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CoBpeMeHHBbIEe TOAXO0bI K AUATHOCTUKE U
JIeYEHHI0 KOTHUTHUBHbBIX HAapYIIEHUH y JAeTel
Y B3POCJIBIX

H. JI. l'op6ayeBckas,

JAOKTOp 6HOJIOTHYECKHX HAYK, PYKOoBoAHuTeIb HOL| «Heripobroioruieckas
JAHArHOCTHKA HAC/IECTBEHHbIX ICHXHIECKHX 3a00/1€BAHHH JJeTeH H 10JPOCTKOBY
MockoBCcKOro ropoJicKoro rncuxoJI0ro-nejarorii4e€cKoro YyHHBEPCHTET
(gorbachevskaya@yandex.ru)

B craTbe paccMOTpeHbl 3THOJIOTUS U MATOTeHe3 HEKOTOPbIX HAC/IeACTBEHHBIX MCUXUYECKUX
3a60JiIeBaHUH, KOTOpble COMPOBOX/JAKTCH BBIPAKEHHBIMU KOTHHUTHBHBIMU HapyIleHUsSMU.
OnuChIBalOTCH ICUXO-HEBPOJIOTHYECKHE HApylleHWs NpPH TaKUX 3a00JieBaHUSAX, Kak
Hellpo¢ubpoMaTo3, Ty6epO3HbIN CKJIEpPO3, CUHAPOM YMCTBEHHON OTCTaJIOCTH, CLENJeHHOH C
JIOMKOM XpoMocoMoii X, u cuHipoM PeTTa. X BbIZiesieHre U3 rpynnbl HeAudpepeHMpOBaHHbIX
¢dopM cTasio BO3MOXKHBIM 6J1aroZiapsi COBEpPLUIEHCTBOBAHUIO FeHETUYECKUX METOJI0B aHa/Iu3a.
OnpejiesieHre TEHOB, MyTallid B KOTOPBbIX COMPOBOXJAKTCS HApylIeHHWEM ICUXHUYEeCKOro
pa3BuUTHS pebeHKa, JaeT BO3MOXKHOCTh CO3/IaBaTh MO/IeJIM 3TUX 3a60JIeBAaHUM Ha )KUBOTHBIX U
M3y4aThb UX MATOTeHEeTUYeCKue MeXaHu3Mbl. O6CYKAA0TCA MOAXO0/bl K TePAllUU KOTHUTHBHBIX
HapylleHUH y JeTed U B3pOC/IbIX, OCHOBaHHble Ha MOHUMAaHUU OGYHKLHOHUPOBAHUS
CUTHaJIbHBIX MyTed. [IpuBoAATCA mepBble pe3y/abTaTbl MAaTOTEHETHUYECKH OOOCHOBAaHHOMN
Tepanuu.

KitoyeBble cjioBa: Hac/Jie[[CTBEHHbIE NMCUXHYECKHe 3a00JieBaHHWs, KOTHUTHUBHbIE HapYUIEHWUS,
MmaToreHes, Tepanus.

HapyiieHne yMCTBEHHOrO0 pa3BUTHs], aHOMaJibHble QOpPMBbI MOBeJEHUs], TPYLHOCTH
COLIMAJIbHOM aJlanTallud U MHOTUe Jpyrue GeHOMeHbl, KOTOpble paHee 0O'bSCHSAIUCh BJIWAHUEM
cpefoBbix GaKTOPOB, OKa3aJUCh MPOsIBJeHUSAMU JedekTa QYHKIMOHUPOBAHUS ONpefeseHHbIX
reHoB. besjedATe/bHOCTh Jaxke OJHOrO reHa CINOCOOHA HApPYLWUTb CJOXKHYIO KOTHUTUBHYIO
¢yHkyuo. OT TOro Kakde reHbl He pabOTalOT B KaX/JA0M KOHKPETHOM CJy4yae, 3aBUCHUT YPOBEHb
HMHTEeJ/JIEKTYaJIbHOTO Pa3BUTHSA U NOBeJeHYecKde HapylieHus. Mbl OCTAaHOBUMCSI Ha HECKOJIbKHUX
3ab0J1eBaHUsAX, KOTOPbIE, I0-Pa3HOMY Hapyllasi pa3BUTHE HEPBHOW CUCTEMBI, IPUBOJAT B UTOTe K
CylLIeCTBEHHOMY KOTHUTUBHOMY JAedULIUTY U MOBeJEHYECKUM IMpobaeMaM. HekoTopbie M3 3THUX
3ab0J1eBaHUM UMEIOT BblpakeHHble BHEIHUe NPOsIBJeHUs, KOTOpble BUJHBI JaXe HEONbITHOMY
rjiasy, Apyrue ke MPaKkTUYeCKH OCTAITCS Hepaclo3HAHHBIMU JaXKe ONbITHBIMU KJIWUHULUCTAMHU.
PasymeeTcs, OKOHYaTeJIbHYI0 TOYKY B JAMAarHose NaljMeHTa CTaBUT Bpad-TeHeTHK Ha OCHOBAHUHU

FeHeTHU4YeCKOro TeCTUpPOBaHHUA. C Ka>XJIbIM IroZOoM TOYHOCTDb TaKou AWUArHOCTHUKH ITIOBbIIIAETCA,
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IIOCTOSIHHO ONMChIBaeTcs Bce 0OoJibllle U 60Jiblle Pa3/IMYHbIX CUHAPOMOB, CONPOBOXJAIIUXCA
HapylleHHeM ncuxudyeckux ¢yHKuuH. [IpepnosiaraeTcsi, 4TO CeHETUYECKYHO IPUPOAY HMeET
75 % HeauddepennupoBanHoit YO, mr3odpeHUs U paHHUHM AETCKUH ayTU3M, a TaKXke CUHADPOM
JedruuTa BHUMaHUsA ¢ runepaktuBocThio (CABIY) U TpyAHOCTH IKOJBHOIO 06y4eHHUs .

