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AKTYaJlbHOCTb TeMbl JIMCCEPTAIIMOHHOIO  WCCICI0BAHMS  HC  BbI3bIBACT
COMHEHHMI. B mnocsiesHue rofbl 4ucsio JeTei ¢ aucdarver, Hyx1alouuxcs B
JUIMTEIHOM DHTEPAJILHOM [HWTAHWKM 4Yepe3 racTpOCTOMY, HEYKJIOHHO pacTer.
HecMOTps Ha WIMPOKOE BHEIPEHHE YPECKOKHOM YHJOCKOMUUYECKON racTpOCTOMUH
B [E/IMATPUUECKY IO TIPAKTHKY, BOIIPOCHI HY TPUTHBHOH MOJJICPKKH YTHX MALHCHTOB
OCTAlOTCSl HEL0CTATOYHO pel“.ﬂaMeHTl/leOBaHHblMl/l. Boicokasi uyactora OeIKOBO-
YHEPreTHUECKOM HEJOCTATOUHOCTH Y racTPOCTOMUPOBAHHBIX jgeter (no AaHHbIM
aropa — 10 40% B OTAAJICHHOM MEPHOJIC) CBHIETEILCTBYCT O HeYDPEKTUBHOCTH
IMIIMPUUECKUX TOJXOL0B K jaueTorepannu. [1peicTaBieHHoe JrccepTalionHOC
ncese0BaHme, MOCBALIEHHOE BbISBICHUIO (PAKTOPOB pPUCKA, COBEPLICHCTBOBAHHIO
JMArHOCTUKK W pa3paboTKe MEPCOHAIN3MPOBAHHBIX AJrOPUTMOB HYTPHUTHBHOM
KOPPEKLIMK Y ITOH CIIOKHON KATErOpUK MAIMEHTOB, ABIACTCS CBOCBPEMCHHLIM H
Hay4yHO 000CHOBAHHbIM.

[lenb M 3aaud  MCCIE10BaHMs CHOPMYJIIMPOBAHBI  HETKO M JIOTHYHO.
MeToio0orusi paboThl HOCUT KOMIUIEKCHBIH XapakTep M BKJIOYACT KIMHMKO-
AHAMHECTUYECKHH, AHTPOTIOMETPUUECKUH (c pac4yeTom Z-score),
HHCTpyMeHTaIbHbIA  (Ononmnenancomerpus,  DIJIC, Y3U), naboparopHbli
(KJIMHAYECKHI 1 OMOXMMHYECKHI aHAJIM3bl KPOBH, OLICHKA MHKpOOHOMa METOJIOM
16S pPHK-cexkBenupoBaHus, ra3oBoM XpOMaTO-MacC-CrNeKTPOMETPUH,
orpejiesienre  PEKAILHOrO  30HYJAWHA)  METOABbL.  KOPPEKTHO  BbIMOJIHCHHASA
crarucThyeckas o0padoTka 1aHHbIX (Hénap"aMeTpnqecxue kpurepun, ROC-ananus,
JlorucTHUECKas  perpeccus)  o0OecrneuyMBacT - JIOCTOBEPHOCTL  MOJYHCHHbIX
pesyabraroB.  Jluzakin  MccieloBaHu (peTpOCTEKTHBHO-NPOCIIEKTUBHBIR, €
BIUIIOYEHHEM 136 NalMeHTOB M KaTaMHECTHUECKUM  HaOJIIOACHUEM 1,5 roja)
aJIEKBATEH MOCTABJICHHBIM 3a/1a4am.

Hayunass HOBM3HA HWCCJICOBAHUS HE BbI3bIBACT COMHEHMH. BriepBbie
OrpeieNieHa 4acToTa HeIOCTAaTOYHOCTH MUTAHKUs Y JIETEH-HOCHTEICH racTpOCTOMBI

