SAK/IIOYEHUE
coBera no 3ammre auccepraumi J[ 03.10.01 mpu rocynapcTBEHHOM y4YPEXICHHH «PecmyOnukaHCKHA Hay4HO-
TPAKTUYECKH LEHTP HEBPOJIOTHH M HEHpOXMpyprim» MUHHCTEpPCTBA 31PaBOOXPaHCHU Pecrry6nuxu benapyce 1o
JuccepTanuonHoit pabotke Kynukosoit CpernaHsl JIOHHAOBHBI «OIMICNICHA Yy JHeTed ¢ MaJibopMaLMAMH
KOPKOBOrO pa3BMTHSl M TEHETHYECKMMH OONE3HAMM: [MAarHOCTHKA, JIEUEHHE, COMNYTCTBYIOLIME HapyIICHH:
HEHPOIICHXUUECKOTO PA3BUTHS.

CrnennanbHOCTh H OTPAC/Ib HAYKH, 0 KOTOPOii NPHCY3KA2€eTCsl HCKOMAasi y4eHasl CTeleHb.

Tucceprauua Kymukosoit C.JL., npeacTaBieHHas Ha COMCKAHUE Y4EHON CTEeNeHH JIOKTOPa MENULMHCKUX HayK,
cootBercTByeT chenuanbHoctd 14.01.11 — HepBHble OONIe3HH, OTpacid «MEIWLMHCKHE HAYKu», SBIACTCA
3aKOHUEHHOM KBanM(HUKAMOHHON Hay4HOH pabOTOH, BEITIOJIHEHHON aBTOPOM CaMOCTOATEIBHO.

Hayunblii BKJIaJ cOMCKATeNsl B pa3paGoTKy Hay4Hoii mpoGjemMbl ¢ OLEHKOil 3HAUMMOCTH. Pe3ysbTarhl
JMCCEPTALMOHHOTO HCCIENOBAHMS. BHOCAT CYIIECTBEHHBIH BKJal B pELICHHE BaXKHOH HAy4HO-TIPaKTHYECKOH
npo6JieMbl MOBBILIEHHST KAauecTBa IMATHOCTHKH W JIEYeHHs [eTed ¢ dapmakopesucTeHTHOH snuiencuel (OPI);
STIMMIETNICHH TP Matb(opMamusx kopkooro paseutusi (MKP), MOHOrEHHBIX M XPOMOCOMHBIX GONE3HAX. Hzyuensl
sTHosIOrHYeckye hakTopsl P y meteid. OnpeleseH KOMIUIEKC NPH3HAKOB, MO3BOJIMIOLIMH NPOrHO3UPOBATh HATH'HE
CTPYKTYDHOM NATOJIOTMH MO3ra. BriepBble yCTaHOBJEHBI TCHBI, MYTallMd B KOTOPBIX SBIIAIOTCA npuuuHoH 50%
CllyyaeB MOHOTEHHOU 3Tuyiencuy B Benapycu. BrlsBieHa 4acToTa BCTPe4aeMOCTH HapyLICHUH HEHPONCHXMYECKOro
pa3sBUTHS ¥ pa3pabOTaHbl CTATHCTHYECKHE MOJENH, MO3BOJIOLINE NPOrHO3WPOBATH KOTHUTHBHBIC HADYIICHHA H
paccTpoHcTBO ayTucTiyeckoro crekrpa npu MKP v reHeTHueckod SMHIIETICHH. BrepBrie npoaHalIu3HpOBaHa
5heKTHBHOCTE XMPYPIHUECKOTO JIGUEHHS SMUIIENCHH Y JieTell ¢ (OKaIbHOH KOPTHKaNIbHOH mucriasueil B benapycu,
MOKa3aHa TeparneBTHYECKas COTIOCTABUMOCTb KETOTeHHOM AMeThI H CTUMYJIALMK 61Ty KIarOLero HepBa y IeTeH ¢ OPO.

®opMyIHPOBKA KOHKPETHBIX HAYYHBIX pe3y/bTAaTOB (C yKasaHHEM HX HOBH3HBI M MpaKTHYeCKOIi
3HAYMMOCTH), 32 KOTOpbIe COMCKATENI0 MOKET GbITh NMpHCYAIeHA yueHas CTeleHb. XONAaTaHCTBOBATH NEpel
BAK Benapycu O MPUCY)KA€HHH YYEHOH CTENEHH JOKTOpa MEIHUMHCKHMX HayK IO CreLHalbHOCTH 14.01.11 —
HepaHele GonesHu Kysmukosoit C.JI. 3a HOBBIE HayuHble pe3y/bTaThbl, MOJy4YEHHBIC Ha GONBLIOM KJIMHHYECKOM
marepuane (287 nauuentos ¢ ®PJ, 115 — ¢ MKP, 123 — ¢ reHeTH4IeCKOH snuiencueil), BKIOYaroLue:

