(Ml [

CUHROPOM PETTA

Brinoanuna: opauHarop Jlaomarite K.A.
Kyparop: acc., k.m.H. Tkauesa H.B.




-

® Cunapom Perra — oxHO U3 HanboJiee pacOpOCTPAHEHHBIX
3a00JICBAHUI B PAMY HACIEACTBCHHBIX ()OPM YMCTBEHHOU
OTCTAJIOCTH Yy JIEBOYEK, HA3BAHHOE 10 UMEHU BIEPBLIE €I0
ONMCABUIET0 aBCTPUMCKOTO Teauarpa Auapeaca Perra .

® B 1954 rony Anapeac Perr o6cienoBai AByX JA€BOYEK U
OTMETHJI Y HUX KPOME perpecca IMCUXUYECKOTO Pa3BUTHA,
0COOBIE CTEPEOTUIIHBIE JBUKEHHS B BUJIE «CKUMAHUA PYK», B
CBOHMX 3aIMCIX OH OTBICKAJI HECKOIBKO MOJMOOHBIX CIy4aes,
YTO HATOJKHYJIO €r0 Ha MBICIL 00 YHUKAJILHOCTH
3abonesanus. B 1906 rony Anapeac Perr coobnimr o 31
JIEBOYKE, Y KOTOPBIX HAOIIOIAINCh PErPECC ICUXUYECKOTO
Pa3BUTHsA, AyTHYHOE MTOBEJAEHHE, yTpaTa LeJeHanpaBIeHHbIX
1 TOSABJIEHUE OCOOBIX CTEPEOTUIHBIX ABMKEHUN B BUIE
«CIKUMaAHUS PYK».




ITNONOIunA

CHUHIPOM SIBJISIETCSI TCHETUYECKUM 3a00JI€BaHUEM.

K 3a0oneBanuio npuBoaat Myranuu B rene MECP2. DtoT ren xoxupyer
metun-CpG-cassbiBaromuii 6enox 2(MeCP2).

Ecnu reH HopMalieH, ero 0eJ10K B ONPEaeIEHHBIA MOMEHT Pa3BUTUA MO3Ta
BBIKJIFOYAET U3 PA0OThI HECKOJBKO JIPYTHX T€HOB, M TOTAA MO3T PEOEHKA
Pa3BUBACTCSA HOPMAJIbHO. ECHU kK€ TeH MOBPEKIECH MYyTallMe, CBOEBPEMEHHOE
BBIKIIFOYEHUE HE TIPOUCXOAUT. MO3r, IPOIYCTUBIIMNU 3TOT MOMEHT, HAYUHAET
pa3BUBAThC HENMPABUIbHO. Tak BO3HUKAET CUHIPOM Perra.

I'en MeCP2 naxomurcst B X-XpOMOCOME.

[ToCcKONBKY Y JKEHIIIUH TaKUX XPOMOCOM JIBE, JKCHCKHE IUIOJLI ¢ CHHAPOMOM
PerTa 00bI9HO 001aaF0T OTHUM HOPMAJILHBIM M OJHUM JIe¢(hEKTHBIM T'€HOM,
YTO IO3BOJISICT UM JOXKHTH JI0 POXKICHMUS.

YV My»KYMH MMETCS TOJIBKO OfHa X-XxpoMocoma. Eciu oHa HeceT neeKTHbIM
red MECP2, 10 y mioza He 0cTaércs HOPMaJIbHOM KOIIUMKM Te€Ha, ¥ OH Yallle
Bcero nmorudaet. [1oaToMy MallbduKu ¢ CUHIPOMOM PeTTa pokaaroTcs O4eHb
penko. HeckolbKo M3BECTHBIX ClIydaeB OOJE€3HU Y MATBYUKOB
COIPOBOXAAINCHL cuHapomMoM Kiaiingensrepa ¢ monmucomuein XXY, TO €CTh
OIHOM IuIIHENR X-XPOMOCOMOIA.
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Mopdonorna n Henpoxmmus

® IIpu MOp(HOIOrHUECKHUX UCCIENOBAHUAX ayTOICUMHOIO MaTepraia
yMepPIIUX OOJILHBIX OOHAPYKEHO CHIKEHUE Beca rOJI0BHOIO MO3ra Ha
12-34.7 no cpaBHEHHUIO ¢ COOTBETCTBYIOIIMM BO3PACTy KOHTPOJIEM,
HeOOJILIIOE YMEHBIIEHHE YHCIa HEMPOHOB M INIHO03 B KOpE OOJIBIINX
TONYIIAPUI U MO3KEUKA, TIEPEIHNUX POrax CIIMHHOIO MO3ra
CIIMHAJIBHBIX TAHIINAX, HOHIKEHHAs MUTMeHTanus B substantia
nigra.

® Amnanu3 MOp(OJIOrHYECKUX U3MEHEHUH TIpyu cuHapome Perta
YKa3bIBAET Ha 3aMeJIEHUE Pa3BUTHA MO3Ta IOCIE POXKIECHHS, a K
YeThIpEXJIETHEMY BO3PACTy OCTAHOBKY €0 pOCTa B IIEJIOM U
JIEHIPUTHOIO JIepeBa HEMPOHOB B yacTHocTU. HabmonaeTcs Taxxke
3aMeIJIeHUe pOCcTa Tela U OTIEIbHBIX OPraHoB (cepaua, nedeHy,
IOoYeK, cene3eHKN), BelsaBsgeMoe K 4-6 rogam. Kpome Toro, ormeueHa
HE3PEIOCTh NPOBOAAILEH CUCTEMBI CEP/IA, HATIOMUHAKOIIEN
IPOBOIAIIYIO CUCTEMY HOBOPOXKIEHHBIX.




Kputepun anarHocTmku

B 1988 r. Bcemupnas accouumanys 1o u3y4eHuro cuaapoma Perra
cOpPMyIHpOBaa 00A3aTeIbHbIE, JOIOIHUTEIbHBIE U MCKIIIOUAOIIHAE
JINATHOCTUYECKUE KPUTEPHUH JUIA BepU(UKALMU JAATHO3A .

Oo0s13aTe/IbHbIC KPUTEPUH BKJIKYAKOT:
* HOpMaJIbHOE Pa3BUTHUE B MPE- U NEPUHATAIBHBIA NIEPUO JO Hayaja 3a00JI€BaHUS;

® HOpPMaJIbHOE NICUXOMOTOPHOE Pa3sBUTHE 10 Bo3pacTa O Mecsues JIMbo ero
3a7iepKKa C POXKJICHUS;

¢ OKPYXHOCTB I'OJIOBBI IIPH POXIACHHH B IIPCACIIaX HOPMBEI,
¢® YMCHBIIICHHUEC TECMIIOB POCTa I'OJIOBHI B IICPHOJ] OT 5 MCCALICB OO 4< JCT,

® NOTEPs NPUOOPETEHHBIX HABBIKOB IICJCHAIIPABICHHBIX ABHKEHUN PYK B IIEPHOJ
ot 6 1o 18 Mecanes xu3HM, cBA3aHHAsA ¢ KOMMYHUKATUBHBIMU AUCQYHKIUAAMUA U
COLMAIbHON M3O0JISLIACH;

® CTEPEOTUITHBIE NBUKECHUSA PYK B BUJIE MBITbSI PYK, IOTUPAHUS, TOXJIOIIBIBAHUA,
IIOCTYKUBAHMs, C)KUMAHUSA, 3aJIaMbIBaHUsI, COCAHUSA MAJIbIIEB, BOZHUKIIIKE MIOCIE
yTpaThl [eJICHANPABICHHBIX JBUKCHUM;

® PA3BUTHUE TIKEIIO MOBPEKICHHOM IKCIIPECCUBHON U PELUEIITUBHON PEUU, HAITUUUE
OYEBHUIHOIO IICUXOMOTOPHOI'O peErpecca;

® [IOSIBJICHHE [TPU3HAKOB allPAKCUU M aTakCuy Mexay 1-4-m rogamu >xusuu;
® YCTAHOBJIEHUE MIPEATIONOKHUTENBHOIO IUarHo3a B Bo3pacTe 2-) Jer.




