OT3bIB

o(pHIHATBLHOIrO ONMOHEHTA A0KTOPa MeJHIIMHCKHX HAYK, npodeccopa
Kaumpckoii Haranun IOpbeBHBI, rJIaBHOr0 HAYYHOI0 COTPYAHHKA
nabopaTopum reHeTH4ecKkoil anuaemuoorui PenepajibHOro
rocyJapCTBeHHOro 0I0’KETHOr0 HAYYHOr0 yupexaenust «Meauko-
reHeTHYeCKHi HayYHbIi LeHTP» Ha auccepTanmio Heaesoii Banepun
Huxonaesnbl «Koppexkuusi HapyleHuii HyTPHTHBHOIO CTaTyca AeTed,
60JIbHBIX MYKOBHCLMI030M», MPEACTABJIEHHYI0 HA CONCKAHHE YUeHOMH
CTeneHH KaHANJaTa MEIMIMHCKHX HAYK M0 cneunaabHocT 14.01.08 -

neJUaTpHs.
AKTYaJIbHOCTb TeMbI BbINIOJTHEHHOH paboThbI

Juccepramponnas  pabota Menesod B.H. moceamena BAKHOH,
OCTAIOMIEHCA AKTyanbHOM HA CErOJHAINHMH JEHb NpoOieMe — KOPPEKUMH
HYTPHTHBHOIO CTaryca y neTed, OONBHBIX MYKOBHCLHHO30M. Kak H3BECTHO,
MYKOBHCLIMIO03 SBIIETCSA YaCTO BCTPEYAFOLIMMCS, HACTIEICTBEHHBIM 3a00JIeBaHHEM
¢ MOMMMOP(HBIMA KIMHHYECKHMH TPOSBICHHAMH B CHJIY MNATOTCHETHICCKHX
0cobeHHOCTEH. MyKOBHCIIO3 O00ycnoBneH MyTamusmu B rene CF IR,
MYKOBHCLIHO3HOTO ~TPaHCMEMOPAHHOTO ~PETyJATOpa MPOBOIHMOCTH. benox
CFTR, ¢yHkimonupys kak HAM®-3aBUCHMEIN XIOPHBIH KaHAl, PETyIMpYeT
paboTy APYTHX XJIOPHBIX H HATPHEBBIX KAHAJIOB M BHIOIHACT PAN MHBIX BKHBIX
dyuxipii. B HacTOSIMHA MOMEHT ONMCAHO OKOIO 2000 myraumii B rene CFTR,
4acTOTH KOTOPHIX IIHPOKO BapbHPYIOT B PasHBIX STHHYCCKHX Ipymmax H
TOTTY JIALMAX.

[lpg MyKOBHCLMJO03¢ B MATOJOrHYCCKHH MPOLECC  BOBJICKAIOTCH
SK30KPHHHBIE JKEIE3bl PA3HBIX CHCTEM OPraHH3MA: OPraHOB JBIXAHMA, CHCTCMBL
muIeBapeHus (TOJDKETYJOYHAs JKENe3d, IEYCHb, EMIHBIC NyTH, METYN0UHO-

KUINEYHBIM TPAKT), @ TAKXKE MOTOBBIE JKEIE3BI U yPOTE€HHTAIBHBIA TPAKT.



[Toxxox K JIEYEHHIO AAHHOH TATOJIOTHH JODKEH OBITH CBOEBPEMEHHBIM,
KOMIUIEKCHBIM, HANpPABJICHHBIM HAa KOPPEKUHMIO BO3HMKIIMX HApyLICHHH |
TIpEeNyTpEKIEHAE BO3MOXKHBIX OCHOXHEHMI, CBA3AHHBIX C TIOBBILEHHOH
BA3SKOCTBIO CJIH3H BO BCE€X J3K30KPHHHBIX 3KEjJIC€3aX H C HpHCOC,IlHHﬂIOII[GﬁCH
XPOHHYECKOH HHPpEKIHEH OPOHXOIErOYHON CHCTEMBL

