OT3bIB
0(pHIHATBLHOIO ONIMOHEHTAa JOKTOPAa MeIUIHHCKHX HAYK, Npodeccopa
YMBEPMAHA Anexcanapa CemenoBHua,

Ha AMccepTaLHOHHYI0 padoTy Banepun Huxonaesust UBJIEBOM
«Koppekuus HapyuweHHii HyTPUTHBHOIO CTAaTyCAa JAeTeil, 601bHbIX
MYKOBHCUHI030M», IPEACTABJICHHYIO HA CONCKAaHHe YYeHOH cTeneHu
KaHAHIaTa MeIHLUHCKUX HAYK No cnenuaJbHocTH 14.01.08 - neqnatpust

AKTYa/IbHOCTb T€Mbl HCCJIeJ0BAHHSA

Huccepranus Vsnesoit Banepuu HukonaeBHbl «Koppekuus HapylIeHUH
HYTPUTUBHOIO CTaryca JeTed, OOJbHBIX MYKOBHUCLUUAO30M»  IIOCBSILEHA
aKTyaJbHOW 3aJaye — IMOBBIILEHUIO 3((EKTUBHOCTH Tepanuu AeTed, OONbHBIX
MyKOBUCLMJIO030M. B HayuyHBIX HCCIE[OBaHMUSIX IIOCIEIHUX JeT OoJIblIoe
BHMMaHHE yJenseTcs mpobiieMe HapylIeHUH MUTaHUsI U Pa3IuyHON MaTOJIOTUH,
B CBSI3U C T€M, 4YTO TPO(PUUECKHUE PacCTPONUCTBA YXyALIAIOT TeYeHHe 3a0oneBaHUN
U CYLIECTBEHHO CHUXAIOT 3()(h)eKTUBHOCTE MMPOBOAMMOTO JICUCHHSI.

HyTpuTHuBHas HEZOCTaTOYHOCTh y AeTeH C MyKOBHUCIHMIO30M IPUBOAUT K
Pa3BUTUIO BBIP@XEHHBIX MeTa0OJNYeCKUX HapyLIeHWH, 4TO B CBOIO Ouepelb
ycyryonser TtedyeHue 3aboneBaHus. OOHMM M3 BAXHBIX IPUHLHUIOB JIEUEHUS
MYKOBHCLIUI03a Hapsly C IAQTOM€HETHYECKOH Tepanueid sBISETCS KOPPEKLHUs
HYTPUTHUBHOIO Je(ULUTA, YTO AUKTYeT HEOOXOAUMOCTh pa3paboTKU airOpuTMOB
JUarHOCTUKM U KOPPEKLHMHU BBIABISEMBIX HapylleHHWH mnurtaHus. J[letn c
HEJIOCTaTOYHOCTBIO NMUTAHUS, Pa3BUBAIOLLEICS IPU MyKOBHCLU03€, HyXIAKOTCS
B CBOEBPEMEHHON KOPPEKLHUU pallMOHa MUTaHUS, B TOM YUCJE C UCIOIb30BaHUEM
CIELIMATIM3UPOBAHHBIX COAJIaHCUPOBAHHBIX CMeced MJisi SHTEpalIbHOTO IMUTaHMS,
KOTOpBIE B MaJIOM o0beMe coaepxkar TpedyeMoe peOeHKY KOJIHMYECTBO IHILEBBIX
BEILIECTB U SHEPTHHU.

AxrtyanpHOCTh  Tembl, u30OpanHod B.H. IBneBo#i, o00ycioBieHa
HEOOXOOMMOCTBIO COBEPLICHCTBOBAHUSI MEPCOHATM3UPOBAHHBIX IOAXOAOB K
JIMarHOCTHKE U JIEUEHHUIO JETeH ¢ MyKOBHCLUIO30M, 00S3aTENbHBIM 3JIEMEHTOM

KOTOPOTO BBICTYITACT AUETOTECPAIIHAL.



