OT3bIB Ha aBTOpedepaT quccepTanNU
Yypromogoii IOnun AnekcaHapoBHbI Ha TeMy «BbICOKONIPOU3BOAUTEILHOE
CeKBEHUPOBaHHE B HEOHATAILHOM CKPUHHUHIe MOHOT€HHBIX HACJIEACTBEHHbIX
OoJie3nell 00MeHa» Ha COMCKAHHE YYEHOU CTeNneHH KaHAUAATa MeIUIMHCKAX
Hayk no cneuuaabunocTy 3.3.8. Knuauyeckas 1abopaTropHasi AMarHOCTHKA

AKTyalbHOCTb TEMBI HCCIEJOBaHWs, IIPEXIe BCEro, OOYCIOBIEHA
3aTPyMHEHUSMH B PaHHEN KIMHUKO-Ta00paTOPHOM AMArHOCTUKE HACIeICTBEHHBIX
OoJie3nelt o6MeHa IIpH IPOBEIEHIN MACCOBOI'0 HEOHATAILHOIO CKPUHUHTA.

Bonesnn obMmeHa, sBIsIONIMecs TeTepPOreHHOM IPYIIION HACIEICTBEHHBIX
3a00neBaHNi, B HAaCTOsIIee BpeMs MPEACTABISET OJHY M3 CaMbIX CIOMXHBIX
MEXIUCUUIIMHAPDHBIX ~ IpobieM  COBpEeMEHHOW  MEIUIMHBI H  BHOCST
3HAYUTENBbHBIA BKIAJ B CTPYKTYpYy JAETCKOW 3a00JeBaeMOCTH U CMEPTHOCTH.
HeGnaronpusiTHelE MCXOJbl JaHHBIX 3a00JIeBaHMM, CBSI3aHHBIE C 3aepXKKOH B
JUArHOCTHKE, BKIIIOYAIOT TAKXKE TSKENble WHBATUAU3UPYIOUIHE IOCIeNCTBUs. B
CBA3M C YeM akKkTyalbHOCTh paboTsl YypromoBoi#t HO.A., HampaBieHHOH Ha
yJIyd4IeHre METOJO0B 1ab0paTOPHON NUArHOCTHKM MOHOTIE€HHBIX HACNEICTBEHHBIX
Oomne3nelf oOMeHa IpW MPOBEJCHWM HEOHATALHOIO CKPMHHHIA, HE BBHI3BIBAET
COMHEHU.

IIpoBeieHHOE HUCCIEOBaHUE SBISETCS 3HAYUMOM HAYYHO-IIPAKTHUECKOM
paboToH, B KOTOPOH Ha OCHOBAaHMHM COBPEMEHHBIX OHOXUMHUYECKUX U
MOJIEKYJIAPHO-T€HETUYECKUX J1abOpaTOPHBIX METOJI0OB OOOCHOBAH KOMILIEKCHBIN
IIOJXOJ K paHHEW auarHocTuke Oonie3Hed oOMeHa M CBOCBPEMEHHOro Havaia
1e4e0HO-IIPODIIAKTHYECKIX MEPOIIPUATHA. ABTOPOM Ha GOJBIIOM KIMHAYECKOM
MaTepuage INPOJEMOHCTPUpPOBAaHa 3HAYUMOCTh  MOJIEKYJISIPHO-T€HETHYECKHIX
MapKepoB, IIO3BOJIAIOIIMX IIPOTHO3UPOBAaTh (DEHOTUIIMYECKUE IPOSBIICHHUS
MyKOBUCIIMJ103a, (EHUIKETOHYpUH U rajakTo3eMuu. JlokazaHa BO3MOXHOCTL U
OIIPENIENIEHO KIMHUYECKOE 3HAYEHHE IPUMEHEHUS BBICOKOIPOU3BOAUTEIHHOIO
CEKBEHHPOBAHMs I IIOMCKA IIMPOKOIO CIHEKTpa MYyTalluil IpU CKPUHUHIE
MOHOI'€HHBIX 3a00JIeBaHUH.