HyTpuTHBHAS HEZOCTATOMHOCTh ABIAETCA, C OJHOM CTOPOHBL YaCTHIM
CHMIITOMOM, C JPYTrOH — OCJIOKHEHHEM MYKOBHCLIMI03a. HemocpeACTBEHHAA CBSA3b
HyTPHTHBHOTO CTaTtyca ¢ (yHKOMEH JIErKMX ¥ BBDKMBAEMOCTBIO IIPH
MYKOBHCLHI03€ ObIITa yCTAHOBIICHA ¢ IIOMOIIBIO MHOTOYHCIIEHHBIX HCCJIEIOBAHHI.
VBenuuYeHHE IPOJOIDKMTENBHOCTH JKH3HH OONBHBIX MYKOBHCIHMIO30M TECHO
CBA3BIBAIOT C YJIyYIIEHHEM MEPONPHATHH, HAMpPABICHHBIX Ha MOJICPKAHUE
HOPMAJIBHOTO (PM3MYECKOrO CTAaTyCa MALMCHTOB, B YACTHOCTH, C HX aJCKBATHLIM
NMTAHHEM HITH JHETOTEPAIHEH.

B mocneHee BpeMs yAeAeTcs 00IbIIoe BHUMAHHE TAKOMY MOHATHIO, KaK
«HyTPHTHBHBIH WIM TPO(OIOrHIecKkui cratyc». Fmeercs OONpIIOE YHMCIIO
HCCJIEIOBAHHIA, HCTIONB3YIONUX TIOHATHE Hy TPUTHBHBIN CTATyC B KAYECTBE OTHOTO
u3  kpurepueB  SOGEKTHBHOCTH  PasIHYHBIX ~ METOJOB  JCHCHWT  IIPH
HEePOOTHYECKO#H, OHKOIOTHYECKOH, XUPYPIHIECKOH, HMHEKIHOHHON aTOJIOTHH
B meguaTpuu. JIACCEpTAalMs TIOCBAMIEHA IIOMCKY COBPCMCHHBIX ~METON0B
MATHOCTHMKH HEJOCTATOYHOCTH IIMTAHHA M Pa3spaboTKe alrOPHTMOB KOPPEKIIMH
BHIABJICHHBIX HAPYIIECHHH Y JIETCH ¢ MyKOBHCIUJIO30M. BenKoBO-3HEPreTHIECKAA
HEJOCTATOYHOCTH ~ TPH  MYKOBHCIHMAO3¢  OOycloBieHa — HE  TOJIBKO
MeTaGOMMUECKUMH TIOTPEOHOCTAMH, HO H HEAOCTATOYHBIM MOCTYTUICHHEM Oenxa U
SHEPrHE C TIHMINEH, 3 Takoke HAPYIICHHAMH NPOLECCOB NMEPCBAPHBAHMA H YCBOCHHA
vy, YuWTbiBas, YTO I[PH MYKOBHCLHMJO3C BOSHHKAlOT  HApyIICHHA
[MIEBapeHUs, CBA3AHHBIE C CHHIPOMOM ManbabCOpOLMH, a TaKKe JIH30MIbI
kaTabomM3Ma ITpH  JIETOYHBIX OOOCTPCHMAX, BO3HHKACT HEOOXOTUMOCTD
NPHMEHEHHS  NATON€HETHYECKHX neyeOHBIX ~ JHET C  BKIIOUYCHHEM
CIIEMATH3HPOBAHHBIX BBICOKOOEIKOBBIX, BBICOKOHEPreTHICCKHX cMmece uId

SHTEPAIBHOTO THTAHHS, COACPXAIIAX B MaloM 00BeMe TpedyeMoe KOJIMYECTBO



NMIIEBBIX BEMIECTB M OJHEPIHH, IMO3BOJSIOMMX YIy4IIHTh METabOIHMYECKHE
MIPOLIECCHI B OpPraHH3Me peOeHKa.