CreneHb 000CHOBAaHHOCTH HAYYHBIX MOJIOKEHHIA,

BbIBOJOB H PEKOMeHJalHii, cOPMYTHPOBAHHBIX B AUCCEPTALHH,

HX JOCTOBEPHOCTH H HAYYHAsI HOBHU3HA

Hucceptant KBaTU(ULIUPOBAHHO chopMynupoBaa Leb
OUCCEPTAlIMOHHOTO  MCCIIEJOBAHMs,  3aK/IIOYAIOIIYIOCS B ITOBBIIICHHH
3((EeKTUBHOCTH Tepanuu JeTel, GONBHBIX MyKOBHCLMIO30M, IyTEM IIPUMEHEHHsI
JOTIOTHUTENIbHON DHTEpaIbHOU KOppeKUHH. J[JIs JOCTHIKEHUSI TTOCTaBJIEHHOM 1EIH
aBTOPOM IIOCTaBJIEHbl 4 KOHKpeTHble 3amaud. J{u3aiiH paboThI IpeaycMaTpHUBal
NPUMEHEHHE IIUPOKOI0 CIEKTPa COBPEMEHHBIX HMH()OPMATHUBHBIX METOJIOB,
aleKBaTHBIX  JUId  pelleHWs IOCTaBleHHBIX 3amad. [lpumeHsiemble B
OUCCEPTALIMOHHOM HCCJIEJOBAHUM METOJABl pEelIeHHs] B IPOLIECCE BBIMTOJHEHHUS
paboTel COBPEMEHHBI M aJeKBAaTHBI MMOCTABJIEHHOM LeNd. DTO JaeT OCHOBAHHUE
NPU3HATh KOHKPETHEIE PE3YJIbTaThl U CAENaHHble aBTOPOM 3aKJIIOYEHHS U BBIBOJIBI
J0CTaTO4YHO OOOCHOBAaHHBIMU M JOCTOBEPHBIMH.

B pabote BnepBble poBeieHa KOMIUIEKCHAS OLIEHKA HYTPUTHBHOI'O CTAaTyca
aered oT 3-X no 15 ner, OONBHBIX MYKOBHCIHIO30M, BKJIIOYAIOIas aHaJIH3
aHTPOITIOMETPUYECKUX HHIEKCOB, OMOXUMHUYECKUX TMOKa3zaTejaed u (HhaKTUIeCKOro
nuTtaHus geted. IlpencraBneHHas aBTOpoM IuccepTallMOHHas paboTa SIBISETCS
IPOJYMAaHHBIM M TILATENBHO CIUIAHWUPOBAHHBIM HCCIIEIOBAaHUEM, BBITOJIHEHHBIM
Ha 3HAQYUMOM HAy4YHOM U METOJUYECKOM YpOBHe. YUHUTHIBasS PEIKOCTb
MCCIIElyeMOH MaToNOTUU, 00beM KIMHUYECKUX HCCIeIOBaHWM B PeLleH3UPyeMOi
IMCCepTaloHHOW  pabGoTte (69 OONBHBIX) OOCTATOYEH Ui IOJyYEHHS
pernpe3eHTaTUBHBIX pe3ynbTaTtoB. [IpeasoskeHHass aBTOPOM METOIMKA OLICHKH
HYTPUTHUBHOI'O CTaryca AeTed, OOJbHBIX MyKOBHCIIHI030M IIPOCTa M JIOCTYITHA B
UCIIOJIHEHUH, YOEeIUTeNbHO HH(GOpMATHBHA M TMO3BOJSET OOBEKTHBHO PEIINTH
3a7la4yd OLIEHKH HYTPUTHUBHBIX PAacCTPOWCTB MpH MyKoBHcuumo3e. [lonyueHHbIe

PE3YJIbTATEI O6pa60TaHI>I C TIOMOLIBKO AaKTYyaJbHBIX METOHNOB CTAaTHUCTHYCCKOI'O



aHalln3a C HCIIOIb30BAHUEM COBPEMEHHOM KOMIIBIOTEPHOM TEXHHKH U IIAKETOB
IPHUKJIaJHEIX IPOrPaMM.

Briepssle y manMEeHTOB ¢ MyKOBHCLHMIO30M MpPOBEJEHO OIpeeieHHe
CTCIICHU 6GHKOBO-3HepFeTI/ILIeCK0ﬁ HEOOCTATOYHOCTH U COCTaBJIEH panuoH
MATAaHUS C MIOMOIIBIO pa3pabOTaHHOM JMCCEPTAHTOM KOMIIBIOTEPHOM MPOrpaMMEI
«KoMIUTeKCHas CHCTeMa OLEHKH OeNKOBO-3HEPreTHUeCKOH HeIOCTATOYHOCTH U
pacueT ONTUMAIBHON TUETOTEpaNuy AeTel, GONBbHBIX MYKOBHUCIMI030M.

