OT3bIB
Ha aBropedepar AuccepTaluOHHON paboThl
YypromoBoit FOnun AnekcaH1poBHBI
«BBICOKONIPOU3BOANTENBHOE CEKBEHIPOBaHKE B HEOHATAJIbBHOM CKPUHHUHIE
MOHOTEHHBIX HacJIe[ICTBEHHBIX O0se3Hel oOMeHa»
Ha COMCKaHHE YYCHOH CTEeNEeH! KaH(u/laTa MeJULIMHCKUX HayK

B nocnexHue roxapl mpobiema JedyeHUsSs U peabUIMTALMK IAalMeHTOB C
PeNKMMH  HacleJCTBEHHBIMM HapylleHUss Meraboiu3ma sBIsSeTCs OYeHb
aKTyaJIbHOM B CBSI3U C TSDKEJIBIMH M BO MHOTHX CITy4asix ()aTajJbHbIMH UCXO/IaMH.

KnuHuyeckue nposiBIeHMs JaHHOW  rpynmnsl  3aboneBaHHi  OYeHb
pa3HOOOpa3HbI M HOCAT MYJIBTHCUCTEMHBIN XapakTep, 94To 00yCIOBIEHO HATHYHUEM
00JBIIOTO KOJMM4YECTBa MATOr€HETHYEeCKUMX MexaHu3MmMoB. [lpakTuuecku Bee
HacleCTBeHHble 00Jie3HH oOMeHa COMPOBOXAAIOTCS MMOPaKeHUEM LEeHTPAIbHOM
HEPBHOM CHCTEMBI, 4Yalle BCEro MPUBOMAIUMM K HHBAIUIU3UPYIOUIUM
[OCJIEICTBUSM.

JlnarHocTU4ecKHe  MEpONpPHATHS  BKIIOYAIOT  MAacCOBBIM  CKPHUHHUHT
HOBOPOX/IEHHBIX C IIENIbI0 PAHHEr0 Ha3HAUeHHs MATOTeHEeTHYECKOro JIeYeHUs U
NpoQHIAKTUKH CePhEe3HBIX OCIOXKHEHHH. B ¢Bsi3u ¢ aTM nucceptanus Uy proMoBoii
IO.A., KoTopas MOCBfIEHAa pPEIIEHUIO HaCYIIHBIX BOINPOCOB JIabopaTOpHOM
JUArHOCTUKHU Oose3Heit oOMeHa, HeoOXoqUMa U CBOEBPEMEHHa.

B pesynbrare mpoBeAEHHOIO0 MCCIIENOBAHUS pacCUYUTaHa AMArHOCTHYECKas
MH(POPMATUBHOCTH NPUMEHSEMBIX OMOXMMHYECKUX METOIOB CKPUHHMHTA, OTMEUeHa
HM3Kas paclpoCTPaHEHHOCTh UccieyeMbIX 3a001eBaHUiA B MOMYJISLIUM, YTO BeJIeT
K BBICOKOMY IIPOLEHTY JIOXKHOIIOJIOKUTEIbHBIX pe3ysbTaToB. B pabore o6ocHoBaH
¥ IIPY HEMOCPEJICTBEHHOM Y4YacTHU aBTOpa paspaboraH J1abopaTOpHBIHA MPOTOKOII,
BKIIOYAIOIIMHA  IO3TalHOe  IpoBeJeHHe OHOXMMHYECKOTO CKPHUHHMHTa |
MOJIEKYJISIPHO-T€HETHYECKOTO MIOATBEPKTAOLLETO TECTUPOBAHHUS v
MCII0JIb30BAaHUEM TEXHOJIOTUHU cekBeHHpoBaHus NGS.

Jlokazana 3(GQeKTUBHOCTh OIpeleNieHdss TeHOTUNa B  OTHOIIEHHH
HOBOPOX/IEHHBIX C IMOBLIIIEHHBIMH KOHIIGHTPAIUAMH GHOXHMHUYECKHX MAapKepOB
HacJIeICTBEHHbIX OoJie3Helt oOMeHa.

ABTopedepar HamuMcaH YETKMM TPAMOTHBIM SI3BIKOM, TapMOHMYHO H
MOCJIEIOBATE/IEHO OTpaXkaeT BCe HTanbl MPOBEIEHHOIO HCC/ENOBAHMS, BBIBOIBI
COOTBETCTBYIOT IIOCTaBJIEHHBIM 3ajayaM, B 3aBeplIeHHH JaHBl YEeTKUE
[IPaKTHYECKUE PEKOMEH IALIMH.

Orpaxenue B aBropedepare o0LIMPHOrO CrikcKa MyOIMKalui U anpobanuu
pe3ybTaToB JUCCEPTALIMOHHOIO HCCIEJOBAaHUS CBUJIETEILCTBYET O BECOMOM
npaKTH‘IECKOM BKJIage HHCCGpTaHTa B OTE‘IBCTBGHH}’IO MG,D‘HLU/IHCKYK) HaYKy



[IpennoxxeHHbIe aBTOPOM IpaKTHYECKHe peKOMeHIaluu CTPOro
apryMEHTHPOBaHBHI.

Hucceprammonnas pabora Yypiomoroit FO.A. «BrICOKONPOM3BOAUTEIEHOE
CEeKBEHHMPOBaHHE B HEOHATaJIbHOM CKPUHUHI€ MOHOTE€HHBIX HACjeICTBEeHHBIX
OonesHelt oOMeHa», NpeCTaBlIeHHas HAa COUCKaHHe YYEHOH CTeIeHH KaHaujaTta
MCJMLMHCKMX HayK 1o cneuuanbHocTd 3.3.8. KiuuHudyeckas nabGopaTopHas
JHarHOCTHKA, BBIIIOJHEHA HA BBICOKOM METOAWYECKOM YPOBHE U SABISETCH
3aBEPLICHHON Hay4HO-KBAJIM(pUKAaLMOHHONW paboToli. B mHccienoBaHuu pelieHa
aKTyajbHas Ul KIMHUYECKOM J1TabopaTOPHOH MarHOCTHKHM 3aJlau: pa3paboTaH
BHEJIPEH B IPAKTHYECKYI0 pabOTy HOBBIH aJrOPUTM HEOHATAJTBHOrO CKPMHWHIA
HAaCJIEC/ICTBEHHBIX OONE3HEH C MOATBEPKAAIOMIUM MOJIEKYJISPHO-TeHeTHUEeCKUM
TecTHpoBaHHEeM.  OCHOBHBIE  TOJNIOXKEHWS ~ JUCCEPTAllMM  COOTBETCTBYIOT
TpeOOBaHUAM, M3NOXKEHHBIM B MIl. 9-14 «IlonoXeHUs O MopsjAKe NPUCYKICHUS
YYCHBIX cTeneHe», yrBepkaenHoro Ilocranosnenuem [Ipasurenscrtea PO N 842
ot 24 cents6ps 2013 r., npeabsBIsSEMbIM K JUCCEPTALMAM HA COMCKAHHME YYEHOM
CTENICHHM KaHJAuJara Hayk, a ee aprop, Yypromosa IOmus AnexcaHapoBHa,
3aCiTy’)KMBaeT HCKOMOM CTeNeHH KaHau1aTa MeJULUHCKUX HayK 10 CIIEIHaTbHOCTH
3.3.8. Kniunuyeckas jaGopaTopHast IHarHOCTHKA.
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