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['eHeTnyeckue hakTOPhl UTPAIOT BAKHYIO POJIb B PA3BUTUM TICUXO(DU3NOJIOTHUECKUX
0COOEHHOCTEW HEPBHOM CUCTEMBI. SBIISISICh TEHETUYECKHU 3aKPETIICHHOM «CIeluaan3auei
CTHJISI TIOBEJICHUSI B AKCTPEMAIBHBIX CUTYaIUAX, TEMIIEPAMEHT MOXKET ONIPEICIIATh XapaKTep

NEepPEKUBAHUN U BHYTPEHHUI KOH(QIUKT peOCHKA B OTBET Ha CTPECCOBBIE (haKTOPhI
TICUXOJIOTUYECKOTO MOPsiJIKa, OHAKO OJTHOTO €r0 JCUCTBUS HEIOCTATOYHO IS
BO3HUKHOBEHHMS TEX UM UHBIX SMOIMOHAJIbHBIX HAPYIIICHUM.




PoJib reHeTn4eckux (paKkToposB

oOecrneueHne BCEro KU3HEHHOTO MUKJIa THAWNBUAYAJIbHOTO PA3BUTHUA

o0ecrieyeHre 0co00i MOCIEI0BATEIIbHOCTH NEPEKIIIOUCHUS U ICTTPECCUN TE€HOB,
KOHTPOJIMPYIOIIUX CMEHY TIEPUOAOB PA3BUTHSI B COOTBETCTBYIOIIUX YCIOBUSIX
KU3HU peOCHKa

U3MEHECHUE B3aUMOBIUSHAN TEHHOM U HEUPOSHIOKPUHHOMN PETYISALUN

BO3HUKHOBEHHUE BBIPAKECHHBIX SMOLIMOHAIILHO-TIOBEACHYECKMUX PACCTPOMCTB MPHU
pPa3IMYHBIX (OopMax IMCUXUUECKON MaTOJIOTHH




BinsiHue HaCIeACTBEHHOCTH HA NCUXUYECKOe U IMOLUOHAIbHO-
JIMYHOCTHOE pa3BUTHE JeTel

 Icuxuueckoe pazsumue pebenka - 3T0 CI0KHBIN MPOLECC, HA KOTOPBIN

OKa3bIBalOT COBOKYITHOE BJIMSIHUE HACJIEICTBEHHOCTh pEOCHKA,
BHYTPHCEMENHBIN KJIMMAT U BOCIIMTAHUE, BHEIIIHAS CpeJla, a TAKKE
0O0JIBIIIOE YHCIIO COLMATIbHBIX U OUOJIOTUYECKUX (PaKTOPOB.




JIJ1st MOny4eHus KOJIMYECTBEHHOM OLIEHKH POJIM HACJIEACTBEHHOCTH B
Pa3BUTHUM 3a00JICBAHUS

HCCJICIOBAHNE OJIM3HEIIOBBIX
nap: BBIABJISETCS, KaK 4acTo
IICUXHUYECKUM 3a00JIeBaHUEM
CTpaJaroT 00a OM3Hena
(TakuM crrocooom
ONpeAeACTCS TPOLEHT
COBIIaJICHUS 3a00JICBaHUS -
KOHKOPJAHTHOCTB), @ TAKKE
BBIUMCIISIETCS pa3HULIA 110
ATOMY I1OKa3aTeto Yy
OIHOSIMIIOBBIX U
MHOTOSHIIEBBIX OJM3HEIIOB

U3YHCHUC CEMBU, B 5y (heKTUBHEIM, XOTS M JOCTATOYHO

KOTOPBIX 9aCTO CJIOYKHBIM ITOAXOOM, SIBIISIETCS

BCTPCHACTCA H3y4YECHHE IPUEMHBIX JIETEMH C

(HaxarBaeTCs) ICUXUYECKMMH HAPYIICHUSIMH, a

HCCICyCMOC TaK)Ke UX OMOJIOIMYECKUX U

3a0071eBaHKe IPUEMHBIX POAMTENEH. DTOT IMOIXOI
03BOJISET Pa3TPAHUYHTE BKJIA/]
reHeTu4ecKuX (hakTopoB U (haKTOPOB
paznesieHHON (BHYTPUCEMENHOM
Cpezbl) B pa3BUTHE U3y4aEMOTO
pacCTpPOMCTBA

Pe3ynbrar: yuyeHsle MOTYT OLIEHUTH CTEIIEHb HACIIETYyEMOCTH TOTO
- WJIM UHOTO 3200J1€BaHUs U paCCUYUTATh OTHOCUTEIIbHBIN PUCK €TI0
NN BO3HUKHOBEHUS Y POJICTBEHHUKOB OOJILHOTO U €r0 MOTOMKOB.




