OT3bIB
HAYYHOT'0 PYKOBOJHTE/IS
Bypoikuta FOnus CepreeBHa — coUcKarellb y4eHOH CTeNeHH
KaHAU1aTa MeJMUMHCKHUX HayK 10 CIeNHaIbHOCTH
3.1.21. Tleguatpus, 1.5.7. I'eneTHKa
Juccepranus Ha TeMy: « KIIHHHKO-TeHeTHYeCKasi XapaAKTePHCTHKA

KapAHOMHONATHH ¢ JHJIATANHOHHBLIM GEHOTHIIOM Y POCCHIiCKHX JeTeil»

Bypsikuna HOnus CepreeBHa IpH BBINOJHEHHH JUCCEPTALHOHHOM paboThl
3apeKoMeHoBala cebsa Kak cGOpMHUpOBaBLIMHCA HCCICAOBATEND U rpaMOTHBIA
CrelMaTMCT, ToKasala cepbe3Hoe OTHOIIeHHe K HaydHoi pabore u riaybokoe
3HaHHWE W3y4aeMoi NpodIeMBbl.

B xoxe paboThl, ¢ MOMOLIBK TEXHOJOTHH BBICOKONPOU3BOAUTEIBHOTO
CeKBEHMPOBAHMS, OMNpelelNeH CIeKTP M OTHOCHTEIbHbIE YacTOTBl aljlened H
FeHOTHIIOB y JeTeil ¢ JAunaraldoHHBIM (eHOTHNOM Kapauomuorarud. Ha
OCHOBAHUHM TIOJIyYEHHBIX pEe3yJbTaTOB OIMCAHA XapaKTePUCTHKAa BapHaHTOB
HYK/IEOTHIHOH nocienosarensHoctu renoB MYH7, TPM1, ACTC1, TTN u npyrux.
Bnepseie Juis  Poccuiickoit @enepanuy ONUCAHBI IAaTOrEHHBIE BapHAHTEL,
OTBETCTBEHHbIE 33 PA3BUTHE KapIMOMHONATHM C JMIATAlHOHHBIM (EHOTHIIOM, B
TOM 4YHclle, paHee He OMHCAaHHble B 3apyOeKHBIX MCTOYHHMKaX. OnpezeneHbl
KIMHHYECKHE M MOJIEKYJISSPHO-TeHeTHUYECKHE OCOOEHHOCTH, & TaKKe NpOBe/eH
aHAIIM3 TeHOTUN-(PEHOTUITHYECKUX Koppelsuuid. OCHOBBIBasACh Ha pe3ynbTaTax
HCCIIEMOBAHMs, OINTUMH3HPOBAH AITOPUTM  JIHArHOCTHKH  [JWJIATaAllHOHHOTO
deHOTHIIA KApIHOMHOIIATHH Y JeTel, B YaCTHOCTH, MOJIEKYJISIPHO-TEHETHIECKOr0
MOMCKa U CeMeHHOro CKpHMHHHTA.

[Tony4eHHble  pe3y/bTaThl  00JaJal0T oco0Oif  3HAYUMOCTBIO  JJIA
CIEIHATHCTOB MEIUKO-T€HETHYECKUX LIEHTPOB, IOCKOJIBKY HX HCMOJIb30BAHHE
Gy/eT CrocoOCTBOBATE YIYULIEHHIO MEIMKO-TEHETHYECKOTO KOHCYIbTHPOBAHHU,

MO3BOJSAT YCKOPHUTE MOCTAHOBKY uarHosa, BbIABHUTH oOnagaTelied NeHEeTHYECKHX

BapHAHTOB.



IOnus CepreeBHa JIMYHO Y4acTBOBaja BO BCEX I3Tamnax HCCIEOBaHMA: B
M3y4eHMH IIMTEpaTypbl, IOCBSLIEHHOH HcclenyeMoif mpobneme, paspaboTke
nu3aiiHa MCCIIeIOBAHMUS, H3YYEHUH MEIULMHCKOH ITOKYMEHTAlMH IallueHTOB,
BKJIFOUEHHBIX B MCCJIEJJOBaHHE, HWHTEpNpeTalud CTaTHCTHYECKUX JaHHBIX,
HANMCAHUM M  KOHIIEINIHH Hay4yHbIX CTaTeH, BBICTYIUICHHH Ha Hay4HO-
MPAaKTHYECKHX  KOH(EepeHLHsX, BHEJPEHHH B  KIMHUYECKYIO  IPaKTHKY
pa3paboTaHHBIX PEKOMEHIalHH.

Bypsikuna 10.C. y4acTBOBana B NMOArOTOBKE M HanucaHud 10 meyaTHBIX
paloT, B KOTOPBIX OTPaKEeHbl OCHOBHBIE Pe3yJbTaThl HCCIIE0BAHUS, CPEH HHX 3
nyGaMKauMH KypHanax, pekomennoBaHHeiXx BAK. Matepuansl U pe3ysibTaThl
JINCCEPTALMOHHOrO HCCIIeJOBaHUs OBbUTH JOJOKEHBl H 00CYK/IEHbl HAa 6 Hay4HO-
MPaKTHYECKHX KOH(EPEeHLIHAX.

Jluccepranuonnas pabora Bypsikunoit HOnuu Cepreesusr «KinuHHKO-
reHeTHYecKas XapaKTepHUCTHKA KapJHOMHOIATHHU C JUIaTalMOHHBIM (PEHOTHIIOM Yy
DOCCHHCKMX  JeTeil»  mnpejcTaBiseT  COOOM 3aBeplIeHHOe  Hay4HO-
kBaTH(HKALIMOHHOE HCCIIeI0BaHHe, KOTOPOE MOKET OBITh IPEJCTABIIEHO K 3aIlHUTe
Ha JMCCcepTallMOHHOM COBETE.

Bypeikuna FO.C. mocToiiHa npucyaeHHsl el y4eHOHW CTENeHH KaHauaara

MEIHUUHHCKHX HAYK.

HauansHuk MeaQuKo-reHeTHYECKOro LeHTpa,
3aBenyronui 1adoparopreil MEIHLIHHCKOH T€HOMUKH
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