OT3bIB
Ha  asropedepar auccepranmn  HoBukoBoii  Hpuubt  CepreeBHbl
«He0cTaTOYHOCTL  MHTAHHA Y TACTPOCTOMHPOBAHHBLIX NAIMEHTOB B
neHAaTPHYECKOH NPaKTHKe», TPEACTABJICHHOH HAa COHCKAaHHE YYEHOM
CTeNeHH KaHJAHJAaTa MEJIHMUHHCKHX HayK no cneumajabHoctu 3.1.21. —
IleanaTpus

ITpobnemMa HYTpPUTHBHOM NOAAEpKKH HeTel ¢ aucharvei, Mmoaydaroimmx
NMUTaHWe Yepe3 racTpoCTOMy, SBISETCS OJHOW W3 Haubollee CIOXKHBIX B
COBpPEMEHHOM IeauaTtpud. B nocnenHue rojpl yBeIMYMIOCh KOJUYECTBO JIETEH C
opodapuHreanbHoOW AucCharuedt, HYXKAAOUIMXCS B JJIUTEIBHOM SHTEPATLHOM
nocryne. Ilpu 3TOM, HECMOTps Ha CTaHAAPTU3ALUI0 XUPYPrUYeCKHUX acreKTOB
racTpOCTOMMH, BOMNPOCHI BbIOOpA MUTATENBHOTO CyOCTpaTa, peXkuMa U 0O0BEMOB
KOPMJIEHUS OCTarOTCsl HEPErIaMEHTUPOBAHHBIMM, YTO TPUBOIMT K COXPAHEHHIO
HEJOCTATOYHOCTH MUTaHUS y 3HAYUTEJbHOU YaCTH MallMeHTOB.

C no3unmi racTpo’HTEpOJIOrHH, 0CcOoO0YyI0 3HAUYUMOCTH MPEACTABISET TOT
(GaxkT, 4TO AETH C TAXKENOW HEBPOJOTMYECKOW MATOJOIMEH, COCTaBIISIOIINE
OCHOBHYIO I'PYIIly IaCTPOCTOMMPOBAHHBIX MALIUEHTOB, UMEIOT BBICOKYIO 4acTOTy
raCTPOMHTECTHHAIBHBIX ~ HApyLIeHWH — jgucdarud, ractpodsodareanbHoi
pedumokcHONH  Oone3HH, 3amopoB. B cBA3M ¢ 3TUM paspaboTka HayuyHO
00OCHOBaHHBIX TIOJIXOJOB K HYTPUTHBHOW TMOJJIEp)KKE [AHHOW KaTeropuu
MallMEHTOB  SBJSETCS, HECOMHEHHO, AaKTyaJbHOW W HUMeeT BBICOKYIO
[MPaKTUYECKYIO 3HAYUMOCTb.

Hayuynasi HOBH3HA H TeopeTHYecKasi 3HAYHMOCTh

ABTOpPOM BII€pBbIE Ha penpe3eHTaTUBHON BhIOOpKe (136 nereit) onpenenena
MCTUHHAs 4acTOTa HEAOCTATOYHOCTH MUTAHHUSI Y TaCTPOCTOMHUPOBAHHBIX JETeH —
39.7%, B Tom wuucne Tsk€no ¢opmel — 29,4%. IlokazaHo, YTO YacTtoTa
HYTPUTUBHOTO JeduilMTa HE 3aBUCUT OT JUIMTEIBHOCTH HOCHTENILCTBA
racTpOCTOMBI, YTO SIBJISIETCS BaXXHBIM KIMHMYECKHM (aKTOM, OMPOBEPrarouium
pacrnpoCTpaHEHHOE MHEHWE 00 aBTOMATMYECKOM PEILIEHMH NpOOIIEMBbI NUTaHUs
110CJi€ YCTAHOBKH I'aCTPOCTOMBI. :

BriepBbie mpoBejieHa KOMILJIEKCHAsi OLIEHKa KOMITOHEHTHOTO COCTaBa Teja
MeTonoM OuonmInieiancoMeTpun y S0 racTpoCTOMUPOBAHHBIX JeTel crapiiie 4 JeT.
BrisiBnen yHHMBepcalbHbI KaTaOONMYECKWM TATTepH: CHWXKEHHE AaKTUBHOW
KJIETOYHOM Macchl (MenauaHa aedwuiura —19,58%), xkupoBoi Maccel (—23,48%),
Oe3xupoBoil Maccel (—18,68%) u ocHoBHOro oobmena (—2,48%). ABTOpOM
yCT@HOBJIEHbI OOBEKTHBHBIE [MOPOrOBblEe 3HAYEHWsS JUIS IPOTHO3MPOBAHUS
HEJOCTATOYHOCTH MHUTAHUs: AeULMUT XUpoBod Maccel < —25% (AUC=0,722) u
gepuuut ocHoBHOro oomena < —13% (AUC=0,685). Dtu kputepuu MOryT ObITH
OrBOY BO CTI6ITIMY Myi2apasa Poconn

NucceprauiokHble coBeTbl

MpunoxeHue Ha ___——  nucrax




MCITOJIb30BAHbl B KJIMHHYE€CKOM NPAaKTUKE JUIs PaHHEro BBISBJICHHS CKPBITOM
CapKOTIEHHUH.