J1714 TIOHUCKa Y BBIABIIEHUS TEHOB, OTBETCTBEHHBIX 32 BOSHUKHOBEHUE
IICUXUYECKHUX PACCTPOMCTB

UCCJIEIOBAHUE U30JIMPOBAHHBIX
COITMAJIBHBIX COOOIIECTB, B KOTOPHIX
HAKAIUJIMBAETCA 3TO PACCTPOMCTBO
Pesynbrar:

-BO3MOKHOCTb YCTaHOBUTH OOIIIETO
IpeaKa U NPOCIEIUTh Iepeaavy
3a00JIeBaHUS U3 IIOKOJICHHUS B IIOKOJICHHUE

-ONpPEACTNUTh YYaCTOK XPOMOCOMBI,
BHYTPH KOTOPOT'O HAXOJAUTCS T'EH,
CBSI3aHHBIN (CIETVICHHBIN) C
WHTEPECYIOLINM UCCIIEI0BATEIS
3a00JIeBaHUEM

BBIOOp I'€Ha, HAPYIIIEHUS, B CTPYKTYpE
KOTOPOTO MPENOJIOKUTEILHO MOT'YT BbI3BaTh
pa3BuTHE 3a00JI€BaHUs (TAKOM T'€H HA3bIBAOT
"reH-kaHaAuaaT"), 1 U3y4EHUE TOTO, HACKOIBKO
€ro NoJMMOp(u3M CBsI3aH C pa3BUTHEM
HCcCIeayeMOoro 3a00J1IeBaHMs;
[Tonumopdusm 00yCIOBIIEH U3MEHEHUSIMU B
MOCJIEA0BATENIbHOCTH HYKJICOTH10B B JIHK
reHa, MPEJACTABICHHBIMU PA3IUYHBIMU
BapHaHTaMH.
DTO MOXKET OBITh:
-3aMEHa OJIHOT0 HYKJIEOTH 1A Ha JIPyTrou
-yAaJeHHUE MOCIEA0BATEIILHOCTH HYKIICOTUI0B
(menenus)
-U3MEHEHHE YMCJIa MOBTOPSIOIIAXCS
MOCJIEA0BATEIbHOCTEN HYKIICOTHI0B




Ilcuxuyeckue NposiBJICHUSA

Axyenmyauyus- cBO€0Opa3HOE 3a0CTPEHUE OTACIBHBIX SMOIIMOHATBHBIX U
MOBEJICHYECKUX YEPT y YEJIOBEKA, KOTOPOE, TEM HE MEHEE, HE JOCTUTAET YPOBHS
paccTpoicTBa IUYHOCTH (TICUXOIIATHUH ).

Llapanouyeckue auyHocmu - 3TO JIFONIH, J1JIs1 KOTOPBIX XapaKTEPHbI CBOEHPABHOCTb,
OTCYTCTBHE UyBCTBA IOMOPA, PA3APAKUTEIHLHOCTD, Ype3MEPHasi T0OPOCOBECTHOCTD,
HETEPIMMOCTh K HECIIPABEAJIMBOCTH.

Kpome nepeunciaeHHbIX BblllI€ OTKJIOHEHUM, JETU MOTYT CTpaiaTh 3a00JICBaHUSIMU,
BO3HUKAIOIIMMHU M3-3a PA3JIUYHBIX HAPYIIICHUH B CO3PEBAHUN MCUXUYECKUX
dbyHkuui. JlaHHbIC HAPYIICHUS TPUBOAAT K HEaJEKBATHOMY MHTEIUICKTYaIbHOMY U
AMOIIMOHAJILHOMY Pa3BUTHIO peOCHKA, KOTOPOE MOKET BhIPAKaThCsl B Pa3IMIHBIX
MPOSIBJIICHUSIX YMCTBEHHOM OTCTAJI0CTH, TUIIEPAKTUBHOCTH, KPUMHUHOT€HHOM
MOBEJCHUM, Ae(PUIIMTE BHUMAHMS (ITOBBIIIICHHON OTBJIEKAEMOCTH), ayTU3ME.




