, aBTOpOM HCIIONB30BaH
KJIMHAYECKUA MaTepHall, MOJy4YeHHBIM IpH MeIHKO-TeHETHUYECKOM OO0CieI0BaHUN
nanpeHToB ¢ BIIP (c nopokamm pa3BHTHS CepAEYHO-COCYAHUCTONM CHUCTEMBI H
YEJIIOCTHO-THUIEBON oOnactu). JIus BBINOJIHEHMS JHUCCEPTALMOHHONW paboThI
IPUBJICKAINCh METOMBI, IIPUMEHSEMbIE NPU MPOBEACHUH HCCIIeNOBAaHUN B 00JIaCTH
MEJMLIUHCKONW N€HETUKH U KIIMHWYECKOW MeHEeTUKH (MeHETHKO-3IUIEMUOIOrNYECKIe
METOABI;  KIMHHKO-TeHEAJOTHYECKHM, LUTOT€HETHYECKUH ¥ MONEKYJISIPHO-
nuTOreHeTH4eckuit Meronnl). [lonokeHnss W BBIBOABI, C(HOPMYJIMPOBAaHHBIE B



AMCCEPTAL|H, JTOTHYECKU BBITCKAOT M3 MPEACTABIEHHOI0 (haKTHYECKOro MaTepuana
U SIBJISIFOTCS] HETIOCPEACTBEHHEIM HTOIOM IIPOBEIEHHBIX aBTOPOM HCCIIEJOBAHMM.

B nuccepranuoHHoi paboTe 4eTKO OMpeelieHo JIHYHOe yyacTre MuHaitueBoil
JLA. npy BBINOIHEHMH IHCCEPTALIMOHHOTO HCCIENOBaHMsA. ABTOp IIpHHMMAja
ydacThe B IPOBEIEHUHM OKCIIEIULUOHHBIX paboT mo cOOpy SHMUAEMHOJIOIHYECKHX
JNaHHBIX; CaMOCTOSITEIbHO IIPOBOAMIIA o0paboTky IOy YE€HHBIX
SMHUICMHOJIOTMYECKUX NaHHBIX, OCYLIECTBIIsLIAa BeleHUe peructpa BIIP, mannsie u3
KOTOPOT'0 HCIOJIb30BAJIMCh IIPU BBIINOJHEHUU AUCCEPTAIlUH, CAMOCTOSTEILHO OBLIO
IPOBEAEHO ()OPMUPOBaHHE BHIOOPOK MALMEHTOB ©  OIpEIENeH  alrOpUTM
o0cneoBaHusA GONBHBIX C IIOPOKAMH Pa3BHTHS YEIIOCTHO-JIUIEBONH 0OOIACTH, TUYIHO
IIPOBEACHO KOHCYJIbTHPOBAHHE CEMEH M BepH(UKALUs TUATHO30B Y IMALMEHTOB C
BIIP B ycloBHSX TIeHETHYECKOH KIMHUKH; aHaiW3 (aKTHYECKOro MaTepHala,
CTaTHCTHYECKas 00paboTKa MONYYeHHBIX JaHHBIX H OOOOIIEHHE pe3yIbTaToOB
IIPOBEJEHBI JIMYHO aBTOPOM.

CrpykTrypa M 00bem amcceprauuu. JluccepranionHas paboTa COCTOHUT W3
BBEJICHHUs, 0030pa JUTEpaTyphbl, OMUCAHHUS MAaTepPHAlOB M METOJOB HCCIEIOBAHHS,
COOCTBEHHBIX pPe3yNbTaTOB W HMX OOCYKIEHHS, 3aKIIOYEHHUS W BBIBOJIOB,
IIPAKTUYECKUX PEKOMEH[IAIMM, CIUCKAa LUTHPYEMOW JHUTEpaTyphl, BKIIOYAIOLIETO
356 UCTOYHUKOB (B TOM 4Hucye, 136 oTedecTBeHHBIX U 240 3apyGeXHBIX aBTOPOB) U
npunoxeHus. Jluccepranus usnoxkeHa Ha 270 cTpaHuiax, cogepxur 31 Tabauiy u
73 pucyHKa.

B nuccepranmy He MCIONB30BaHBI 3aMMCTBOBAHHS MaTepuaa 0e3 CChUIOK Ha
aBTOPOB W (WJIM) HCTOYHUKU 3aUMCTBOBAHHS, O YEM CBHIETENBCTBYIOT PE3yIbTAThI
IPOBEPKH CHCTEMOM «AHTHIIAruar», BBINOAHEHHOH Ha 0asze I['BOY BIIO
«CubupcKuii rocynapcTBeHHBIM MeIWLMHCKHN yHHBepcuTeT» Munsapasa Poccuu:
OPUI'MHAJIBHOCTB TeKcTa - 91,08 %.

