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«Omceknit rocyaapcTBEeHHbIH MeIHIHHCKHIl YHHBEPCHTET» MuHucrTepcTsa
3apaBooxpanenusi Poccuiickoii ®enepanmn Ha Juccepranmio [lonnukoBa Makcuma
IOpreBnua Ha Temy «I(pPeKTHBHOCTH PaHHeH THATHOCTHKH MYKOBHCUH/I032 y JeTeH Ha
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yueHoli cTeneHH KaHAHIaTa MeJHIHHCKHX HayK No cnenuaabHoctn 14.01.08 — Ileanarpus

AKTYaJIbHOCTB T€MbI

MyKOBHCIUI03 — OJHO M3 CaMbIX YacThIX TSDKEIBIX HACJIEICTBEHHBIX 3a00JICBaHHI
YeoBeKa ¢ MPOTrPECCHUPYIONIAM TeUYeHHEM U HeOIaronphATHBIM MPOTHO30M. B HallMOHAIBHBIH
PEr’CTp ATOro 3a00IIEBAHNS 110 COCTOSHMIO Ha 2018 T. BKIIIOUEHBI JaHHbIC 10 3 142 malueHTam,
KaXIBli TOX B CTpaHe pokmaeTcs Okolo 650 neredl ¢ MykoBHCHMIO30M. B mociennue
NECATHIICTHS OTMEYAETCsA HECOMHEHHBIN MPOrpece KaK B €ro AMarHoCTUKE, TaK U B JICUCHHH, YTO
OTpakaeTCs B YBEIHUYCHUH [IPOJODKUTEILHOCTH JKU3HH MAMEHTOB: MEIMaHa [l POJIMBIIUXCSI
B mepnox 2014 — 2018 rr. ouenuBaetcs B 33,8 neT, Toraa kak B KoHie 1990-x Ir. cocTansna
25,4 ner. Co Bpemenu BBeneHus B 2006 r. B Poccun paHHEH TOKIMHHYECKOH IMAarHOCTHKH,
OCHOBAHHOI Ha MPOBEJEHHH 00A3aTeIHOTO HEOHATATBHOIO CKpHHHUHTA 110 Tpotokoiny WUPTI1 -
WPT2 - NOTOBLIHA TeCT, MPOTHO3 3a00JIeBaHNs 3HAYUTENBHO YIIyYIIUIICS, YTO CBS3aHO C PaHHUM
BLIABJICHHEM IIATOJIOTMH M HasHa4deHHWeM aJekBaTHON OasoBoi Tepammu. Ilocie BBeIeHUS
HEOHATaJbHOTO CKPUHWHrAa JETCKHE Bpayd KypHpYIOT [Be TIPYNIbl [alHEHTOB ¢
MYKOBHCIMIO30M — C HEOHATaIbHBIM CKPMHHHIOM M 0e3 Hero. ECTeCTBEHHO, paHHA
JMArHOCTHKA MYKOBHCIIH03a, BO3MOJKHAS IOC/IC BHEIPEHMs MacCOBOrO CKPMHHHIA Ha BCEH
TeppuTOpHH Poccuu, MOIDKHA U3MEHHTH KakK psll OCOOEHHOCTeH TeueHus 3a00IICBAaHHS, TaK H
TepaneBTUYECKUE MOAXO/BL. BaKHON B 3TOH CBA3M SABIAETCSA HEOOXOAMMOCTH CPABHUTEILHOTO
aHaTH3a KIMHAYECKUX OCOOEHHOCTEeHM TedeHHUs OOJIE3HM M Ha 3TOM OCHOBE — OIpEeACIICHHA
nr(depeHIHPOBAHHEEIX MOAXOMO0B K Tepallyy, Y NAlMeHTOB ¢ PaHHEN AMAarHOCTUKON Ha OCHOBE
CKpUHMHTra u 6oJee MO3JHUM YCTAaHOBIECHHEM JHArHo3a 0 BHEIPECHHs MAacCOBOTO CKPHHMHIA.
BMecTe ¢ TeM, OLEHKa pPe3yJIbTATOB HEOHATAIBHOIO CKPUHMHIA Oasupyercs Ha CpaBHEHHH
ypoBHeil GHOXHMHYECKOTO MapKepa HMMYHOPEAKTHBHOTO TPHUIICHHOT€HA ¢ (QHKCHPOBAHHBIMHU
IOPOTOBBIMH 3HAYEHUAMH, PEKOMEH/OBAHHBIMH IPOU3BOJAUTEIAMH KOMMCPICCKHX HabopoB,
Ge3 ydera oCOOEHHOCTEM HCCieayeMOl MOMYNANME HOBOPOKIEHHBIX HeTedl. JTo HEU30eXKHO
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TIPUBOJIUT K IOABJICHUIO KaK JIO)KHOOTPHIATENBHEIX, TaK U JIOXKHOIOJIOKHUTEILHEIX PE3YIBTaTOB,
H, COOTBETCTBEHHO, K THUIO-/THNEPIMArHOCTUKE MYKOBHCIHI03a, 4TO TpedyeT pa3paboTKH
HOBBIX IIOJIXOJIOB K OIIEHKE Pe3yJIbTaToB.