[losiBNeHWe HOBBIX METOJI0B, CIIOCOOHBIX BBIIBUTb TeHeTHYeCKUH JAedeKT IpH
KOTHUTUBHBIX HapylIeHUsIX, BbI3BAJIO BCIlJIECK BHUMaHUS K HUM. [IpUHATO CYUTATD, YTO MIPU 3TUX
HapylIeHUsIX TOJIbKO IMICHUXOJIOTMYecKas IOMOIb, COLiMaJjbHas MNOJJepKKa U CcleljdajbHble
3aHATHUA MOTYT XOTS ObI OTYACTHU NMOMOYb JeTAM. B camoe e nociesHee BpeMsl 06GHapYKHUJI0Ch,
YTO NOHHMaHHe HeHpoOGHOJIOrMYeCKON OCHOBBI MCKaXKEHHS] MCUXUYECKOro pa3BUTHUSA pebeHKa
NI03BOJIIeT HAXOAUTb MHble IaTOTeHEeTHUYeCKM OOOCHOBAHHble MYTH Tepalud, KOTOpble
BO3/JeMCTBYIOT Ha JedeKTHOe 3BEHO MeTaboJMYEeCKOM Liely M BOCCTAaHABJIMBAIOT HapylleHHble
NaMsTh U BHUMaHUe He TOJIbKO Y JleTel, HO U y B3pOC/bIX. JTO CTaJI0 BO3MOXHBIM OJarojaps
TOMY, 4TO /1 3a60JIeBaHU M, IPUYNHA KOTOPBIX KPOETCA B HApYLIEHUHU PabOoThI OT/e/IbHbIX T€HOB,
yAajocb cAesaTb TakKhe MOJeJU Ha JKUBOTHBIX, TIJZe 3TOT TeH BbIKJIOYaJCH U3
byHKMOHUpOBaHKA. Ha HHMX MOXHO NpocC/iefuTb MyTH Pa3BUTHUA 3a00/ieBaHUSA U NOLOUTHU
BIUIOTHYI0 K BO3J€WCTBUI0 Ha MATOJOTHMYEeCKU HU3MeHeHHble ($U3UO0JIOrMYecKhe MeXaHU3MBbI.
Takue Mozenu caenaHbl AJs cuHApoMa PeTTa, cuHApoMa AHresbMaHa, TyGEpO3HOI0 CKJIEPO3a,
HelipodubpoMaTo3a, CUHAPOMa YMCTBEHHOM OTCTAIOCTH, CLIENJIEHHOH C IOMKOM XpoMOCcOMOH X, U
Zp- [5]- MBI paccMOTpUM HEKOTOpPbIE U3 3THUX 3a60/1€BaHUM.

Heiipodubpomaros mepBoro Ttuma (H®M1), uau Gosie3Hb PeksuHrxayseHa, nopakaeT
npuMepHo ofHoro pebeHka u3 3000, mpuyeM He3aBUCUMO OT M0JIa, COLMUAJBHOIO CTaTyca U
3THHUYECKOH IpymIbl pebeHKa. YKe CTO JIeT Ha3aJ, ObljI0 BbISICHEHO, UTO 60JIe3Hb NepesjaeTcs OT
OZJTHOTO U3 OOJIbHBIX POAUTEJIEN U 06513aTeJIbHO NPOSBUTCA B TOM WM MHOU dopMe y BCeX AeTeN.
Okosio 30-40 % csy4aeB, OJHAaKO, COCTaBJSIOT BHOBb BO3HHKawIHe 3ab60JieBaHUSA, KOTJa
poauTeNd peGeHKa 3JI0POBbl; 3TO TAK Ha3bIBaeMble «CHOpPaZUYecKue» cjaydau. Y OO0JIbHBIX
NOSIBJISIIOTCS 1OOpPOKAaueCTBEHHbIE OMYyX0JU — HeHpodUOPOMBbI, KOTOpPblE MOIYT BO3HHUKAaTb B
JIID6OM y4yacTKe TeJia, 0COGeHHO YacTO OHM PacHoJIararwTcs 0 X0y HEPBHbBIX BOJIOKOH, IPUYEM UX
KOJIMYECTBO MOXKeT JOCTUraTh HECKOJIbKUX COTEH, YBeJUYUBasACb C BO3PAaCTOM, OCOOEHHO IpH
6epeMeHHOCTH. [JJOBOJIbBHO YacTO BO3HUKAIOT OMYXOJIM 3PUTEJbHOTO HEPBA, YTO CONPOBOXKAAETCS
HapylleHWeM 3peHusl. Y TpeTH OOJIbHBIX HaOJ/I0JAlOTCAd KOTCHUTHBHblE HapylleHWs B BUJeE
3a/lepKKH ICUXUYECKOT0 Pa3BUTHS, BBIPQXKEHHBIX TPYAHOCTEHN LIKOJBHOTO 00y4yeHUs U IPo6JIeM €
KOHILIeHTpalMeld BHUMaHUA M NaMATbl. [IpyunHON 3TOro 3abo/ieBaHUsA ABAAETCA MyTalus
oaHoro reHa NF1, pacnoJjioxkeHHOro B JAJIMHHOM Ijiede XpoMocoMbl 17. Ceiiyac U3BECTHO, YTO OH
KOJJUpyeT OIlyXoJIeBbIi cynpeccop HeWpodubpoMuH. Ero Myrauus npuBoguT K Jeduuuty
HellpoHUOPOMHUHA, CAEP>KUBAIOILEr0 POCT OHKOreHOB Ras, U36bITOYHOE coJiepKaHUe KOTOPBIX U

OPUBOAUT K MOSIBJEHHIO omyxoJsied. Okasasioch, YTO KOHeYHas NMpPUYMHA Helpodubpomartosa

269



JyeKTpOHHBIN )ypHa «[Icuxosorudeckas Hayka ¥ o6pasoBaHUeE»
www.psyedu.ru /ISSN: 2074-5885 / E-mail: psyedu@mgppu.ru 2010, Ne 5