Hapyuienue noBeaeHus npu mu3odppeHuu

Hawnbosee BbIpake€HHbIC U CTOMKHE TTOBEICHYECKUE PACCTPOICTBA UMEIOT MECTO
IpHU JETCKOM M MOAPOCTKOBOM mn3odpeHun. B psaae caydaeB HeoOxoauma
muddepeHanbHas TMarHoCTUKa OIUropeHnn, OCI0KHEHHON
MICUXOTNATONOI00HBIM MOBEICHUEM, ¢ n30ppeHuei. [1pu Hayane mumzoppeHnn Ha
(hoHE IPOIrPEANCHTHOCTH MPOIIECcCa NHTEICKTYaIbHBIN U 00NN MICUXUYSCKUI
ne(ekT Bcermaa MMeEeT CI0KHYI0 CTPYKTYPY U JUCCOLIMMPOBAHHBIN XapakTep
MICUXOTATOJIOTUYECKUX PACCTPOMCTB. B HEKOTOPBIX Cilydasx aTUMIUYHBIE (POPMBI
onuroppennn Heodxoaumo auddhepeHpoBaTh ¢ 0co00i popmMoi
HACJICICTBEHHOM MaToJIoruu — JeMeHuueit ['enepa. PeueBbie HapylieHUs npu
JaHHOM 3a00JIEBAaHUHU UMEIOT XapaAKTED I'€HETUUECKOIQ
Ha4yaJIbHbIX PEUYEBBIX (DYHKIIUM.




Xapakrepusyercs:

- IPU3HAKAMU MHTEIUIEKTYaJIbHOTO HEAOPA3BUTHS,

- HEPABHOMEPHOCTBIO IICUXUYECKUX PACCTPOUCTB C MapLUHUAIbHONU COXPAHHOCTBIO
OTJICJIbHBIX (PYHKIIUH,

- IEpEOPACTEHUYECKUM CUHIPOMOM C HAPYIIEHHON YMCTBEHHOM
pabOTOCIIOCOOHOCTHIO U MPOAYKTUBHOCTBIO BO BCEX BUJAX JAEATEIBLHOCTH, HE
COOTBETCTBYIOLLIEH CTEIEHU CHUKEHUS UHTEIIEKTA,

- IACCUBHOCTHIO U HENPOAYKTUBHOCTBIO BO BCEX BUAAX JAEATEIBLHOCTH,

- 32IEPKKOM TICUXUYECKOTO PA3BUTHUS B COUETAHUU C BBIYYPHOU PEUBIO,
CTPEMJICHUEM K YITOTPEOJIECHNUIO MAJIOTIOHATHBIX CJIOB U OOOPOTOB PEUH, a TAKKE
CTEPEOTUITHBIM ITOBTOPEHUEM CJIOB U (Ppa3, pa3BEpPHYTHIM 0003HAYEHUEM CBOUX
JIEMICTBUH U KEJIAHUW B TPETHEM JIUIIE.