Bonbmoe xoymuecto (Gomee 2 000) myraumit m monumopdusmoB B reme CFTR,
ompefe/somUX  GEHOTUIHMYECKHe NPOSBICHHs 3a00NeBaHMs, a Takke MOMYJIAIHOHHAS
cretupUIHOCT CNEKTPOB MyTAUUH JHKTYyeT HEOOXOAMMOCTH BO3MOXKHO (o0Jiee IOJIHOTO
BBIABJICHHS TCHHBIX MyTallWil U yCTAHOBJIEHUS I€HETHYECKOTO JHArHo3a Kak MOYKHO paHbIIe
Tnocye POXKICHUS peOeHKa ¢ MOJ03pEHHeM Ha MYyKOBHUCIMIO03. Il0sBlIEeHHe B KIMHHKE HOBBIX
TapreTHRIX IIpPernapaTroB JUIl NATOTEHETHYECKH OOOCHOBAHHOTO JICUEHHs MYyKOBHMCIH03a
(KOPPEKTOpBI, MOTEHIHATOPBl XJIOPHBIX KAHAIOB) TAKKE aKTyaIU3UpyeT HeoOXOIUMOCTh
OBICTPOH reHeTHM4eCKOH auarHocTHkH. OXHAKO, CYLIECTBYIONIIME Ha PETHOHAILHOM YPOBHE
TPYIHOCTH OpraHU3alMOHHO-MATEPHAIBLHOTO IIIaHa BeCbMa 3aTPYAHSIOT €€ MpPOBENEHHE Y
NallMeHTOB, MPOXHUBAIOMKX YAAIEHHO OT (elepalbHbIX T€HETHYECKHX LEHTPOB. TO
onpeniessieT HeOOXOAUMOCTE IIOUCKA JJOCTYIHBIX UL MOJICKYJISIPHO-TEHETHUYECKUX J1ab0opaTopHil
PETHOHAIBHOTO YPOBHSA METOJ0B paciIi(POBKYU THIIA My TAIHH.

VYUTBIBAS — BBIMIEM3IOXKEHHOE, aKTYalbHOCTh JMCCEPTAMOHHOIO  HCCIENOBAHUS
HounukoBa M.IO. HecoMHeHHa, a IIOCTaBJIEHHbIE AaBTOPOM IeNlb M 3aJa4d HCCIESIOBAHHS
3HAQYUMBI JUIs IIeIHaTPHYECKON HAyKH U TPAKTHKH.

Crenenb 000CHOBAHHOCTH HAYYHBIX MOJI0KEHHH, BLIBOIOB H PeKOMeHIAIHii

HccnenoBanue BBIIOTHEHO Ha BBICOKOM METOAMYECKOM ypoBHe. Hayunble monoxenus,
BBIHECCHHBIC Ha pACCMOTPEHHE HAy4YHOH ayIMTOpPUH, OOOCHOBaHBI H JOCTOBEPHBI, YTO
00yCIIOBNIEHO ~ TIPEICTAaBIECHHBIM B JHUCCEPTAlMd O0BEMOM MNPOBEJEHHOH pabOTHI U
HCIOJIb30BAHHEM COBPEMEHHBIX MH()OPMATHUBHBIX METOIOB HCCIIENOBAHHS. BEIIONIHEHHBIE
KOTOPTHBIC CIUIOLIHBIE HCCIE€NOBaHMs (KaK pETPOCIEKTHBHBIE, TaK M IPOCIEKTHBHEIE),
INPUMEHEHHE COBPEMEHHBIX OHMOXHMHYECKHX (OMpeleNeHHe YPOBHSA HMMYHOPEAKTHBHOIO
TPUIICHHOTeHa B 00pa3iax CyXod KpoBU Ha OJIaHKAaX HEOHATAIBHOTO CKPUHMHIA, TOTOBBIA TECT)
¥ TeHeTHYECKUX METO/IOB (aHaIM3 KPUBBIX IIABJIEHUS BBICOKOTO Pa3peIIeHusI), CeKBEHUPOBAHUE
no Conrepy, MLPA) anekBaTHbI TIOCTaBICHHBIM 3amadyaM. [Ip¥ aHaIW3e MCIONB30BAINCH
KaueCTBEHHBIC CTATUCTUYECKHE METOIBI 00PabOTKH, YTO B COBOKYITHOCTH C IIPEICTABUTEILHBIM
005eMOM  BBIGOPOK MO3BOJIHJIO IOJTYYHUTh JOCTOBEPHBIE DPE3YJBTAThl, apryMeHTHPOBAHHbIE
BBLIBOJIBI M TPAKTUYECKUE PEKOMEHIAIINH.

