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Ha aBTopedepar auccepramuu
AOHHUKOBA MAKCHMA FOPBEBUYA
«OPPEKTHBHOCTS paHHeit AMArHOCTHKU MyKOBHCLIMA03a y JeTeil Ha PEerHOHANEHOM
YPOBHe (Ha npumepe XMAO-FOrpsr)y, TIPE/ICTABICHHON Ha COMCKAHME Y4eHOjt CTENIeHU

KaHIU1aTa MeIMIIUHCKUX HayK 1o crieumansHocty 14.01.08 — neavaTpus

AKTyaJlbHOCTB HCCIeq0BAHMS Hounukosa M.IO. 00ycnoBnena tem, uro MYKOBHUCLIM/I03
ABIIACTCA ONHUM M3 CaMBIX YaCTBIX HAaClIeICTBEHHBIX 3a00/IeBaHUMH, 1 IIPOJO/IKUTEILHOCTE
KU3HH MALMEHTOB BO MHOTOM OIIpeeNseTcs BPEMEHEM Hauana 6asucHOI Tepanuu u TSKECTBIO
IIOPaXEHHUA OPraHOB JBIXaHMSL. Braronaps BHEJIPEHHIO NIPOrpaMM HEOHATAIbHOI'O CKPMHUHTA
HEOHATAJIbHOTO CKPUHMHTA Ha MykoBucunmos B Poccuu ¢ 2006 . MOCTUTHYTHI CYIIECTBEHHbIE
YCIEXH B paHHEH [HATHOCTHKE NaHHOI naromorun. Opnako, Ha yposHe PETHOHOB
SMUAEMHONOIHYECKas CUTYalusl CHCTEMATHYEeCKH He uccaenosanace. Kpome Toro, IIPOTOKOJI
CKDHHHHTA, WCIONB3YeMBIH B Poceuy — ABYXKPAaTHOTO  OIpeneneHus KOHLEHTpaI1
MMMYHOPEAaKTHBHOT'O TPUIICHHOI'€HA B CYXUX IIATHAX KPOBM — OTIIMYAETCH BBICOKIM YDOBHEM
JI0XHOTIONIOKUTEIIBHBIX  Pe3yJBTATOR, uTO BCICT K HYPE3MEPHOMY HCIONB30BAHMIO BpeMst
3aTPATHBIX M JIOPOTOCTOSINMX METOXOB HCCICIOBaHUA, B TOM yucle paclnpeHHoro
TCHETHYECKOrO TECTUPOBAHUA MYyTALMH B Tehe CFTR, 49T0 3aTpynneno ua YPOBHE pPErHoHOB.
ITosToMy BaxHBIM Kak ¢ Hay4YHOH, TaK U C MPaKTHYeCKO Toyek SPeHHs, ABIAETCS AallbHEIee
HCCIICNOBAaHWE  BO3MOKHOCTEl COBEPLICHCTBOBAHUS  METOMIOB PaHHEH  IOMarHOCTHKH
MYKOBHCIMII03a. 3JTo jejaer aKTyalbHBIM  HCCIENOBaHMe  J{OHHHKOBaA MIO. nns
NICINATPUIECKON HAYKH U MPAKTHKH.

[ens paborsr chopmymupoBana uwéTko i JlAKOHMYHO.  IlocTaBiieHHBle 3amayn
HAlPaBJICHB! HAa NOCTUKEHHE TIOCTABICHHOI uenn. Pabora opranmsopana g BU/IC BBIIOJIHEHUS
TPEX €€ ITaroB, KAXKIbIH 13 KOTOPEIX KOPPEKTHO 0XapakTepusoBan aBTOPOM C TOYKH 3peHHs
KIIMHUYECKOHN 3MTHAEMHOIOIHH, Onpenenens KPUTEPHH BKIIFOYEHUS M HCKITIOUCHHS. ITonyueno
HH(OPMHPOBaHHOE cornacue pomuTenel Ha mpoBenenue uccienosanus. Ilpencrapnennsri g
aBTopedepare nu3aiiH MO3BONsET TIONyHUTE UEJOCTHOE MpencTaBienue o pabore. Bonbmmoe
THCTI0 CMHUN HAaOIONEHHS, Cy4aitHoe ux paclipenenenne mpu ¢opmupoBanuu BBEIOOPOYHBIX
COBOKYITHOCTEH B IpyNIax CpaBHEHHs u KOPPEKTHOE NpPHUMEHEHME CTaTHCTHYECKIX METO/I0B
TIO3BOIIIOT  3aKIMIOYHTh 06  OGBEKTHBHOCTH TIOTYy9CHHBIX  BBIBOZOB. Kamprit BBIBOJI
COOTBETCTBYET OQHOH MOCTABTeHHOI 3amaye. [Tonyuenusie aBTOPOM DE3yJIbTaThI MPEACTABICHEI
B NICPHOLMIECKON HAyqHON mevatn, 4 craTpy OIyOJIMKOBaHBI B KYPHaJax, peKOMeH0BAHHBIX
BAK.



0COBEHHOCTH 3a00€BaHNA,  KOKA3aHHBIE KOPPENALNOHHEIE  CBA3M MEXIY  ypoBHeM
POXKIAEMOCTH,  yHeNmbHBIM  BecoM  jgerckoro HaCClICHUA M pacIpOCTPaHEHHOCTDHIO
MYKOBHCLMI03a. ABTOp fokasan ma (axTiyeckom Marepuane 3pGheKTUBHOCTL pauueii

AUATHOCTUKH 3360HeBaHI/IH Ha OCHOBE ero HEOHATAJILHOIO CKpUHHMHIa A Oonee

AETel ¢ MyKOBHCLIMI030M B pervone.