Hapyuienust noBeaeHus npu apppeKTUBHBIX PACCTPOUCTBAX

[Ipoucxonut nepeaaya 600J€3HU €AMHCTBEHHBIM JJOMUHAHTHBIM T€HOM C HETIOJTHOW MeHeTalren,
BO3MOYKHO, CLIETUICHHOTO ¢ X-XpoMocomoil. K reHeTndaeckum Mapkepam 3a001eBaHUs OTHOCST
HEJI0OCTAaTOYHOCTh (PepMEHTa ITI0K030-6-hochaTaeruaporeHassl. HapyieHus moBe1eHus MOTyT
HaAOJIOJIATHCS MTPU HEKOTOPBIX HACIEACTBEHHO 00YCIIOBICHHBIX TICUXUYECKUX 3a00I€BaHUSIX,
HanpuMep, NpU MaHUAKaJIbHO-AEIPECCUBHOM MCUX03€, OMNOJIApHas popMa KOTOPOTO BhIPAKAETCS
B CMEHE JIByX Pa3IMYHBIX (pa3 C XapaKTEPHOU IS KaXKJI0W U3 HUX TICUXOTATOIOTMYECKOM
CUMIITPOMATUKOM, ONPEACIIEHHBIM IIMKJIOM Pa3BUTHUS U MOJHON 00paTUMOCTHIO CUMTOMATUKH.
XapaKTepHbIE MIPOABICHUS SMOLIMOHAIIBHOTO PACCTPOMCTBA:

- MIOBBIIIEHHOE WJIY IOHMKEHHOE HACTPOCHHUE,

- pedeIBUTraTreabHOE BO30YK/IEHUE WA 3aTOPMOKEHHOCTb,

- MIOBBIIIEHHAS UHTEJUIEKTYyalbHasl aKTUBHOCTh WJIM TOPM OCTh.

- 0JJHOOOpa3ue U HeIOCTATOYHOCTh SMOIIMOHAILHBIX MPOs.

- crabast peakius Ha OKPYXKaIOIyI0 00CTaHOBKY,
- B HEKOTOPBIX CIIy4YasiX - SMOLIMOHAIbHAS HEAJEKBATHOCT




CunHapoM gepuuTa BHUMAHUSA U THIIEPAKTHBHOCTH

B ocnoBe C/IB 5ie:KUAT HapyIlIEHUE KOPBI U TTOAKOPKOBBIX CTPYKTYP H
XapaKTepU3yeTCsl TPUAI0M MPU3HAKOB: TUIIEPAKTUBHOCTD, AS(PUIIUT BHUMAHUS,
UMITYJIbCUBHOCT.

['MnepakTUBHOCTD, UJIK Ype3MEpHas IBUTaTeIbHAsl pAaCTOPMOKEHHOCTD, SIBJICTCS
POSIBJICHUEM YTOMJICHUSA. Y TOMJIEHHE Y PEOCHKA UJIET HE TaK, KaK y B3pOCIIOro,
KOTOPBIN KOHTPOJUPYET ATO COCTOSTHUE M BOBPEMS OTJOXHET, a B
nepeBo30YKJICHUH (Xa0THYECKOM MOJIKOPKOBOM BO30Y>KJICHUH ), CJ1a00M €ro
KOHTPOJIE.

I[G(i)I/IIII/IT aKTUBHOTO BHUMAaHHSA — HECIIOCOOHOCThH YACPIKUBATL BHUMAHUC HA YCM-
J100 B TEUCHUE OoIIPCACICHHOTO OTPC3Ka BPCMCHHU.

HMHYJ’IBCHBHOCTB — HECIOCOOHOCTH OTTOPMO3UTH CBOU HCIIOCPCIACTBCHHBIC
HO6}’)KILGHI/IH. Takune ACTHU 4aCTO I[GﬁCTBYIOT, HC II0AYMaB, HC YMCIOT ITIOAYHNHATHCA
IIpaBUJIaM, KIAThb. Y HHUX 4acTO MEHSETCS HaCTPOCHHUC.

XapakTepHON 4€PTOM YMCTBEHHOM JIEATEIIBHOCTU TUIICPAKTUBHBIX JETEU ABIACTCS
UKINYHOCTB. [Ipy 3TOM MO3T IpOIyKTUBHO paboTaeT 5-15 MunyT, a 3atrem 3-7
MUHYT HAKAIUIMBAET YHEPTHUIO IS CIEAYIOLIErO IIUKIIA.




Korna pedenok ¢ C/ABI" ocTaeTcs oguH, OH CTAHOBUTCS BSUJIBIM, KaK Obl TTOJTYCOHHBIM
WJIU CIIOHSAETCA 0€e3 Jiefia, IOBTOPSET KaKue-HUOYIb MOHOTOHHBIE JEUCTBUS. DTH
JIETH HYKJAFOTCSI BO BHEIIHEN akThBauy. OQHAKO B TPYNIE MPU U3IUIITHEN
«aKTUBALIMMY OHU MEPEBO30YKAAIOTCS U TEPSIOT pabOTOCIOCOOHOCTb.




