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B 2010 r. KoHcOpuMyM 3KcneptoB no cuHaApoMy PeTtTta
nepecMoTpen AMarHoCTuyecKme Kputepum CMHApPOMa U npuuien K
HOBOMY KOHceHcycy. [pun Hanmuumum perpeccMm HeEpBHO-
NCUXMYECKOro pasBmMTusa AN AMArHOCTUKM TUMUYHOINO BapuvaHTa
cmHapoMa PeTtta AOCTAaTOYHO 4YeTbipex OCHOBHbIX KpUutepues, ANns
ANArHOCTUKM aTUNUYHOrNro BapuvaHTa - ABYX U3 y4yeTbipex
OCHOBHbIX KpUTEpPUEB U NATU U3 OAMHHAALATU AOMNOJ/IHUTEJIbHbIX.




C NnoMOoLbIO TEXHOJIOFMU MOJIEKY/IAPHOIro KapuoOTUNMUPOBAaHUA Ha
AHK-mukpomaTpuuax (array CGH) npoBeaeH MONEKYJIAPHO-
HUTOreHeTUYeCKMM aHasin3 MMKpOaHOMaJZIMh U BapuaLuu reHoma
Y 12 neBo4yeK C KJIMHUYECKMM AMarHo3om cuHapom Petta, HO 6e3
TOUKOBbIX MyTauun B reHe MECP2. Y 5 peBouyeKk CO CTepTbiMM
KJINHUYECKUMMH NPOSABJIEHUAMM 6onesHm Oo6Hapy>XeHbl
Mukpoageneumm xpomMmocombl X (nokyc Xq28), MOJIHOCTbIO WM
4YacTUYHO 3axBaTbiBatowme reH MECP2.




NMpeacraBsieHbl OCHOBHbIE AOCTMXXEHUS MEeAULIMHCKOW FeHeTUKM,
cnocob6crByouwme naeHTUPMKayumm NMpuUUMH 3aep>XKKu pasBuUTUS
M YMCTBEHHOM OTCTAJIOCTU Y AeTen, NoBbileHUo 3¢ PeKTUBHOCTH
JIe4UeHMS NaLMEeHTOB U npeaynpe>xxaAeHuUo NOBTOPHbLIX C/ly4YyaeB B
cembe. LWvpokoe BHeaApeHME  MOJIEKYNISAPHO-reHeTU4YeCKunx
MEeTOAOB M aHanm3 reHodeHOTUNUUYECKUX Koppensiumm npm
cuHapoMme Petra, roMOUMCTMHYPUM, MUTOXOHAPUWAJIbHbLIX ¢
Apyrmx 3aboneBaHuMsiX AalOT OCHOBaHME AJZIS NMPOrHO3MpPoOBaHUSNA
TeyeHus 60s1e3HN U MeAANKO-reHETUYECKOro KOHCYJibTUPOBaHMUA.




Llenb mccneaoBaHusi - M3ydYeHME aHAMHECTUUYECKMUX, KJIIMHUYECKMUX,
aneKkTpoaHuUuedganorpacdpmnyeckmx n HEeMpPOBM3YyasIN3aLNOHHbIX
ocobeHHOCTEN Y nauumeHToB ¢ cmHaopoMoM Perta (CP), Bbi3BaHHbIM

MyTaumen MECP2.




B wuccnepoBaHun wusMeHeHUs Ha JO3I 6blsiM  BbiSiIBJIEHbI Y
60onbLIMHCTBA 60/1bHbIX. PermoHanbHas 7] andpdy3Han
anunentudopMHas aKTUMBHOCTb BO BpemMsa 6oapcTBoOBaHuUS
npemMmyllecTBeHHO 6bl1a NoKkasim3oBaHa B LEeHTpPaJsibHbIX oTAenax
C TeHAEeHUMeN K HapacTaHMIO NpeacTaB/iIieHHOCTM BO BpeMs CHa.
dnunenTuyeckme npuctynbl Habnoaanm NpMMepHoO y NMOJIOBUHDI
60/1bHbIX, NP 3TOM OTMEYEeHbl KaK reHepasim3oBaHHble, TaK WU
cdokanbHble NOJIMMOP(PHbIE NMPUCTYbI.




B o0630pe npeacraBsieHbl TeopeTUYECKMe, MpaKTU4YeCcKue M
reorpacdpmyeckme acnektbl MsydyeHmsa cuHapomMma Petta M apyrumx
peaKux 3abonesaHunmn no AAHHbIM nocseanHero VIII
MeXxaAyHapoAHOIro KOHrpecca, Kotopbii 6bin nposeaeH B Poccum,
M OCHOBHbIX Nny6aunkauumm no cmHapomy Pertra.