Briepsrie B XMAO-FOrpe ycranopnens; OICPALMOHHEIE XapaKTePHCTHKH TecTa MPT
(4yBCTBHTENBEHOCTS, CHeUU(DHIHOCTS), TIOATBEPXKACHO BBICOKOE YUCITO JIOKHOIOJIOKUTENLHBIX
PE3YJIBTATOB, YTO HANPAMYIO CBS3aHO ¢ HCIIO/IB30BaHHEM (DUKCHPOBaHHDBIX HIOPOTOBEIX ypOBHEiH
HUMMYHOPCAKTHBHOIO  TPHUIICHHOICHA, ABTOpOM BAININPDOBAH Ha QONBIOM ofBeme
PCTPOCTICKTHBHBIX MaHHBIX HEOHATAIBLHOIO CKPHHUHIA OPHUTMHAIBHEIA mMoxon OIpeneneHus
(MIABAKOINMX» TMOPOTOBBIX YpOBHEl HMMYHOPEAKTHBHOTO TPHUIICHHOTEHA, 4YTO 3aTeM G6bLIO
HONTBEPKACHO B MPOCIEKTHBHOIN 9aCTU HCCIIENOBAHUS (2018-2019 IT.) 3HAYUTEIBHBIM
CHIDKCHHEM  4HCIA  JIOXKHOMOIOKHTEIBHEIX CllydaeB. ABTOpPOM BHenpeHa KOMOWHaIus
MOJIEKYIAPHO-TEHETHYECKHX  MeTO0B AL TIPOBEACHHS  pacuIMpeHHOIT TeHETHYECKOH
AMATHOCTHKH MYKOBUCLUI03a MyTewm HCTIONB30BaHUS B KayecTBe IIEPBOrO 3Tama Metomuku
aHajli3a KPUBBIX IUIaBIEHUS BBICOKOLO paspemenus (HRMA) ¢ HOCICAYIOMIUM OTpaHHYEHHBIM
B 00BEMe CEKBCHUPOBAaHHMEM OTIENIbHEIX ¢parMenToB rema CFTR, copmepskammx MYyTaIuu,
HoBble meroms TO3BONIMIE  pacmudpoBaTs CTPYKTYpY TI€HETHYeCKuX MyTaluii  mipu
MYKOBHCLHI03€ B XMAO-IOrpe, HCIOJIB3YS BO3MOXHOCTH PETHOHAIIBHON TeHeTHYecKoi
naboparopuu.

Hpaktuyeckas  smawmvocrs paboTEl  ompenengercs BO3MOXXHOCTBIO  IpHMeHeHHs
YCTaHOBJICHHBIX 3IHIEMHOTOTHIECKIX TIOKasaTesnel Ha ATUTENEHOM T'OPH30HTE MIaHUpOBaHMUs
PECYpCOB 31paBooxpanenus, HCHONb30BaHuY b depennuposannoro [I0[IX0a B OpraHu3ammuu
Ne9eOHO-NpoduNIaKTHYECKIX MEpONPUSTHI, ABTOMaTH3MpOBaHHas METomHKa pacuera

«IJIaBAIOIIEr o)) Imopora HUMMYHOPEaKTUBHOTO TPUIICHHOreHa (aBTODOM ITOJTYYeHOo



Taxum  oGpazom, AUCCEPTAMOHHOE  McenenoBanue M. IO. JoHHnKoBa  sBisercs
AKTYaTbHBIM,  OTIMYAETCS  HayyHOl HOBU3HOM  MOJIy4eHHBIX PE3yabTaTOB W  umeer
TCOPETHIECKYI0 M TIPAKTHYECKYI) 3HAUUMOCTS. Honyuennsie pesynsrarer u pa3paboTaHHbIe
4BTOPOM METOJIBI ITO3BOJIAIOT PEKOMEHI0BATE HX ATA IHUPOKOTO BHEAPEHUS B NESATETBHOCTS
MEIHUMHCKUX  OpraHM3aIuit IICIHAaTPUYECKOTO  mpoduns s PaHHEH  AWarHocTHku
MYKOBUCLIM/I03a Y IETEH HA PErHOHANBHOM YPOBHe.

Cawuraro, wro paGora M.IO. JloHHuKOBa  «DddexTuBHOCTE PaHHEH JHATHOCTHKH
MYKOBHCLH03a y NeTell Ha pPerHOHATbHOM YPOBHE (Ha mpumepe XMAO-FOrpe)» pemmaer
BAXHYIO 3a/ia4y MeIMaTPHH — COBEePLICHCTBOBAHIE PaHHEH JMATHOCTHKHM MyKOBHCIHIO3a Ha
OCHOBC KOMIUIEKCHOTO MOAX0Aa K PCIICHUIO IIOCTaBICHHBIX 3ajay ¢ UCIOJIb30BAHUEM
COBPEMEHHBIX IPUHLUIIOB 1OKA3aTeIbHOMH MCAHUIUHEL, 4TO IIO3BONACT CYIUTH O €8 IONHOM
COOTBETCTBAM KPUTEPUAM IyHKTa 9 [Tomoxenus o TOpsAZIKe MPUCYKICHAS YYEHBIX CTElEHef,
YTBEpKAeHHBIM [TocTaHoBNEHHEM pasutenscrea PO Ne§42 ot 24 ceHTaA0ps 2013r., a ee aBTOp
3aCJIy’KHBACT NPUCYKACHHUA YICHOM CTElIeHH KaHIuIaTa MEAUUMHCKUX HAYK IO CTIENHAIbHOCTH

14.01.08 — neauarpus.
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