Jl0CTOBEPHOCTL M HOBH3HA HAYYHBIX MOJIOKEHHIi, BbIBOJAOB H PeKOMeHIaluii

ABTOp MpOBE MCCIEN0BAaHUS HA JTOCTATOYHOM KOJIMYECTBE KIMHUYECKOTO MaTepHaa,
HCIOJIB30BA IIHPOKHUA CIIEKTP COBPEMEHHBIX METOJOB MEIUKO-OHOJIOTHYSCKOM CTATHCTHKHA M
MaTeMaTHYeCKoi 00pabOTKU JaHHBIX, BKIIOUYas pazpaboTaHHYO mporpammy DBM. BeiBoisl B
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paboTe aBTOpa OCHOBAHBI Ha IOJIYYEHHBIX JOCTOBEPHBIX pe3yJibTarax, onyOJHKOBAHbI B [T€YATH
4 JI0JIO’KEHBI Ha KOH(QEPEHIHUAX, Pe3yIbTaThl HCCIIEN0BAHMS BHEAPCHI B [IPAKTHKY.

Comnckarenem mpoBenieHa paboTa 10 M3YYEHMIO SIHIEMUOIOTHYECKHX OCOOEHHOCTEN
MykoBucnunoza Ha Tepputopud XMAO-HOrper. Ilpm TmarensHOM —aHanW3e JaHHBIX
PCTHOHANIBHOTO  PETUCTpa MAllMeHTOB C MYKOBHCUMIO30M ObLT MHOATBEPIKAEH POCT Kak
abCOMIOTHOrO uKcyIa GONBHEIX, TaK U yIETbHOTO Beca NAllHEHTOB ¢ HEOHATATBHBIM CKPHHUHIOM.
ABTOp yCTaHOBWJ, 4YTO Golee OIArONPHUATHOE TedyeHHe 3aGONIEBAHMS CTATO BO3MOKHBIM
Omarojapst paHHe# JMAarHOCTHKE HA OCHOBE MEPOIPHATHII HEOHATATBHOIO CKpHHHHTA U
CBOCBPEMEHHOMY Hadainy Oa3suCHOH Tepanuu. BrepBble ObUIM paccuMmTaHbl ONEpAIMOHHEIE
XapaKTCPUCTHKH ~ HEOHATalBHOrO  CKPUHMHrA Ha  MyKoBHcHmumo3 B  XMAO-IOrpe
(4yBCTBUTENLHOCTh, CNENU()HYHOCTb, MPOTHOCTHYECKAs IEHHOCTh IMOJNIOKHTENLHOrO |
OTPHULATENHOTO pe3ynbTaTa) Ha LIMPOKOM BpPeMEHHOM oTpeske (2006 — 2017 rr.) mpu
MCTIONB30BaHMH (PUKCHPOBAHHBIX TOPOTOBBIX 3HAYCHHI HMMYHOPEAaKTHBHOTO TPHIICHHOTEHA,
PCKOMCH/IOBaHHBIX IPOM3BOJUTENICM KOMMEDPUYECKHX HabOpoB. ABTOpoM ObL1 pa3paboTaH
HOBBIl METOJ| pacyeTa «IIaBAOLIMX» MOPOTOBBIX 3HAYEHHH 3TOrO Mapképa MyKOBHCIUI034,
4TO IO3BOJIUJIO YCTAHOBUTDH €TI0 PETHOHATBHBIE 3HAYEHUS B MOMYIISAIIUN HOBOPOXKIEHHBIX IeTeil
XMAO-IOrpel. B cBo0 ouepesb, 3TO MO3BONIIO MOBBICHTE cnenuduynocts HC va MB 110
99,6% ¢ coxpanennem 100% 4yBCTBUTEIBHOCTH TeCTA.

Brepseie B PO Ha mepBoM sTame renHoil nuarHocTHkd MB 6BUT HCIIONB30BaH MeTOX
aHalli3a KPUBBIX IUIABJIECHHS BBICOKOTO PaspelIeHMs, U YCTAHOBJICHBI €ro CIenu(HIHOCTD U
qyBeTBUTENBHOCTE (100% u 97,3%, cOOTBETCTBEHHO). ABTOP IKCIEPHMEHTANLHBIM IyTeM
ONpEAeTHT HENOCTATKH HOBOTO METOJa (HEBO3MOXHOCTb BBUIIBJIICHHS IPOTAKEHHBIX
TE€TEPOSUIOTHBIX JICNICLIUH/HHCEPLUH U CII0XKHBIX TepecTpoek B rede CFTR), HO B TO Xke BpeMs
IPEATOXKUI KOMOMHALMIO METOJMK (AHANM3 KPHBBIX IUIABIEHHS, CEKBEHHpoBaHHe, MLPA),
TIO3BOJIAIONIYIO IPOBECTH PACIIMPEHHYIO TE€HHYIO [IHAaTHOCTHKY MYyKOBHCLHUI03a YXK€ Ha
PETHOHAILHOM YpOBHe. Tako# MOIXO0A MO3BONHJI YCHEIIHO pacium(poBaTh PETrHOHATBHYIO
CTpYKTypy MyTauuii rena CFTR [id BceX NMAlMEHTOB ¢ STUM HACJIEICTBEHHBIM 3a00/I€BAHUEM B
XMAO-IOrpe, BKIIIOYEHHBIX B OKPYKHON PETUCTP, IO cocTosIHKEO Ha 2019 roj.

JlOCTOBEPHOCTE MOMYYEHHBIX pe3yJbTaTOB M HAyYHas HOBH3HA WCCIIENOBAHHS He
BBI3BIBAIOT COMHEHMs. JlokasaTenbHas 6a3a OMCCEPTALMOHHONW paGOTHI cOPMHpPOBAHA IS
JOCTH)KEHUS TIOCTABIIEHHON LIEIH U pellIeHUs 3asABJIEHHBIX 3a/ay.