HapyumieHust KOMMYHHMKATHBHOIO MOBE/ICHUSA NPH PAHHEM J1eTCKOM
ayTu3sMe

PaHHUM I€TCKUN ayTU3M - 3TO AaHOMAJIUS ICUXUYECKOTO Pa3BUTHS,
XapaKTepU3yIOMascss CTOMKMMUA M CBOCOOPa3HBIMU HAPYIICHUSIMU B
KOMMYHHKATUBHOI'O TTOBEJCHUS, SMOIIMOHATIBHOIO KOHTAKTA C OKPYKAIOIUM MHUPOM.
[Toaxoabl K TOHUMAHWIO BOBHUKHOBEHHUS ay TUCTUYECKOTO MMOBEICHUS

1) ayTu3M MOXET MPOSBIATHCA C POKICHUS

2) ayTU3M JICIUTCS Ha IEPBUYHBIN, KOTOPBIM paccMaTpUBaeTCsl Kak BPOXKAEHHAS
T€HETUYECKHU 00YCIIOBJICHHAS MPEAPACIIOI0KEHHOCTb, 1 BTOPUYHBIN, - KaK (popma
noBejcHUeCKuX peakuui. [IpakTuka moka3bIBaeT, 4TO OOBIYHO 3TO COUYETAHHE JBYX
MEXaHU3MOB.

Oco0OeHHOCTH:

- CTpeMJICHHUE M30eraTh KOHTaKTa C APYTUMU JIFOIbMH,

- IOBBIIIICHHAS] PAHUMOCTB, BIICYATIUTEIBHOCTD, HEMPEACKA3yEMOCTh PEAKIINH,
CKJIOHHOCTB K CTpaxam,

- OTCYTCTBHE CIOKETHO-POJIEBOU UTPHI,

- OTCYTCTBHE COJIPYKECTBEHHBIX U MPOSIBICHUE OJHOOOPA3HBIX U CTEPEOTUITHBIX
IBUKCHUM.

CauTaercs, 4TO ayTUCTUYECKOE MOBEICHHUE - 3TO HHTETPAIbHOE PACCTPOMCTBO C

PA3JIMYHOM 3TUOJIOTUEN U MTATONCHE3OM.



C pa3BUTHEM PACCTPONCTB Ay TUCTUUYECKOTO CIEKTPa ACCOIMUPOBAHO MHOKECTBO
aJICIbHBIX BApUAHTOB F€HOB, PACTIOJIOAKEHHBIX B OCHOBHOM B YYaCTKaX XpOMOCOM,
COJZIEpIKAIIMX T€HbI, YbH MPOITYKTHI OTBETCTBEHHBI 32 COLIMAILHOE MOBEJACHHE.




Cunapom J1oMKo#l X XpOMOCOMbI

Cunapom sjomkoit X (FXS) aBnsiercss reHeTUYeCKUM 3a00JIEBaHUEM, KOTOPOE
BBI3BIBACT MHTEIUICKTYAJIbHYIO0 MHBAJIMIHOCTb, PACCTPOICTBA B ITOBEJACHUU U
oOy4eHUH, BIUSET HA (PU3NUECKUE XaPAKTEPUCTUKHU MAIUEHTA. XOTSI CUHIPOM
JTOMKO#M X-XpOMOCOMBI MOXKET OBITh 000UX TOJIOB, MY KYMHBI CTPAJIAI0T ATUM
3a00JIeBaHUEM Yallle, YEM JKCHIIIMHBI U MPOTEKAET OHO y MY>KUMH 00JIe€ TIKEIO.

Normal X-chromosoms Fragile X-chromosomn




CuHapom J10MKOH X-XpOMOCOMBI.

Cunapom nomkoit X-xpomocomsl (FXS) siBrisieTcss Hanbosee pacipoCTpaHEHHON U3 U3BECTHBIX
IPUYUH YHACJIEA0BAaHHON MHTEJIEKTyaIbHON MHBAIMJHOCTH.