K JOIMOJTHUTC/JIBbHBIM KPUTCPUIM OTHOCATCH:

® PacCTPOMCTBA JBIXaHUS BO BpeMs OOAPCTBOBAHUSA
(runepBeHTHIALNSA, aIIHOD, ITIOTaHHE BO3IYXa);

* OPYKCH3M,;
* HapylIeHHe NaTTepHa cHa (peyKIMIo «BepeTeH CHa»);

® HapyIIEHUE MBIIIEYHOIO TOHYca (CIIaCTHYHOCTD, YaCTO
COUETAIOIIAsCS C AUCTOHUEHN U aTpoduell MBIIII);

* nepudepruecKre Ba30MOTOPHEIE PACCTPOMCTRA;
® CKOJINO3/KN(O3 MO3BOHOUYHHKA;

® 3a/1epP’KKa COMATHYECKOTO POCTa;

® MaJIEHbKUE XOJOAHBIE KHCTU U CTOIIbI;

® epHOLI BCKPUKHBAHUs/ CMeXa, HE COOTBETCTBYIOLIHE
CUTYalllH;
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® Hckiouawnue KpUTEPUN TAKOBbI

@® ° BHYTpUYTPOOHAs 3aJepiKKa POCTa;

® ° opraHoMerajivs WM Apyrue Mpu3Haku Ooje3HeH
HAKOIIJICHMS;

® ° PETUHOIATUS WU aTPpOPHs TUCKOB 3PUTEIbHBIX
HEPBOB;

® ° MuKkpoledaaus Opyu POXKIACHUU;

® ° [epUHATAJIbHO MPUOOPETEHHOE MOBPEKIACHUE MO3Ta;

® ° HaIMYME UACHTU(UIMPOBAHHOTO META0OIMYECKOIO
WA JPYTOro IPOorpecCUpyIOero HeBPOIOTrHUE€CKOro
3a00J1€BaHUS;

® ° nNpruOOpPETEHHBIE HEBPOJIOTUYECKHE HAPYIIICHHUS B
pe3yNIbTaTe NePEHECECHHON TSKEJION MH(PEKIUU WIN
YepEnHO-MO3TOBOH TPABMBI;




| was due to be bom on April Fool's Day
and I'm super good at keeping secrets
I love chocolate and milkshakes
but | hate it when sports are on the TV
most little girls dream of being a ballerina
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KnvuHuyeckue ctaguu

® 1. Cmaznayus.
® Bcrpeuaercs B nepuon 0-18 mecsnes or poxnenusa. Ha stoi

CTaJIM MOTYT MOSIBJISITHCS TIEPBBIC MTPU3HAKU 3a00JICBAHUA:
MCUYEC3HOBEHHUE MHTEPECA K UTPYIIKAM, peOCHOK CTAaHOBUTCS
CIIOKOMHBIM ¥ 0€3y4acTHBIM. Pa3BUTHE NBUTATEIbHBIX HABBIKOB
U POCT OKPYKHOCTHU T'OJIOBBI MOXKET 3aMEJINTHCS, BOSHUKAECT
TUIIOTOHUS MBIIIIII.

2. Yxyowenue.

Habmronaercs B Bo3pacre ot 1 10 4 ner. Ha stom sramne
POUCXOAAT HANOOJIBIIINE U3MEHEHUSI, 3a4aCTYIO OBICTPBIC, XOTS
OHHU TaKXX€ MOTYT OBITh ITOCTEINECHHBIMUA. BO3HUKAIOT OTCYTCTBUE
MHTEPECA K COLMATIbHOMY B3aUMOJICMCTBUIO U PA3BUTHIO
HaBBIKOB OOIIECHUS, PA3IPAKUTEIIBHOCTD, IIOBTOPSFOIIAECS
JABUKECHUS PYK, YTPAYMBAIOTCS HABBIKM ILIEJICHATPABICHHOM
NEATEIbHOCTH PyKaMH, 3aJIEP>KUBACTCSI POCT OKPYKHOCTH
rojioBbl. MOI'yT BO3HUKHYTbH IPOOJIEMBI C JbIXaHUEM, CYAOPOTH,
OE€CCOHHUIIA, TTPUCTYIIBI OECTOKONCTBA, MPEXOASAIINN CTPAOU3M.




3. Ilnamo.
ITepuon passutus — ot 2 1o 10 ner. Ha stom sTane OpicTpas

perpeccusi, HaOIoIaeMasi Ha BTOPOM dTare, 3aMeisieTcsi. Bo3aMoxxHO

MOSIBJICHUE YIYYIICHUN MOBEJACHUS, B YACTHOCTH, B BUJIC CHUKCHUS
pPa3apaKUTEILHOCTH. JIeTH CTaHOBATCS 00Jie€ aKTUBHBIMU U
KOMMYHHUKATHUBHBIMHU. J/IBUTaTEIbHBIE HAPYIICHUS IIPOIOJIKAIOT
MPOrPECCUBHO YXY/IIAThCS, IIOXO MPUOABISETCS BEC.

4.. 3asepwmarowan cmaous.

Ormeuaercs B Bospacte 10 ner u crapme (MokeT BOSHUKHYTE B
IIEpUOJ OT D 110 25p jet). XapakTepusyercs IoTepeil MOIBIKHOCTH.
CriocoGHOCTb XOAUTH yTpauuBaeTcs (ecan oHa Oblia IPHOOPETEHA).
ITosIBISIOTCS CKOBAaHHOCTD B ABMKEHMSIX, HCKPUBJICHHUE
O3BOHOYHMKA. KOMMYHHKAaTHBHEIC M KOTHUTUBHEIE BO3MOXKHOCTH,
KaK MpaBWIO, HE YMEHbIIATCS. CTEpEOTUNINN CTAHOBATCS PEXKE.
Heiipoduzuonornyeckoe oocae10BaHNE B TUIIMYHBIX CIIyJasx
BBISIBJIICT 3aMmeiJiIecHne (DOHOBOM OMO3JIEKTPUYECKON aKTUBHOCTH,

HAJIMYUE LIEHTPAJBbHbBIX CIIANKOB, a TAKXE PEAYKIIUIO «BEPETEH CHA».

HeiipoBu3yanusaiys NOKa3pIBaeT CHUKEHHE 00beMa BEIeCTBa
roJIoBHOro Mosra (arpodun), kak 6e10ro, Tak U ceporo,
IPEUMYILECTBEHHO B JOOHBIX JOJSX.

™
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Y psina OOJIBHBIX KIMHUYECKHE MPU3HAKU HE COOTBETCTBYIOT
MOJTHOCTBIO KJIACCHUUECKOMY TE€UEHHIO CUHJpoMa PeTTa. OTH ciaydau
KJIAaCCU(UUUPYIOT JTMOO KaK HEMOJHbIC, TU00 KaK aTUIIHNYHbIE (OPMBI
3a00JICBAHUA.

IIpu HenosiHoM opme y OOJBHOTO IPHUCYTCTBYIOT MHOTHE, HO HE BCE
13 HEOOXOIMMBIX CUMIITOMOB. DTUM XapPaKTEPU3YIOTCS JIETKUE
BapHaHThI OOJIC3HU.

ATMnn4HbIe GOpMBbI — 3TO Ciy4dau CUHApoMa Perra, KOTopbie
COOTBETCTBYIOT BCEM HEOOXOAUMBIM KPUTEPHUSIM AUATHOCTUKH, HO
UMEIOT OTKJIOHEHUS OT TUIIMYHOIO T€YEeHUA. B yacTHOCTH, IIpH
aTUIIMYHOM (pOpME CHMHAPOMA C paHHUM HavyajoM CyJI0pOr
SIUMNPHUIIATKH SBIISIIOTCA JeO0TOM 3a00JI€BaHU.

IIpu aTUIUYHOM BapHaHTE CUHAPOMA C YaCTUYHO COXPAHECHHOM PEUYbIO
0OJIbHBIE UMEIOT HEKOTOPhIE PEUEBbIC HABBIKH, TEUCHHUE 3a00JICBAHUS Y
HUX 0o0Jee MATKOE, 4YeM IIPpHU KJIacCUYECKOM (hopMe, a YpOBEHb OOIICHUS
3HAYMTEJILHO BHIIIIE.

