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[TanmeHTHI ¢ CUHIPOMOM PeTTa Ha MPOTSKEHUU JKU3HU TPOXOAT OT TUIIEPKUHETHUYECKOTO /10
TUIIOKUHETUYECKOTO COCTOSIHUSA, Y HUX HAOJII01aeTcss O0JIBIIOE KOJTMIECTBO AaHOMATbHBIX
JIBIDKEHUH, TAKUX KaK CTEPEOTHITNH, TPEMOP, XOpesi, MUOKJIOHUS, aTaKCHUs, INCTOHUS U
PUTHTHOCTb.

Crepeotunuu OGbUTH OIIPE/ieJIEHBI KaK HEIIPOU3BOIbHBIE, CKOODANHUPOBAHHbIE, ITA0JIOHHBIE,
MIOBTOPSAIOIIMECS, YACTO PUTMHUYHBIE U HelleJIeHAIIPaBJIeHHbIe JIBIKeHUsA. CTepeoTUnnm
cuHipoMa PeTTa ABJIAIOTCSA IUATHOCTHUYECKUM ITPU3HAKOM, TPUCYTCTBYIOIIUM Ha BCEX CTAIUAX
3abosieBaHuUsA. B HacTosIIIIee BpeMsl IPUHSATO CUUTATh, YTO HA CAMBIX PAHHUX CTAUAX PA3BUTHA
JIEBOYEK C CHH/IPOMOM PeTTa CTepeOTHIINHU PYK COBIIQIAI0T U MHOT/IA IPEIIIECTBYIOT IIOTEpPe
1leJIeHanpaBieHHbIX ABrkeHu pyk (Einspieler et al., 2005, Temudo et al., 2007).

B Havaste xu3HH, TaxKe 10 perpecca, MarueHThl ¢ CHHAPOMOM PeTTa /1eMOHCTPUPYIOT
aHOMAJIBHYIO OCAaHKY, TOHYC U ABMKeHHUsA. VICIoIb3ys IeTaIbHbIE 3aITUCH HAOJII0/IEHNH, 3a
MHMUJKOMH JIUIIA, IBUXKEHUSIMHU PYK U TeJla, HECKOJIBKO HCCIIeI0BaTee OTMETHIIN
IIaTOJIOTUYECKOE KAYEeCTBO OOIIUX ABUKEHUH (100% ), BBHIIAUNBaHUE sI3bIKA (62%), pUTUTHOCTH
ocaHkH (58%), acMuMMeTpUYHOE OTKPhIBAHUE U 3aKpbIBaHUE TJI1a3 (56%), HEHOPMaIbHbIE
JIBIDKEHUS TTATbIIEB (52%), CTEPEOTUIINHU PYK (42% ), BCIBIIIKA aHOMAJILHBIX BhIPAXKEHUH JIUIIA
(42%), npuaymyiuByI0 YabIOKY (32%), Tpemop (28%) u crepeoTunuiinbie AB:KeHUs Tesa ( 15%).
(Nomura and Segawa 1990, Nomura and Segawa 1992, Einspieler et al., 2005, Nomura 2005)

CTepeoTunuu pyk

CrepeoTHUniy pyK MOTYT OBITh OTIIEHTPUPOBAHHBIE, C CHMMETPUYHBIMU JABIKEHUSAMHU 00X PYK
(“mbBITHE”, XJTOTIAHBE, TIOCTYKUBAaHUE, CKDYUYHUBaHUE, 00TM3bIBaHUE PYK) Y IIEHTPa TeJla, UIN
ACHHXPOHHBIMU JIBMKEHUAMU 00€UX PYK, Yallle KaXKAas PyKa BHITIOIHSAET JIPYTOe JBIKEHIE
(BBIIEpTHIBAHHE BOJIOC OJTHOM PYKOH, APYTOH - HAXKaTHeE HA TYJIOBUIIE, BbIIEPTUBAHIE BOJIOC
OJIHOU PYKOM, pyroi — MIPUKOCHOBEHUE KO PTY, llepeKaTbIBaHKe TabIeTKU OTHOU PYKOH,
IIO/IEPTUBAHUE JIBYX MTAJIBIEB, KACTAHBETHI U T. [I.). DT IOYTH HEIPEPBIBHbIE, IOBTOPAIOIINECA U
KOMITYJIbCHBHBIE AaBTOMATHU3Mbl UCUE3AI0T BO BPEMSA CHA U MOTYT YCYTYOIATHCS C TPEBOTOM.

B monosiHeHME K CTEPeOTUNNAM PYK, CUHAPOM Perra Tak:ke IIpOoABIAeTCs CTEePEeOTUIINAMU
APYyTrux ‘-Ia(lTefI TeJa: HEPBUKaJIbHAA PETPOIIYJIbCUA (BaKI/IZLBIBaHI/Ie T'OJIOBbBI Hasan),
IIPOKPYy4YHBaHNE I'0JIOBBI, BhIIIAYNBaAHUE I'y6, BpallleHHe rjia3daMiu, paCKa4yuBaHHE TYJIOBHIIIA,
I/IHTepBaJIbeIe/HQPEMe)KaIOHII/IeCH IIOAHATHA HOT U IIOCTYKHMBAHHE MU IIO I1IO0JIy, XOXKJIEHE Ha
HOCOYKAX, a TAKKe ITOKaYNBAIOIIHECs ABIKEHUS BCETO TeJla ¢ IIEPEHOCOM Beca ¢ O{HOIM HOTH Ha
JIpyryio. B Hauasie 3a00/1eBaHUs CTEPEOTUIINH TaKKe MOTYT OBITh 00Jiee KOMILIEKCHBIMH,
JIBIDKEHUST HEKOTOPBIX JIEBOUYEK IIPOSBJIAIOTCA B BUE «cTepeoTHniiHOTO TaHa» (Temudo et al.,
2007, Temudo et al., 2008).