OTMeuast, YTO COCTOSHHME TNHMTAHWS - OJHH M3 OCHOBHBIX (DaKTOPOB,
OTIPENENSIOMMUX  MPOTHO3 W  KAYECTBO  JKM3HHM  JIETEHW,  CTPaNaloniuX
MYKOBHCLMIO30M,  O€3yCIOBHO, AaKTyalbHBIM  SBJICTCS  HCCJIEJOBAHHE,
MOCBSAIIEHHOE KOMIUIEKCHOM OIIEHKE HyTPHTHBHOTO CTaTyca M (JOPMHPOBAHMIO

ONITHMAJIbHOM JHETOTEPAITHH JAHHOH KaTETOPHH OOTBHBIX.

Crenenb 060CHOBAHHOCTH HAY4HBIX M0J103KeHHH, BLIBOJIOB M PEKOMeHIalMH,

copmy IHPOBAHHBIX B JHCCEPTALMM, HX 10CTOBEPHOCTh H HAYy'HAasi HOBU3HA

PaboTy OmIMYacT CTPYKTYPHOE €IMHCTBO MW CHCTEMHOCTH TIOAXOMOB.
CTpyKTypa JHMCCEPTALMH COOTBETCTBYET TEME, LENH H MOCTABICHHBIM 33/1a9daM.
Hay4Hoe WCCIEIOBAHME IIPOBEACHO B  COOTBETCTBMM C  IPHHIHNAMH
J0OPOCOBECTHOM KIHHHYECKOH IPAKTHKH, 0 AU3AHHY ABIACTCHA MPOCIEKTHBHBIM
MEIHIMHCKHAM HAOMONeHUeM. IIpHMeHseMble aBTOPOM B TIPOLECCE PabOTEI
METObl COBDEMEHHBI M a7€KBATHBI TOCTABICHHOH wuend. OOOCHOBAHHOCTb H
JOCTOBEPHOCTh MOJYYEHHBIX pE3Y/IBTATOB IOATBEPHKIACTCA KOMILICKCHBIM
MOAXOAOM K H3yYEHHIO HYTPHTMBHOTO CTaTyca OONBHBIX MYyKOBHCIIMO30M. B
paboTe WCMONB30BANCA AHKETHO-ONPOCHBIH METOA  OLCHKH (haKTHIECKOTO
nuranms. OLEHKAa AHTPONOMETPHYECKHX  IIOKA3aTeNned HpoBOAMIACE  C
HCIIONTb30BAHHEM COBPEMEHHBIX METOJIOB HCCNIEI0BaHMA. Bee 3T0 1a€T OCHOBAHHA
NPU3HATH KOHKPETHBIE Pe3yTbTaThl ¥ CHENAHHBIC HA WX OCHOBAHHH 3AKIHOUCHH,
H3JI0KEHHBIE B COOTBETCTBYIOIIMX ITIaBaX, @ TAKKE OKOHYATC/IBHBIC BBIBO/IBI
JHCCEPTALMH JOCTOBEPHBIMH M 000CHOBAHHBIMH.

O6beM KIMHHUECKMX WCCIIEIOBAHME B IUCCEPTALHOHHOW paGote (69
GONBHBIX), JOCTATOYCH JUIA MOJy4YEHHS JOCTOBEPHBIX PE3yIbLTATOB. H3yuaemsie
IpYIIBI A€TEH B BO3pacTe OT 3-X 10 15 JeT mpeiCTaBIeHbI NOIHO, A0CTATOHO
PENPE3CHTATHBHEL H  OJHOPOAHBL KONM4YECTBO HCMOMB30BAHHBIX ~ ABTOPOM