OcoObiit ¥HTEpEC NPENCTaBIAIOT AaHHBIE O KUIIEYHON TMPOHUIIAEMOCTH: Y
85,2% Jnierel BBISBIEH CUHJPOM MOBBIIIEHHOW KHINEYHON IPOHUIIAEMOCTH
(«IBIPSIBOrO  KHMLIEYHHKA»), NOpUYEM  YpOBeHb  (EKaIbHOrO  30HYJIMHA
CTaTUCTUYECKH 3HAYMMO 3aBUCHUT OT Tuna AueThl (p=0,034). D10 060CHOBBIBAET
HEeOOXOAMMOCTh EPCOHANM3MPOBAHHOIO TMOAXOAa K BHIOOPY ITMTATEIHLHOIO
cybcTpaTa M BKJIIOYEHUS] B PALlMOH KOMITOHEHTOB, IMOJIEPKUBAIOIIUX KUILIEYHbIH
Oapbep.

Pa3paboTaHHasi aBTOPOM MPOTHOCTHYECKAsi MOJIENb PUCKA HEIOCTATOYHOCTH
nutanus  (AUC=0,852), Bkmoyawomas  11ecTh  JAOCTYIHBIX  KIMHHUKO-
AHAMHECTHYECKHUX MPEJAUKTOPOB, UMEET BBICOKYIO MPAKTHYECKYIO IEHHOCTH IS
paHHEro BbISABIEHWS TIpynn pucka. Pa3paboTaHHBI aBTOPOM  alropuT™
JIMHAMHYECKOro HaOJNIIOJEHUsI raCTPOCTOMUPOBAHHOIO pebEHKAa OXBATBHIBAET BCE
KJIOYeBbl€ 3Tanbl HYTPUTUBHOW TMOJJEPKKU: PpACIIMPEHHBIH CKPHHHHT C
oOsi3aTenbHON OHoUMITeJTaHCOMETpHUEH, NIEPCOHATIN3UPOBAHHBIH BBIOOpP
NHUTaTeIbHOro  cybcTpara,  KOPPEKIHMIO  BBISBIEHHBIX  HApyLIEHWH U
MYJIbTHIMCUUIIMHAPHBIA KOHTPOJb. [Ipeanoxxennas mkana olueHKH BEPOSTHOCTH
cusitust  ractpoctombl  (AUC=0,960) no3Bonsier Bpadyy  0OOOCHOBAHHO
[IPOrHO3MPOBaTh  BO3MOXHOCTh IE€pexoja Ha MepopaibHOe MHWTaHWE |
NJIAaHUPOBATh CPOKU peadUITUTALIHH.

Karamuectnyeckne  nanHsle (Meamana 1,5 roma)  ybGeauTenbHO
JAeMOHCTPUPYIOT 3G (EKTUBHOCTh MpeMIOKeHHOro nomxoma: y 61,1% nereit ¢
HCXOJIHOM HEJI0CTaTOYHOCTHIO MUATAHUS CTaTycC HOpPMaJIU30BaJICS,

CaMOCTOSITENBHOE TJIOTaHWE BOCCTaHOBWIIOCH y 31,6%, racTpocTtoma ypaiieHa y
24,6%.  Ilonmy4eHHble  pe3ynabTaThl  MOATBEPXKAAIOT, YTO  MPABUIBHO
OpraHu30BaHHass HYTPUTHUBHAs IOJJIEpXKKA U aKTHBHas peaduIMTalus MOTYT
3HAYUTENBHO YJIYYIIUTh UCXO/bl Y TAHHOM TSAXKETOM KaTErOpUHM MaIlHEHTOB.

3akmouenne. [luccepranmonnas pabora HosuxoBoit Upuubel CepreeBHbI
SABJIAETCS 3aBEPIIEHHBIM HAYYHO-KBAIM(HUKALMOHHBIM HCCIIEIOBAHUEM, B KOTOPOM
Ha BBICOKOM METOJIONIOTMYECKOM YPOBHE pellleHa aKkTyaldbHas 3ajada —
pa3paboTaHbl MPOrHOCTHYECKHWE MOJENH W aAJITOPUTMBI TEPCOHATH3UPOBAHHON
HYTPUTUBHOW MOJJEPKKH JeTed c ractpocromMaMmu. [lomyueHHble pe3ysibTaThl
MMEIOT CYIIECTBEHHOE 3HAY€HHWE /ISl TMEeJHaTPUYECKOM TacTPOIHTEPOJIOTHH W
KJIMHUYECKOU MPAKTUKHU.

Ilo cBoel aKkTyalbHOCTH, HAy4YHOM HOBH3HE, TEOPETUYECKOW U
NPaKTHYECKOW  3HAYMMOCTH  JICCEpPTallMi  TOJHOCTBIO  COOTBETCTBYET
TpeboBaHuAM 1. 9 . «[lomoxeHUss O TIPUCYKIEHHUH YUYEHBIX CTENEHEN,
yTBepKAEHHOTrO 1ocraHoBieHueM [IpaButenscTBa Poccuiickoi @enepannu ot 24



centabps 2013 r. Ne 842 (B aelcCTBYyMILeW peoakiuH), TPeIbIBISEMbIM K
JMCCepTalMsIM Ha COMCKaHWe Y4E€HOM CTENeHW KaHAuAaTa MeQUIMHCKHUX HaykK, a
e€ aBTOp 3aciy’KUBaeT MPUCYKAEHUS UCKOMOM CTENEeHH 10 crieldaibHoCcTh 3.1.21.
— I'leguarpus.
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