[IposiBneHust MOTYT OBITH OT JIETKUX - OTCTABAHUS B O0YUYEHUH, 3aJEPKKH ICUXOMOTOPHOTO

pa3BUTHS /10 O0Jiee CePhe3HbIE KOTHUTUBHBIX MJIM YMCTBEHHBIX PACCTPONCTB, MPUBOIAIINX K
YMCTBEHHOU OTCTAJIOCTH.

3aIep>KKU B Pa3BUTHUE PEUH SBIISAIOTCS OOITUMHU, KaK U pa3IMuHble (PU3NUECKHUE U TTOBEACHYECKUE
xapakrepuctuku. FXS Takke siBisiercss Hauboliee pacnpocTpaHEeHHON Hanbosiee
pacupOCTPAaHEHHBIE U3 U3BECTHBIX IPUYMH PACCTPOUCTB Ay TUCTUYECKOTO CIEKTPA.

ATakcuuHbIil cuHapom/ Tpemop.

Atakcnunbiii cuaapom/ Tpemop (FXTAS) siisieTcst COCTOSIHHEM, KOTOPOE BBI3BIBACT HAPYIIICHHE

Oananca, TpeMOp U MPOOIEMBI C MAMSITHIO Y HEKOTOPBIX MOKUIBIX MY>KUUH (U PEXKE Y HKEHIIHH)
KOTOpBIE ABJISIOTCA "HOCUTEAMU' TipeMmyTanuu rena FMR1.

Jlomkast X-XxpoMocoMa, CBA3aHHAS C EPBUYHOU HEAOCTATOYHOCTHI0 AUYHUKOB.

Jlomkast X-XxpomMocoMa, CBSI3aHHAs C IEPBUYHOU HEJOCTATOUHOCTHIO
anuHukoB (FXPOI) XapaKTepU3yeTCs CHUKEHHEM byHKUIMN SIMYHUKOB, 4TO MOXKET NPHBOJUTD K

OECIIONNIO M paHHEW MEHOIIay3€ Y KEHIITUH KOTOPBIC SABJISIOTCS "HOCUTEIISIMU" TIpeMyTalluu
resa FMR1.

PaccrpoiictBa, cBsizaHHbIe ¢ TOMKOH X-XpoMocoMoit (FXD) MoryT ObITh YHaUJI€IOBaHbI OT POAUTEIICH
y KOTOPBIX HET ABHBIX Mpu3HakoB FXD. B HEKOTOPBIX CEMBIX HECKOJIIBKO YEJIOBEK MOTYT OBITh

3aTPOHYTHI ATUM 3a00J€BaHUEM, B TO BPeMs KaK B IPYTHX CEMBAX 3TO MOXKET OBITh TOJIBKO OJIUH
YeJIOBEK, UMEIOIIMU cUMITOMBI FXD




OCHOBHOM IIPU3HAK - YMCTBEHHASI OTCTAJIOCTh (OT JIETKOM J0 TKEIOU
CTETICHU JCOUJIBHOCTH).

Hepenko pa3BuBaroIascs XapakTepHbIC YEPThI:

- MMU30(PEHONOA00HAsT CHMTOMATHKA (TPEBOXKHO-IAETIPECCUBHBIC COCTOSHUA,
OpenonogooHoe (haHTA3UPOBAHUE),

- ayTUCTUYECKOE MOBE/ICHNE (CHUYKEHUE KOMMYHUKATUBHBIX CIIOCOOHOCTEH,
ne(UUUT BHUMAaHUS, CHUYKEHHUE TJIa3HOI0 KOHTAKTA, YIPSIMCTBO),

- CTEPEOTUITHBIMY TUNEPKUHE3aMU (ITOXJIONBIBAHUS U IOCTYKUBAHUS PYKaMU,
B3Maxu U MOKYChIBAaHUS KUCTEU PYK),

- Hapy1eHus peur (YOBICTpEHHUE TeEMIIa, arpaMMaTU3MbI, TIEpCEBEPALINH,
AXOJAJIAUS U Jp.),

- CUHJIPOM JIBUTATEIbHON PACTOPMOKEHHOCTH C HACUIIbCTBEHHBIMU
JNEUCTBUSAMHU (CKpUII 3yOaMH U T.[I.)




Cnacubo 3a enumanue
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