HUCTOYHHMKOB [JOCTATOYHO 1A PACKPBITHA IlpOGJIeMI)I H COOTBETCTBYIOIIHX



METOZOB €& pemeHWs. PaHee ONyONMKOBAHHBIE pE3YJBTATBl  H3YHCHHA
HyTPHTHBHOTO CTaTyca JeTei, CTPajAloNMX MYKOBHCIMIO030M, Hamle BCETO
CBOMITHCH K MCCIIEI0BAHHIO OTAEIBHBIX KOMIIOHEHTOB TPOQHYCCKHX HapyEeHAH
H HEe B COCTOSHHH OBUTH OCYIIECTBHTH CYMMAPHYIO OLEHKY HyTPHTHBHOIO CTATyCa
JeTed, OONBHBIX MyKOBHCLMZO30M, 4YTO TIO3BONAET TOBOPHTE O TOM, HTO
IIPOBE/ICHHOE COMCKATENIEM HCCIIENI0BAHKE 00IanaeT HAYYHOH HOBH3HOH.

ABTODOM TMpOBENEHA KOMIUIEKCHai OLEHKAa HYTPWUTHBHOTO CTatyca,
BKIIOYAIOMAA AHATM3 AHTPOIIOMETPHYECKHX MHICKCOB, IO3BOJLIIONMX OLCHHUTH
COMATHYECKHl Iy Oenka H OHOXHMHYECKHMX TIOKa3aTeNeH, HCCIeayOmHX
BHCLIEPAJIBHBIA YPOBEH O€/Ka y MAIMEHTOB ¢ MyKOBHCIMAO30M. Jlersim, OONMBHBIM
MyKOBHCI[H/IO30M C CHHIPOMOM ManbabcopOLMK TNPHMEHAIH B Ka4yeCcTBE
MapKepOB THKECTH COCTOSHUA TAKME IOKA3ATCIIH 6enKoBOro 0OMEHA, Kak OOmui
Oenok, ansOyMuH. ABTOp MOKasana, 4To y GONMBHBIX MyKOBHCLHIO030M, Ha (oHE
HEJIOCTATOYHOCTH NMTAHMS TIPH COXPAHEHHOH GEeTKOBO-CHHTE3HPYIOMIEH (y HKIHH
eueHH TAKHE MOKA3ATE/H, XapaKTePH3yIOIMe OEnKOBbIH oOMeH, Kak OOIIHH
GeoK | ABOYMHH HE OTPAKAIOT CTENEHD HYTPHTHBHBIX PaccTPOMCTB.

Jloka3aHo, 4YTO YPOBEHb KOPOTKOKHBYIIETO Oenka CHIBOPOTKH KpOBH —
TpancdeppuHa, B COBOKYIHOCTH C TIOKA3aTeILIMH aHTPOTIOMETPHH, MOXET
CIy’KHTh ~ OOBEKTHBHBIM ~ KDPHTCDHEM  TDKCCTH HEIKOBO-YHEPrE THIECKOH
HEJOCTATOUHOCTH y J€Ted C©  MYKOBHCIHIO30M. [TpoaeMOHCTPHPOBAHA
xuEmyeckas >(pdexTaBHOCTD cMecH «HyTpuoH-CTaHIapD IIpH BKJIIOYCHUH €€ B
GasUCHYI0 JHETOTEPANHIO  JACTeH, GONBHBIX MyKoBHCLEZO30M. JloKa3aHO
[1OTIOKHTEIBHOE BIMSAHHE CMECH OTCYECTBEHHOrO MPOH3BOACTEA B OTHOIIECHHH
KOPPEKLIMH e TKOBO-YHEPTETHYECKOH HEOCTATOYHOCTH 1 XapaKTepa 00oCTpeHUH
3a00JICBaHHA.

Co3jana ¥ BHEJPEHa KOMIIbIOTEPHAsA MPOrpaMMa OLCHKH CTEMEHH OENKOBO-
SHEPreTHYECKOM HENOCTATOYHOCTH M PacteTa AHETOTEPAIHH, IO3BOJAIOMAs
paccuMTaTh OHEPIeTHIECKYO noTpe6HOCTD B OCHOBHBIX ~HYTPHEHTaX H
KAJIOPHMHOCTh PAlMOHA JUIA COCTABICHHA MHIMBHIYAJTBHOTO MEHIO DPEOCHKY,