KpoeTcsi B HapylleHUsX MexkjeTodyHoro nyTh Ras/MAPK, koTopeiii mnepesaeT CUTHaJbl C
NOMOILbI0 MEMOPAHHBIX PELleNTOPOB U Ba)KeH [Jisl peryJ/siliud HEKOTOPbIX KJIeTOYHbIX QPYHKLUH.
JTOT NyTb aKTUBUPYETCS C NOMOLIbI0O UHCYJIMHA U CAYKUT [0 06ecrieyeHUs KJIeTOYHOI0 POCTa,
AnddepeHIMPOBKA U BbDKUBAHUSA KJETOK. B HcciefoBaHUsX, NPOBeJEeHHBIX B JlabopaTOpUH
A.CunbBa (Alcino Silva) [3], 6bLIO OPOAEMOHCTPUPOBAHO, UYTO NpPHU HelpodubpomaTose
HEpOKOTHUTHUBHblE HapylleHUsl CBfi3aHbl C yBeJudyeHHeM KaTtabosusma [AMK, dTto
COMPOBOX/JAETCs BbIpaXEHHbIMHU MW3MEHEHUsIMM JoJiIroBpeMeHHOW mnoTreHuuauuu (LTP).
W3BecTHO, yTO MMeHHO LTP aB/seTcs KJIeTOYHBIM MEXaHM3MOM NAaMATH U BHUMaHUs U KMEHHO Ha
ee BOCCTaHOBJIEHHE C IOMOILbIO TPeNapaToB, BO3AeNCTBYOIIMX HA HapylueHHbIH Ras/MAPK nyTs,
BO3/1araeTcsl HaZleXJa Ha BOCCTAHOBJIEHHE KOTHUTHUBHBIX QYHKIMH, IpUYEM JaKe Y B3POCJbIX
)KUBOTHBIX. 3Hasi O TOM, 4YTO JJis1 HOpMaJjbHOro QYHKLMOHUpOBaHUsI Ras-6esKoB TpebyeTcs
NPUCYTCTBUE COEAUMHEHHUHM XoJleCTEPUHA, COTPYAHHUKaAMHM JabopaTOpUMHU ObLIO BbICKAa3aHO
NpeJInoJioKeHNe, YTO BJUATH HAa pabOTy OHKOTeHa MOXKHO, KOHTPOJIUPYs IPHUCYTCTBHE B KPOBHU
coeJMHEHUH XoJiecTeprHa. PerysiaTopaMu cofepaHud X0JeCTepUHa MOTYT BbICTyNATb CTAaTUHBI
- HOBBIM KJACcC aHTUATEPOCKJEePOTHYECKUX MpenapaToB, pa3pabOTaHHBbIX CIelUaJbHO [Jf
N0/laBJEHUs1 CUHTEe3a X0JlecTepUHa. B akciepuMeHTa/IbHOU TpyIIie *KUBOTHBIX C 6JIOKUPOBaHHbBIM
reHoM NF1 mpenapaT cTaTWH JOCTOBEpPHO yJy4llaJ MOKa3aTeJW NaMATH M BHUMaHUA Jaxe y
B3POCJBIX KUBOTHBIX. (CeHdyac MNpPOXOAUT BTOpasd CTaAuAd KJIUHUYECKHUX MWCIBITAaHUHW 3THX
npenapaToB Ha manueHTax ¢ HOM. EcTh Hajexaa, 4TO 3Ta TpyIna JieKapCcTB MOXKET 0Ka3aThCs
BecbMa 3(QQEeKTUBHBIM CpeJCTBOM IPeOJ0JieHUs] TaKUX IOCJeACTBUH 3TOH ©00JIe3HH, Kak
TPYZAHOCTHU B 00Y4YE€HUH U MPOGJIeMbl C KOHLEHTpalMell BHUMaHUS.

[Iponeccel peryasinuy 6€JKOBOTO CUHTE3a SIBJSIOTCH KPUTHUUECKUMHU A1 GOPMUPOBAHUSA
HEeUpOHHBIX ceTel M CMHANTUYeCKOH IJIACTUYHOCTH. Perynauusa nHunuauuu tpancasauuu PHK B
3HAYMTEJbHOHN YaCcTH CIy4YaeB OCYILeCTBJAETCA C MOMOILBI0 aKTUBAL MU WM TopMoxkeHUA mTOR
CUTHaJIBHOI'O MNyTH (CUTHaJbHBIM MNyTh J[AJ paloOMUIMHA y MJeKonuTtawomux). IlocienHue
OTKpPBITUSI B GMOJIOTMU NOKa3aJy, YTO aHOoMaJibHasl akTuBauusg mTOR nyTu sB/sieTcs npuYMHON
MHOTHUX TeHeTHYeCKHUX OHKOJIOTMYeCKUX 3a00JieBaHMM M3-3a MyTalLUU B reHaxX OIYXOJIeBbIX
CynpeccopoB, Takux Kak PTEN, LKB1,TSC1,TSC2. Celiyac y»e cTaJu NPOSICHATBCS MOJIEKYJISIpHbIE
JeTanu GYHKIIMOHUPOBAHUS 3TUX CUTHAIBHBIX yTel. OcO6eHHO 60/IbLION NPOTrpecc JOCTUTHYT B
IOHMMAHUM Pa3BUTHs TAKOTO TsKeJsIoro 3a60/ieBaHUs KaK TyOepo3Hbli ckiepo3 [2]. YacToTa ero
JIOBOJIBHO BBICOKA U cocTaBJdeT 1 cay4yail Ha 6000 HoBopoXAeHHBIX. B 70 % ciiyyaeB npUYnHON
3TOro 3aboJieBaHUsl SIBJSIOTCS CIIOHTAaHHble MyTauud. TyGepo3HbIM CKJIEpPO3 acCOLUUPYETCs C
MyTalMdaMU B [ByX reHax: 7SCI1, pacrnoJ/ioKeHHOTO B JJIMHHOM ILJIede XpoMOCOMBI 9, u TSCZ - B
KOPOTKOM IlJlede XpoMocoMbl 16. 06a reHa peryJjupyT KJETOUYHBbIA IUKJ U HEWPOHAJIBHYIO
AnddepeHupoBKy. Ux LeHTpasbHON QyHKLMeHd sIBAseTCs IOJaBJeHHe OIyX0JeBOr0 pOCTa.