M3BECTHBI TaK)KE€ aTUIIMYHBIE BApUAHTHI CUHAPOMA C aHOMAJIbHBIM
pa3BUTHEM PEOECHKA C POXKICHUS, MO3THUM HavyajioM (pa3bl perpecca,
CIOJIa K€ OTHOCST CJIydau CMHApoMa Perra y MaJIb4uKOB.

/







A~ TIarniOOITCC BamABIC RIIMANHCECRAC

NPU3HaKN

/IBrukeHus pyK.

[Toreps (HapylieHne) HeaeHANPaBIEHHBIX IBHKEHUH PyK, TAKUX KaK
MAHUITYJIMPOBAHUE UTPYIIKAMU, JEPHKAHUE OYTHUIOUKHU.

[TpoucxoauT 4ale B Bo3pacTe 0-8-Mu MecsaLEeB, HO HHOIIA TaKhe
HApYLIECHU COXPAHSIIOTCS 10 3-4-X JIeT.

OJIHOBPEMEHHO C 3TUM ITOABJISIIOTCS OTIIMYUTEIILHBIE CTEPEOTUITHBIE
IBUXKECHUS PYK, KOTOphIe HAOIIOAAIOTCS OYTH BCE BpeMsl, ITOKa
MAlUEHT CIUT. Yale 3TH ABUKEHUS HAIIOMHHAIOT «MBIThE PYK», UX
CXKaTue, CLCIUICHUE, ITOXJI0IbIBaHUS OOBIYHO Ha YPOBHE TPy, JIUIIA,
MHOT/IA 3a CITMHOM.

JpyruMH CTEPEOTUMHBIMM JIBMXKEHUSIMH MOTYT OBITh COCAHHUE WU
KyCaHUE PYK, IOCTYKUBAHUE UMU T10 TPYAX WIIH JIULLY.
Cmepeomunnsie 08usCeHUA PYK UMEION MECHO 60 6CEX CIYUAAX
3a00/1€6aHUA U PACUCHUBAIOMCA KAK HAUDO/1ee XxapaKkmepHble
(namoznomonuunvie) npuznarxu cunopoma Pemma.
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[TlosHaBaTenbHada OeATeNIbHOCTb

VY 00nbHBIX KpaiiHe OrpaHUYCHBI MHTCICKTYalIbHbIC, PCUCBBIC U
aTalTUBHBIE CIIOCOOHOCTH.

JI71sl OEHKM 3TUX CIIOCOOHOCTEN UCIIONL3YHOTCS CTAaHJAPTHEIE
IICUXOJIOMMYECKUE TECTBI, KOTOPBIE BLIABIIAIOT OTCTABAHKE
YMCTBEHHOTO pa3BuTH (y GONBIIMHCTBA MALMEHTOB B BO3PACTE
ot 1,5 1 Gonee yteT yMCTBEHHOE pa3BUTHE OLCHUBAETCS HIDKE,
yeM y zieTell 8-MecsyHOro Bo3pacra).

JleTr, ToCTUTHINE OMPEACICHHOTO YPOBHS PA3BUTHUS PEYH,
OOIIIEHHS ¥ COIMATILHOM aJanTalydu, Nociie MaHU(pECTalluu
3a00JICBaHUS YTPAYUBAIOT 3TH HABBIKHU.

DKCIIPECCUBHAS M UMITPECCUBHAS PeYb U COIMAIbHBIE HABLIKH
TepsAIOTCA B cpenneM B Bospacre 4-11-tu mecanes, a HaBbIKH
camoo0cayxusanus B 12-14 mecsues.




ATaKkcusa n anpakcus

Hapyenue koopauHaLUU ABUKEHUH (aTakcusl) U 3aTpyIHEHUS
B IUIAHUPOBAHUU AeiicTBU (ampakcus) OXBaThIBAIOT KaK
JIBH>KCHHUS TYJIOBHUIIA, TAK U KOHEYHOCTEH.

YKa3aHHbIE PACCTPOUCTBA NPOABIISIOTCA B BUAE OTPHIBUCTHIX
PE3KUX NBWXKCHUM, HAPYIICHUS] PABHOBECHUS, TPEMOPA, XO/IbOBI
Ha HE COTHYTHIX LIMPOKO PACCTABIICHHBIX HOTaX C
pacKauMBaHHEM U3 CTOPOHBI B CTOPOHY («KyKOJIbHAs MOXOIKa»).

Psi1 manueHTOB IpU paHHEW MaHU@ecTaluu 3a00JICBaHUS HE
yCIIEBalOT NPHOOPECTH HABBIK XOAbOBI.

BOJBIIMHCTBO AE€TEN ¢ CUHAPOMOM PeTTa, yMeroluye X0auTh,
IIOCTEIIEHHO TEPSIOT 3Ty COCOOHOCTh 110 MEPE
IpOrpecCUpoOBaHUs O0JIC3HU.




Rett Syndrome
and
Mobility
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® /IpixaresibHbIC PACCTPOMCTBA.

® Yamie Bcero BCTPEYaroTCs TAKUE JBIXaTeNIbHBIE AHOMAJIHH
KaK HEPETYISPHOE AbIXaHWE, IPUCTYIILI THIIEPBEHTHIIALINH,
aItHO? IPOIOJDKUTENLHOCTEIO nHOTHA 1-2 MUHYTEL,
KOTOPBIX JOCTATOYHO, YTOOBI BBI3BATH IMAHO3 U JAXKE
0OMOpOK. JIpIXaTellbHbIE HAapyIIEHUsT HaOII0Iar0TCs TOIBKO
B COCTOSTHUH OOAPCTBOBAHUS.

® Cko.1m03.

® lickpuBieHHE MO3BOHOYHHUKA UMEIOT MUHUMYM ITOJIOBUHA
NalyeHToB ¢ cuHApoMoM Perra. CKOIMO3 SABISICTCS
CICICTBUEM IMCTOHHU MBIIIII CIIMHBI U IMIPOTPECCUPYET I10
Mepe pa3BUTHS 3a00JICBaHUS.







™
Cynoporu

Oxono 50-807% neBouek ¢ cuHAPOMOM PeTTa MMEIOT SIUIIPUCTYIILL,
KOTOPbIE MOT'YT OBITh PAa3HBLIX THIIOB U IUIOXO IOANABATLCS TEPAIIUH
AHTUKOHBY/ILCAHTAMH.

Yamre HaOM0at0TCA TEHEPATU30BAHHBIC TOHUKO-KJIOHUYECKUE
MTPUTIAJKH, KOMIUIEKCHBIE U IMIPOCTHIC TTAPIHUAIIBHBIE CYIIOPOTH,
JIpOIaTaKH.

CynopoKHbIE€ IPUCTYIHI IIIUPOKO BAPBUPYIOTCA IO YAaCTOTE, OJTHAKO
CTAHOBSTCS PEKE C pa3BUTHEM 3a00JICBaHMUS.

Cieqyer OTMETUTh HAJIMYME Yy MAIMCHTOB MaplralIbHbBIX
HEANMWIENITUYECKUX TPOSIBIICHUM, KOTOPBIE YACTO OIIMOOYHO
UHTEPIPETUPYIOTCA KaK CYAOPOTH: altHO?d, TPEMOP, PE3KHE
JIBUKCHUSI, STTU30/bl C 3aMUPAHUEM JIBUTATEILHOM AaKTUBHOCTH,
MapOKCU3MAJIbHBIE YCUJIIEHUS CTEPEOTUIIOB. bOJIBHBIM MPOBOAUIICS
BUJICO-U D] -MOHUTOPUHT, KOTOPBIK MO3BOJIUI JIOKA3aTh, YTO
[IEPEUYUCIICHHBIE CUMIITOMBI HE CBA3AaHBI C CYAOPOKHBIMU
n3MeHeHusiMUA Ha D31, Takum oopazom, npu cunopome Pemma
YACmMo umeem mecmo UnepOUazHOCHUKa cyoopoz, Umo eeoem K
He000CHOBAHHOMY HA3ZHAYECHUIO AHMUKOHE)/IbCAHMOE.
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[NaHHble I3l

® [IpakTHyuecku BO BCEX CyYasix, IAXKE Y TEX MALIUEHTOB,

KOTOPBIE HE UMEIOT KIMHUYECKUX CYI0POT, HAOIIOAAIOTCS
AHOMAJIMY Ha 3JIEKTPOSHIEPaIorpaMMe, HAYMHAS TPUMEPHO C
IBYXJIETHETO BO3pacTa.