GOMBHOTO  MyKOBHCIMZI030M. B pabore  710KasaHO, HTO NPHMCHEHHE



NONOJHUTENBHOTO 3JHTEPABHOTO IMTAHHWA B BHAE CMECH OTCYECTBEHHOTO
npoussoacTea  «HyTpHsH-CTaHAapT», HEOOXODMMO TPHMEHATh  OOJBHBIM
MyKOBHCIHIO30M, HAYMHAsA C OCIKOBO-DHEPIEeTHYECKOH HEAOCTATOYHOCTH I
CTCIICHH, PalHOHAIBHOC INHTAHHE TIIPH 3TOM obecrieunBaeT AOJITOCPOIHOE
IO3MTHBHOE BIMSHHE HA NIOKA3aTENM 300OPOBbA H XapaKTep TEUCHHA 3a00/ICBaHHUA.

JIOCTOBEPHOCTh TIOJyYEHHBIX DPE3YNBTATOB OOECHEYEHa HCHONB30BAHHEM
COBDEMEHHOM PDENPE3eHTATHBHOM CTATHCTHYECKOH O0OpabOTKH IOMYy4EHHBIX

Pe3yJIbTaTOB.

Crenennb 3aBepPLIEHHOCTH JUCCEPTANHH B LIEJIOM U KavyeCcTBO oq)opwmenml

JluccepTalys HANMKCAaHA MO TPAJMUMOHHOMY IUIAHY, HM3NIOXEHA Ha 117
CTPaHMIAX MALIMHOIMCHOTO TEKCTA ¥ COCTOMT H3 BBE/ICHMS, 0030pa nHUTEpaTypHI,
[1aBsl ONMCAHHA MATEPHATOB M METONOB MCCIEOBAHMA, IIIABbl PE3yJbTaTOB
HCCIIEIOBAHMSA, TJIaBbl ONHMCAHHA KOMIIBIOTEPHOH TNpPOrpaMMbl pacyeTra MEHIO
NAIMEHTAM ¢ MyKOBHCLMJO030M, IJIaBbl OOCYXACHHA PE3yJIbTATOB, BRIBOJOB H
MPaKTHYECKUX pekoMeHaalui. CIHCOK THTEPATYPhI COCTOHT M3 200 HCTOYHHKOB,
BKITIOUAIOIIHX B ce6s 120 oTeuecTBEHHBIX U 80 3apyOeKHBIX My OIMKAIMHA. Pabora
comepkur 7 Tabmum u 39 PHCYHKOB. BeBoapl ABIAOTCA  JIOTHIECKHM
3aBepIICHHEM PaGOTHI H COOTBETCTBYIOT OCHOBHOMY COACPKAHHIO HCCEPTALMH,
MOATBEPAAAIOTCA (HAKTHYECKAMH JIAHHBIMM M pe3y/bTaTaMu CTATHCTHYECCKOM
00paboTKH.

OdopmieHHE THCCEPTALMH COOTBETCTBYCT tpeGopanusm BAK P®, pabora
HAMHCAHA HAYYHBIM A3BIKOM, HMMEET HYETKYI0 CTPYKTyPHYIO H JIOTHHECKYIO
MOCIIeJOBATENLHOCTD B H3JI0KEHHH MaTEPHAIA.

Vmeercs HeGoIpmoe 3ameuanne mo odopmiuenmo padorel. Ee oueHb OBl
YKDacCHJM  OTHCNBHO  HANMCAHHBIC — KIMHHYCCKHE — NPHMCPEHL JBYX-TPEX

HA0IFOHAEMBIX OOJTbHBIX.
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IoaTBepskaeHue ony6/IMKOBAHHSI OCHOBHbLIX Pe3yJibTaTOB AMCCEpTALIMH
B HaY4HbIX H3aHHUSIX.