Bosiee Tskesioe TedeHHe 3a60JieBaHUs HabJ0AaeTcsl y 60JbHBIX ¢ MyTanued B reHe 7.SCZ. Ilpu
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3TOM 3a60JIeBaHUM HAPSAY C ONYX0JIEBUJAHBIMU 06PAa30BaHUSAMM B MO3Te, I0YKAX, CEPAIIE, JIETKUX
U JpYrux opraHax Ha6JIl0JaloTcs BblpaKeHHble ICUX0-HEBPOJIOTHUYECKHe U3MEHeHUsI B BHU/JeE
TSDKeNbIX GOPM 3MUMENICUH, aYTUHCTUYECKUX PACCTPONUCTB U KOTHUTUBHBIX HApYLIEHUH, KOTOPbIE
OTMeueHbl 0oJiee YyeM Yy IMOJIOBUHBI OOJIbHBIX. Y TakKOro e 4YHcja MallueHTOB OTMedeHa
YMCTBEHHasi OTCTaJoCcTh, npuieM B 30 % ciay4yaeB mpakTuiecku 6e3 peMHCCHH. Y GOJBHBIX C
HOpMaJIbHbIM UHTEJIJIEKTOM HabJI0AaoTcs clienudrieckrie HeHpOICUX0JI0THIeCKUe HapyLIeHUs,
B [IEpBYI0 O4Yepe/b CTPaJal0T BHUMaHUe W 3pUTEJbHO-MOTOpPHAsl KoopAuHauus. Beicoka 3z1ech u
4acToTa HapylLIeHWH JoJroBpeMeHHOHW maMATH. Jlojiroe BpeMsi CYHATANOCh, YTO TSIXKECTh
HeMPOKOTHUTHUBHbBIX HapylLIeHUH ollpejessieTcsl KOJUYeCTBOM U PacloJoKeHUeM KOPTHUKaJbHbIX
Ty6epcoB, a TAaKXKe TsHKeCTbl0, BpeMeHeM Hadajla U KypabesbHOCTbIO 3nuierncuu. OJHAKO Ha
)KUBOTHBIX MOJEeJSIX yAaJoCh MNO0Ka3aTb, YTO Y TeTEepO3UTroT HaGJ0JAITCS 3HAYUTEJbHbIE
HapylleHUs1 NaMsTH, BHMMaHHUS M OTYET/JMBble TPYAHOCTH COLMAJbHBIX KOHTAKTOB MpH
OTCYTCTBUU KaKHX-JHUO0O OMYyX0Jied W 3MUJIeNTUYeCKUX NMposiBieHud. [Ipeanosaraercs, 4To 3TU
M3MeHeHUsl oNpefesslOTcs HapyuleHueM ¢opMuUpoBaHusi HelpoHHbIx ceted B LUHC [5]. ¥
TOMO3WTOT 10 MyTaluu reHa 75C2 oTMevasics BbIpaXKeHHBbIHA acTpPOrJIMO03, YBeJUYeHHe Pa3MepoB
Mo3ra U snuiencus. 06bIYHO XXUBOTHbIE MOTUOAJU B Bo3pacTe 6 MecsleB. bblio MoKa3aHo, 4To y
3THUX >KUBOTHBIX peAyLHPOBaH acTPOrJUaAbHbIN [JIIOTaMaTHbIM TPaHCIOPTEP, YTO MPUBOJLUIO K
yBEJMYEHUIO KOJINYeCTBA BHEKJIETOYHOTO IJII0TAMAaTAa U, KaK CJIe/[CTBUE, K SIMUJIETICUM.

Bylarofjapsi TOMy 4TO Ha >KMBOTHBIX MOJeJSAX yAaJ0oCh BBISICHUTb, KaK OCYILeCTBJsIeTCs
HOpMaJsibHasi peryasauuss U GyHKUUOHUpOBaHue TSCI-TSC2 KoMIJIeKca, HApyUIeHHOro IpH
Ty6epo3HOM CKJIEpPO3e, YAAJN0Ch NMPsMOo Bo3zekcTBoBaTh HA MTOR myTh C 1e/ibl0 KynmUpOBaHUS
NaTOJIOTUYECKUX MPOSIBJIEHUHN MPU 3TOM 3a60JieBaHUHU. Y TeTepo3UroT yJajJoChb CYLIeCTBEHHO
YAY4YIIUTh MaMATb, BHUMaHHe W COIMAJbHOE IMOBeJleHHe NMPU Tepalyuyd PalnoOMUIMHOM JlaXe Yy
B3POCJBIX JKUBOTHBIX. Y TOMO3WUIOT pPANOMHULMH MpeKpalal CyJopord U yJaydllas
JIOJITOBpeMEHHYI0 ToTeHIManui. Celyac yxe yCHelHO MPOXOAAT KJIWHUYECKHE WCIbITAHUS,
M03BOJIsISA HAZleSIThCs, YTO HA 3TOM IYTH HAC KJYT YAUBUTEbHbIE OTKPBITUS, KOTOPbIE TO3BOJISAT
NOMOTaThb 60JIbHBIM C TSKEJbIMA HEHPOKOTHUTUBHBIMH HapPYLIEHUSIMU.

3aboJsieBaHUs, pedb 0 KOTOPBIX MOUeT HUXKE, paHee BXOJWUJIU B GOJIbIIYIO TeTepOreHHYI0
rpynny «HeauddepeHIUPOBAaHHOW YMCTBEHHOM OTCTAJIOCTU», TOKA He ObLIM OGHApYXKeEHbI
reHeTU4YecKre MPUINHbI UX BOSHUKHOBEHHUSI.

