CuHppom PeTta — 3TO NCUXOHEBPONOrMYECKOE, HAC/NeACTBEHHOE, PeAKOoe reHeTMyeckoe
3abonesaHne, npusogsuiee k TAXKENOW YMCTBEHHOM OTCTanocTu . Mo AaHHbIM, eXerogHo
nopaskaeTt npumepHo oaHy 13 12 000 geBoYeK, y Ma/IbiMKOB BO3HUKAET PeaKo.

CuHapom 6bin BnepBble onucaH aBCTpUNCKUM negmnatpom AHgpeacom Pettom B 1966 roay.
TaK Kak nyb6amkaumm AHapeaca PeTtTa 6bli Ha HEMELIKOM A3bIKE, TO OHU HEe CTa/In LMPOKO
N3BECTHbI B aHI10A3bIMHOM Mupe. LLiBeackuii negmatp beHrt Xarbepr 8 1983 r. onyb6amKkosan
CTaTbl0 Ha QaAHIMINCKOM A3blKe, B KOTOpOM onucan 35 nauueHToB € OAMHAKOBbIMM
CMMNTOMaMM N Ha3Ba/l CUHAPOM B YeCTb MEePBOOTKPbIBaTENA CUHAPOMOM PeTTa.

CumnTOMBI

TAXKeCcTb TEYEHUA U BpeMs NOABEHMA CUMNTOMOB CMHAPOMa PeTTa MoryT BapbMpoOBaThCA.
He y Kaporo pebeHKa mMoryT ObiTb  BCE CMMMTOMbI, XapaKTepusyloline CUHAPOM, a
NPOSBAATLCA C BO3PACTOM.

CMH,CLpOM PeTTa onucbiBaeT YyeTblipe CTagnn 6onesHu:

Crapgma 1: paHHUe NPU3HAKKN

PaHHee pa3suTne pe6eHKa 06bI4HO npoxoaunT B nepsble 6 mecaues Xu3Hu . B nocneactsmun
BbIACHAETCA, YTO XapaKTepHble AN1A CUHOPOMaA YEPTbl BCe e NPoABNAA/INUCL paHee:

- MOHWMXKEHHbIN MbILEYHbI TOHYC (TO €CTb MblleYyHas rMnoToMus);

- TPYAHOCTM C NPUEMOM MULLMK;

- HeobblYHbIe NOBTOPAOLLMECA ABUKEHMA PYK UNN PE3KUE ABUNKEHUA KOHEYHOCTEMN;
- 3a/epP)KKa Pas3BUTUA peyn;

- 3a4epXKa MOTOPHOro pa3suUTnA: No3)Xe Ha4YMHaeT non3artb, CaauTbCA, XOAUTb
CaMOCTOATE/IbHO,

- OTCYTCTBUE UHTEPECA K UTPYLUKaM.

OnucaHHble CMMATOMbI BO3HMKAlOT B BO3pacTte OoT 6 o0 18 mecAues; nepuos AanTcA
HECKO/IbKO MecALEB; CMMMNTOMbI MOTYT NOABNAATLCA B TeYEHUM roaa u bonee.

MOCKONbKY W3MEHEeHUsi MNPOrpeccupyoT MeANIeHHO, JaHHaA CTaguMs MOXET OCTaTbCs
He3ameyeHHOMN.

Cragma 2: «bbicTporo perpecca»

XapakTepusyeTca yTpauMBaHMeM nNpPUOBpPeTeHHbIX HaBblKkoB. CMMMTOMbI MNOABAAIOTCA B
Bo3pacTe 1-4 net, nepuoa AAUTCA OT 2 MecAueB A0 2 neT. B 3ToT nepuon y pebeHka
nocteneHHo nMb60 BHE3anHO BO3HWUKAOT NpPobaemMbl C NPUOBPETEHHLIMU PEeYEBbLIMU,
ABUraTe/ibHbIMU U NPEeAMETHO-PO/IEBbIMU HaBbIKaMU.

MoABAAIOTCA CUMNTOMBI CXOXMe CO CNEKTPOM ayTU3Ma.



XapakTepHo:

- noTepA cnocobHOCTU LeieHanpPaBAeHHO M0/Ib30BATbCA PYKaMM - BO3HUKAIOT CTEPEOTUMHbIE
OBUXKEHMA PYK - BbIKPyYMBaHWE pYyK, XJonaHbe B Jfafdown u T. A. PebeHky TpyaHo
KOHTPOJINPOBATb HACWU/IbCTBEHHOE ABUXKEHME pyKamu

- NOBbIWEHHAA Pa3apa*XUTeIbHOCTb, N1a4, UHOTAa KPUK bes BM,CI,MMOI;'I NPUYnHLI,

- coumnanbHaAa nsonAUMA — NOTeEPA UHTEPECA K APYyrMM nrogam U nsberaHue 3pUTenbHoOro
KOHTaKTa,

- HeYBEPEHHOCTb M HENOBKOCTb NPpU Xoabbe;
- Npo6aembl CO CHOM;
- 3ameA/ieHMe PoCTa ro/oBbl;

- TPYAHOCTU C NPUEMOM MULLN, NEPEKEBBIBAHMEM UM TIOTAHUEM; 3aMOpP, KOTOPbLIA MOXKET
BbI3BaTb 60/1b B XKUBOTeE.