Tlony4eHHbIe B AMCCEPTAIMOHHOM HCCIEJI0BAHHH JAHHBIE OTPKEHH B 16
HeyaTHBIX PaboOT, W3 KOTOPHIX 5 B JKypHamax, pexomenmoBaHHbX BAK PO.
OGOCHOBAHHOCTh PE3YJIFTATOB PAOOTH! H MOJIyYEHHBIX BBIBOJOB MOATBEPKAACTCA
MX MHOTOKPaTHBIM 00CYXICHHEM Ha BCEPOCCHHCKHX H MEX Iy HAPOIHBIX dopymax
H B PELEH3UPYEMBIX HAYYHBIX WM3JAHWAX, COTJACOBAHHOCTBIO C JAHHBIMH PAHEC

oy OIMKOBAHHBIX PadoT.

CooTBercTBHE COAepKaHMsi aBropedepaTa OCHOBHLIM HICAM H
BbIBOJAM AMCCEPTALIHH.

Asroped)epar CONEPXKHT BCE HEOOXOJMMBIE PpAsACIbl M MONHOCTBIO
COOTBETCTBYET AMCCEPTALHH. [IpHHIMITHATBHBIX 3aMeqaHHi 10 aBropedepary H

JIUCCEPTALHH HET.

O6mas OueHKa npeacTaB/ieHHoi paboTbl MOJIOKHTEILHAS

3axioueHHe
Ilucceprammonnas  pabora MBneson Banepun Huxomaesust «Koppexuus
HapyIIEeHHH HyTPHTHBHOTO CTAaTycCa neted OONBHBIX MYKOBHCIMIO30M» ABJACTCHA
3aKOHYCHHON HAay4HO-KBATA(HKAIMOHHOH paboTOH, B KOTOPOH pemeHa
aKTyalbHAd Hay4Has 3aja4a To 0BGOCHOBAHHIO AJEKBATHOH JIHATHOCTHKH H
pa3paboTke MATOTEHETHYECKOH NHMETOTEpamiH HApYIICHHM MHTaHHA Y NeTeH,
GONMBHBIX MyKOBHCLHO30M, 4YTO HMEET CYIICCTBCHHOE 3HAYCHUE JUIA
copeMenHo# memmarpud. Ilo cBOEll AKTyalbHOCTH, HAyYHOH HOBH3HC,
IIPAKTHYECKOH 3HAYUMOCTH, METO/IOJIOTHH HCCIICAOBAHMA H yPOBHIO BHEIPEHHA
AECCEpTALM TIONHOCTBIO COOTBETCTBYET tpeboBanmsam 1. 9 «llonoxenus o
TNIOPAJKE MPHCYKACHUA Y4YEHBIX CTENEHE», YTBEPHKIEHHOIO IOCTAHOBICHHEM

IIpasutensctsa Poccuiickoit denepauu No 842 ot 24.09.2013 r., B peiaKki¥H OT
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21.04.2016 r. Ne335, mpexpABIsEMBIM K IHCCEPTAMAM HA COHCKAHHE YYEHOM
CTENEHH KaHOMZaTa Hayk, a ee asBTop, Menesa Banepua HuxonaesHa,

3aCy>KHBAET MPUCYHICHHA YYECHOHM CTEMEHH KaHIWJaTa MEIUIMHCKHX HAayK IO
cnemmansHOCTH 14.01.08 — [1emuaTpus.

OduianbHbIH ONNOHEHT

JIOKTOD MeTUIMHCKHX HayK,
npodeccop, TJIABHBIH HAy4YHBIH
COTPYAHHK JTa00pPaTOPUH I€HETHYECKOM
IMHAECMHOJIOTHH ®DenepaibHOro
roCyAapCTBEHHOTO OX0KETHOTO
Hay4yHOro  yupexxaenus  «Mezauko-

TEHETHYECKHH Hay4YHbIH LIEHTP)

Anpec:115478, r. Mocksa, yi. Mocksopese, 1
Ten.: 8(495) 111-03-03
E-mail: kashirskayanj@mail ru

CaiiT: http://www.med-gen.rw/ /
% Kammpckas Haramus FOpseBHa

«" » MQJ( 2017r.
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