IIpakTHYecKas 3HAYHMOCTD AMCCEPTALHOHHOTO HCCIeI0BAHUS

YCTaHOBJICHHBIC ABTOPOM  IIOKa3aTeNH 3a00NE€BAaEMOCTH M  PacIpOCTPAHEHHOCTH
MYKOBHCLH/I03a Ha PErHOHAIBHOM YPOBHE, KakK u OoJiee OIAroNpHATHOE TeUeHHE 3a00JIEBAHUS

npu paHHeﬁ €ro JHAarHOCTMKE Ha OCHOBE€ HEOHATAJIbHOTO CKpHHHHI'A, BaXHBl A
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[IPaKTHYECKOTO 3MpaBOOXPAHEHUsS C TOYKH 3pEHHUs IITAHUPOBAHHS PACXOJOB HA OKAa3aHHE
CHICUHATM3HPOBAHHON M BBICOKOTEXHOJIOTUYHOM IIOMOIIM STHM ITAIl[HEHTAM.

IIpeuioxennbIif aBTOPOM HOBBI METOJ pacyera PErHOHATBHBIX IIOPOTOBBIX YPOBHEM
UMMYHOPCAKTHBHOIO TPUIICHHOI€Ha B paMKaX MEpONpPHATHH MacCOBOTO HEOHATAILHOIO
CKpMHHHIA ~ Ha  MYKOBHCLHAO3  [O3BOJIIET  3HAYMTENFHO  YMEHBIUHUTH  KOJUYECTBO
JIOXKHOTIOJIOXKHUTENBHBIX  PE3YNbTATOB M CBA3aHHBIE C HEOOXOAMMOCTBIO JajbHEHIIEro
o0cre0Banus (IIOTOBEIH TECT, FeHHAs TUArHOCTHKA) PACXOIbI.

[IpuMenenune pa3paboTaHHON KOMIIBIOTEPHOM mporpamMMsl YBM “Floating level of IRT”
TIO3BOJIACT HCIIOIB30BATL €€ B IIOBCEIHEBHOH paboTe MEIHKO-IeHETHYECKOW KOHCYJBTAIUH,
IIPOBO/AIIEH HEOHATANbHBI CKPUHMHI HA MYKOBHCIMJO3, YTO ONpeNeNiercs MPOCTOTOH H
ymoGcTBoM  uHTepdelica [ KOHEYHOTO — IIOJNB30BATENS, BO3MOYKHOCTBHIO arperamuu
o0palaTbIBaeMbIX TaHHBIX U CTATHCTAYECKOH 06paGOTKH.

BHeznpeHne mOCTe0BaTENEHOCTH METOIMK aHANHM33a KPHBBIX [JIABIEHHS BBICOKOTO
paspennenns, cexpenuposanus no Conrepy u MLPA Ha ypoBHE perHoHaJbHON TeHETHYECKOH
abopaTopyH, OCHANICHHOH COOTBETCTBYIOIIMM MUHHMYMOM HEOOXOIMMOrO o0opyoBaHus,
II03BOJISICT POBOUTE B KOPOTKHE CPOKH PACIIMPEHHYIO T€HHYIO AHarHOCTHKY MYKOBHCIIHIO3a
0e3 obpallleHHs NAIMEHTOB B (eepalbHbINA TeHeTHYECKH Il IEHT.

BbIHOCHMBIE Ha 3aIMUTY TPH HOIOKEHHS SIBIAIOTCA PabOYMMH IMITOTE3aMH, KOTOpPEIE B
JaJIbHEHIIEM 3alUIIAIOTCA COMCKATeNIeM IyTeM pelIeHMs MOCTABICHHBIX 3a7ay. 3aaud u
II0JIOXKCHHUS OJTHOCTBIO COTJIACYIOTCS C IIEITBIO HACTOSINEr0 HCCISTOBAHMS.

Pesynbrarsl Hay4HOro MccnenoBaHHs OBUIM BHEIPEHBI B IPAKTHKY paboThl MeauKo-
reHeTHYeCKol KoHcynprauun BY XMAO-IOrper «OxpyskHON Kapauonorndeckuit JIUCIIaHCep
«LleHTp IMAarHOCTUKM H CEPAEHHO-COCYAUCTON XHUPYPTHH» U B yUeOHbIN npoliecc Ha Kadenpe
AETCKUX OonesHedl MemuumHCKOro uHCTHTYTa BY BO  «Cypryrekuit roCy1apCTBEHHBIH
YHHBEPCUTETY.

