TpyanocTu noBceTHEeBHOM KU3HM JII0Iei ¢ cHHAPOMOM PeTrTa M moaxoabl K UX
peleHnIo

Hou. n-p 'amze TEMU3
Mesxaynapoanas koHpepenuus no cuaapomy Perra, 11-12 oktsa6ps 2025 r.
Onpenenenune cuaapoma Perra

Cunnpom Perta — 3TO reHEeTHYECKH 00YCIOBICHHOE HAPYIICHUE HEUPOPA3BUTHS, KOTOPOE
yaie BCEro BCTPEYaeTcs y J€BOYCK.

OTOT CUHAPOM NPOSBIISIETCS y I€TEN, KOTOPHIE B IIEpBble 6—18 MecsALeB )KU3HU Pa3BUBAIUCH
HOPMAaJIbHO, HO B MOCJIEAYIOIINE MECSIbl AEMOHCTPUPYIOT 3aMETHOE YXY IIIIEHHUE MOTOPHBIX
HaBBIKOB 1 KOMMYHUKATUBHBIX CIIOCOOHOCTEH.

OcHoBHas npuyrHa cuHApoMa — MyTanus B rene MECP2, pacnonoxeHHoM Ha X-
XpOMOCOME.

Kiananyeckune 0co0€HHOCTH
Cunapom PeTTa mpoxoauT uepes 4eThipe CTaIuu:

Cranus I (ckpbiTasi craaus): HaOIIOIAOTCS JIETKHUE 3a7CP>KKH B PA3BUTHH.

Cranms II (ctaaus ObICTPON perpeccum): MPOUCXOAUT OTEPS] HABBIKOB MEJIKOM

MOTOPHKH, CHUYKEHUE PEUYEBBIX CIIOCOOHOCTEN U MOSABIIAIOTCS MOBTOPSIOLIUECS

JBKEHUS PYK.

3. Cragus III (ctagus mjiaTo): MOTOPHBIE HAPYIIECHUS CTAOMITM3UPYIOTCS, BOZMOXHBI
YaCTUYHbBIC YJIYUIICHHS B COLIMAIIBHOM B3aUMOJCHCTBUU.

4. Cragus IV (no3aHsIsI MOTOPHAsI perpeccusi): NpOsBISIOTCS PUTHIHOCTH MBI,

CKOJIMO3 ¥ OTPAaHUYECHHE TTOBUKHOCTH.

N —

1,2,3

dnuieMuoJI0orn4ecKkasi HH(popmanus
e Cunapom Perra Bctpeuaercs npumepHo y 1 u3 10 000—15 000 >xuBOpok1EHHBIX
JETEH.
e bonee 95% cnyuaeB AMarHOCTUPYIOTCA y I€BOYEK.
e V¥V ManpyuKoOB 3a00J€BaHUE BCTpEUaeTcs KpaitHe peaKo.
Tabanua ¢ K114eBbIMU JaHHBIMH:
Kputepun UHdpopmauus

YactoTa BcTpeyaemocTtn 1 cnydam Ha 10 000—15 000 pogos

Pacnpegenexue no nony 95% — geBoykn



Kputepun UHdopmauus
"eHeTn4yeckasa npuumHa MyTtauusa reHa MECP2

OcnoxHeHus dnunencus, CKONnos, HapylweHnAa CHa

MexknynapoaHasi koHgepenuus no cuaapomy Perra, 11-12 okrsaopsa 2025 r.

[lens aTOro nokiana — BCECTOPOHHE PACCMOTPETh (M3NYECKNE, KOTHUTUBHBIE, COLIMAIbHbIE
Y YMOLIMOHAJIBHBIE TPYAHOCTH, C KOTOPBIMU CTAJIKUBAIOTCA JIIOIU ¢ CUHAPOMOM Perra B
MTOBCETHEBHOM JKM3HMU, a TaKXkKe MPEACTaBUTh HAyYHO 0OOCHOBaHHbBIE TIOXObI K PEIICHHUIO
3TUX npobsieM. Kpome Toro, OyayT npuBeaeHbl IPUMEPBl METOAOB, IPUMEHSIEMBIX PH
JIPYTUX HAPYIICHUSX HEUPOPA3ZBUTHS, U MOAYEPKHYTA BaXKHOCTh MYJIbTHIUCIUILIMHAPHON
MIOAJIEPKKHU.

