OT3bIB

Ha apropedepat quccepranuu Makaposoil Hatajbu IlerpoBHBI
«MopdosiorayecKne H MOJIEKYJISIPHO-0H0JIOTHYeCKHE 0COOEHHOCTH
NOCTOBYJISITOPHBIX OOIMTOB H HX POJIb B NPEHMILJIAHTALHOHHOM Pa3BHTHH
3MOPHOHOB YeJIOBEKAY,

HpeICTABICHHOM HA CONCKAHHE YYeHOH cTeneHH JOKTOpa OHOIOrH4ecKuX HAyK 1o
cnenuaiabuocTam 03.03.04 — Kinerounast 61MoJ10rHst, MATOJIOTHS, THCTOJIOTHS

u 03.03.05 — BuoJiorust pa3BuTHs, 3MOpHOIOrUs

AKTYyalbHOCTD HCCJI€IOBAHHSA

Juccepranronnas pa6ota H.II. MakapoBoil IOCBslIeHa aKTyalbHON Impodieme —
W3YUEHWIO BIMSHUS MOJEKYJISIPHO-OHMOIOTHYECKMX OCOOEHHOCTEN JKEHCKUX MOJIOBBIX
KIETOK Ha NPEMMIUIAHTAIMOHHOE pa3BUTHE 3MOPHOHOB. OTO OCOOEHHO axKTyalbHO B
CBETE TOTO, YTO OOIMUTH O0ECMEUMBAIOT 3HAUMTENBHBIM BKJIA[ B YCIEIIHOE Pa3BUTHC
smGpuona (70-80 %) 1Mo CpaBHEHHIO ¢ MY>KCKMMH IOJIOBBIMU KIeTKaMu. [Ipu 9TOM posib
HaOJIIOMAaeMBIX  DKCTPAIUTOINIa3MaTUYECKUX M [UATOINIA3MaTWYECKUX aHOMaaui B
IIOCTOBYJISIPHBIX OOMUTAX Ha paHHUI 9MOPUOTEHE3 OCTAETC HE [0 KOHIA U3yUYCHHOM.

JlucceprarmonHas paboTa OCyINecTBICHa Ha OOIMIMPHOM KIMHAYECKOM MaTepuase
(4UCIIEHHOCTh BBIOOPKH cocTaBisieT 6134 00pasiioB OOLMT-KYMYJIIOCHBEIX KOMILICKCA,
nonydeHnsx B xone 894 muxiop DKO B ®I'BY “HMUI AI'TI mm. B.M. Kynakosa”
Munsapasa Poccunt) ¢ mpuBiedeHNEM KOMILIEKCA COBPEMEHHBIX METOIOB UCCIISIOBAHMS
— osnextponHas mukpockorus, FISH, TP B pexume peanbHOro BpemeHu. beuia
NpoBeicHa JeTajbHas MOphOoTHYecKas OIleHKa 3MOpHOoHOB Ha 3 # 5-6 CyTKH
KyIpTUBUpPOBaHus. Kpome TOro mpoBeA€HA TNPEUMIUIAHTAIIMOHHAS TeHETUYeCKas
JMATHOCTHKA Ha aHEeYIUIOWAWM TIO IOJIOBBIM XpoMocoMmaMm U ayTocoMaMm 13, 18, 21 ¢
nomoipro  Meroma FISH. Tawke ObUIO IIPOBENEHO U3YYEHHE MOJCKYJIPHO-
IeHETUYECKUX MapKepoB XeTurHra 3MOpuoHOB ¢ nomomsio [IHP B peaqsHOM BpeMEHH.
VIHTEepeCHOM! YacThI0 paboTHI SIBJISETCS OLICHKA Yicia Konui muToxonapuansHoi JIHK B
HE OIUIOJOTBOPUBINKMXCS OOIMTAaX C Pa3IMUHBIMH MOP(QOIOTHYECKHMH HapyIICHUIMU.
ComnocraBiaeHne pe3y/IbTaTOB, IOJNYYEHHBIX B XOJ€ pealu3alud  pPa3IudHbBIX
KOMIIOHEHTOB AMCCEPTAIIMOHHON paboThl, MO3BOJIWIO IOIYYHUTH aKTyaJlbHBIC NaHHBIC,
CHOCOOCTBYIOIINAE MOHUMAHUIO QYHIAMEHTAIBHBIX MEXAHU3MOB PETYJISIIMKA CO3PEBAHUA