Couetanue 3aMeyICHU (POHOBOTO PUTMA B MEPHO/T
OOJIPCTBOBAHUS U MOBBIIMICHHOW MapPOKCU3MaJIbHON aKTUBHOCTH
BO BPEMSI CHA CYIIECTBEHHO OOJIETYAET AUArHOCTUPOBAHUE
cuHJipoMa PeTTa u MOXKET CUMTAThCs €ro JOMOJTHUTEIbHBIM
JUArHOCTUYECKUM KPUTEPHEM.

B OOJBIIMHCTBE Cay4YacB HAOIIOAAETCS XapaKTepHasl dBOJIIOINS
n3MeHeHnr Ha OJI. [IpuMepHO ¢ IIECTUIETHETO BO3pacTa
JOMUHUPYET MOHOTOHHBIN a-pumm, KOMOpblU B JAIBHEUIIIEM,
nocie 20 er, UMeeT TEHAECHIUIO JOKAIN3ALMHA B IIEHTPO-
napveTaaibHON 00JIacCTH.
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Puc. 2. 33IM: Hanu4Yue CNankos U NUK-BONHOBbLIX KOMNNEKCOB
B NPaBOM LUEHTpanbHOW obnacTun




KT u MPT

® MeTo/ibl KOMITBIOTEPHOM U MArHUTHO-PE30HAHCHOM
TOMOTrpaduu, Kak IpPaBUJIO, HE JIAIOT JTOHOJTHUTEIbHOM
nHpopmanuu o nopaxxkenuu [ITHC npu s3Tom 3a00neBaHmM.

® [Ipu KoMIBIOTEPHOM TOMOTrpaduu OTMEYeHa cyoaTpodus
KOPBI TOJIOBHOI'O MO3ra

® [Ipu MarHUTHO-PE30HAHCHAs TOMOIpPa(HHu:

@® - BBIABIISIOT OMaTepajabHyIO aTpouI0 B TOOHO-
BUCOYHBIX OOJIACTSIX KOPHI OOJIBIIMX MOJIYIIapHM

® - NpU3HAKU aTpOoPUK MO3KEUKA JINIIb HA TPETHEM -
YETBEPTOM JECATUIIETUN KU3HMU.




Puc. 3. MPT ronosHOro mo3ra: nerkas sHy TPeHHRAR
¥ YMEPEeHHO BblpaXeHHas HapyXHas rugpouedanvs
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[To3nTPOHHaAA 9MUCCUOHHAA

KOMNbIOTepHasa ToMmorpadgpus

® MeToa MO3UTPOHHOM 3MUCCUOHHOM KOMITBIOTEPHOU
TOMOTpa()UH BBISABIISICT 3HAYUTEIBHOE CHIXKEHUE OOIIEro
[epeopaJbHOr0 KpOBOTOKA MpH CUHApOME PeTra.
boJibllle BCcero €ro CHUKEHUE HAOIIONAETCA B
npedpOoHTAIbHON U TEMIIOpAa-HapUETAIbHON 00JIaCTSIX
OOJIBIIUX MOJIYIIApHM, CPETHEM MO3Ie€ U BEPXHEH 4acTH
CTBOJIa MO3Ta, YTO YKa3bIBa€T Ha OCJIa0JICHUE
MeTa0oJIu3Ma B 3TUX CTPYKTypax U HAITOMUHACT
pacmnpeieIEcHue MO3rOBOIr0 KPOBOTOKA Y AETEH TPYJHOIO
BO3pacTa.




" OuddepeHumnanbHasi AMarHOCTUKa

IlapameTpbl Cunapom PaHHUU 1eTCKUHA ayTU3M
PerTa

AyTucTHYecKkue 4epTbl  OTCYTCTBYIOT YacTo mposiBISIOTCS

B Bo3pacre 6-18

MecsileB

Kuaunnyeckas kapruaa  Hapacranue [Tpuznaku UCKAXEHHOI'O
KOTHHUTHBHOTO IICUXUYECCKOTO Pa3BUTHS - 3TO
neduIuTa, IpU3HAKU  CIIOKHBIC COYETaHUS OOIIIETo
IPOTPEANEHTHOCTH,  HEIOPa3BUTHSI, 3aJCPKaHHOTO,
IPUCOETUHCHHE MOBPEXKIEHHOTO U YCKOPEHHOTO
HEBPOJIOTUUECKHUX Pa3BUTHS OTACIIBHBIX IICHXWYCCKUX
CUMIITOMOB (GYHKIUH, TPUBOIAIINE K PSAITY

Ka4€CTBEHHO HOBBIX MaTOJIOTHYECKUX
oOpa3oBaHuii; OTCYTCTBUE
IPOTPEIUEHTHOCTH

Crepeorunuu Putmuueckue boiiee ciio)XHbIE U HE IO CPEIHEU
JBKECHUS 00€UX PYK  JIMHUU
110 CPEIHEN JIMHUU

o /
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CrepeoTunHbie
MAHUNYJISAUN C
npeaMeTramMmu

Motopuka TyJJI0BHIIA U
IOXO0/KA

CynopoxHbie NpUNaaKu

PaccrpoiicTBa AbIXaHUA,
OpyKcH3M, 3aMelJIeHHu e
POCTA roJIOBbI M
KOHEYHOoCTel

IponoKuTEIbHOCTH
AYTHUCTHYECKHX YePT

NucTpyMeHTaIBHOE
o0cJieioBaHme

\_

OTCyTCTBYIOT

ITIporpeccupyroimme arakcus
Y alpaKcus

3HAYUTEIBLHO OOJIbIIIHE

4acToTa U MOJUMOPPH3M

Tunuusebl

1-2 ctagun

Tunuusbl

MaHepHOCTh, HHOTIA
IPaIO3HOCTD MO3bI U
MOXOIKHU

3HAYUTEIHLHO MEHBIIIE
4acToTa U MOJUMOPPHU3M

OTCyTCTBYIOT

Ha npoTsskeHuun Bcen KU3HU

He undopmarnuBHO




— —
doopma

t TeueHne HEMPOrpECCUPYIOILIEE.

HecnocobHOCTH 00MBHOTO yIEpKUBATh BEPTUKAIBHYIO MI03Y BCIEACTBHUE Ae(eEKTa
MEXaHU3MOB ITOCTYPAIBLHOTO KOHTPOJISL.

® KoHTpob ronoBbl, QYHKIMN CHIEHUS, CTOSHUS U XOIbOBI IPAKTUUECKH HE Pa3BUBAIOTCS
(acTa3us, abasus) uik GOPMHUPYIOTCS OYEHb MEJJIEHHO.

® Ilo3y cuas neTu HauMHAKOT YAEPKUBATh TOJBKO K MOJyTOpa-ABYyM rofaM, MpHU 3TOM OHa
JIOJITO OCTAETCSI HECTAOMIIbHOM, OTMEUAIOTCSl KauaTeJIbHbIC IBUKEHUS TYJIOBHUIIIA.

® 3axBar npeaMera OCYIIECTBISETCS ¢ NPOHALUEH KUCTH, IUCMETPUEN, MHTEHIIMOHHBIM
TPEMOPOM.

® PasBurue MaHUNYIATUBHOM NEATEIBHOCTH PYK 3a[€PKMBAETCS Ha IIMTEILHOE BpEMs U3-3a
HH3KOTO YPOBHS MOTUBALMK U OOS3HH IIOTEPATH PABHOBECHE.

t Crosinue 1 xoap0a HauMHAaKT POPMHUPOBATLCA B Bo3pacte 4-8 ner.

CaMOCTOSAITENNHLHO OETHU HE XOIAT WIN HAYUHAIOT XOIUTH ITOCIIE 7-9 ner. Iloxonka
HEYyCTOMYMBas, HEPUTMHUYHAs. [ 0JI0Ba U TYJOBUIIE COBEPIIAIOT U30BITOUHBIC Ka4aTeIbHbIC
IBWKECHUS. B peakiysx paBHOBECHUS PYKH MPAKTUYECKU HE YYACTBYIOT.