TpyaHocTH B IOBCeITHEBHO KU3ZHH
1. YXyameHnue MOTOPHBIX HABBIKOB:
° HAapyHmICHUA MBIIICYHOI'O TOHYCA,
e TpoOJIeMBI ¢ paBHOBECHEM U XOABOOIA;
i IMOTCPs HABBIKOB pa60T1>1 PYKaMH, 4TO IIPUBOJUT K 3aBUCMOCTHU B 0a30BBIX
necTBusX (yaep:kaHue MpeMeTOB, TPUEM MUIIIH).
2. TpyaHocTu B 001IEHMH:
e yTpaTa crnocOOHOCTH FOBOPUTH WJIH MOJHOE OTCYTCTBHE Pa3BUTHUS PEUH;

*  CIIOCOOHOCTH YCTAHABJIMBATH 3PUTENbHBIN KOHTAKT, KaK MPABUIIO, COXPAHAETCSI —
3TO Ba)KHbI HHCTPYMEHT OOLIECHHUS.

4,5,6

IToBeneHuYecKkHe TPYAHOCTH:

e HapyIUICHHS CHA, MPUCTYIBI BHE3AIMHOTO IJ1a4a, CKPEeKeTaHue 3y0aMu, HeperyJsipHOE
JIBIXaHHE;

*  STHU MOBEJCHYECCKUE MPOSIBICHUS UMEIOT HEBPOJOTUYECKYIO OCHOBY M IIPOUCXOIST
BHE KOHTPOJISI UETIOBEKA.

CeHcopHasi YyBCTBUTEIbHOCTh:
e  TOBBILICHHAS] YyBCTBUTEIbHOCTh K TPOMKHM 3BYKaM, SIPKOMY CBETY WU
MIPUKOCHOBEHUSM,;
e CEHCOpHas Mmeperpy3ka MOXKeT IPUBOJUTH K OECIIOKOICTBY U TPEBOKHOCTH.

3aBMCUMOCTDH B caM000C/TY:KHBAHUM:

*  TIOJIHAas 3aBUCHUMOCTbH B 0a30BBIX NOTPEOHOCTSIX: OJIB30BAHNH TYaJIETOM, PUEME
UM, OICBAHUH;



OrpaHHUYCHUs B y4aCTHU B TIOBCCIHCBHBIX AKTUBHOCTSX.

MenuunHcCKHE OCJI0KHEHH

ANWIENITUYECKUE MPUCTYIIBI, CKOJIHO3, OCTEONIOPO3, MPOOIEMBI C JKEITYJ0OUHO-
KHILEYHBIM TPAKTOM, 33/IePKKa POCTa;

9TH COCTOSIHUSI HAPSMYIO BIHSIOT Ha 0011ee COCTOSTHHE 37J0POBBS M KaU€CTBO KU3HH
YEJIOBEeKa.

AJIbTepHaTI/IBHbIe CUCTEMbI KOMMYHUKAIIMN:

YCTpOICTBA JIJIs1 OTCIEKUBAHUS ABMXKEHUH TJ1a3 MO3BOJISIIOT YEJIOBEKY JeslaTh BHIOOp
C IOMOIIBIO IBMXKCHUI TJ1a3;

KOMMYHHUKAITMOHHBIC MTanenu ¢ nzoopaxkenusmu (PECS) ynpomaior BeipakeHne
OCHOBHBIX OTPEOHOCTEH;

MIPWIOKEHHUS Ha TUIAHIIETaX M KHOIMKH C TOJIOCOBBIM BOCIIPOU3BEIEHUEM ITIOMOTal0T
YeJIOBEKY B3aUMO/JICHCTBOBATh C OKPY KaIOIINMU;

3TH CUCTEMBI MOJIEP’KHUBAIOT COL[MAIbHOE B3aUMOJIEHCTBUE U CAMOCTOATEIBHOCTh
JHo/Ie!, He CLIOCOOHBIX TOBOPUTH;

aHAJIOTUYHbIE CUCTEMBI YCIIEUTHO MIPUMEHSIIOTCS Y JII0/IeH ¢ CUHIPOMOM AHrejabMaHa
U pacCTPONCTBAMH ayTUCTHUYECKOTO CIEKTPa.

Mexnaynapoanasi KoH¢pepeHuus no cunapomy Perra, 11-12 okrsiops 2025 r.

7,8,9

CeHcopHasi MHTeIPALMOHHAS Tepanus

Hcnonbp3yroTes criequalbHbIE YIPAKHEHUS U UTPBI U1 PETYJIMPOBAHUS CEHCOPHOU
YyBCTBUTEIbHOCTH.