Oco0eHHOCTBIO PabOTHI SABNSETCST KOMIUIEKCHAS! OIEHKa HyTPHTHBHOTO
cTatyca  jeTed,  OONBHBIX ~ MYyKOBHCLHMAO30OM.  IlpuBeleH  anroput™
AUETOJNIOTUIECKOH KOPPEKUHH OeNKOBO-OHEPreTHYSCKOM HEJOCTATOYHOCTH Y
AETeH ¢ MyKOBUCLMI030M, BO3HHKAIOIIEH Ha ()OHE XPOHMIECKOH HHTOKCUKALINH K
CHHIPOMa MabaOCcopOIuy.

[lomy4eHbl  BaxkHBIE — NaHHBIE, COCTaBISIONIME  HAYYHYIO HOBU3HY
AUCCEPTALMOHHON pabOThl, MO3BOJSIONINE YCTAHOBHTH GMOXMMHYECKHH MapKep
0eIKOBO-OHEPreTHIECKOl HEJOCTATOYHOCTH Y JeTel, GONBHBIX MYKOBHCLHIO30M
— KOPOTKOXMBYIIMA O€NOK CBIBODOTKH KpOBH (TpaHcheppuH), W II0Ka3aTb
HE/I0CTaTOYHOCTh TPaAULIMOHHOW OLIEHKH BUCLEPAIBHOIO IyJsa OejKa Mo yPOBHIO
obwero mpoTeMHa u anb0yMHHA.  ABTOPOM OGOCHOBaHA HEOOXOMMMOCTb
NPUMEHCHUsT TpaHC(pepprhHa B KOMIUIEKCHOM OIEHKE CTENeHH OeIKOBO-
SHEPreTHIeCcKOl HeIOCTATOYHOCTH Y AeTell, GONBHBIX MyKOBHCIIHA030M.

IlpoBenena omenka ©  JokasaHa  KIMHMYeCKas  5()(PEKTHBHOCTb
OTe4YeCTBEHHOU cMecH «HyTpusH-cTaHmapT» IUIsl 9HTEPAJbHON KOPPEKLUH IIPH
BKJIIOYCHHH €€ B 0a3sHCHyIO JUETOTepaNuio jAeTei, GONBHBIX MYKOBHCIHIO30M.
IIponeMOHCTPUPOBAHO  ITONOXKHUTEIBHOE BIMSHHE JUIATENHHOrO IIPUMEHEHHS
AAHHOrO  MPOAYKTa B  OTHOIIEHHM KOPPEKLUUH OEeIKOBO-3HEPreTHYECKOi
HEOCTATOYHOCTH, YaCTOTBI M TSKECTH OOOCTPEHHH MYKOBHCLHI03a Y IETEH.

OGOCHOBaHHOCTH M JOCTOBEPHOCTH pe3yJbTAaTOB, MONy4eHHbIXx B.H.
VB1eBOi, ONMpeneNsioTCs COBPEMEHHbBIM HayYHO-METOIMYECKIAM yPOBHEM paboThl

U JOCTAaTOYHBIM 00BEMOM MaT€pHaJIOB HCCJICAOBaHU. Hcnonp3oBaHHBIE B pa60Te
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JaHHble J1a0OPAaTOPHO-UHCTPYMEHTAIBHBIX HCCIIEAOBAHUM IOJyY4eHbl aBTOPOM
NPUHATBIMA ~ JOMAarHOCTHYECKUMU  MeToAaMd  Ha  cepTU(hULHUPOBAHHOM
obopynoBanuu. CTaTHCTHYECKHM aHaIW3 MaHHBIX, BBIOpAHHBIE UL JTOrO
napaMeTpsl U METOIWKH,  BKJIIOUass  METONLl  MapaMeTpUyeckol |
HerapaMeTpU4YecKou CTaTUCTHUKH, JOCTAaTOYHBI IUTS1 MOJTYYEHUS

ApryMEHTHPOBaHHBIX BEIBOJOB.

3Ha4YNMOCTDb JISl HAYKH H NPAKTHKH Pe3yJIbTATOB IHCCEPTALHH
H KOHKpPeTHbIe MyTH HCMOJb30BaHHS

HuccepranuonHas pabora Ueneodt B.H. mmeer Oonbliyio HaydHyiO U
IIPaKTUYECKYI0 3HA4YUMOCTh. PaszpaboTaHHass aBTOpOM KOMIUIEKCHash METOJHKa
ONpEeNeNIeHUs]  CTENEeHW OeIKOBO-OHEePreTHYecKOW HeIOCTATOYHOCTH, JlaeT
BO3MOXXHOCTb B TIOJJHOM OOBEME OLIEHUTH CTeNeHb NehHUIUTa MUTAHUS y AeTel,
OOJBHBIX ~ MYKOBHCLHZO30M, H© C(OPMHPOBATH  ONTHMAIBHBIM  BapHaHT
OUEeTOTeparuu.