® YV 87—907% nereii ¢ arToHMdecKku-acTaTHueckoil popMoil LepedpaIbHOro napaniya
OTMEYAETCS BBIPAXKEHHOE CHUKEHHME MHTEIIEKTA, COUETAIONIEECS ¢ HEraTHBU3MOM, MaJjloi
SMOILIMOHAIBHOCTBIO, arPECCUBHOCTBIO.

® XapaktepHo ob1iee rpydboe HeIOpa3BUTHE PEUYH C JIIEMEHTaMU MO3KEUKOBOU AU3apTpuu. Y
40—50 7 GonbHBIX HAOTIONAIOTCS CYLOPOTH.

® [Ilaronorust yepenHbIX HEPBOB MPOSABIISIETCS aTpodueii 3pUTEIbHBIX HEPBOB, KOCOTIIA3UEM,
HHUCTArMOM.

\ /




YcTaHOBINEeHue aAmarHo3sa

J1o HacTOSAIIEro BpeMEHHU HE CYIIECTBYET YETKUX OMOXMMMYECKUX
nokasaresied cunapoma Perra. [loaTomy nquartHo3 yCTaHaBIMBAETCs HA
OCHOBaHHH MH(OPMAIIMH O NIEPBBIX dTaNax pa3BUTHs peOCHKA U
COCTOSHHUH €70 MBIIIIEYHOW U HEPBHOW CHUCTEM.

PeOeHOK pa3BUBAETCS HOPMAJILHO IpUMEPHO 10 0-18 mecsnes.

boapmMHCTBO ,Z[CTCﬁ ¢ OOJIC3HBIO HAYMHAIOT CAMOCTOSITEIILHO XOIUTH B
ITOJIO2KCHHOC BPCM:I.

3areM HaACTyIaeT NEPUO 3aACPKKH Pa3BUTHSI UM perpecca, Koraa
pEOCHOK TEpSIET CITIOCOOHOCTh HOPMAJIBHO BIAJIETh PyKaMH.

Bo3nukarot HCIIPOU3BOJIbHBIC ABMKCHUA, KOTOPBIC CTAHOBATCA
ITIOCTOAHHBIMHU U CTCPCOTHUIIHBIMHU. HpOI/ICXOI[I/IT CHWJIBHOC OTCTaBaHHC U B
HMHTCJIJICKTYAJIbHOM PAa3BUTHUHU p€6CHKa.

Takum oemam uacmo OoMUHOOUHO CIABUMCA OUAZHO3 AYMUZM

unu /[I11.

Co BpeMEHEM SIBJICHMST ayTHU3Ma HCYE3al0T, 1 PEOCHOK CTAHOBUTCS
"KU3HEPAJOCTHBIM U OOIIUTEIbHBIM.

/
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Tepanua npu cuHapome PeTTta

® B nacrosiiee BpeMs METObI TEPANEBTHUECKOM
KOPPEKLIMY JTaHHOW IaTOJOTUU OTPAHUUYEHBI U CBOIATCS
K cumnmomamuyueckum cpeocmeam. Ilpennaraemas
HEKOTOPBIMU MEAMATPAMM JHUETA C MOBLIIIEHHBIM
COZIEPIKAHUEM KUPOB OKa3aJIach YCIEIIHOM B IIJIaHE
yBEJIUYEHH Beca 00abHBIX. OTHOCHTEIBHO peKUMA
KOPMJIEHHS OBIJI0 OTMEYEHO, YTO YaCThle KOPMIIECHUS
nerei, HeOONBIIUMU TOPLHIMU Yyepe3 3-4 daca,
NPUBOIAT K HEKOTOPOU CTAOMIIM3ALIMHA X COCTOSHUS.
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® Ilpu nosiBJIEHUM MUINPUCTYIIOB BOZHUKAECT

HEOOXOIMMOCTh Ha3HAYCHUSI aHTUKOHBYJILCUBHOM
Tepanuu, XOoTs 3QPEKTUBHOCTH €€ orpannycHa. Cpenu
MHOTOYHCIICHHBIX IMPOTUBOCYIOPOKHBIX CPEACTB
pernaparoM BeIOOpa ABIsIETCA KapOaMa3enuH B J03€

10-15 mr/kr.

B mociegHue roapl B TEpanvMn CyI0pOKHOTO CHHIPOMA
IpeJIaraeTCs UCIOJIb30BaTh HOBBIM Mpenapar
JTaMOTPUIKUH, HOAABISIONIMN BEICBOOOKACHUE IITyTamMara
B IIHC. OcHOoBaHMEM 151 3TOrO SIBUJIOCH OOHAPYKEHHUE B
JIMKBOpPE OOJBHBIX C CHHIAPOMOM PeTTa BBICOKOIO
COIEpKAaHUA IIyTamara.

J1J11 KOppEKIMM HAPYIICHUH CHA IIPEIIaracTcs
HCII0JIb30BaTh MEJIATOHUH.
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® JleueOHast GU3KYJIBTYpPa — OJMH W3 ONTUMAIBLHBIX

CII0CO00B KOPPEKIIMHU ABUTATCIBHBIX paccTpoicTB. OHa
BKJIIOUACT yIpaXKHEHUS, HAIIpaBICHHBIC HA MOAACPKAHUC
TMOKOCTH M aMILIATYAbl ABMXKEHHI KOHEYHOCTEH, a TakxKe
Ha TO, YTOOBI KaK MOKHO MPOJIOJIPKUTEIIbHEE COXPAHUTH
HaBBIK XOAbOBI. PEKOMEHIyeTCSl POBOAUTH KYPChI
(¢u3uoTEepanuy Kak MOXKHO 4Yalle ¥ ¢ paHHEro BO3pacra,
4TOOBI MPEIYNPEAUT, BOSBHUKHOBEHUE CKOJIN034,
MBIILIEYHON PUTHIHOCTH, KOHCKOM CTOMBI U TaK Jaliee.

YT0OBI HCIIPABUTH «CTONY OaJECPHUHBI», CKOJIHO3,
pacnpsIMUTh CBEICHHBIE BMECTE PYKH, 4YaCTO MCIIOJIb3YIOTCS
pa3IMYHbIC OPTONEANYSCKUE MMPUCTIOCOOICHUSI, HAITpUMeED,
CIeIIMAIbHBIC 3aCTEKKH, TOBSI3KH M TaK Jajce.
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® [Ipeanararorcs NCUXOJOTMYECKHUE MPOrPAMMBI

MAaKCUMAJILHOTO Pa3BUTHA, KOTOPBIEC TOMOTAIOT COXPAHEHHUIO
OCTABIINXCS JBUTATCIbHBIX HABBIKOB U (POPMHUPOBAHUIO HA
X OCHOBE «s3bIKa 00IIEeHU». VICIIOIB3yEeTCS TaKKe
MY3bIKaJIbHAS TE€pPaIus, IMMOCKOJIbKY OHA OKAa3bIBACT
OJIArOTBOPHOE YCIOKAHWBAIOIIEE JICHCTBUE HA NCTEH U
YaCTUYHO KOMIICHCUPYET HApPYIICHUE KOHTAKTA C
OKPY>KaroIAM MHUPOM.

Hy>XHO yMEHbIIIaTh CTEPEOTUITHBIC ABMKSHHS U Pa3BUBATh
BHUMaHUE PEOCHKA, €r0 3PUTEIBHOE BOCIPUATHE.
Heo0xoauMo yuuTh peOeHKa X0Ib0€ U IMPOBOJUTH C HUM
3aHATHS JIe4eOHOM (PU3KYyIbTypo. OHU ITO3BOJISIIOT CBECTH K
MHUHAMYMY J€(hOpMaIiid U CIOCOOCTBYIOT BBIPAOOTKE Y
peOCHKa I0JIE3HBIX HAaBBLIKOB.