CHHJPOM YMCTBEHHOH OTCTa/IOCTH, CLENJIEHHOH C IOMKOH XpoMocoMoi X
(FRAXA cungpom)

Cunapom FRAXA — HaubGoJsiee 4acTo BCTpedaeMmas Hacjieayemas ¢opMa yMCTBEHHOMH
OTCTaJIOCTHU U ayTU3Ma. YacTtoTa BcTpedaeMocTH cocTaJisieT 1:4000 caydaeB y my>kuuH 1 1:6000 y
JKeHIIMH. MHTepec K 3TOMy CleNJIeHHOMY C MO0JIOM 3a60JIeBAHUI0 3HAYUTEJNbHO BO3pPOC B

nocjaegnee BpeMd, 4YTO CBA3aHO C €ro HJHpOKOﬁ pPacnpoCTpaHEeHHOCTbKO, BO3MOXXHOCTbIO
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NpefOTBPaTUTh POX/JeHHe OOJbHBIX JeTel C IOMOLLbI0 IpeHaTaJbHOW JUAarHOCTHUKU U, IJIaBHOE,
NosIBUBLIENCS HaJeXJOoH Ha Tepanuio. JTO MOHOTeHHOe 3aboJieBaHUe, NPUYWHON KOTOPOro
SIBJII€TCS yBeJIMYeHHe YMCJla TPUHYKIEOTHUAHBIX NOBTOPOB «IMTO3UMH-TyaHUH-ryaHuH» (CGG) B
JJMHHOM Ilede XpomocoMbl X. [lpu mosHoW MyTtaunuy, kKorga KoJsudecTBo CGG-moBTOpOB
npesbimiaeT 200, BO3HMKaeT crneuUMPUYECKU MoOBeJleHYeCKMH QEeHOTUN C BbIpaXKeHHOH
TMIIEPAaKTUBHOCTbI0O M HapylleHMeM BHHUMaHWs, 3MOLMOHAJbHBIMU Mpo6JieMaMH, BBICOKHUM
YPOBHEM TpPEBOXXHOCTH, 3HAYUTEJbHBIMU TPYAHOCTAMU COLMAJBHOIO B3aUMOJEWCTBUA U
TMIIepYYBCTBUTEJBHOCTBI0 K CEHCOPHBIM CTUMYyJaM. [lalMeHTBl WCHOBITHIBAIOT 3HAYUTEJIbHbIE
TPYZHOCTU B IJIAHUPOBAaHWM, IepeK/I0YeHWU BHHUMaHMs, y HUX HapylleHa 3pUTeJbHO-
IPOCTPAHCTBEHHasA KOOpAUHALMsA. MHTe/IJIeKT 3HaYUTebHO CHUXKEH: y 60JIbLIMHCTBA NAallUeHTOB
My»Kckoro noJia IQ He Beiwe 50, y npe/iCTaBUTEbHUL] )KEHCKOTO 110J1a UHTEJ/JIEKT BblLE, TaK KaK Y
HUX HapsaAy C xpoMocoMoHn X, cofep:kalield MYTaHTHBIM TeH, UMeeTCAd HOpMajbHad KONHUA
XpOMOCOMBI X, HO OHM HCIBITBIBAIOT 3HAYWUTeJbHble TPYJAHOCTH B pelleHWU MaTeMaTU4eCKUX
3a/a4. Y JIMI[ My»KCKOTO 110J1a onpeie/ieHHbIN GUu3ndecKuil GeHOTHII, BKIIOYAKIIUNA G0JIbIINE YIIIH,
yAJUHEHHOE JIML0, TUNEeP3JaCTUYHOCTb KOKHM U MaKpOOPXU3M, KOTOPbIM CTAaHOBUTCA O4YeBHU/IEH
nocie 14 ser. Y pgeTedl € 3TUM CUHAPOMOM omnucaH crnenyuduyeckuid I3l-nmaTTepH c
npeo6JiajlaHMeM PUTMHUYECKON TeTa-akTUBHOCTU (06bIYHO 6-7 ['1) B TeMeHHO-LeHTpasbHbIX
30Hax Kophl U Aedpuiurom anbda-putma (l'opbadeBckas H. u ap., 1983).

B 1969 roay y O6OJIbHBIX CO CLENJIEHHOM C I0JIOM YMCTBEHHOM OTCTaJOCThbIO 6Oblia
BbIIBJIeHA LUTOreHeTHYeCcKasd aHOMaJusA X-XpOMOCOMBI B BHJE JIOMKOCTH ee JUCTaJbHOIO
¢parmenTa (Lubs H., 1969), a B 1991 roay rpynmnou y4eHbIX Ha JIMHHOM IlJIe4ye XPOMOCOMBI X 6bLI
BbleJieH TeH FMRI, MyTanus B KOTOPOM U BbI3bIBaeT 3TO 3aboJsieBaHue. OGBIYHO MPHU MOJIHOU
MyTallUM cpabaTblBaeT MeXaHU3M 3alpeTa CYUTbIBAaHUSA MHPOPMALUM C reHa K3-3a TOro, 4To
MeTubHble rpynnbl (CH3) u3aMeHs10T KOHPUrypaluoo MpOMOTOpa U TpaHCKpUnuus reHa FMR1
npakTuiyecku npekpamiaercd. [lpoaykr rena FMRI 6enok FMRP (fragile X mental retardation
protein) GoJsiee Bcero TpeACTaBJeH B  JEHJAPUTHbIX IIHUNHWKAX, IUTOIJIa3Me U
3H/0IIa3MaTH4YeckoM peTukystoMe. OH saBiasieTcss PHK-cBsi3biBaoLM U TpaHCHOPTHBIM GEJIKOM,
Pery/JMpyroIUM TPaHC/IALUI0 MHOTUX IOCPeJHUKOB, BXKHbIX JIJI1 CHHAalITU4YeCKOM IIJIaCTUYHOCTH.
B nopme 6esok FMRP uHrubupyer TpaHC/ISALMIO 3THX MOCPEJHUKOB, M, CJeJOBATeJbHO, €ro
OTCYTCTBHMe IMpPUBOJUT K UxXx yBeaudeHutwo. FMRP - uHrubutop MeTaboTpomHOro
[JII0TaMaTepruiyecKoro peLenTopa, OTBeYawlIlero 3a JoJroBpeMeHHy Jenpeccuto. OTCyTcTBUE
6esKa NPUBOAUT K ee YBeJUYEeHUI0 U OC/NabJIeHUI0 CHHANTHYeCKUX KOHTAKTOB M Jaxe
CUHANTUYeCKOM 3JIMMUHALMY, YTO U IPUBOAUT K ONIMCAHHOMY Bblllle NOBeJleHYeCKOMY GeHOTUIY.
Kak 6b1710 TOKa3aHO Ha MOJle/ISAX >KUBOTHBIX, OTCYTCTBHE 3TOr0 6eJiKa IPUBOAUT K HelOpa3BUTHUIO
JleHJpUTHBIX LIMIIMKOB U HapylIeHHI0 UX CTPYKTYphI. Takue ke HapylleHHs1 OblIM 0OHAPYKeHbI U