Marepuansr  uccepranMM [IPOLITM  JOCTATOYHYIO —ampobalHio B psane Hay4HO-
IPaKTHYECKHX KOH(EPECHLHUH PErHOHATBHOIO, BCEPOCCHHCKOTO M MEXIyHAPOIHOTO YPOBHSL.
beuto momyueno caunmerenscTBO Ha mporpammy DBM. [To Teme JUCCEPTALMK OIyOJIMKOBaHO 18
TNEYATHBIX PaboT, B TOM 4HClie 4 CTAaThH B PELEH3UPYEMBIX H3JAHHAX, PEKOMCHIOBAHHBIX BAK
P®. [levarnple paGoTHl aBTOpa MOJHOCTBIO OTPAKAIOT OCHOBHBIE pe3yNIbTaThl, MOJYyYSHHBIE B
AUCCEPTALHOHHOM HMCCNICI0BaHNH. JINYHOE yyacTHe aBTOpa B BBINOJHEHUH TAHHOTO HAYYHOTO
UCCIIEIOBAHMS ABIISETCS OIPEIEISIOIIUM.

Ouenka comep:KaHus QUCCEPTALIHH

Huccepranus Jlorankosa M.IO. nocTpoeHa TpaguLIHOHHO, H3I0kKeHa Ha 134 CTpaHuIax
KOMIIBIOTEPHOTO TEKCTa, MJUIIOCTpUpoBaHa 18 pucyHkamu, 13 Tabaumamy, BKIIOYAeT Ba
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KIIMHAYECKUX TIPUMEPA U COCTOMT M3 BBEIEHHs, 0030pa JUTEPATYPhl, MATEPHAIIOB U METOIOB
UCCJICNOBAHNS, TPEX IN1aB COOCTBEHHBIX HCCIENOBAHMHM, 3aKIIFOUCHHS, BBIBOJIOB, IIPAKTUYECKHX
PCKOMEHIalMH, CIUCKA JHTEPATyphl, HpUIokKeHHs. CIHCOK JuTepaTypsl IpenctaBieH 237
COBPCMCHHBIMH MCTOYHHKAMH, U3 KOTOPBIX OTEYECTBEHHBIX MyOJMKarmii — 52, 3apyOeKHBIX
aBTOpOB — 185.

Bo BBemennu chopmynupoBaHel ueTKO Henh W 3amaun HCCIICIOBAHHUSI, BBIACICHBI
Hay4Hasi HOBH3HA M IPAKTHYeCKas 3HAYHMOCTH PabOTHI, OTPakeHO BHEAPEHME pe3ynbTaTOB
HCCIICOBaRN, TIPE/ICTABIICHBI OCHOBHBIC [IOJIOKEHHs, BBIHOCHMBIE Ha 3alllHTy, yKa3aHo
KOJIMIECTBO U CTPYKTYpa OIry OJIMKOBaHHBIX paboT.

B rmase 1 (mmreparypHsiii 0030p) npoBeneH aHamH3 HAMGONEE 3HAUHNMBIX Hay4HbBIX
MyOJMKalMH, TOCBSIIEHHBIX JHACHOCTHYECKHM  TOJXOJaM NPH  MYKOBHMCLMIO3€, MOJIEKY/SPHBIM
ocHoam nuchyHkuuu Genka CFTR. Toapo6GHO OMMCAaHBI SMMAEMHUOIOrHS 3a60NEBANNS KaK B Poccun,
TaK M 3a pyOeKOM, W AMATHOCTHYECKHE MOIXOAbl — TAKHE, KAK HEOHATANBHBIN GHOXAMUYECKHI
CKPHHHHT, TMOTOBBIH TECT, 3Tarbl T€HHOW JMArHOCTHKH. ABTOp yKa3sblBaeT Ha aKTyalbHbIe BOMPOCHI
AUAarHOCTHKH MYKOBHMCLIM/103a (BBICOKMH YPOBEHB JIOKHOTIOIOKUTENBHBIX Pe3y/IbTaTOB HEOHATAJIbHOIO

CKpPHUHHUHIa, HU3Kas AOCTYNHOCTb IJiI PETHOHOB P® u JJIATCJIbHAS pacllMpeHHas TeHHasi JUarHOCTHKH

3aboneBaHus ), KOTOpbIe TPeGYIOT pelleHHs..

['maBa 2, onmcriBaromas MaTepualisl W METOIBI HCCIICIOBAHHS, COJNEP)KHUT NaHHBIE II0
ofIreli XapaKTepUCTHKE IALMEHTOB ¢ MYKOBHCIHIO30M, AH3aiH HCCIICZIOBAaHNs, ONHCaHKE
METOMOB  OOCIEJOBaHHS, HCIIOIB30BAHHEIX B paGore. B  riase COIEPIKUTCS  TOJIHOE
IpeACTaBIeHne 00 oObeMaxX MpPOBENEHHBIX MHCCICNOBAHUI U COOTBETCTBYIOLIUX METOAaX
uccienoBanus. llonpoOHoO ommcaHa oOpWIMHANBHAsS METONUKA BBIOODKH JIaHHBIX YPOBHEMH
MapKepa MMMYHOPCAKTHBHOTO TPHUIICHHOICHA JUI PETPOCIEKTHBHOTO pacyeTa ILIABAFOLIErO
TIOPOTOBOTO YPOBHS, UCIOJIB3Ysl MHHOBAI[MOHHBIA MOAXOJ C MOMOLIBIO CIENHATN3HPOBAHHOM
nporpamMmel 9BM, paspaboraHuoit aBTopoM.