™
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® TpaHcIUIaHTAIUSA KOCTHOIO MO3ra NPUOCTAHABJIMBAET

pa3BUTHUEC CUMIITOMOB B MOIAC/IN CHHAPOMA PerTa

Crarbs, onyonukoBanHas B xypHajae Nature, onuceBaeT pe3yibTarhl ONbITa, B
KOTOPOM MEpecagKa KOCTHOTO MO3ra, MPOBEAEHHAS MbIIIAM C MOJHBIM OTCYTCTBUEM
oenka MeCP2 na panneii craguu 3a005eBanus MpegoTBPaTHIA PA3BUTHE CUMIITOMOB
cunapoma Perra.

DTO UCCIENOBAHUE MPOBEACHO B HEUPOUMMYHOJIOTUYECKOW J1a0OpaTOpur, KOTOPOU
pykoBoauT J>konatan Kunnuc B ynuBepcutete Bupmkunuu.

dunancupoBana padbora ®oHAOM HCCcaea0BaHUS cHHApoMa Perta (Rett Syndrome
Research Trust).

JIOBOJILHO HEOKUTaHHBIN (haKT, UTO MEPECcagKa KOCTHOIO MO3Ta CMOTJIa
MPUOCTAHOBUTH TAKOE TSHKEJI0€ HEBPOJIOTUUECKOE 3a00JIEBAHUE SIBISECTCS €IIE OJHUM
MOATBEPKIECHUEM TOTO, UTO CUHAPOM PeTTa n3ieunm, 1o KpauHeW MepEe Ha MBILIUHOU
MOJIEIIH.

Ceituac B nmaboparopuu Kumanca nmpoBOAsSTCS SKCIIEPUMEHTHI C 11€JIbI0 BBISICHUTD,
CMOXKET JIM TIepecajka KOCTHOTO MO3ra WK APYroe BO3JeHCTBUE HA UMMYHHYIO
CHCTEMY OCTAaHOBHTH IPOSBIICHHE OOJIC3HU U Ha OoJjiee MO3AHUX cTaausax. JlaHHbIE,
MOJYyYEHHBIE B XOJI€ ATOT0 MCCJICTOBAHMS, IIOMOT'YT HaAM Jy4Ille MOHATh, KaKUM
oopasoMm aeduuut 6enxka MeCP2 Bri3piBaeT cuMnToMB! 3a0051€BaHMS.

ABTOpPBI NPEACTABISAIOT KOHIIEIIIIUIO TECHOM CBSI3W MEXJTy UMMYHHON CUCTEMOM U
CUHAPOMOM PeTTa, 4TO OTKPBIBAET MYTh K JICUEHUIO CHHIPOMA HE TOJBKO C TIOMOIIHIO
IIEPECAJKN KOCTHOTO MO3ra, HO M B MOTCHIMAJIE - MyTEM APYTUX BUJIOB
MMMYHOTEPAITUH.




[ B cBoeM mcciienoBaHuH, OMyOJIHKOBAHHOM B Hay4uHoM kypuajie Nature,
yuenbie cuntaioT, 4To MeCP2 neiicrByer kak «cBeroperyasitop» aJist
JUIMHHBIX T€HOB, H YTO HAPYIIAET HOPMAJILHYIO CTPYKTYPY DKCIIPECCHH TeHOB,
YTO NPUBOIUT K 00JIC3HM.

® s ucenenosanus npodeccop Maiikn I'punbepr (Michael Greenberg)
IPOAHAIM3MPOBAIl Pa3IMYHbIe HAOOPHI TeHHOM dKcrpecchu. OHM 0OHAPYKUIIU, YTO
redsl npu cuHapoMe Perra, kak npasuiio, uMeror 6oaee 100000 nykneorumos B
nauHy. Yuensle ooHapyxuiu, uro korna 6enok MeCP2 orcyrcrsyer, mimna rena
YBEIMYMBAETCS. XOTs YBEIHMUCHHE DKCIIPECCUU HE3HAYUTEILHO — OT 37 10 107%
— 3TO OTHOCHTCS K THICSY€E FEHOB U IIOITOMY MOXKET UMETH CYILECTBEHHOE
BIMSHUE HA (DYHKIMIO FOJIOBHOIO MO3I4.

\
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® HccnenoBarenu TakKe MPOBENU TECThI U AHAJIN3bI, YTOOBI MOJATBEPAUTH, YTO
cuHJipoM PeTTa BBI3BIBAETCS M30BITOUHOM AKCIIPECCUEH TJIMHHBIX T€HOB MPHU
orcyrcteun MeCP2. Hanpumep, pu BCKpPBITHH MO3ra IMalUEHTOB ¢ CUHIPOMOM
Perta oHM OOHAPYKWIM, UTO JJIMHHBIE T€Hbl U30BITOYHO AKCHpeccupyroTcsa. OHu
TaKXke OOHAPYXKWJIIA, YTO CTETIEHb MOBBIIICHHON SKCIPECCUU JJIMHHBIX TEHOB
B3aMMOCBSI3aHa C TSKECThIO 3a00JIEBAaHUSI MBILIEH.

® Pe3ynbTarhl ABISIOTCA 00HAIEXUBAIOIIMMM, IOTOMY YTO €CTh KJIacC Ipenaparos,
Ha3bIBAEMbIX HHTHOUTOPAMH TOIIOU30MEPA3hI, KOTOPHIE CHUXKAIOT IKCIIPECCUIO
TUIMHHBIX TeHOB. [Ipodeccop [ punOepr yke Hayaa TECTUPOBATh JIEKaApPCTBO HA
MBIIIAX ¢ CUHAPOMOM PerTa.

® Gabel, Harrison W.; Kinde, Ben%zm; Stroud, Hume; Gilbert, Caitlin S.; Harmin, David

A. et al. (2015) Disruption of DNA-methylation-dependent long gene repression in Rett

syndrome// Nature

/
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nopu > Rett Syndrome Research Alternative Club
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Rett Syndrome Research Alternative Club - the
new association from Russia with RettSyndrome.
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Accouyunauus cuigpoma Petta

610 3a0mpa

rnaeHas CuHgpom PeTta Accouuauus dopym CeMbM O6paTHas cBa3b MapTHepbl
Hosoctu
Accouwaumn cofencTana 6onbHbIM cnHgpoMom PetTta
30.12.2015
PagocTHbie HOBOCTH ©
Konrpecce! VISA 820 rex

ANAH NEPCU coobwun, uto
NNaHMDYeT NOE3Ky Ha

KOHTDECC, BbICTYNNT € IOKNAI0M

¥ GYeT yyacTeOoBaTh 80
BCTpeyax ¢ poautensmuill
UnTat, ganee

15.12.2015

25 pekabps 2015 roga B 15-
00 8 ObuwecTBeHHOM
nanate P® coctoutca
"Pepnkas énka”,
HOBOTOHUH NPa3HUK ANA
[eTen C peAKUMuU
3abonesanusmu.

YUnTats ganee

15.12.2015

MepeBog cratbu "Bpems
npuwno: Heobxoaumocts
MHTEHCHBHOTO,
Hagnexaiuero
MHAMBUAYanbLHOTO
neYeHus nuy ¢
cuugpomom Perra”
OnyBnukoBaHo: Hosbps 2015
Yurate nanee

01.12.2015.

Cocronnock o4epeHoe
3acefjaHue OprkoMMUTETa
MupoBoro koHrpecca no
cuugpomy Petra

UnTats ganee

18.11.2015.

0630p 4-ro eBponeickoro
KoHrpecca no Cungpomy
Perra (CP)

Yactb 4

‘Loporue apy3bs!

W 4
| MosapaBnsiem ¢ HacTynawLWMUm
HoBbiMm rogom u Poxagecteom!

B 2016 roagy npoviayT BcemypHbin AeHb
penkux 3abonesaHuii — 29 cespans, u,
Mwuposoit KoHrpecc no cuHgpomy Petta

0 noasx ¢ peakumn 3abonesaHuamu,
¢ cuHgpomom PertTa.

Mbl xxenaem Bcem B ByayLiem roay
KPenKoro 30poBbs U cHacTbs!

Q :3‘“(5 Accoupaumns CuHgpoma Petta
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Ompanue‘ cMC
PeTT. cyMMa

Ha KOPOTKMIl Homep

Jina aboHeHTOB
BunauH, Meradon
H MTC B PoccHH
C [HeM PoxaeHus,
Sofia!