Ha 3Tol cTagMM 4acTo BO3HMKAIOT PACCTPOMCTBA AbIXaTeNbHbIX GYHKLMIA — nepuoabl
YYalEeHHOro AblXxaHusA (rMNepBeHTUMAALMSA), 3aMefNeHHOro AbIXaHUA WAM  33J4epXKKa
AblXaHWA. 3arnaTtbiBaHWe BO3A4yXa Bbi3blBaeT B34YTUE KMUBOTA.

Cragua 3: dasa nnato

MokeT Bo3HMKaTb B tobom Bo3pacte. OnucaHo noAsseHne naato mexay 2 n 10 rogamu.
YacTo 3To A/IUTCA rogamum Y MHOTME AeTW OCTAOTCA Ha 3TOM CTaanM Pa3BUTMA BO/bLUYIO YacTb
cBoel W3HWU. B 31Ol ¢ase, paHee nNpoABASOWMECS CUMNTOMbI MOTyT ocnabeBsatb,
HanpUMep YMEeHbLUAEeTCA Pa3apakntTenbHoCTb. CoOLManbHOCTb pebeHKa MOXKET YAy4LNTbCA,
OH MOMKET npoABAATb OONbLWKNIKA MHTEPEC K NIAAM U OKpY)Kalollemy, MoBbllaeTcs
KOHLEHTPaUUA BHMMaHUA. Mo mepe yaydlleHUAa MOTOPHbIX HaBbIKOB XoAbba CTaHOBUTCA
6os1ee yBepeHHOMN.

MoryT noasuTbCA:
- CY40pOru, yyallarowmeca co BpemeHem;

- YXYALWUTHCA PUTM AbIXaHWUA - HANPUMEP, MOBEPXHOCTHOE AbiXxaHMe ¢ BbICTPO MeHSALWUMCA
Ha r1yboKoe MU 3a4ePKKON AbIXaHUA.

TaKKe MOXKeT bbITb 3aTpyaHEH Habop Beca U ero CoxpaHeHue.

Cragma 4: yxyaweHune noaBUKHOCTU

JTa CTagma MOXKeT AJIMTbCA rogbl U AeCATUNETHA.

XapakTepHo:

- BO3HMKHOBEHME CKONMO03a (TO ecTb UCKPUB/IEHME NO3BOHOYHMKA B/IEBO U/ BNPABO);

- MbIWEYHAA c1abocTb WMAM CNACTUYHOCTb (MOBbILWEHME TOHYCA MbIWL, NPUBOAALMM K
ABUraTeIbHbIM HapyLLUEeHUsAM), 0COBEHHO B HOrax;



- noTepA cnocobHocTH Xo4UTb.

CouManbHble HaBblKM OObIYHO He YyXyAWalTca Ha 3Tok ctaaun. CTepeoTurnHble Uau
NOBTOPAIOLLMECH ABUKEHUA PYK MOTYT YMEHbLUUTLCA, @ 3PUTE/IbHBIN KOHTAKT Y/IyYLINTbCA.

Cy,EI,OpOI'M 4acCTo ABNAKOTCA I'IpO6fI€MOﬁ Ha BCIO KNU3Hb, XOTA B NOA4POCTKOBOM U HOHOLWLECKOM
BO3pacTte moryTt ocnabesaTb.

Yem obycnoBneH cuHapom Petra?

CuHapom PeTTa — 3TO reHeTMYecKoe 3aboneBaHue, BbiI3BaHHOE MyTaumen (T. e. USMeHeHue
B OHK) B reHe MECP2 Ha X-xpomocome (ogHa M3 nonoBbix Xpomocom). FeH MECP2
obecneumBaeT ynpasaeHue no BbipaboTke 6enKka Ana pasBMTUA Mo3ra. Koraa reH usmeHeH,
paboTa HepBHbIX KNETOK MO3ra HapyLleHa.

Moyt BCce cnyyam (bonee 99%) ABAAIOTCA HOBOBO3HWMKLIMMMK, YTO O3HA4YaeT, OTCYTCTBME
reHeTMYeCKOro M3MEeHEeHMA YHacneAoBaHHOTO OT KOro-To M3 poauTeniein T.e U3MeHeHue
NPOWU30LLJIO CAYYalHO.

AwnarHoctn poBaHue CMHApPOMa PeTta

[JuarHoctmka 3aHMMaeT MHOrO BpemMeHM, MOCKO/IbKY CUMHAPOM BCTPeEYaeTca penko,
CMMNTOMbI MPOABAAIOTCA B cpegHem B 6—18-mecAyHom Bo3pacTe. [AMarHo3 CTaBUTCA Ha
OCHOBaHMN CUMNTOMOB pebeHKa, WCKAYas ApyrMe BO3MOMKHble, PacnpoCTPaHEHHbIe
3aboneBaHuA c nocneayoWMM NPoBeSEHMEM FeHeTMYeCcKoro obcnenoBaHus.

leHeTUYecKkoe obcnenoBaHMe UCNO/b3YeTCA A8 BbIABAEHUA U3MEHEHWUI B HAc/eACTBEHHOM
BewecTtse. Ecnn B reHe MECP2 BbiaBnAeTca myTaumAa, TO 3TO NOATBEpPXKAAeT AMArHo3
cnHppoma Petra.