Inpu MOpCl)OJIOFI/I‘-IECKOM HCC/ieJOBAaHHUM MO3ra yMeplinx OOJIbHBIX C 3THUM CUHAPOMOM.
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Hcnosb30BaHUEe aHTAarOHUCTOB IJII0TAMaTEPrUYecKOro pelentopa NpUBOAUT K BOCCTAHOBJIEHUIO
CUHANTUYECKUX IIHUIUKOB, CIOCOGHOCTU K OOYYEHUIO W YJy4YIIeHUIO MOBeJleHUs] Ha XKUBOTHBIX
MozensiX. B HacTodllee BpeMsi onmy6JIMKOBaHbl NepBble pe3ysbTaTbl NPUMEHEHUs TaKoro poja
aHTaroHUcToB y 60sbHbIXx ¢ FRAXA (Hagerman R. et al, 2008, Berry-Crevis et al, 2009). [Ipu
JIByXMeCSJYHOM IpUMeHeHUM KapboHaTa JIUTUS ObLIO MNOKa3aHO YJy4dlleHWe MOBeJeHUs U
KOTHUTUBHBIX QYHKIMH ¥ 3TUX OOJIbHBIX B pe3y/ibTaTe Tepaluu.

MyTanusa B reHe yMCTBEHHOH OTCTaJIOCTH € JioMKo# XxpoMmocomoii X (FMR1) - npuyrHa He
TOJIbKO cuHJpoMa FRAXA, KOTOpblii BO3HUKAaeT MNpH MOJHOW MyTanuu FMRI (KOJUYeCTBO
NMOBTOPOB B mpoMoTope 6osiee 200), HO U CUHAPOMA TPEMOpPA U ATAKCUM ACCOLMUPOBAHHOTO C
soMko# xpomocomoit X (FXS/AT) y yacTu UHAUBUIYYMOB C peMyTauuel (KoJniecTBe HOBTOPOB
oT 55 nmo 200) (Hagerman R. et al, 2004). YacToTa 3TOro COCTOSIHUSI KpalHe BbICOKA U MOMET
JIOCTUraTh B HEKOTOPBIX monynadanusax 1:250. Y geTel ¢ 3TUM CUHJAPOMOM OTMeudeHbl AePUIUT
BHUMMAaHHSA C TUIIEPaKTUBHOCTBIO, TPYAHOCTHU LIKOJbHOIO 0Oy4eHHs, TPeBOXKHbIe PACCTPOMCTBA,
IIKOJIbHble GOOHHU, TPYAHOCTH COLUANbHOM afjlaiTallhu U pacCTPONCTBA ayTUCTUYECKOTrO CIIEKTpA.
MoxeT okas3aTbCsl, YTO 3HAYUTeJbHAasd 4YacTb JeTell C TAaKOro poja HapylleHUAMU B obuiel
NONyJALUU OyJeT UMEeTb TAaKOM CUHAPOM. B CBfI3U € IIMPOKHUM pacnpoCcTpaHEHHUEM HapyLleHUs
byHKMOHUpPOBaHUA reHa FMRI Heo6XoAUMO IepecMOTPeTb JUAarHOCTUYECKYH0 TaKTHKY,
Ha/JaJUTh TeCTUPOBAaHKE U IPOBECTU CKPUHUHTOBbIE UCCJIeJOBAHUSI.

CungpoM Perta (PTT) - 3TO TsiKesi0e Hac/leICTBEHHOe 3a60JieBaHHE, MPOSIBSIOLIEECS B
HapylleHUHU pa3BUTHUSA HEPBHOM CUCTEMBI U NOpakalolllee IPeUMYIeCTBEHHO [leBOYeK B BO3pacTe
6-18 Mecs1eB. BnepBble 0OH onMcaH aBCTPUHUCKKUM HEBPoJioroM npodeccopom AHapuacom PeTtom
B 1966 roay (Rett A, 1966). B 1983 roay mwBejckuii yueHbld beHT Xer6epr onucan 35 ciaydaes
060JIbHBIX C 3THM CHHJPOMOM, IIOJIOXKMB HauyaJl0o HHTEHCUBHOMY MCCJIe[OBAaHUIO 3TOr0
3ab6osieBanusa (Hagberg B. 1983). YacToTra BcTpeuyaemocTy 3abosieBaHusi cocTtasiseT 1:10 000
HOBOpOXJeHHbIX JeBouyek (Hagberg B. Hagberg G. 1997). 3aboJsieBaHUHe XapaKTepHU3yeTcs
BbIpQ)KEHHOM  MOTOpPHOW  AucOyHKLHMEH, pacnajoM BBICIIMX I[CUXUYECKUX  (PYHKLUH,
NoBeJleHYeCKUMH HapyleHUAMHU. [ld 3TOro CUHApOMA XapaKTepHa CTaJUHWHOCTb Te4YeHHS.
BepeMeHHOCTb U poJpbl, KakK NIpaBUJIO, IPOTEKAIOT 6e3 oca0KHeHUH. KopoTKHil nepnos, BpeMeHU
pebGEeHOK MOXKET Pa3BUBAThCS HOPMaJIbHO.