C [iHem PoxaeHus
Ceetnana!




CsemnaHa ®paHuesa

cuHOpom PETTA

ImasHaa Hawa Wctopua  Peksusutsl  ae ecTb uHopmaumua o CBeTouKe (CCbinku)
[okymeHTsl  doToansbom [locTeBasakHura  Hawwm Buaeoponuku  HoeocTu o CBeTouke
BuaeouHCTPYKUMK Mo NepeBoay AeHEeXHbIX cpeacTB  CuHapom PETTA

TNucToBkm (aktyansHele)  OTYETbI (nocTynneHus Ha bnaroTBOpUTENbHLIE PEKBU3UTBI)
BraroTBopuTensHas sApmapka  OTuYeTbl O NOTPaYeHHbIX CPeacTBax

Msl cTpacTHoO xenaem nobeauTs 6onesHsb, YTo He oTHaeMcA. XKu3Hb Bpocuna Ham BbI30B, U Mbl
€10 NPUHANKN

Accoynauus ciiapoma Perra

KaRYOEPEHHOCMBIC Baompa

Cunapom PETTA — peakoe reseTuyeckoe 3abonesanue. OBLyeii u rnaeHoit ocoBEHHOC TbIO NKAEI ¢ CUHAPOMOM

PeTTa ABNAITCA MHOXECTBEHHbIE HAPYLUEHIA ABIKEHVA, ALIXaHWA, YMCTBEHHBIX CNOCOBHOCTEN, BbiaBaHHbIe

reHeTUYECKoi MyTalmeld, BnekyLyme 3a coboli NoMHYIo 1 NOCTORKHYH 3aBMCUMOCTL BO BCex cdepax NoBCeAHEBHOI

u3Hn. CuHapom PeTTa ceroaHa 3secTeH BO BCeM MMpe W ABNAEGTCA CNeACTBMEM HOBOW MyTauum 8 reve MECP2,
s 310 BCTPEUAETCA y NPeACTABUTENel Pa3HBIX COLMANLHBIX C1I0ER

Tel, KynbTyp, ¢ nepi Toto 1 cnyyait Ha 10 — 15 TeicAY poxaeHHLIX. Kak npaBuno, 310 Aesouku
[EBYLUKM, XEHLMHb! PA3HOTO BO3PACTa, KUBYLME B ONPedenaHHO cpeae, oBnafallyme NUUHOC THEIMK YSpTamit 1
HYXARA0LMECA B OBLIEHIM 1 TONEPAHTHOM BOCMPUATUN OKPYKZMOLLMMI UX ABUFATENEHLIX 1 UHTENNEKTY aNbHbIX
Hapywernit. Ecnu y Hux He ByAeT 40CTATOUHONM NOAAEPKKM, UX KM3Hb OKIKETCA MO YTPO3Oit

Hepashue ucc Mexga ®okHgom Curgpoma PetTa u Apyrumiu poguTEnbLCKUMM
OpraHu3aUMAmMi) AEMOHC TPUPY KT, YTO HEBPOMOTMUECKUE HAPYLLUEHWA, Kak cneacTeue notepy dyHkumn Genka MeCP2
MoryT BbiTb BOCCTaHOBNEHL! NOCNe peakTusauyy dyHkummn reka MECP2. 3Tu uccneaoeanua AokassiBalT
0BpaTMMOC T HEBPONMOTUUYECKUX M APYTUX HapyLUEHU nocne Hopmanuaauun pabotel rena MECP2. 31o gaet

MarinaFrancheva@yande
X.ru

Tenedon: 8-916-283-34-59
(mama Mapuna)

Appec: Mockoeckaa
obnacTs, r. Kawupa, yn
Caposan 5.5 ks. 74

3MpeHT PT  FOCynapcTBenHuiii Coset PT  MpaBuTenncrso PT  Fopoja v paioHs! PT

ObuwiecTBeHHas nanata Pecnybnunku TatapctaH oMU HR TATAPCTAN

TRsTILRY gD TP

OMANATE = AOKYMEHTbI MPECC-CNYXKBA OBPALLEHWA MPAXIAH KOHTAKTHAS MHOOPMALIUA =g (242
Tarapcran > i > Cncox o

i iPT > bopaumo o cooeh AHO
YYneHbl OBLLECTBEHHOV NanaTbl Pecrybmmki e
TatapcraH V cosbisa

AHO «Accoumaums coaeictans 60nbHbIM CUHAPOMOM PeTTa»

PecrybmKaHCKui KOHKYPC Ha fyuluee -
OQOpMTIEHME LSHTPaTbHbIX HOBOTOAIHYX €NIoK AHO GonbHeiM Petra»
8 MyHULVNANMTETaX Nara perucrpauun 1 despans 2011 .

Tenedonl +79872974440 u +79272442344
E-mail rettsyndrome@mailru

10-netve OBLECTBEHHO NanaTb! Be6-caift www.rettsyndrome.ry

Pecrybnmiu TatapcraH

Lupexrop - Tumyua Onera Bagumoswa

PecrybmKaHCKii LeHTP coupanbHo
'OpPMEHTUPOBaHHbIX HEKOMMEpPUYECKMX f .,3
OpraHM3aLit 2
i

Connewnmiii
“ anzen
111 PecnyBmkaHCKuii opyM couMansHo
'OpPMEHTUPOBaHHbIX HEKOMMEPUYECKMUX
Opai=Aum Llenessie rpynnst -ATH 1 B3pOCNsIE, CTPAAZIOLIYE CHHAPOMOM PETTa; UneHs! VX CeMeN; CNEUMANACTE, OKa35IB310lUVE NOMOULL MIOAAM C CHHAPOMOM
PeTTa. 3 nepewIii oA PaGOTsI & aCCOUMALMH 33perecTpUpOBaHo 100 cemel co Bceii Poccu.
OBuWeCTBEHHbIE COBETH! Hanpagneryn AEATEnLHOCTH U OKa3siEaeNsIe yCnyTu:

1. OpraHu3aUMs NOMOWLM CeMbe, BOCANTLIBaI0WEI PEBEHKA C PEIKMM FEHETUURCKMM 3360/1EBaHMEM — CUHAPOMOM PeTTa;

2. ConeiicTame & PoccH HCCNEA0BIHIAM CHHAPOMS PeTTa.

! COUManbHO ¢ p ACCOUMLIS CUHAPOME PETTa BXOZNT BO BCEMUPHOE COOBILECTBO ACCOUMALIAT CHHAPOMA PETT, COTPYAHWUET C MEXAYHAPORHBIMM
HeKOMMEpHECKIX OpraHV3aLLi opranwzawmaAMy, Takumh kak EURURDIS, IRSA, IRSF, IRST, ERSA.
Cnpaexa: Cumapom PeTra - peaxoe reeTuueckoe 3360neaatie, T KOTOporo CTpanaet 13 10 Thic. AeBovex. [IMArHOCTIKA CHHAPOME B Poccum
w3-3a cnaboit T, Bpaum He 3HBIOT, KaK NeduTh PEGEHKa, POAHTENM He 3HAIOT, Kak 0GYUATH TaKOro pebeHKka U KaKoBb!
3KCrepTH3a 3aKOHOMPOKTOR €ro nepcnexTHBLl. Mexay Tem, A3HHsIe MOCTEAHHX MUPOBSIX HCCTEA0B2HIM AOKE3IBAIOT, HTO 3T AETH CNOCOBHSI K OBYUEHIIO U MOTYT NPOXHETS

LONTYI0 1 BKTUEHYH XU3Hb.

KKX

ObluiecTBeHHas NpYeMHas Mo BonpocaM
MPOTMBOAENCTEIA KOPPYNLMM

AxTHTabauHan AeATeNbHOCTD

Noornamma "JlocynHag cpena”




P

R =y

START | RETT SYNDROM | RETT CENTER | KONTAKT | REMISS | NOTISER | IN ENGLISH

Rett Center
Rett Center &r ett nationellt
svenskt center for Rett
syndrom, en sallsynt men svar
neurologisk storning som
drabbar foretradesvis flickor i
spadbarnsildern.

Rett Centers utbud

Har hittar du kort och
6verskdhig information om
Rett Centers utbud lamplig for
utskrift och spridning.