JleyeHmne cuHapoma Petta

B HacToAwee BpemMA He CylecTtByeT ne4yeHna npmnvmMHbl BOSHMKHOBEHUA CMHAOPOMA PeTtTa,
Nno3TOMYy 1Ie4eHNE HanpaB/a1EHO Ha obneryeHme cMMNTOMOB.

Kak poautento pebeHKka C CMHAPOMOM BaM HY)KHA MOMOLLb M MOAAEPHKKA MHOMMX
CNeunanncTos:

- HeBposior anAd OUEHKHN U Ha6mo,u,eva 3a HeBPO/SIOTN4YeCKMM COCTOAHNEM pe6eHKa,
NPUHATUNA peELLEHNA O IeHeHUN annnencnumnm n Ha6mop,eva 3a Ie4EHUNEM,

- TepaneBT TBOPYECKUA M AeATeNbHbIA ANA Pa3sBUTUA KOMMYHUKATMBHbLIX HaBbIKOB
(cneunanucT no Koppekumn peun);

- ¢du3snoTepanuna: BHMMaHME K MOTOPUKe pebeHKa, ocoboe BHUMAHME K cuaavemy
NOIOXKEHUIO (YTODObI CBECTU K MUHMMYMY BO3MOXHOCTb BO3HMKHOBEHMA CKO/IMO3a);

- opTtonen AnA onpeaeneHua gasbHenwWen TaKTUKN, B TOM YUC/Ie OLUEHKa HeobxoaMmocTum
onepauum Ha NO3BOHOYHMKE NPU BO3HUKHOBEHMWN CKOINO33;



- BbICOKOKaNopuiiHan aveTa, ANA NoAAep’KaHUs HOPMasibHOro Beca, Npu HeobxoanMmMocTm
KOHCY/bTauMsa cneymanncrta no ne4ebHomy NuTaHuio;

- [eAaTenbHOCTHas Tepanus, MOMOralowWas pa3BMBaTb  HaBbIKM  CaMOMOMOLLM,  Kak
KOpM/IEHWE M 0AeBaHMe M Apyrve NoBceAHEBHble AeCTBUSA.

BaXKHO NMOMHWTbL, YTO Y NAUMEHTOB C CMHAPOMOM PeTTa NOBbIWEH PUCK BO3HWMKHOBEHWUA
ONacHOM ANA KU3HWU apUTMUK, BCaeacTeue yannmHéHHoro QT uHTepBana, pekomeHayeTca
nsberatb MCNONb30BaHWE NEKAPCTBEHHbIX MNpenapaTos, yaauHAlwux QT wuHTepBan
(HanpuMmep aHTUBMOTUKU-MAKPOAUAbI)

TaK»Ke M3BeCTHO, YTO unnoTepanua (metoa peabuantauumn nocpeacTBoOM BEPXOBOWN e3abl),
naaBaHWe, BOAO/IeYEHNE U My3blKaibHaA Tepanua NPUHOCAT MHOIO MOJb3bl.

MporHos

NMogn ¢ cnHpgpomom PeTTa MOryT COXpPaHATb HEKOTOpble HAaBbIKM Lie/ieHanpaBaeHHbIX
OBUXKEHUN , XoA4bbbl U 06LWEHNA, HO BO/IbLUIMHCTBO M3 HUX HAa MPOTAXKEHUN BCEN KU3HU
3aBMCAT OT KPYI/JI0CYTOMHOro yxoAaa. MHorve nwoam ¢ cuHaApomom PeTta gocturator
coBepweHHonetMa. Ho, Hannume ceppevyHOM aAHOMANIMM —aPUTMUSA; HEBPOIOTMYECKOM
npobnembl-  anunencusa,  TAXKENOA  MHPEKUMM -  MNHEBMOHMA,  MOXeT  CTaTb
npeapacnonaratowmm GakTopoM K BHE3AMNHOM CMEepPTM B MONOLOM BO3pacTe.

CoseTtbl oneKyHam

Yxopn, 3a pebeHKOM C cMHApomMOom PeTTa mopanbHO M GU3MYECcKM TpyaeH. bonbwunHCcTBy
OMEKYHOB HYXXHa coLMaibHasA 1 NCMX0N0rMyeckas nogaepka. ObpaTmsBLLMCL B KTMHUYECKUI
LUeHnTp peakmx 3abonesanuit (Kliinikumi harvikhaiguste keskus) Kak pogutenb, Bbl MoxeTe
NONY4YUTb HEOOXOAMMYHO MOMOLLLb.

https://www.nhs.uk/conditions/rett-syndrome/



https://www.nhs.uk/conditions/rett-syndrome/