PazpaboTanHass aBTOpoM KOMIbIOTepHass mporpamMma «KomruiekcHas
CHCTEMa OLIEHKH OelKOBO-3HEPreTHUECKOW HEeIOCTATOYHOCTH M pacyer
ONTUMAJILHOM JMeTOTepanuu JeTeil, OOJBHBIX MYKOBHCLHIO30M» MOXET
MCIIOJIb30BAThCS JJIsl OLICHKU CTEIeHU OeIKOBO-3HEPreTHYECKON HeIOCTATOUHOCTH
M COCTaBJIEHHUS PallMOHA IMUTAHUS HE TOJBKO B CIIELHUATU3UPOBAHHBIX LIEHTPaX I10
U3YYCHHIO MYKOBHCIH103a, HO U [IPHU pacueTe AUETOTeparuu AeTel, CTpaJarolinX
neQUIUTOM IUTaHUS MIPH JIF0O00H COMAaTHUECKOMN ITaTOJIOTHH.

[TonyyeHHple aBTOPOM  pe3yJbTaThl IPHUMEHEHUS  JOIOJHHUTEILHOIO
nuraHust — cMmecu «HyTpusH-cTaHmapT» NO3BONSIOT pPEKOMEHIOBATh JAaHHBIM
OTCUECTBEHHBIM MPOLYKT OSHTEPAJIbHOW KOPPEKUMH [UIs JHETOTEPalid IIpH
0eNIKOBO-3HEPreTHUECKON HETOCTATOUHOCTH y IeTel, GOIBHBIX MYKOBHCIIHI030M.
[IpoBeneHHOE HCCleNOBaHHE MOKA3al0 LENeCOO0Pa3sHOCTh BHEAPEHUS €ro

pe3yJbTaTOB B AEATENLHOCTD JIeUeOHO-NIPO(QUITAKTHIECKUX YUPEK ACHHUH.



OO6wasn xapakTepucTika paGoThl U OLEHKA 3aBEPILIEHHOCTH
AHCCEPTALHHU B LEJIOM

Kanmunatckas muccepranms Msnesoit B.H. Hamwmcana mo KJIaCCUYECKOMY
IIaHy, u3noxkeHa Ha 117 crpaHuWmax MAaIIMHOMMCHOTO TEKCTAa U COCTOUT U3
BBE/ICHUs, 0030pa JMTepaTypsl, [7aBbl OINWCAHHS MAaTEpPHAOB M METOJOB
UCCIIEI0OBaHUs, TJIaBbl  Pe3yJIbTaTOB  MCCIENOBAHHUS, IJIaBBl  OIUCAHUS
KOMITBIOTEPHOH [TPOrpaMMBI pacyeTa MEHIO al[MeHTaM ¢ MyKOBHUCIIMI030M, IJIaBbI
00CyX/IeHHsI Pe3yNIbTAaTOB, BHIBOJIOB M MPAaKTHYECKMX peKoMeHmarmi. CIHCOK
matepatyphl BKroyaet 200 uctounukos (120 otevyectBeHHBIX U 80 3apyOesKHBIX
myOnuKauumii). Pabota comepiKUT HOCTATOYHOE KOJHYECTBO PUCYHKOB M TaGIHLL,
IO3BOJIAIOIIMX B HATTISIIHOM (pOpMeE NPECTaBUTh Pe3yJIbTAaThl UCCIIEN0BAHMUA.

BEIBOZBI  TONHOCTBIO — OTpaXkaroT — 3agaud, CQOPMYIMPOBAHHEIE B
AUCCEPTAllMM, a CJIEJOBAaHHE IIPAKTUYECKUM PEKOMEHIALUSIM, H3JI0KEHHBIM B
paboTe, I03BONSET AOCTHYH IOCTAaBIeHHOH wuenn. OhopMIeHHe NHCCepTaLHH
cooTBeTcTBYET TpeboBanusiM BAK POD.

ITo/1HOTA M3J10/KeHHsI OCHOBHBIX Pe3yJIbTATOB AHCCEPTALMH B HAYYHBIX
H3aHusix. [Tomydyennsle B muccepTalliOHHOM HCCIIEJOBAaHUM JaHHBIE OTPaXKEHBI B
16 mybmukanusx, M3 HHX 5 — B Hay4HBIX pelEH3UPYyeMBIX H3NaHHsX,
pexomeHoBanHbix BAK  P®. Pesynpratel pabGoTel  oOcyxaanuchk  Ha
KOH(EpEeHUUAX pPa3IMYHOTO YpPOBHs. ABTOpedepaT AMCCepTALHH M IedaTHbIE
pabOTBI  MOJHOCTBIO ~ OTP@XAIOT OCHOBHBIE TMOJIOKEHHS M  Pe3yIbTarhl
IIPOBEJIEHHOT'O UCCIIEIOBaHUS.