['maBer 3, 4, 5 mOCBAIEHBI COGCTBEHHBIM pesylibTaTam ucciefoBaHus. B rimase 3
IPOBEACH MOJAPOOHBIA aHATM3 JAWHAMMKH KIHMHHKO-3TTHIEMHOIOTHYECKIX PETHOHATBHBIX
0COOEHHOCTeH MyKOBHCIIHI03a 3@ 7-NETHHI IEPHOJ BEICHUS OKPY>KHOI'O PErHCcTpa MalHeHTOB ¢
otuM 3aboneBanueM (2012 — 2018 rr.). Ilo pesyapratam anammsa SIHUIEMHOIOTHYECKUX
nokasaresnelt cpexu pernoHoB Yp®PO BBIABICH caMblii BEICOKHH YPOBEHb PacIIpoOCTPaHEHHOCTH
aroit maronoruu B XMAO-Orpe (3 caywas ma 100 000 Hacenienus). Ilokazano, yro mocne
BHE/PEHUs HCOHATANIBHOIO CKPUHUHTA IHArHO3 CTall YCTAHAB/IMBATHCS B GOJILITHHCTBE CIy4Yach
y’ke Ha l-M romy >KM3HH. ABTOp HOKasal, 4TO BHEAPEHHE MAacCOBOTO CKpUHHHTa Ha
MYKOBUCLIUIIO3 CIIOCOOCTBOBANIO €r0 paHHeH JIMAarHOCTHKE. Y CTAHOBIICHO, UTO PAHHSsS Ga3hcHas

Teparus 3a00JeBaHUs COKPAIIaeT MOTpeGHOCTE B IIPOJIOHTMPOBAHHBIX KypCaX BHYTPHBEHHBIX H



TICPOPANBHBIX aHTHOAKTEPUANILHBIX MPEMapaToB W CPENCTB KyINHPOBAHHS OPOHX000CTpYKIUH
(MHTaIAUHOHHBIE OPOHXOMHTHKH H IIFOKOKOPTHKOCTEPOHIbI), a paHHee Havaio Oa3HUCHOM
TEPANUU CIOCOOCTBYET MeHee BBIPAXKEHHOMY MPOTPECCHPOBAHHIO MYKOBHCLHMIO33, COTJIACHO
[I0Ka3aTeJIAM Hy TPUTHBHOIO CTaTyca U QyHKIIMOHAIILHOTO COCTOSHUS JIETKHUX.

B rmaBe 4 mnpuBeneHBl pe3ynbTaThl HccnenoBaHHS 3()(EKTHBHOCTH HEOHATATHHOTO
ckpununra 8 XMAO-IOrpe B nepuox 2006 — 2017 IT. ¢ MOMEHTa €ro Hayama. ABTOpOM OBLT
ONPE/CTICH CPCAHE-MHOTOJNICTHHH OXBAaT MAacCOBBIM CKPHHHHIOM, PpACCYHTaHbl YPOBHU
HyBCTBUTEIBHOCTH H CHELHQHIHOCTH, NOATBEPXKICHA OCHOBHAs NPOGIEMa 3TOTO METOIa MpH
HCTIONB30BaHMH (PUKCHPOBAHHOTO MOPOTOBOTO YPOBHS HMMYHOPEAKTHBHOIO TPHUIICHHOTEHA npu
ICPBOM €r0 OIPENCIICHHH — BBICOKOE YHCIIO JIOXKHOIMOIOKUTENBHBIX Pe3yibTaToB. ABTOp Ha
PETPOCIICKTHBHBIX JJAHHBIX 00OCHOBBIBAET IPMMEHEHHE ATbTePHATHBHOTO MOJXO0A 1A pacdera
PETHOHAJILHBIX YPOBHEHW UMMYHOPEAKTHBHOTO TPUIICHHOTE€HA — HCIIOIB30BAHME AHHAMUYECKOTO
«IUTABAIOIIET0» MOPOroBOro YpoBHs. B mpocnexTuBHO# yact pabotsr (2018 — 2019 rr.) 66110
II0Ka3aHO, YTO BHEJPEHHE aBTOPCKOTO MOAX0/a ¢ UCIIOIE30BaHUEM Pa3pabOTaHHON IPOrpaMMBI
OBM «Floating level of IRT» m03BOJIET TOBBICHTH CHEHHPHUHOCTD CKPHHHHTA 3a CYeT
CHMXCHHS ~ 9HClla  JIO)KHOINOJIOXKUTCNIBHBIX — DE3yNbTaTOB  Ipu  coxpaHenun  100%
YyBCTBUTEIHHOCTH.