[ cTapus ype3BbIYaliHO TPyAHA A/ JUarHocTUKU. OHa 6bl/1 BbIYJIeHeHa TOJIbKO 6J1arofaps
aHa/IM3y BUJeOMaTepHUasIoB, COXPAaHUBIIMXCA Y POAUTEEN AeTel, MMeIIUX Takoe 3ab0/ieBaHMe.
Ypasnoce nokasaTb, 4TO B CpejHeM B IepuoJ, 3-9 MecaleB KU3HA OTMedaeTCcd H3JIMIIHee
CIIOKOWMCTBUE JieTeld, OTHOCHUTeJbHas MaJIONOJABMXKHOCTb, UHOTZA CMEeHAWILAsAcCs IepuojaMu
NOBBIIIEHHONM aAKTUBHOCTH, IOBBIIIEHHAsd NOAYUHAEMOCTb, CHI)KEHHEe MBILIeYHOIO0 TOHYCa,
TPYZLHOCTU NpPUBJIeYeHUs] BHUMaHUS; 3aJlepKKH POCTa roJIOBbl, KOTOpasi OTMevyaeTcsl B BO3pacTe

2-3 MecCALEB. 3Ty CTaAuIo 3a00J1eBaHHs IMIPHUHATO HA3bIBATb CTaﬂHeﬁ OCTAaHOBKH PA3BHUTHA, XOTA
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JleTH Y JOCTUTaIoT K 1 roZly ypoBHsI pa3BUTHS, HOpMaJIbHOI0 11 9-12-MecsYHOT0 BO3pacTa.

OHa mpojoJ/pkaeTcss A0 Havyasa nepuoa perpecca (II craguu), KOTOpbI HacTymaeT B
cpegHeM B Bo3dpacTe 9-30 MecAleB >KU3HU U JJIMTCA OT HECKOJIbKUX HeJlesib 0 HEeCKOJIbKHUX
MecsileB. [leTu TepsAOT Bce cGOPMUPOBAHHbIE K 3TOMY BO3pacTy HAaBbIKH, pedb U CIOCOOHOCTH
110/1b30BaThCSl PyKaMH, CTAHOBSTCS ayTUCTUYECKU OTpelLleHHbIMY, He pearupyloT Ha obpalieHHe K
HUM (4TO B psijie ciay4daeB TpebyeT AuddepeHIUPOBATb 3TH COCTOSIHUSA C HAapylleHUeM cjyxa). Y
HUX TepsieTcss 06oJsieBasi UYyBCTBUTEJbHOCTb, IMOSBJSAIOTCA HACUJIbCTBEHHble CTepPeOTHUIIHbIE
JIBUKEHHUS, B OCHOBHOM «MOIOIIETO» XapaKTepa, KOTOpble COBEpPLIAOTCA GecrnpepbIBHO,
IpeKpalasch TOJbKO BO CHe. 3aJepKKa pocTa TroJIOBbl NPUBOAUT K (GOPMHUPOBAHUIO
MUKpouedalry, 0JHAKO OTMeYeHO yMeHbllleHHe pa3MepoB TaKKe U BHYTPEHHUX OPraHOB, B TOM
qyucie cepaua. B aTo ke BpeMs BO3HUKAIOT paccTpPOMCTBa JAbIXaHUsS B BUJE TMIIEPBEHTUJISILIUY,
3a/IEP’KKU IbIXaHUS W 3arjaThbiBaHUs Bo3Ayxa; v 15-20 % jgeTell BO3HUKAIOT 3MUJIENTHYECKUE
HNPHUCTYIIBL.

B nceBpgocraunonapHoi (III) craguu ymeHbWIAIOTCA ayTUCTUYECKHe TPOsIBJIEHUS,
YAy4IIAlOTCAd KOHTAKT C OKPYXAaKLMMH, NOHHMaHHWe pedYH, YMEHbIUAETCS BbIPXKEHHOCTb U
MHTEHCUBHOCTb MOTOPHBIX cTepeoTUNUd. [losiB/isieTcs, 0JHAaKO, HECKOJIbKO OTCTaBJIeHHas
peakuuss Ha oO6palleHHyH peyb. Y HeGOJIbLIOTO YHCaAa JeTell BO3MOXXHO BOCCTAaHOBJIEHUE
OTJle/IbHBIX CJIOTOB M CJ0B. TeM He MeHee, HeBpPOJIOTUYECKHE HapylLleHUsA MeJJIeHHO
NPOTrPECCUPYIOT: MOSIBJASETCA CKOJIMO03, KU(O3, MblllleyHasi TUIIOTOHUSI CMEHsIeTCsl MOBbILIEHUEM
TOHYCa, NosABJseTcA AedopMalius HIXKHUX KOHeUYHocTeH, 6oJiee yeM B 50 % ciydyaeB oTMeYarTCs
3MUJIENTUYECKUE TPUCTYTIBIL.

IV ctaguss CP xapakTepusyeTcsi YCUJIEHHWEM CHACTUYHOCTU, PUTHUAHOCTH, MOSIBJEHUEM
MbllIeYHbIX AuUCTpodUuil. BosbHble nNepecTalT XOAUTb, MOABJAKTCA HapylleHHWd >XeBaHMUH,
[JIOTaHUSI.