Ily6sinkauuu mo Teme AHCCePTANHOHHON pa6oTbi. OCHOBHEIE PE3yJBTATHI
AXCCEPTALMOHHON paboThl MuHaik4yeBoi JL.U. n3noxensl B 43 mevaTHBIX paboTax, B
TOM 4Hucie 19 crareil B pelieH3HpyeMbIX sKypHanax (43 Hux 17 cratedl B XKypHanax,
PEKOMEHIIOBaHHBIX Bricimied arrecranmonHod Kkomuccueil: «[eHetwka» - 1,
«MenuUuHCKas reHeTHKa» - 6, «POCCHHCKHI NeAMaTpuuecKuil KypHam» - 2,
«3npasooxpanenue Poccuiickoit @eneparuny - 3, «Meauko-conuanbHas SKCIepTH3a
u peabumuranus» — 1; «Bompockl mpakTHdeckoil MemuimHb - 1, «Cubupckuii
MEIULHCKHUH XypHa» - 1, «BOmpockl TMarHOCTHKYU B Heauatpum» - 1, «SIkyTckuit
MEIMLUHCKUN XypHa» - 1), 7 crareil B cObopHHKax, 17 Te3ncoB B MaTepuanax
OTEYECTBeHHBIX U 3apy0eXHBIX KOH(EpEeHLUH; BCe OIMyOINKOBaHHEIE pPabOTHI
HAaIHMCaHbl B COABTOPCTBE (4TO OTPaXKEHO B IIPEICTAaBIEHHBIX Marepuanax). B cBoux
nyOnukanuax MunaiiueBa JLW. mpencraBmna  pesysnbTaThl  MCCIEAOBAHHS O
PacnpoCTpaHECHHOCTH BPOXAEHHBLIX IIOPOKOB Pa3BUTHUS B TPeX PErHoHax 3amanHoi
Cubupu (Tomckas obnacts, Pecrmybmnka Xakacus u Pecry6nuka Aunraif);
OXapaKTepH30Bajlla YacTOThl, CIEeKTp M JAuHamuky BIIP; mnpusena naHHBbIe,
CBUICTENILCTBYIOIIME O BIMSHAM Ha 3HaueHMs dacToTel BIIP mMepompusaruii
MPEHATA/IbHON MarHOCTUKH, yTy4IIeHHs] METONOB AMArHOCTUKH, 4 TAKXKe BO3pacTa
(OHTOreHETHYECKOr0 IIepro/ia) BKIIFOUEHHBIX B 06cnenoanne. Kpome Toro, onucans
BBISBIIEHHBIE B XOJ€  BBINOJHEHHS  HCCIENOBAHUA  KIMHHYECKHE  Cilydyau



HaCJIeJICTBEHHON IaTOJOrMK Yy mnanueHToB ¢ BIIP (B ToM d4Hcile, MOHOT€HHbIE U
MHUKpPOJINIELIUOHHBIE ~ CHHIPOMBI,  DENKHME  XPOMOCOMHBIE  IIEPECTPOMKH).
CoorsercTBeHHO, MuHnaitueBoii JI.I. BeimondeHo tpeboanue m. 11 «[lonoxerus o
[IPUCYKJEHUHU YYEHBIX CTEIICHEM.

PestoMupys BbIIIECKa3aHHOE, MOXXHO 3aKIIOYHTh, YTO JIHUCCEPTALMOHHAS
pabora Munaiiuesoit JL.U. Ha TeMy «[ €HETHKO-3IHMIEMUOIOINYECKOE UCCIIEeIOBAHNE
BPOXICHHBIX IIOPOKOB PA3BUTUS B CHOMPCKHUX MOMYJSIUSX: MOHHUTOPHHI, MEIUKO-
I€HEeTUYeCKOe KOHCYIBTUPOBAaHUE, NUCIIAHCEPU3aLIUsY, IPEACTABIEHHAs K 3allUTE Ha
COMCKaHHe  Y4YEHOW  CTENeHM  JOKTOpa  MENULNUHCKAX  HayK,  sBIAeTCS
CaMOCTOSITCJIBHBIM, 3aKOHYEHHBIM, (DyHIAMEHTANbHBIM HAYYHBIM HKCCIIEL0BAHUEM,
BBIIIOJIHEHHBIM IO aKTyaJlbHOMY Hay4HOMY HaIlpaBlIeHHI0. ABTOPOM COOJIIONEHBI BCE
TpeGOBaHus, NPENbABIAEMbIe K JUCCEPTALIMOHHBIM paboTaM Ha COUCKAHUE YHUeHOI
CTENIEHH JIOKTOpa HayK B YacTH [IOJHOTBHl OIyOJUKOBAHHUS  pe3yJbTaToB
HCCIICIOBaHUsI, KOPPEKTHOIO COOMIONEHHS 3aMMCTBOBAHHH, OIpeNeNeHHs JIHIHOTO
y4acCTHs B BBIIIOTHEHUH HCCJIEI0BaHMs, TpeOOBaHUH K 0(OPMIIEHHIO TEKCTa pabOTEL
ITo conmepxanuio muccepraluoHHas pa6ora Munaituesoit JLU. coorBeTcTByer
cnenuanbHocTd reHetuka (03.02.07), oTpacnb 3HaHHS — MENMIMHCKHE HAayKd. B
LEeJIOM, MOXHO 3aKJIIO4YHTh, YTO AHUCCEpTalUOHHAas pabora Mumnaiiuesoit JL.U. Ha
TeMy «[eHEeTHKO-3MHMIEMHUONOrUYEeCKOe HCCICHOBAHWE BPOXKIEHHBIX IIOPOKOB
pasBUTHA B  CUOMPCKMX MOMYJSNMSX: MOHHTOPUHI, MEIUKO-IT€eHEeTHYeCKoe
KOHCYJIFTUPOBaHHE, AWCIAHCEPU3alUs» OTBEYaeT TpPeOOBaHUSAM, MPENbABISEMbIM
AHCCEpPTaLMsAM Ha COUCKAaHHE YYEHOW CTENEeHH JOKTOpa HayK, H PEKOMEHIYeTCs K
NPUHATHIO K 3alllUTe Ha COMCKAHKE YYE€HOM CTENEHH NOKTOpa MEAMIUHCKHX HAyK I10
cnenuanbHocTH 03.02.07 — reHetnka B amccepranmoHHoM cosete JIM 001.045.01
npu PI'GY «HHUMMI» CO PAMH.

Benymuii Hay4HbIH COTPYAHUK ‘
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