IIpMEHSIOTCS. THCTPYMEHTBI, TO3BOJIAIOIINAE KOHTPOJIMPYEMO IIOJBEPraTh 4eJI0BEKa
CEHCOPHBIM BO3JICHCTBUAM: Kauelu, TEKCTYPUPOBAHHBIE [IOBEPXHOCTH, BOIHAS
Tepanus U Jpyrue.

DT Tepanuyu NOMOTal0T CHU3UTh CEHCOPHYIO MEPETPY3KY U MPEAOTBPATUTD
MIOBEEHYCCKUE KPU3UCHI.

[IIupoko MPUMEHSIOTCS MPH TAKUX HAPYIICHUSIX, KaK ayTU3M H LepeOpaIbHbIi
napajuy.

Jdprorepanus

Pa3pa6aTLIBaIOTC$I HHIAWBUAYAJIbHBIC ITPOrpaMMbIl, HAITPABJIICHHBIC HA IOBBIIICHUC
ydacTus 4YCJIOBCKa B IIOBCCAHCBHBIX AKTHBHOCTSX.

Pa3zBuBaercs SPUTCIILHO-MOTOpPHAA KOOPAUHAIWA, MEJIKasd MOTOPHUKA U KOHICHTPALUA
BHHMAaHHMHAI.

COIII/IaJII)HBIe HAaBBIKW HNOAACPKUBAIOTCA C ITIOMOIIIBIO UT'POBBIX 3aHATHUH.

HOI[OGHBIC MCTOAbI YCIICIIHO UCITOJIB3YIOTCS IJIA J'IIO,I[CI‘/'I C HApYHICHUAMHA
KOOPAUHAITMOHHOT' O Pa3BUTHUA.

(I)nsu()Tepannﬂ H ABUTaTe/IbHasA Tepanus



e llenu: HopManu3aLus MBIIIEYHOTO TOHYCA, pa3BUTHE PABHOBECHS U KOOPIUHALIUH.

e (OOecrnieunBaeTcs yrpaBlieHHE TAKUMH (PU3HYECKUMH OCIIOKHEHUSMH, KaK CKOJIHO3 U
OCTEOIOPO3.

e JlBurarenbHbIe CIOCOOHOCTH YIIYUIIAIOTCS C TIOMOIIBIO TOTIOIHUTEEHBIX METO/IOB,
TaKUX KaK TUAPOTEpanus U TUIIOTEpanus.

e DdodextuHa npu cuHapome Perra, nepedpanpHom napanuye, cuaapome Jlayna u
JPYTUX COCTOSIHUSX.

MesxknynapoaHas koHgepenuus no cuaapomy Perra, 11-12 okrsaopsa 2025 r.

10,11,12

IIcuxocouuanbHas NOAAEPKKa U 00yUeHHe ceMbH
OO0yueHue ceMbH:
e  YJEHaM CeMbHU NPEAOCTaBIsAeTCS HHPOpPMAIHA O IpUpoe cuHapoMa Perra, meTonax
YIPABJIECHUS KPU3UCHBIMU CUTYaLUsIMU U TEXHUKAX KOMMYHUKALIAH;
e OKa3bIBAETCS PyKOBOJCTBO 10 HABBIKAM €KEAHEBHOI'O yX0/1a, IIOBEICHYECKUM
MIOAX0JaM ¥ SMOLIMOHATIBHON MOIIEPHKKE.
IIcuxosioruyeckas moaAepKKa:
e @peIararTCs MHAMBHUAYAJIbHbIE U IPYIIIOBbIE TEPANIUU JJISl YJICHOB CEMbU;
* IMPOBOASATCA 3aHATHSI, HANpaBJIEHHbIE HA OOPHOY ¢ CUHIPOMOM 3MOILMOHAIBHOTO
BBITOPAHHUs, IEPEKUBAHUEM YTPaThl U HABBIKAMHU IIPEOJIOJICHUS CTpECca.
Me:xxaynapoaHasi koH(pepenuus no cunapomy Perra, 11-12 oxkrsiops 2025 r.
CeTb connanbHOM NOICPKKH:
e colMalbHas MoJJepKKa 00ecreunBaeTcs yepe3 ceMenHble IPYIIbl, OHIalH-
COO0O0I1[eCTBA M MECTHBIE 0J1arOTBOPUTENbHBIE OpraHU3alUY;
o wmexayHapoanbie ponasl (IRSF, Rett Syndrome Europe) npenocTtaBnsitoT pecypcsl,
o0y4eHHe ¥ KOHCYJIbTAllMOHHBIC YCITYTH.
Me:xxnyHapoanasi koH(pepenuus no cunapomy Perra, 11-12 oxkrsiops 2025 r.
MeauuuHCKHe BMEIIATEIbCTBA:
YnpasieHue 3nujiencuei:
*  IeJb — KOHTPOJIb IIPUCTYIIOB C IIOMOIIBIO TPOTUBOCYJOPOKHBIX IIPENapaToB;
*  MOHMTOPHHI HEBPOJIOTMUECKON aKTUBHOCTHU C MOMOILBI0 DOI

(anmexTposuIedanorpadun).