(39,7%) n ycraHoBjaeHbl €€ MOJIMDUILMPYEMDbIC H HeMOﬂl/lcpyJLLJ_/_lpy_eAMHb_l?f:_ngeﬂnKTopbl
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(CHHAPOM 3aJIep)KKH Pa3sBUTHs MU0, Tshkeslas HEL0CTaTOYHOCTb MUTaHWA Ha
MOMEHT YCTAHOBKHM TacTpPOCTOMbI, COMArHyeckas MaroJoris Marepy, NePEKTbI
KOpMJIGHHS, 4acThle aHTMOMOTHKK). Bnepsbic ¢ MOMOLIbIO 16S pPHK-
CEeKBEHUPOBAHHMS OXapaKTepPU30BaH MMKPOOMOM Kellylka y OSTHUX [MalHCHTOB |
JOKa3aHa ero CBs3b C HYTPUTHBHBIM crarycom: uHjaekc lllennona >1,383
[MPOTHO3MPYET YAOBICTBOPHUTENLHOE HTAHKE, & UINTEJILHOE CTOSIHUE racTpOCTOMBI
yeyry6asier 1uc6nos. Briepsbie y racTpOCTOMUPOBaHHbBIX ICTEH OLCHEHA KHLLIeHHas
NPOHUIAEMOCTD 110 YPOBHIO (BEKaILHOIO 30HYJIHHA U 10Ka3aHa ¢€ CBA3b ¢ THIOM
amethl. Ha ocHoBe MHOroakrtopHoro asajiusa pazpadoraHbl OpPHIMHAJIbHBIC
MPOTHOCTHYECKUE MOJIEIM PUCKA HEJ0CTATOYHOCTH [MHTAHHUA (AUC=0,852) u
BEPOSITHOCTH CHATHSI raCTPOCTOMBbI (AUC=0,960), a Tarxe npakTuyeckas daibHas
[KaJja JUisl OLLEHKH YTUX HCXOJ10B. '

TeopeTnueckas W NpakTHYECKas 3HAYMMOCTL paboThl BbICOKA. PacuiMpeHbl
npeACcTaBlIeHHUs! 0 naroreHese HYTPUTHUBHOM HEJIOCTATOYHOCTH y
aCcTPOCTOMHPOBAHHBIX JIeTell, 00OCHOBaHA pOJIb  MUKPOOMOTBI Kejlyka 1
KdlIeYHOM npoHuiaeMoct. Paspaboran W BHEJPEH aJTOPHTM JIMHAMHYECKOTO
HAOMIONCHHMSI, BKJIIOUAIOLMH  yrIyOJIeHHbIH CKPUHHMHI, OHOMMIIE/IaHCOMETPHIO,
MepCOHAIM3UPOBAHHbBIM BLIOOP DHTEPAIBLHOTO MUTAHMS, KOPPEKIIMIO aucbuosa u
AKTUBHYIO peabunTalnio moranus. DHPEKTUBHOCTL MOAXOAA MOATBCPK/ICHA B
karamHese: y 61,1% jereit ¢ UCXOIHOH HEJ0CTATOYHOCTBIO MTMTaHKs JIOCTUIHYTA
HOpMaJIM3allksl HyTPUTHBHOTO cTaryca, y 31,6% BOCCTAHOBJICHO CaMOCTOATE/ILHOC
rortanue, y 24,6% ractpocTomMa yaajieHa.

[To Teme auccepraliiy onyGnmuKkoBaHo 14 neyatHbix padoT, U3 HUX 9 cratei B
peLieH3MpYEMbIX JKypHaIax, pekomeriosantbix BAK (B ToM uucie 4 — B Scopus, 3
— B kypHanax kareropuu K1), nojyueHo 2 mareHta u 2 CBHICTEILCTBA O
perucTpanuu 0asbl JaHHbIX. Pesynbrarsl anpoOHpoBaHbl Ha BCEPOCCUMCKUX M
M@ /1y HApOJIHbIX KOHIpeccax. .

[MpUHUMOMAIBHBIX — 3aMeYaHuii K COJepkaHuio — aBropedepara  HET.
OdopmiieHHe  COOTBETCTBYET — TPEOOBAHMSAM,  BbIBOAbI M MPAKTHYCCKUC
peKoMeHaluK 000CHOBAHBI. 7
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Aropedepar jwccepraunn  Hosukosoi  Mpunbi  CepreesHbl  Ha  TeMmy
«HemocTarouHoCTh  MUTAHWS Yy IacTPOCTOMHMPOBAHHBLIX  MALMEHTOB B
MeAMaTpPUUECcKoll MpAaKTHKE» MOIHOCTBIO COOTBETCTBYET TPEOOBAHMAM II. 9

«[TonokeHuss O  NPUCYKACHHM  YUEHBIX  CTEMCHEH»,  YTBEPKACHHOTO



[Mocranosnenuem Ipasurensersa Poceniickoit ®enepattm ot 24.09.2013 1. Ne 842
(¢ M3MEHEHWSIMM W JIOTIOJIHEHUSIMU), TPEABABJISICMbIM K JIACCEPTALMAM  Ha
COMCKAHHME YYCHOM CTENeHM KaHauaara MEJMIMHCKMX Hayk, a eE aBrop
3aC/1y)KMBACT TMPHUCYXKJICHHSA WCKOMOW CTENEHW 10 CHEUHAIbHOCTH F1.2) =

neanarpust.

3ape/ylomias kadeapoi neanaTpum ededHoro dakysbrera
CaMapKaH/ICKOTO IroCy1apCTBEHHOIO MEJIMIIMHCKOTO YHUBEPCHTETA,

JIOKTOP MEJIMIIMHCKUX Hayk, nmpodeccop )1%
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