Pa6orta Uypromosoii FO.A. 00aiaeT BEICOKOM [IPaKTHUIECKON 3HAYUMOCTBIO,
O YeM  CBUIETEIbCTBYET BHEJAPEHHE  pe3yJIbTaToOB  HCCIIEIOBaHUS B
oOpa3oBaTenpHBIM IpOIECC, a TakkKe B IPAKTHYECKYIO  JIEATEIHHOCTE
nabopaTopuy, IIPOBO/IAIIEH HEOHAaTaJIbHBIH CKpPUHUHT, CII6I'’KY3
«/Imargoctuueckuit eHTp (MEAUKO-TEHETHIECKITH )».

JlocToBepHOCTh paboThl oObecmednBaeTcsl aJIeKBAaTHOW CTATHCTUYECKOM
00paboTKON MONYyYEHHBIX ITAHHBIX, JOCTATOYHBIM KOJHUYECTBOM COBPEMEHHBIX
1a00paTOPHBEIX METOJIOB M JIOTUYECKH BEICTPOSHHBIMH JI0KA3aTEIHCTBAMH,

Astopedepar guccepraumuu UypromoBoit F0.A. ajexBaTHO OTpakaeT CyThb
BBIIIOJIHEHHON paboThl, COAEPXKUT JOCTATOYHO IIOJIHOE OIHMCaHWe u3aiiHa,
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METOAOB U pPE3yNbTaTOB HCCIENOBaHUSA. Pe3ynpTaThl HCcleloBaHHS ITOAPOOHO
OTPaXEHBl B OIyOJIMKOBAaHHBIX pPabOTax COWMCKATeNs B HAy4YHBIX H3IAHUIX,
pexoMeHtoBaHHBIX BAK.

W3yuuB naHHbIE, M3I0XXEHHBIE B aBTOpedepare, CIEAYeT 3aKIIOYUTh, YTO
pucceprannondas pabora UypromoBoil I0.A. sBisieTcst 3aKOHYEHHBIM HAy4dHO-
KBIU(QUKAMMOHHEIM TPYAOM, CIIOCOOCTBYIOLIMM YIIYYIIEHUIO J1a60paTopHOI
JUArHOCTUKUA TMPHU MPOBEJECHUM HEOHATaJbHOIO CKPHHHUHIA HACIEICTBEHHEIX
Oonesnell obmeHa ¢ momorpso Metona NGS cekBenupopanus. J{yccepTallHOHHOE
uccienoBanne «BBICOKONPOU3BOAUTENEHOE CEKBEHHPOBAHWE B HEOHATAJIEHOM
CKPUHUHI® MOHOI'€HHBIX HACIEICTBEHHBIX Oone3Held oOMeHa» aKTyalbHO,
COJIEPXXUT HOBEBIE JAHHEIE U COOTBETCTBYET TpeboBanusM Il 9-14 «Ilonoxenus o
NOpSIIKE TIPUCYKJEHUS YYEHBIX CTEIeHei», yTBepxaeHHoro IlocTaHoBIEeHHEM
[Ipasutenscrea PO ot 24.09.2013 r. N 842, npenbsBiseMbIM K AUCCEPTALAAM Ha
COMCKaHHE YYEHOH CTEeNeHU KaHAuaaTa HayK, a ee aBTOp 3acily>XHBaeT
NPUCYXXJICHUS YYEHOHN CTEIEHN KaHIUaTa MeIUIIMHCKUX HaYK 110 CIIeHaIbHOCTH
3.3.8. KnuHnyeckas nabopaTopHas IMarHOCTHKA.

I"71aBHEINA Bpad rocyJapCTBEHHOTO GIOIKETHOIO
YUPEXICHUS 31paBOOXPaHEHHUS PeCHy6HHKaHCKHH
MEIMKO-TEeHeTUIECKUH LIEeHTP )
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Anpec aneKkTpoHHOM nouThl: ufa.rmgc@doctorrb.ru
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