PerJIﬂTopbl HACTpPoOCHMUSA:



*  aHTHJENPECCAHTHI M AaHKCHOJIMTHKH IPUMEHSIOTCS JJIsl KOHTPOJIS IMOIIMOHAIBHBIX
KoJ1e0aHUM U TPEBOKHOCTH;
*  MEAMKaMEHTO3HOE JICYCHHUE JIOJDKHO MPOBOJUTHCS COBMECTHO C TICHXOTEPAITHEH.

FeHeaneCKne )/ 3KCHepHMeHTaJIbeIe METOAbI JICUCHUA:
L4 HpO}IOJ'DKaIOTCSI HUCCIICOOBAHUS FCHHOﬁ Teparn/m, HaHpaBﬂeHHOﬁ Ha aKTUBAIIUIO I'CHA
MECP2;

e KIMHHUYECKHE UCCIIEeI0BAaHUS MOJIEKYJI, TakuX Kak okcutouuH U IGF-1, mokasbiBator
MHOT'000€IIA0IINE PE3YIIbTATHI.

13,14,15

JlonoJiHUTeIbHBbIE TEPANINH
My3bIKajbHAs TEpanusi:
*  C IIOMOIIBIO pUTMA U MEJOANM TOJICPKUBAIOTCS MOTOPHBIE HABBIKM, BHUMAaHUE U
COIIMaJIbHOE B3aUMOJICHCTBUE;
e  TPYIIOBBIE MY3bIKAJIbHBIE 3aHATHS CIIOCOOCTBYIOT YCHJICHUIO SMOIIMOHATBLHOMN
BBIPA3UTEIBLHOCTH YETIOBEKA.
Apr-Tepanus:
e TBOpYECKHE 3aHATHUS (PUCOBAaHHME, JIEMKA, KOJIIAKH ) CTUMYJIUPYIOT CAaMOBBIPaKCHUE
YeJIOBEKA;
e CIIOCOOCTBYIOT AMOIIMOHAJILHOMY PacciaabICHUIO M Pa3BUTHIO YBEPEHHOCTH B ceOe.
Tepanusi ¢ MCMOJIb30BAHUEM KUBOTHBIX:
e unmotrepanmus (Tepamnus ¢ JOMAAbLMHU) — CIIOCOOCTBYET Pa3BUTHIO PAaBHOBECHUS U
KOOPJIUHALINY;
e Tepamms ¢ codakaMm — 00JIer4aeT COlMaIbHOE B3aUMOJICHCTBHUE U YIIPABICHUE
CTPECCOM.
PeaOnauranus ¢ HcnoJbL30BaHUEM TEXHOJIOT I
BupryaabHnas peaiabHocth (VR):
*  HUCHOJB3YIOTCS CHEIHAIBLHO pa3paboTaHHbIE CIICHApUU VR I pa3BUTHS CCHCOPHBIX
Y MOTOPHBIX HaBBIKOB;
e co3maéres Oe3o0macHas cpena i MPHOOPETESHUS YeJIOBEKOM HOBOTO OITBITA.

CucreMbl X0Ab0bI ¢ pOOOTU3UPOBAHHOM MOIIEPKKOI:

b pO6OTI/IBI/IpOBaHHBIC TpeHamépH MPUMCHATIOTCS AJI IMMOAACPIKKHU HABBIKOB XO,Z[B6BI;
® [CJIb — Pa3BUTHUC MBIIIICYHOM CUJIBI U PAaBHOBECHA.

YMHBIEe JOMAallIHHE CUCTEMBI:



e ABTOMATHYECKOE YIPABIIEHHUE OCBEIIEHUEM, 3BYKOM U TEMIEPATYPOil 1151 KOHTPOJIS
CEHCOPHOM YyBCTBUTEIBHOCTH;
*  TOJOCOBBIE CUCTEMBI YIIPABJICHHUS MOBBIIIAIOT CAMOCTOSTEILHOCTh YEIOBEKa.