Rett syndroy

Rett syndrom (RTT) &r
benamningen pé en
kombination av svéra
funktionsstorningar som
utvecklas i en forutsagbar
sekvens.

Rett syndrom ses
huvudsakligen hos flickor men
forekommer ocksd hos pojkar.

2016-01-24.

Rett Center pa Facebook

Find us on
Facebook

Fblj oss pa Facebook
har:

Férsta PODD-latarna ute

Viilkommen till Rett Center

Bilder frén Specialistutredningen i juni 2014

NYHET
Riktad specialistutredning

Riktade specialistutredningar under 2016

- Under véren 2016 &r omradet kommunikation med

inriktning PODD (Pragmatic Organisation Dynamic Displays).

For detaljerad information Klicka har.

Rett Centers logoped ir huvudansvarig for denna Riktade

specialistundersékning, men man méter &ven arbetsterapeut,

musikterapeut och sjukgymnast.

- Under hésten 2016 planeras Riktad speciali

AnpasadsBing | (s8K)
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RSIS

Ytterligare information
frén RSI:

NYHET
Brukare- och assistentutbildning
4 - 6 april 2016

Information och anmélan

Genetik, forskning, framtids-

Professor Huda Zoghbi, som 1999
klarlade sambandet mellan Rett
syndrom och mutationer.
kromosomen forelaste p Nobe!
Eorum, Stockholm den S november.
Ingegerd Witt Engerstrom var dar och
hennes intressanta referat kan vi nu
ta del av.

Kongressen i Rom

Rapport frén den fiarde Europeiska
om Rett syndrom

med inriktning Motorik. Detaljerad information presenteras
under viren 2016.

Riktad specialistutredning

Vid en Riktad specialistutredning ligger fokus pé ett specifikt
omrade eller metod, men med m{allswnk]ar aven fran fler

Grundlidggande kurs i Arlanda
55 om den Grundlaggande kursen
om Rett syndrom i oktober

Positivt besked till Rett Center

i statsbudgeten!

Bidraget frén staten till Rett Center
bkar med 2 mkr 2016 och med 2 mkr
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MeHto caitta

AsTOpU3aLus

ssciwsaeis it 1

3s6uunu napans?
356unu norun?
Peructpauns
MocneaHue HOBOCTU
« Cwnaponm Petra.

Peabunvrauma

MocnepHue KoMMeHTapum

Halm pekBuanTbl

CuHpapom Petra

Wcropus o Hac

Bupeo

O Cuxppome Petta  KoHTakTbi

CuHppom PetTa

Pomumace Codea  OOBIMHEDM pebeHKOM 0€3  KaKHX-THOO
OTKIOHEHHi. OY€Hb KETAHHBIM H JOITOKJAHHBIM. B MOTHOH
ceMbe. IAe eCTh MaMa H nana. PazBHBanack B COOTBETCTBHH C
BospactoM. C 1-ro Mecama gepxata roiosy. ¢ 6 - Hadama
cuzet. ¢ § MecAleB Havala TOBOPHTS OTAETBHEIE CIOBA.
Tloce owepegnoit npueueku AKJIC peus cTama moHemHory
HcYezaTh (ITOMY MBI TOTJa He IPHIATH 3HaueHma!). HO mpH
3TOM PedEHOK YiKe CTAal CaMOCTOATENLHO XOXHTh. Pazoctn
poaHTeTIelt He OBLTIO MpederTa - PEOSHOK XOIHT. TOBOPHT. BCE
TOKa3bIBaeT. MPOcHT. OFHMM CTOBOM - MaThIIKa pasBuBaeTcal
Uro eme HyxHo?! BriOHpaeTcA ASTCKMA CagMK. CTPOATCH
TUTaHBI Ha JATBHEHIIVIO JKH3HE.

Ognako pagocTs OBLTa He Hoarofi. B moBegenmm pebeHka
CTaTH TNPOHCXOJHMTL H3IMEHEHHA - TOABHICA KAKOH-TO
CTPaHHBIi B3MIAX B OJHY TOUKY. VXOZ B Ce0A. CHIKeHHe
HHTEpeca K OKp) MHpY. Ct Tb. OTCYTCTBHE
XOpOomIero HACTPOEHHA. OTCYICTBHE alNeTHTIAa. CHHAEHHE
JBHTATETBHOH AKTHBHOCTH. Hcue3HoBeHHe peun. Codpa
TepecTata OTKIHKATBCA HA CBOE HMA. NMepecTalta 6paTe B pYKH

mrpymks. 3To BCe NPOHCXOJHIO IIOCTENEHHO H HAPACTATO KAK CHEKHBIA KOM. 3aMETHB IepEhIe
CTPaHHOCTH. MBI OOPATHIHCE K BpadaM. H HAYATHCh OeCKOHEHHBIE aHATH3bL HCCIeI0BAHHA. KOHCYIBTAllHH,

TOCHHTATH3ALHH. KaleIbHHUEL VKOIE H T.4. O, P c HH

CTPEMHTETEHO

TPOHCXOJHTA YTPATa BCEX PaHHee IPHOOPETEHHBIX HABBIKOB, H ...

B obmeM. K MOMeHTY Hamel nepeoi rocnuranusamus & HUH ITexuatpan 1 geTckoi XHpyprus r.Mockes
B 2009 roay (Codse 65110 2 roga) 1 ocTazach OJHA C JeKaIHM PeOSHKOM. KOTOPBIA He MOT AepAaTh Jake
TOIOBY. HY a XOIHT. CHAETh. TOBOPHTE. AEP/KaTh IPEIMETEl B PYKaX. 00 3TOM A JaKe Ha TOT MOMEHT H He
meutata. berto crpamso euzets YTO mponcxoant ¢ Codpeil. a eme cTpamiHee 0CO3HABaTh CBOE OeCCHIHE

mepex atam "UTO-TO"!!! Mockea paccraBmia Bce ToukH. Kak mpHroBop mpo3By9aln 3TOT CTpAIIHBLE
auarsos CHHIPOM PETTA!!! H sce... Bee pyxay1o B oaun Jens. BCE Hagexas! u MeuTsl. B rozose
OAHH BOMPOCH! "A YTO JATIBIIE? KAK HO\/IO‘IL PEBEI-H\Y’ A I"IABHOE YEM? UTO A MOI'\'
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facebook

Co3pars CTpanmuy

Association Francaise du Syndrome de Rett

3apeructpupoBaH(-a) Ha Facebook. I HegjasHo

Y70GbI CBA3aTLCA C Association Francaise du Syndrome de Rett, 3apercTpupyiTech Ha Facebook CeroaHs.

Association Franqaise‘du,SymW

HekoMmepyeckasoprafiians

Association Francaise du Sy!
www.afsr.fr XpoHuKa

WHdopmauua ®oT0 OT3biBbI Ewe ~

nioav > i du

y de Rett

Ciné-ma-différence, vous connaissez ? C'est le cinéma pour tout le
monde ! #AFSR #Rett Voici les prochaines séanc==
http://www.cinemadifference.com/-Les-prochain Cc B ‘ 8 | plusgoogle.com/communities/117584822696942

3
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Cliquer sur ce titre pour
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9 Pretty LIZZY » Discussion 4 e Graziella Cohn » Discussion

i just found out my daughter has rett syndrome im devastated any advise will

16 place Aristide Briand

A Nopenktuca help thank u
+33972474730 Stelly Ballet, Kriss Girard Voute, Sandrine Boularand u
eute 2 370 HpasnTca. ,/'Ome [] Saving screenshot...
http:/Awww.afsr.fr/
H Elke Farny Ma fille Joana et moi aimons beauco| Are vou a'
GaR% décontractées et conviviales ol "La norme Clest : =lsone , =
> e e ST g e @ - livingwithrettsy O B | :

Rett Syndrome

re Rett Syndrom
Let's Cure Rett Syndrome

MPUCOEAVH

"I thought | would have to teach my ~piscrs

daughter about the world. It turns out |
have to teach the world about my
daughter." - Unknown

FRIDAY, 15 MAY 2015

Making her mind up

We've had an important election here in
the UK. (With a result that will have far-
reaching consequences for children like
Amy and families like mine. Public funds,
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