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Jluccepraiys Ha TeMy: «K/IHHHKO-reHeTHYeCKasl XapaKTepHCTHKA

KapAHOMHONATHH ¢ THJIATAUHOHHBIM (PeHOTHNOM Yy POCCHICKHX JeTei»

3a Bpemsi IoAroTOBKH Aucceprauny Bypoikuna HOmus CepreesHa npossuia
cebs KaKk KOMIETEHTHBIH KIHHHIMCT M COCTOsBUIMiics Hccienosarens. OHa
[pOIEMOHCTPHpOBala OTBETCTBEHHBIH MOAX0A K padote, riay0oKoe NOHUMaHHE
HccieyeMoii npobieMsl, YMEHHE TOYHO OMNpejelsTh LeIH M 3aladH, a Takke
rpaMOTHO HHTEPIPETHPOBATH MOJIyYEeHHBIE JaHHBIE,

B paMmkax JauccepTalHOHHOro nccienobanus bypsikutoi FO.C. nposenes
ananu3 GeHOTHITMYECKHX U FeHOTHITHYECKHX XapaKTepPHCTHK POCCHACKHX JIeTeH ¢
JUIATAMOHHBIM  (EHOTMNOM KapAuoMmuonaTud. Ha ocHOBe IMOMY4EHHBIX
pe3yNbTaTOB  ONHCAHbl ~ KIMHWYECKHE, J1a0OPATOPHO-UHCTPYMEHTAIBHBIC U
MOJIEKYJISIPHO-TeHEeTHYeCKHEe OCOOEHHOCTH 3aboneBaHus. BBIABICHBI TEHOTHII-
(DeHOTHITHUECKHE B3AHMOCBSI3H H OCOOSHHOCTH TeYeHHs! OOJIE3HH NPH pasnIHbIX
reHeTHUYeCKHX BapHAaHTaX. YCTAHOBJIEHA BBICOKAs YAcTOTa CeMEHHBIX (opM
ATOJIOrMH, YTO TO3BOIHIIO YCOBEPIIEHCTBOBATh AMArHOCTHYECKHH aIrOPUTM MPH
JMIATALMOHHOM (EHOTHITe KapAMOMHONATHM 3a CYET BKIIOYCHHS CEeMeHHOro
ckpunnara. C yd4eToM OOHApPYXKEHHBIX TEHOTHI-(PEHOTHITHYECKHX KOppesaiui
ONTHMH3HPOBAHA TAKTHKA BeJICHHUS MAlHEHTOB B 3aBHCHMOCTH OT reHeTHYECKOH
npuuHHbl 3a00JIeBaHMs, B YaCTHOCTH, YacTOTa JMHAMHYECKOro HaOmoIeH!s 3a
[alMEeHTaMH C BEICOKMM apUTMHYECKHM PHUCKOM.

PesynbTaThl  paboThl OyJayT CIOCOOCTBOBAaTh —TOBBIMICHHIO  KaueCTBa
MEIMIIMHCKO# MOMOIIH AETAM € JHJIATAMOHHBIM (EHOTHIIOM KapAHOMHOMIATHH

Gnaronapsi paHHell NpoQHIaKTHKE OCJIOKHEHHIT U MHGOPMHUPOBAHHIO BpayeH o



3HAYHMOCTH CeMelfHOro CKpMHHMHIA Ul CBOEBPEMEHHOTO BbIABICHHS HOCHTENEH
reHeTHYeCKHUX BapHaHTOB.

Bypeikuna 1O.C. nuyHO ydacTBOBala Ha BCEX JTamax MCCICA0BAHMS:
aHanM3e AaKTyaJlbHOH OTe4eCTBEHHOH M 3apyOeXHOH JUTepaTypbl MO TeMe,
pazpaboTKe IUlaHa W JAu3aiiHa paborbl, 00paboTKe MEIHLUHHCKUX IaHHBIX
MALMEHTOB, HHTEPTIPETALIUH CTATUCTUYECKUX PEe3yJIbTaTOB, MOJArOTOBKE Hay4HBIX
nyOGIUKalKii, BBICTYIUIGHHAX Ha KOHQEpeHUHsX, a Takke BHEIPEHHH
pa3paboTaHHBIX PEKOMEHAALNH B KIHHHYECKYIO MTPAKTHUKY.

FOnueii CepreeBHoil MOAroTOBIEHO M OIyOMMKoBaHO 10 medaTHBIX padoT
Mo TeMe [OUCCepTauud, M3 HHUX 3 - B H3[1aHHAX, PEKOMEHJOBaHHBIX BAK.
MaTtepuansl HccIeJOBaHHs JOKJIAbIBAIHCh H MOJIYYH/IH MOIOKUTEIbHYIO OLIEHKY
Ha 6 HAYYHO-TIPAKTHUECKUX KOHPEepeHIHUAX, B TOM YHCIIE MEKIYHAPOIHBIX.

Jluccepranuonnas pabora Bypeikuno#t lOnun Cepreesusl «KinuHHKO-
reHeTHYecKas XapakKTepHCTHKA KapIHOMHONIATHH C IMJIaTAMOHHBIM (DEHOTHIIOM Y
POCCHHCKHX neTen» npeacTaBiser  coOoH 3aBepIIEHHOE Hay4HO-
KBaIH(HUKALHOHHOE HCCIIe0BaHNe, KOTOPOE MOKET ObITh TPEICTABIIEHO K 3aIlUTe
Ha JJUCCePTALlHOHHOM COBETE.

C yuerom BblmeckazanHoro bypeikuna H0.C. nocTolina npuCyKIeHHs ed

y4eHOH CTeleHN KaHAHaTa MeIMIMHCKHUX HayK.

[1aBHBII HAYYHBIH COTPYIHUK TabopaTopHu

pa3pabOTKH HOBBIX TEXHOJIOIHH JJHAarHOCTHKH
1 JledeHus Oose3Hel J1eTCKOro Bo3pacra B
OI'AY «HMUL] 310poBbs aerei» =~ :
Munszapasa Poccuu, 1.M.H., npod. Sy - bacapruna E.H.

[Toanuce a.M.H., npodeccopa, bacaprunoii E.H. 3aBepsto:
Vuénblit cekpetaph OI'AY «HMHULI 3n0poBps-AeTeidy, /.~
s ,3%7 Bunspckas W.B.
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