SKEHCKOM MOJTOBOM KIIETKU U €€ PYHKIIMOHAIBHOTO COCTOSHUA.



HayuHast HoBu3HA paboThI

B pesyibrare BHITONHEHHS paOOTHl YCTAHOBIECHBI 3aKOHOMEPHOCTH BIUSHUS
[IATOPU3UOIOTHUECKIX W MONEKYJIAPHO-OHONOTHYECKUX — OCOOEHHOCTEH  IKEHCKUX
MIOJIOBEIX KJIETOK Ha IPEUMIUIAHTAIIMOHHOE pa3BUTUE 3MOPUOHOB ueloBeKa. Tak,
BIIEpBEIE M3yueHa cBs3b umcna kommit MTIHK ¢ mopdonornueckumy W3MEHCHUSIMH B
oonurax. llokasaHo, 4YTO BBISBIsEMas Ha CBETOOITHYECKOM YPOBHE BBIpaKECHHAs
IPaHyJISIPHOCTD LUTOIUIA3MBI SIBJISI€TCA PE3YNHTaTOM YIBTPACTPYKTYPHBIX HapyIICHUH

UTOIIIasMbl OOLIUTOB.

Teopernuyeckas U NpaKkTHYecKad 3HAYHMOCTh HCC/IEIOBAHAA

B paboTe mnpoBeieH aHaMU3 CBSI3M MOPQOIOTMUECKHX aHOMAIUi ¢ YacTOTOMH
aHCYIUIOWIWM, B pe3yJabTaTe YCTAHOBJICHO, YTO IE€HTpajbHas IPaHy/IPHOCTh
[MTOIUIA3MBI HETATUBHO BIIUACT Ha OIUIOOTBOpPEHUE U ApobiieHre SMOPUOHA YelIOBEKa,
BLI3BIBAs aHOMAJIbHOE PAcXMKJICHUE XpoMocoM. B ciydae nOATBEp KACHUS ITaHHOU
HAXOJKH, BBIABJICHWC MAHHOTO THUTMa MOP(OJOTHIECKMX W3MEHEHHH OOLUTOB MOMKET
ABJIATECS. ONHUM M3 ITOKa3aHUN JIISL MCIIOJB30BAHMSI MIPOrPaMM IIPEUMIIIAHTAlIMOHHOIO
reHeTHYecKoro ckpuHuHTa. Kpome Toro, B paboTe NpUMEHEHA TEXHOJOIHS ITOJIHOTO
yIaleHus 30HBI MEeJUTIOIHIA, KOTOpas MOKa3ajda MaKCHUMAaJbHYI0 d(QQEKTUBHOCTL IMPH
HU3KOM KauecTBe KIeTOK TpodakTomepMsl (k1acc B u Hmxe). B menom mo pesynsrataMm
MIPOBeICHHON paboThl, IOKa3aHO, YTO MOPMOIOIHYECKHEe HAPYIIIEHN KEHCKUX TIOJIOBBIX
KJIETOK CJIEAYyET YUHTHIBATh HA BCEX 3TaNax NPEUMILUIAaHTAllMOHHOTO Pa3BUTHA SMOPHOHA
JUIS YBEJIMYCHUS JaCTOTHI pa3BUTH OEPEMEHHOCTH B IIPOrpaMMax JIEUEHHA OeCIUIONus
METOIaMU SKCTPaKOPIIOPaIbHOrO OINIOJOTBOPEHNA.