I'maBa 5 npexcrapideT MHTEpec B CBA3M C OOOCHOBAHHEM HCIIONb30BAHUS BIIEPBEIC B
OTEYECTBEHHOM NPAaKTUKe Ui TeHHOH IuarHocTuku MB MeTona aHanmsa KpHBBIX ILIABJICHHS,
H3BECTHOTO B Pa3sBUTBIX CTpaHAaX M HE MOJYYHBHIETO IOKA, K COXKAJIEHHIO, TIPUMEHEHUS B
Poccun. ['naBa coepiKUT CTPyKTYpUPOBAHHBIE PE3yTbTAThl PErHOHATIBHON TeHHOM HATHOCTHKH
C HCIIOJNIE30BAaHUEM IPEATIONKEHHONW aBTOPOM KOMOHHAIHMH TPeX II0CI/IEN0BATENbHBIX METOIUK —
aHaJIN3 KPUBBIX IJIABJICHUS BBICOKOTO paspellieHus - ceKBeHupoBaHus 1o Conrepy m MLPA,
MO3BOJISIOIIMX ITPOBECTH PaCIIMPCHHBIH aHanmu3 MyTanuil B reie CFTR yke Ha PerHOHATLHOM
YPOBHE. ABTOp paccuuTal CHENMQUYHOCTE M UyBCTBUTENHHOCTh METONA AHANM3a KPHBBIX
IIaBJCHAs B FeHHOH nuarHoctrke MB. C momompio Takoro moaxozia GbUT yCTaHOBJIEH CHEKTP
MYTalluil BCeX NALHEHTOB ¢ MyKOBUCIUI030M, BKIIOUEHHbIX B PETHOHATBHEIH PErHCTP.

B zakmoveHMHM aBTOp aHAIM3UpyeT COOCTBEHHBIE pe3yJbTaThl UCCIEIOBAHHI
JOCTaTOYHO TOAPOOHO, C y4HeTOM JeTaIbHOrO ONKMCAHWsS PE3yNhTaTOB B TpeX IJaBax
COOCTBEHHBIX MCCIIE0BAHMUIA.

BBIBOZEL JIOrHYeCKH BBITEKAIOT M3 COMAEPXKAHHMS TUCCEPTAIMH, OTPAKAIOT HOBU3HY
UCCIIEIOBaHHSA U COOTBETCTBYIOT IIOCTABJIEHHBIM 3a1a4aM. [IpakTuueckue peKOMEHJAIMH HOCST
KOHKPETHBIH XapaKTep M COOTBETCTBYIOT pe3yJbTaTaM HCCIeNOBaHus. JlMccepTarnoHHast
pabora u asropedepar ohopMIEHBI B COOTBETCTBHH C CYLIECTBYIOIIMMH TPeOOBAHHAMH W
U3JI0KEHA ~ XOPOINMM  JIUTEPATYPHBIM  S3BIKOM.  ABTOpedepaT COOTBETCTBYET — TEKCTY
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AUCCEPTANH, MPEICTaBIACT KPaTKOe ee M3I0KEHWEe M B TIOJNHOH Mepe OTpakaeT CyTh
BBIIIOJIHEHHOH paboThL.

Ha ocHOBaHMM HM37I0XKEHHOTO BBIE CYMTAIO, YTO ITOCTABJIECHHAS B JUCCEPTAUOHHOM
HCCJIEIOBAaHUHU L€NIb NOCTUIHYTa PELICHHEM BCEX IATH 3aad. DTO SBISCTCS IOATBEPKICHHEM
3aBEPIIEHHOCTH HAyYHO-KBATU(PUKALUMOHHON pabOThI B 1I€I0M.

3ameuanus

1. OTMeyaeTcst W3NMMUIHAA TOAPOGHOCTE B H3JIOKEHHH TeHETHYEeCKOd dacTH 0630pa
IUTepaTyphl (riaasa 1.3), HEKOTOpPBIE IPELIOKCHHS HEMHOTO TPOMO3IKH H COAEPIKAT MHOTO
aHIIHIA3MOB, YTO 3aTPYJHSAET BOCIIPHATHE TEKCTa Oe3 MOAPOOHBIX MO3HAHUM B MOJIEKYJISIPHOM
T€HETHKE.

2. B TeKcTe mUCCEPTALMN TAKIKE UMEIOTCS OTHENbHBIE CTHIMCTHUECKHE ONIHOKH.

Jlanmble 3aMeyaHus He NPUHIMIHANGHBI H HE BIMSIOT Ha TMOJOKHTENBHYK OICHKY
JaHHOM PaboThL. B TO ke Bpems B MOpSIKe MMCKYCCHH CUATAK0 HEOOXOIUMBIM IIONYYHTH OT
aBTOpa TUCCEPTALUH MOICHEHHS O CIEAYIOIMM BOIPOCAM:

1. Ha 4ém ocHOBaH BBIGOpP IOPOrOBOrO 3HAYEHHsS UMMYHOPEAKTHBHOTO TPHIICHHOTEHA,
paBHOTO 99,5 MpPOLEHTMIIO BeeX ToKasaTeledl TOro GHOXHMUYECKOTO Mapkepa B KOTOpTe
HOBOPOXIEHHBIX 38 ONPEAEIEHHBIN TepHOa?

2. Bo3MOXHO /M B MepPCIEKTHBE UCIIOJIB30BAHHME METONA AHATH3a KPHUBBIX ILIABJICHHS
BBICOKOTO pa3peIlieH s Ul TeHHON THarHOCTHKH APYTHX HACJIEICTBEHHBIX 3a001eBaHumit?