HToru u pekoMeHaanuun
OO01ast oneHKa:

e cuHJIpoM PeTTa — 3TO HapylleHue HeUPOpa3BUTHS, TPEOYIOIIEe BCECTOPOHHEH
MOAJEPKKH HA IPOTSHKEHUU BCe KU3HU;

b TPYAHOCTHU, C KOTOPBIMU CTAJIKUBAKOTCA JIFOAU C CHHAPOMOM PCTTa, 3aTparuBaroT HE
TOJIbKO (PU3HUECKHE aCTIEKThI, HO U KOTHUTUBHbIE, COITUAIBHBIE U SMOIIMOHATbHbBIE

cdepsl.
CTparernu BMemaTe/bCTBA:

* PpaHHAA AMATHOCTHKA KPUTHUYECKHU Ba)KHA JUIS PACKPBITUS MOTEHLIMANA Pa3BUTHS
YeJI0BEKa,

*  MYJbTHAMCHUILIMHAPHBIA MOAX01 00ecrieynBaeT KOMIUIEKCHYIO MOJIEPIKKY BCeX
MOTpeOHOCTEN UeI0BeKa;

* aJbTEPHATHBHBIE METO/Ibl KOMMYHUKALMH CIIOCOOCTBYIOT YIIy4ILIEHUIO
BSaI/IMOI[efICTBI/ISI YCJIOBCKA C OKPYKAOIHUM MHUPOM U IMOBBIIICHUIO €TI0
CaMOCTOSTEILHOCTH.

MesxknynapoaHasi koHgepenuus no cuuapomy Perra, 11-12 okrsaopsa 2025 r.

16,17,18

1. O01mecTBeHHAS BOBJECYEHHOCTL U OCBEOMJIEHHOCTDL

e IIpocBemenue ceMeid, meaaroroB ¥ MEAMIIMHCKUAX CIICIIUATMCTOB HAMPSIMYIO BIHSET
Ha KaueCTBO U3HU YEJIOBEKa.

e [loBbimieHNe OCBEAOMIEHHOCTH B O0IIECTBE, IPEIOTBPAILICHUE COLIMATILHOM
M3OJISIIAM U CO3IaHUE MHKITIO3UBHBIX MPOCTPAHCTB UMEIOT OOJIBIIIOE 3HAYCHHE.

Mexnaynapoanasi KoH¢epeHuus no cunapomy Perra, 11-12 okrsiops 2025 r.
2. IlepciekTUBBI HA OyaylIee
e HccnenoBaHus Ha TEHETUYECKOM M MOJIEKYJIIPHOM YPOBHSX OTKPBIBAIOT HOBBIE
MEPCIEKTHUBBI B JIEYEHUU cuHApoMa Perra.
° Pea6I/IHI/ITaIII/IOHHBI€ TEXHOJIOTMU U KOMMYHUKAIIMOHHBLIC CUCTCMbI Ha OCHOBC
HCKYCCTBEHHOI'O MHTEJJIEKTA CTAHOBSTCS] MOILHBIMU UHCTPYMEHTAMH,
MO3BOJIIOIIMMU JIFO/ISIM BECTU 00JIee CaMOCTOATEIbHBINA 00pa3 )KU3HHU.

Me:xxayHapoanas koHgepenuus no cunapomy Perra, 11-12 oxkrsiops 2025 r.
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Me:kayHapoaHbIe HCTOYHUKH:

o MexnyHapoauslii pona uccnenopanuii cuaapoma Perra (IRSF);

o TpactoBsrii poun uccienopanuii cuagpoma Perra (RSRT);

o EBpomeiickas accomnmarus cuaapoma Perra (Rett Syndrome Europe).
Hayunsle 6a3b1 1annbix: PubMed u ScienceDirect (akTyanbHbIe akaeMUIECKHIE
CTaThH).

19,20,21

Bbaarogapum 3a yyacrue

22

Bama 3aMHTCPCCOBAHHOCTD B TOM, 4TOOBI Jydli€ NOHUMATh U IOAACPKHUBATE )KU3Hb
Jrofiel ¢ cuHapoMoM PerTa, oueHb IeHHa IS HaC.

bl HaACHKOCh, UTO O3Ta MPE3CHTALUA BHECET BKJIaJ B ITOBBIIIICHUEC OCBe)]OMJ'IéHHOCTI/I u
pacrnpocTpaHeHHe HHKITFO3UBHBIX MTOIX0I0B.

braromapro Bac 3a BOIPOCHI M MPEATIOKECHUSL.