ABTopedepaT oTpaxkaeT M II03BOJIAET OLICHUTH IPOBEINCHHEBIE HCCIEIOBAHMI U
[IONyYCHHBIC pe3yJabTaThl. BBIBOMBI 4YETKO CQOPMyJIUpPOBAaHBI, KOPPEKTHBI M HE
NPOTHBOpEYAT pe3yjbTaTaM, HM3JIOKEHHBIM B aBropedepare. Ilo Teme amccepranuu
omybnmukoBaHo 24 paborel, 12 U3 KOTOPEIX B H3JAHMAX, BXOAJIIMX B IEPCUCHB
peLcH3UPyEeMBIX HayuHbIX m3faHuii BAK, B KOTOPBIX HNOJDKHBI OBITE OITyOJIMKOBaHEL
OCHOBHBIC HAYYHBIC PE3YJIBTAThl JUCCEPTALINY HAa COMCKAaHUE YUYEHON CTENeHN KaHauaaTa
HAyK W YYCHOM CTemeHW JMOKTopa HayK. Marepuaisl AHCCEPTaldd JOJOXKEHBEI Ha
BCEPOCCHUMCKUX M MEKIYHAPOIAHBIX KOH(DEPEHLIUAX.

IIpuHIMIHATEHBIX 3aMEYaHi 10 padoTe HET.

TaxuMm oGpazom, muccepraims Maxaposoit H.IT. cooTBeTcTBYeT TpeGoBaHUSIM I1.9-
14 «llonoxeHUsT O TOPSAKE TIPUCYXKIEHUS YUYEHBIX CTEIEHEW», YTBEPKIECHHOTO
noctanosieHueM IlpaButensctBa P® ot 24.09.2013 r. Ne®42, B penaxuuu
ITocranosienust IlpaButensctBa P® ot 21.03.2006 r. Ne335, 28.08.2017 Nel024,

01.10.2018 Nel168, mpenpsBiIsS€MBIM K IUCCEPTALUAM Ha COMCKaHUE YUYEHOU CTEleHH



JOKTOpa OHOJOTMYECKUX HAyK, a CaM aBTOp 3aCIIyXKMBAEeT HPUCYKIECHUA HCKOMOM
CTeIleHW JOKTOpa Omosornueckux Hayk mno cremuansHocTaM 03.03.04 — kiaerouHas

6uonorus, muronorus, ructonorus u 03.03.05 — 6uonorus pa3BUTHSL, SMOPUOIIOTHA.

Jlata /3.0%.2047

PykoBoauTeINh J1a00paTOpUU MOJICKYJIIPHON TUATHOCTUKH

HWU memnuumnckoii renetukn Tomckoro HYMI]

e-mail: nikolay.skryabin@medgenetics.ru,

Term.: +7 (3822) 51-31-46 et Cxps6um H.A.
‘<</

Jlannbie 06 aBTOpE:

Ckps6un Hukonait AnekceeBrd — KaHauaatT MequuuHckux Hayk (03.02.07 - reneTuka),
PYKOBOJIUTENH 1a00paTOpUH MOJIEKYJISIpHONU AMarHocTUKY HaydHo-uccae10BaTeNbCKOro
HHCTUTYTa MEIUIIMHCKOM reHeTnky OenepanbHOro rocyAapcTBEHHOI0 010/PKETHOTO
HAyYHOTO yupexkaeHus « TOMCKUI HallMOHAIIBHEIN UCCIIE0BATEIbCKANA MEIUIIMHCKHMA
1eHtp Poccuiickoii akamemun Hayk». Poccus, 634050, r. Tomck, HabepexHas peku
Vaiiky, 10, Ten: +7 (3822) 51-37-44, caiit: http: www.medgenetics.ru, e-mail:
nikolay.skryabin@medgenetics.ru

[Toammce k.M.H. H.A. Ckpsbuna 3aBepsiro
Y4eHsblil cekpeTapb
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KaH[I. OMOJ. HayK il Xutpunckas 1.1I0.