3akao4uenune

BeliiensiioxeHHOe MO3BONAET CleaTh BBIBOJ O TOM, YTO PEIEH3UpyeMas AHCCepTaIUs
HounukoBa Makcuma [OppeBnua Ha Temy ««DQQEeKTUBHOCTs paHHE#l JUATHOCTUKHA
MyKOBHCIIMZ03a Yy JIeTeil Ha pEruoHalbHOM ypoBHe (Ha mnpumepe XMAO-IOrpen)»,
BBIMIOJTHEHHAA IO PYKOBOJCTBOM JOKTOpa MEIMUHMHCKHX HayK, mpodeccopa Buramms
BuranseBndya Memepsakosa, nmpeacTaBiseT co0oil 3aKOHYEHHYO Hay4HO-KBATH(GHKAIHOHHYIO
paboTy, KOTOpast COAEPKUT PENIeHHe BaXHOU [UIs MeIMaTPUM HAYYHO-IPAKTUYECKOH 3aauH o
COBEPLICHCTBOBAHUIO DPAaHHEH JMArHOCTUKH MYKOBHCIH/03a B PErHOHAILHBIX YCIOBHUSAX Ha
OCHOBE ONTHUMM3ALMK HEOHATAIBLHOIO CKPHMHHHIA M JOCTYIHBIX IS PErMOHA MOAXOIOB K
T'eHHOU TMAarHOCTHKH 3a00JI€BaHysA. ABTOPOM yCTAHOBJICHBI SIHMAEMUOIOTNYECKIE OCOOEHHOCTH
MyKOBHMCIH/032 C MOMEHTa Hayaja MpPOBEJCHHUS HEOHATAbHOI'O CKPHHUHIA B DPETrHOHE H
OXapaKTEPHU30BaHbl OCHOBHBIC MpPOSBIEHUS KIMHUYECKOro matomopdo3a 3ab0IeBaHUS B
YCIIOBUSIX €0 paHHEH IHarHOCTUKM M CBOEBPEMEHHO HavaTod Tepamuu. Mcmosp3oBaHue
MHHOBAI[MOHHOTO MOJXOJa K OLEHKE HEOHATAIPHOTO CKPHHHHIA Ha OCHOBE MeETOHa
«IUIABAIOILIETO» MOPOTOBOTO YPOBHS HMMYHOPEAKTUBHOTO TPUIICHHOI'€HA ITO3BOJIHIIO IIOBBICHTD

B(IJQ)CKTI/IBHOCTB MacCCOBOI'0O CKpUHWHIA, a BHCAPCHHUEC METOJa aHajul3a KPHUBBIX IIJIaBJICHUA
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BBICOKOT'O pa3spellieHNs - peann30BaTh BO3MOKHOCTH PACIIMPEHHONW TeHHON AMATHOCTHKH Ha
PCTHOHATIBHOM ypOBHE. JIaHHBIC NOCTHXKEHHS BO3MOKHO TPAHCIHpOBATh TAKKe HA Jpyrue
peruonsl Poccun.

Jluccepranuonnas paboTa BBIIONHEHA HA BBICOKOM METOIHYECKOM YpPOBHE U
COOTBCTCTBYCT MNPUHLMNAM [O0Ka3aTelbHONH Menuumubl. o mOCTaBieHHON Ienmw, 3amadam,
MCTOAaM HCCIICNI0BAHNS, KOHTHHIEHTY MAllMeHTOB, paboTa COOTBETCTBYET ILI. 3 M 5 macmopra
HayyHOH crenuanbHoctd 14.01.08 — memmarpus. Huccepranus u eé asropedepar
COOTBETCTBYIOT 1. 9 «lloJOKEHHS O TOpsIKe WPHUCYKICHHS YUYEHBIX CTEIeHei»,
yTBepxaEHHOTO [loctanoBnenunem IlpaButensctea PO No 842 ot 24.09.13 (B melcTBYyOLIEH
penakuuu), a e asrop, Maxcum FOpsesna JJoHHHKOB, 3aciIyKHBaeT NPUCYKICHUS €My Y4EHOH

CTCIICHA KaHIuaaTa MEAULIMHCKAX HAayK IO crienuanbHocTd 14.01.08 — [MexuaTpus.

OduunanbHbIiA ONIOHEHT

3aBe/ytomian Kapenpoi rocuTanbHOM MeIuaTpuu

(enepankHOro rocy1apcTBEHHOTO

Or0KETHOTO 00pa30BaTEILHOTO

YUPEKIEHHUS BBICIIET0 00pa3oBaHus

«OMckuit rocy apcTBEHHBIH

MEIUIUHCKUAN YHUBEPCUTET

MunucTepeTBa 31paBOOXpaHEHHUS

Poccuiickoit ®enepanuu

JOKTOP MEIUIMHCKUX HAYK, JOIEHT - ~ IlaBnunoBa Enena BopucosHa
(Hayunas cnennansHocTs 14.01.08 — Iemuarpus)

[Hogmucs a.M.H., nouenra [laBnmunoBoii E.B.

3ABEPJIIO

IIpopekTop 1o aIMHHUCTPATHBHO-IIPABOBOL

U KaJpoBo# pabote reitn6opm MBan I'ennanpesuy

KoHTakTHBIe 1aHHBIE:

644099, Poccus, r. OMmck, yi1. Jleg
Tenedon: +7 (3812) 957-701; '
Dn1. moura: rector@omsk-osma.ru™
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