e yCTAaHOBJEHHME OSTHOJOrWYeckux ¢akropop @OPD y nered W ompeneneHWe KOMIUIEKCa TIPH3HAKOB,
TI03BOJIAIOIIETO MPOrHO3UPOBATh HAJIMYHE CTPYKTYPHOM MATOJIOrMH MO3ra ¢ BEPOATHOCTBIO 79% (AUC=0,79+0,027
[95% JIIH: 0,73-0,84], p<0.001);

o  JI0KA3ATENBCTBO BIIHMSHHS OCOGEHHOETell TeueHHs SIMIIENCHH Ha KOTHUTHBHBIE GyHKumuu y aetedt ¢ MKP u
YCTAHOBJIEHHE KJIMHHUYECKHX, 3NEKTpodHUedanorpadpueckux W HEHPOBU3YalM3aUMOHHBIX JAHHBIX, IO3BOJIAIOLIMX
TIPOrHO3UPOBATH Pa3BUTHE y HUX KOTHHTHBHBIX Hapymenui (AUC=0,88+0,03 [95% IU: 0,82-0.95], p<0.001);

e OmpeleNeHHe YacTOThl PacCTPOMCTBA AayTUCTHYECKOTO CIEKTpa (20.7%) npu MKP u ero cBsA3u C THUIIOM
manshopmamuu  (p<0.001), muxpouedanueir (p=0,006), BozpacToM [eOIOTa SHUIETICHU (p<0.001), wacToTOM
npuctynos (p<0.001), cuxmpomom HH(aHTHIBHBIX crmasmoB (p<0.001), smuienTHYECKUM CTAaTyCOM (p=0.012),
dapmakopesuctentHocTbio (p<0.001), muddysHo# smunenTihopMHOH aKTHBHOCTBIO (p=0,002), KOTHMUTHBHBIMU
(p<0.001) u neurarensupiMU (p<0.001) HapymeHHAMH;

o ycraHoBieHHe 3D(MEKTHBHOCTH XWPYPrHYECKOrO JIEYeHHs OSIHIENCHH MpH  (oKaTbHOH KOPTHUKAJIbHOM
nucriaskn B Benapycu B Buzie mocTikenns nexona Engel 1y 59% neteit u Hay4HOe 060CHOBaHHE 11e71ec000pa3HOCTH
paHHEro XMpypruueckoro BMELIATEIbCTBA;

o BoiBieHue 10 Haubonee pacnpocTpaneHHbIX reHos (SCN1A, MECP2, SCN2A, KCNTI1, CACNAI1A, CHD?2,
PCDH19, CDKL5, SYNGAP1 u ADGRV1), MyTauuu B KOTOPBIX ABJIAIOTCA npuduHOi 50% ciyydaes MOHOT€HHOM
STMJIENICHH y JeTel B Bemapycu W ompefeleHHe KIMHUKO-HHCTPYMEHTIbHBIX PAsiIMuMH MEXITY MOHOICHHBIMH H
XPOMOCOMHBIMH SMHUJIETICHIMH;

e  yCTAaHOBJIEHHE YAaCTOTHI KOTHUTHBHBIX HapyineHui (87.8%) u paccTpoiicTBa ayTHCTHYECKOrO CIeKTpa (57.9%)
TIPH IeHeTHYECKOH SIMIIENICHH H Pa3paboTKy MPOrHOCTHYECKHX MOJIEINIEH, MO3BOJIAIOLIMX ONPEICIATE BEPOATHOCTD HX
pasgutua  (AUC=0,92+0,03 [95% JH: 0,86-0.97], p<0.001) m (AUC=0,87+0,04 [95% [
0,79-0.95], p<0.001) coOTBETCTBEHHO;

o [ONydYeHHE HOBBIX MAHHBIX O KIMHHYECKHX MpPOABIEHHUAX, OCOOEHHOCTAX TeUeHHd, 90 EeKTHBHOCTH
MeIMKAMEHTO3HOH ¥ HeMeUKAMEHTO3HOH Teparyy OTAENbHBIX MOHOTEHHBIX SMHMIICTICHH;

e ycraHopjeHHe 3)PEKTHBHOCTH CTUMYJIALMH OJTy)KArOLIero HepBa (46,9%) u kerorexHo# aueTsl (50,0%) npu
®PD y neTeli U 10Ka3aTeIbCTBO HX TEPANEBTHYECKON COMOCTABUMOCTH (p=0.864).

PexoMeHIALIH 0 HCIIOJIL30BAHNIO Pe3yJIbTATOB JHCCEPTANMOHHOIO HCCIET0BAHMSI.

PexoMeHayrOTCs TSl IPUMEHEH s B paboTe Bpa4eii-HEBPOJIOroB, Bpayeii-HeHpPOXUPYProB, Bpaued-reHeTHKOB 1
IPYTHMX CIELMaTMCTOB YUYPEeKIEHHH 31paBOOXpaHEHHs, OKasbIBAIOIIMX MEIMUMHCKYIO.  [OMOMIE MalUeHTaM C
SIHJIENICHEH. .
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