B cTaTbe M3510)KeHbl AaHHble aHanu3a cny4dyaeB cuHapoMma PeTTa,
AWaAarHoCTMpoBaHHbIX B CBepanosBckon obnacru. UccnepoBaHue
BkNAo4vYaeT 17 npobaHaos. [laHHasA HO30J10rMA ABNSIeTCA OAHUM U3
4acTbiX HaCJIeACTBEHHbIX MOHOINeHHbIX CMHAPOMOB, CBA3aHHbIX C
YMCTBEHHOMW OTCTAJNIOCTbIO U CyAporamMm cpeamv aesouek. [jmarHos
OCHOBbIBAe€TCA Ha Hanunuumm onurodppeHmn, CTepeoTUNHbIX
ABMXX€HUN PYK UM YyTpaTbl HaBblkoB. B cTrartbe noka3aHbl
OCO6EHHOCTM KJ/IMHUYECKOro TeYeHUs U AMarHocTtuyeckue
CMMNTOMbI, AaHHble MPT-kapTuHbl ronosHoro mMo3ra um [OHK-
aHaJsim3a naLMeHTOoB.




CuHppoMm Petta (CP) ncuxoHeBpoJsiormMyeckoe HacneacTBeHHoe
3aboneBaHue, BCTpe4YaeTCs MNMOYTU MCKIIOUYUTENIbHO Yy AeBO4YeK C
yactoton 1:10 000-1:15 000, siBNseTcCA NPUUYMHON TSHKENOM
YMCTBEHHOM OTCTaJZIOCTH \Y AeBoYeK, OTHOCMUTCSH K
nporpeccupyrouwmmMm  cdopmMmam HacneaCTBEHHOM nartosiorum,
BO3HMKAKOLWEN CnopaAMYvYecKN y AeBOYeK M3-3a MyTauui B reHe
MECP2, kotopbin koaumpyetr MeTun-CpG-cBfisbiBawowmm 6enok
2(MeCP2). B cTtatbe npeactaB/iIeHblOCO6EeHHOCTU AbiXaTesibHbIX
paccTpoucts npu cuHapome Perra, paaH noapob6bHbin pas6op
KJIMHUYECKOro cny4vas.




B pabote npoBeaéH MNOUCK MUKPOAHOMalIMM XpPOMOCOM M Bapuauunm
yncna konunm AHK reHoma y aesodek ¢ RTT 6e3 myTtauun B reHe MECP2.
C NMOMOLbIO TEXHO/IOMMU MONIEKYNAPHOro KapuotunmposaHusa Ha OHK-
MUKpOMaTpuuax (array CGH) npoeeaeH MO1EeKYNAPHO-
LUTOreHeTU4YeCKMn aHanmis MmMKpoaHoManmin v Bapuauum reHoma y 33
AeBoYyeK C K/IMHNYeCKNMmM npusHakamm RTT, HO 6e€3 TOUYKOBbIX MyTaunii B
reHe MECP2




X-CBSI3aHHbIN reH, kogupywowmnmn MECPZ2 , ydyacTBYeT B ABYX TAXesbIX U
CJTOXHbIX HapyleHUsaX HEPBHOIro paseuntusa. MlccnenoBaHUs MeXaHU3MOB,
C nomoublo KOoTopbix MeCP2 oka3biBaeT BANAHME Ha SKCMNPECCUto reHoB
B HEMpPOHaX, MUCCNeaoBaHUS XXUBOTHbIX MoAenen, HecylwmX pasindyHble
Bbi3biBatowWwme 3aboneBaHnsa MyTaumm, rnybokme HabnwaeHus 3a
KITVMHNYECKMMU NPOSABIEHUAMUN NPOSACHUNN HEKOTOPbIE NpobieMbl.
NMMeeTcs [OCTAaTOYHO AoOKa3aTesNibCTB, 4YTO6bl NpeanoXumTb BO3MOXHbIE
noaxoabl K Tepanuum 3TUX ABYX 3aboneBaHun, KOTopble MOrnm Obl
BbIXOAUTb 3@ pPaMKM MOMbITOK YCTPaHEHUS KOHKPETHbIX MpU3HaKOB U
cMMNTOMOB (KOTOpPbIX MHOr0) M BMEeCTO 3TOro 6binn 6bl HaueneHbl Ha
naTodun3noNormio, nexaully B OCHoBe HapyweHun MECPZ2 .




O6bbsBneHne npemmn Brain Prize 29 anpens 2020 roga npousowso B
pasrap naHaeMnn COVID-19, oXBaTuBLUEN MUP. [NaBHbIN
ncnonHuntTenbHbl ampektop Lundbeck Foundation (KonenrareH, daHus)
JleHe Ckone pacckaszana 06 3TOM HeOXWMAAHHOM KOHTEeKCTe, HO
noagyepkKHya Heob6X0AMMOCTb NpU3HaHu4 TpaHCPOPMaALMOHHbBIX
HaY4HbIX JOCTUXEHUN N eXerogHom NMpu3HaTeSIbHOCTU 3a YMOPHbIV Tpy4,
npefaHHOCTb geny un bnecrawme maenm B Hayke O Mo3re. HoBasa wu
HensBecTHad Harpaga 10 net Hazag, npemunsa Brain Prize npeBpaTtmnnach B
NPEeCTUMXHYI rnobanbHyO MpPemMuto, MPUCYXAAEMYIO BblAalOWMMCH, BCe
elle aKTMBHbIM y4yeHbIiM B 06/1aCTK MOo3ra.



https://www.lundbeckfonden.com/en/thebrainprize/
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