[IpuHUMNMANBHEIX 3aMeYaHHil 10 aBropedepaTy W JMCCEpPTallMH HeT.
OO01w1as oleHKa MpeCTaBIeHHOM paboThI TOJI0KUTENIbHAS.

3akio4eHue

Huccepraunonnas pabora Mpnesoit Banepuun Hukonaesusl «Koppekuus
HAapyUICHH# HYTPUTUBHOIO CTaTyca JeTeil OONBHBIX MYKOBHCLHZO30MY,
NPEICTaBICHHAs Ha COMCKaHHWE YYEHOW CTEIeHH KaHAWAaTa MEeIULMHCKHX Hayk,

SIBJISIETCSl 3aKOHYEHHOM HAay4yHO - KBaJIM(QUKALMOHHONW paboToi, B KOTOPOIi
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CONCPXKHUTCA PCIICHHE AaKTyaJbHOH Hay4HOH 3aJa4yd 110 COBEpPIIEHCTBOBAHHIO
AVATHOCTHKY HapyLICHWH MUTaHUs y JeTel, GOMbHBIX MyKOBHCIIMAO30M, a TAaKKe
pa3paboTKa MeTO/1a ONTHMANIBHON KOPPEKIHH HapyLICHHUI HYTPUTHBHOTO CTaTyca
lieTelt OOJBHBIX MYKOBHCIMIO30M, YTO MMEET BAaKHOE MPAKTHYeCKOe 3HAYCHHE
JUIS IeAUaTPHH.

Ilo cBoel aKTyanpHOCTH, HaydYHOIl HOBH3HE, TEOPETUYECKOH H
MPAaKTUYECKOH 3HAYMMOCTH, TOCTOBEPHOCTH MOJyYEHHBIX Pe3y/IbTATOB U MOJHOTE
U3JI0XKEHHST MAaTepUaAJIOB IUCCEPTALUK B pabOTax, OMyOIMKOBAHHEIX COMCKATENeM,
AuCCepTalMOHHas paboTa COOTBETCTBYeT TpeGoBaHMsM M. 9 «I[loNoXkeHHs o
IOPAIKE TPUCYIKACHHUS YUYEHBIX CTEINEHEW», YTBEPIKAEHHOrO IOCTAHOBJIEHHEM
IIpaButenscta Poccuiickoit ®eneparmu Ne 842 ot 24.09.2013 r., B penakuuu oT
21.04.2016 r. Ne335, npenbsBIsSEMBbIM K IUCCEpPTALHSIM HA COMCKAHHE YYEHOMU
CTCNICHHM KaHAWAaTa HayK, a e€ asrop, lBneBa Banepus HukonaesHa,
3aCIIyXXUBACT TIPUCYKACHUS YUCHOU CTENEHH KaHAMAATa MeIUIMHCKUAX HAyK I10

cnequanbHocTd 14.01.08 — [Menguatpus.

OQuunanpHelii  ONIOHEHT, MOOKTOp MEIHLHHCKHX Hayk, mpodeccop,
npodeccop Kadeapbl rOCIUTAIBHOM MeUaTpU U HEOHATONOTMH DenepanpHOro
rOCY1apCTBEHHOTO  OIOJDKETHOrO  00pa30BaTeNbHOrO  yUPEXACHHS  BBICIIErO
obpasoBanusi «CapaToBckuii FocyllapCTBeHHLII/I MEIMUUHCKUN YHHUBEPCUTET
umenn B.M. Pasymosckorgy MuHucrepeTBa 31paBoOXpaHeHHs Poccmiickoi
Oenepanuu

‘“—“7 Oiibepman Anekcannp CeMeHOBHY

IMoanuce nokropa MGIII/ILII/IHCKI/IX HayK npodeccopa Ditbepmana A.C.,
«3aBepsIoy:

YueHblif cekperapp YueHOro cogq;l;@,, ®I'bOY BO «CaparoBckuii
FOCYJapCTBEHHBIM MEIULIMHCKHUI yH }?ﬁﬁweT ﬁM,eHI/I B.1. PasymoBckoro»
Munncrepcrsa 3apaBooxpanenus Po CDeziepaiwn JOKTOP MEIULIUHCKHX
HayK, JOLIEHT tral
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