B cpegHeMm y 80 % pmeTeil ¢ KIMHUYECKUMU NPOABJEHUSAMH CUHJpPOMa OOHapyKHUBaeTCsA
myTauusi reHa MeCP2. Cungpom PetTa - nepBoe onurcaHHOe 3a60/ieBaHue, CBSI3aHHOE C AedeKTOM
6eJsika, ydacTByloulero B MetuavdpoBanuu [IHK, u, ciemoBaTesbHO, CBI3aHHOTO C peryJsijuen
TPaHCKPUIIMU APYTrUX reHoB. B HacTosd1ee BpeMs onucaHo 6oJiee 100 mytauuii B reHe MeCP2, u
MX 4MCJI0 TpoAoJ/pKaeT pacTh. Hanbosiee 4acTo BCTpedyarOTCs TO4Ye4YHble MyTalldd 3aMeHbl —
HOHceHC- (48 %) u Muccenc-mytanuu (34 %). [I[pubausuTesbHO B 2 pasa pexe BCTpPevyaroTCs
Jeselluy (BblNajieHue), ellle pexxe — UHCepHuu (BcTaBKM). OYeHb 4acTo Jesielud U UHCEePLUH
NPUBOJSAT K MyTaLMsAM CO CABUTOM paMKU cuuTbiBaHus (frameshift mutations).

TskecTb HapylleHUH, BO3HUKAKOUIMX ¥ O60JbHBIX M3-3a HapylleHUs1 QYHKLHOHUPOBAHUA
reHa — perysaatopa MeCP2, He 3aBUCHUT OT YPOBHs, KOTOPBIX JJOCTUTJIM J€TH B CBOEM MOTOPHOM U
peyeBOM pa3BUTHUHU [0 IepHoJia perpecca, HO OlpefesseTcs TUIOM U MOJIOXKEHUeM MyTalUy, a

TaAKXe€ CTENNIEHbI0 CMEIEHNA OT paBHOI‘;1 HWHAKTHUBAIUHU XPOMOCOMBI X [4—]
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Mogeny 3TOro CUHApPOMa Ha »KUBOTHBIX [1OKAa3a/IM CXO/JHble aHAaTOMHYECKHEe HapyLIEHMUs,
3aTparvBapllie B OCHOBHOM KOpy, TMNNOKaMNaJbHYyI ¢GOpMaliio, 3HTOPUHAJbHYI KOPY H
6asasibHble TaHIVIMM [1], 4YTO MO3BOJIAET MCNOJAB30BATh MX [JJI IOUCKA NATOreHeTHYeCKH
00yCJIOBJIEHHOH Tepanuu.

B HacTosillee BpeMs CylLleCcTByeT HECKOJIbKO IOJXOJ0B K Tepalu{, OCHOBaHHBbIX Ha
NOHUMaHUU MOJIEKYJISIPHBIX MeXaHU3MOB 3a60sieBaHus1. OJUH U3 3THUX 0JXO00B, peaJlu30BaHHbIN
Ha MBIULIMHOW MOJesd, MO03BOJIUJI YMEHbIIUTb HapylleHWs J[AblXaHUsSl M CHU3UTb YacTOTy
3MUJIENITUYECKHUX IPUCTYIIOB Y )KUBOTHBIX, OJJHAKO KJIMHUYECKHe UCIIbITaHUS IOKA He Ha4a/IUCh.

3aBepiuas Haul 0630p, cjaefyeT NOAYEPKHYTh, YTO 3HAYMTEJbHbIN IpOrpecc B NIOHUMaHUU
HeWpOoO6HOJIOrMH NICUXUYECKUX PACCTPOMCTB TpebyeT COBePLIEHCTBOBAHUSA METO/I0B JUAarHOCTUKHU
M KOHCOJMJALUM YCUJIMU LIMPOKOro Kpyra CIelyasMCTOB pasHoro npoduis. Mbel BUAUM, UTO
reHHble MyTallud, U3MeHsisl NPOAYyLHMpPyeEMbI reHOM OeJsIOK, OKa3blBalOT BJIMSIHME HA pa3BUTHE
C/I0KHBIX QYHKLMOHA/NbHBIX CeTel, 4TO NPUBOAUT K HApPYLIEHUI0 KOTHUTUBHBIX QYHKIUHA U
NoBeJleHYeCKMM NpobeMaM.

[lepBble 1mary, cAejaHHble Ha MYTH UCCAeJOBAaHUS MEXaHU3MOB 3THUX HapylleHHUs, JaeT
HaM HaJex/Jy, YTO BO3JeHCTBHUe Ha paHHeW CTajuu 3ab60JieBaHUS MO3BOJIUT NPeJOTBPATUTh UX
BO3HUKHOBEHHUE. ITa Ha/lex/1a NOAAePKUBAETCS YCIEeIHbIMU MONBITKAaMU TaKUX BO3JeUCTBUH Ha
MO/lesIsIX pacCMOTPEHHBIX Bblllle 3a601eBaHUM. OlHAaKO Tpe6yI0TCs 60JIbllIMe COBMECTHbIE YCUIUSA
CHeLHa]MCTOB pas3HbIX o6JlacTedd, 4YTOObl MpPEeBPAaTUTb B PEAJbHOCTb BOCCTAaHOBJIEHHE

KOTHHUTHUBHDbIX (l)YHKL[I/Iﬁ y ,ZLETEFI M B3POCJBIX C TAXEJIbIMHX HaCJIeACTBEHHbIMHA 3a00JIeBaHUSIMH.
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The article regards etiology and pathogenesis of some inherited mental diseases which are
entailed frank cognitive disorders. It describes psychoneurological disorders during diseases
such as neurofibromatosis, tuberous sclerosis, X-linked mentally retardation syndrome, Rett's
syndrome. Their separation from the group of undifferential forms becomes available with
improvement of genetic methods of analysis. Defining genes in which mutations entailed
disorders in mental development gives an opportunity to create models of these disorders on
animals and study their pathogenesis mechanisms. The article discusses approaches to therapy
of cognitive disorders based on understanding of signal pathway functioning. It also presents
first results of pathogeneticaly valid therapy.
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