OnHako m3-3a HEOTHOPOAHOCTH, PAa3/IMIHOMN JIOKATU3AI[UH, YACTOTHI U TAKECTH,
cuUcCTeMaTHhuecKas OlleHKa CTEPEOTUIINI PYK Y HOCUTeJIel cuHapoMa PeTra ABjisieTcs c10KHOU

www.rettsyndrome.eu \
contact@rettsyndrome.eu
rett syndrome europe




3agaueit (Dy et al., 2017). OueHb peJIKO HEKOTOPBIE CTEPEOTHITUN PYK HATTOMUHAIOT
xopeoatetouaHsbie aBmxkenus (FitzGerald et al., 1990)

ANCTOHMA

JIMCTOHUS TaK’Ke ABJIAETCS YaCTHIM PACCTPOHCTBOM JABUTATEIbHON QYHKIIUH PU CUHAPOME
Perra (60% marueHTOB), Halle BCero HOXKHBIM (BKJIFOUAET B ce0s1 BCIO HOTY WJTU O€po) WU
reHepaIn30BaHHbBIM, a TAK;KE O4arOBBIM, 3aTPArUBAIOIIUM BEpXHIE WU HUKHIE KOHEUHOCTH.
OOBIYHO TUCTOHUS SIBJISETCS aCHMMETPUYHOM, U IpaBasi CTOPOHa TeJsia b6oJiee IoBep;KeHA ee
BO3eticTBU0. CKOJINO03 - 00111asi 0COOEHHOCTH MPU CHHAPOME PeTTa, MposBIsAeTcss B OCHOBHOM
Ha 60JIee O3/THUX CTAIUAX, M CYUTAETCS CJIE/ICTBUEM 3TOM aCHMMETPHUU OCAHKHU
(mpaBoctoponHei qucronun). (FitzGerald et al., 1990, Hagberg and Romell 2002) (Temudo et
al., 2008).

PUrMAHO-OKMHETUYECKUH CUHAPOM

BessMonoHaabHOe JIMI0, HATOMMHAIOIIEE «MAaCKy», MOXKeT ObITh PAHHUM KJIUHUYECKAM
IPU3HAKOM CHHIpoMa PeTTa, COnpoBOKAAIOIIUMCS HapYIIIEHHEM IJIa3HOTO KOHTAKTa U
HOPMaJIbHBIM MOpranuem. ['unoMumust (yMeHbIIIeHNEe BbIPa3UTEIbHOCTH JINIA), OpaIuKUHE3 U
U PUTHIHOCTD YCYTYOJIAIOTCSA U 4acTO BCTpeUaroTes y 6oJiee B3pOCIbIX IeBouek. IIpruMedaresbHo,
YTO MAI[UEHTHI CO CJIA0OBIMU MOTOPHBIMU IIOKA3aTEIAMU, KOTOPhIE HUKOI/IA HE IIPHOOPETAI0T
BO3MOYKHOCTh CAMOCTOSITEJIBHO XO/IUTh, IPOSIBJIAIOT PUTHIHOCTh Ha OUEHb PAHHUX CTAUAX
passutus 6ose3uu (miaie 5 Jier). (FitzGerald et al., 1990, Temudo et al., 2008)

ATAKCUYHO-PUIrMAHAS MOXOAKQA: NOXOAKA PeTTa

BosbIIMHCTBO HaI[HeHTOB Hab II01a0Tes aMbyaaTopHo. C mporpeccupoBaHreM 3a001eBaHHUSA
IIOXO/IKA CTAHOBUTCA 60JI€€ PUTH/IHOM, C €J1a00 MOAAEPKUBAEMBIM PYKAMU PABHOBECHEM,
HEKOTOPBIE MAIlUEHTHI IEMOHCTPUPYIOT 0COOYIO IMIMPOKYI0 PUTHHYIO IIOXO/IKY, C COKpaIlleHueM
MBIIII] 6pIOHIHOFO Impecca u FHHepSKCTeHSHeﬁ Hor. OHU TakXxe MOTYT 3aMHPAaTh IIPpU IIOIIBITKE
Hauath aBrxkenue. (FitzGerald et al., 1990, Temudo et al., 2008, Humphreys and Barrowman,
2016)

OBOAIOLMA CTEPEOTUNUMN Y MOAPOCTKOB U XXEHLUUH C CUHAPOMOM PeTTta (Vignoli et
al., 2009)

Xapakrep pyTHUHHBIX CTEDEOTHITHH IO/IEP>KUBAETCSA HA IPOTSHKEHUU BCEH KU3HH; TI0 Mepe
B3pOCJIEHUS pPACcCTPOMCTBA JIBUTATEIbHON CUCTEMBI IIPOABIAIOTCA Oosiee

3aMeJIJIEHHBIMU JIBIDKEHUSMU, TaKXKe J00aBIIsieTcst TpeMOp. Y HEKOTOPBIX MAIEHTOB C
BO3PACTOM CTEPEOTUITU MOTYT CTAHOBUTCS MEHEE TSIKEJIBIMU U 60J1ee TPOCTHIMU U3-3a
purugnocty nanrenTa (Temudo et al., 2008). He601b11101 TPOIIEHT JKEHIIUH COXPAHSIET CBOIO
CIIOCOGHOCTD K MAHUITYJISIUAAM PyKaMH (T. €. Iep:KaTh IPeMET, ITUTh U €CTh CAMOCTOSITEIHHO)
BO B3POCJIOM BO3pacTe.

PaccmaTpuBas pacipocTpaHeHHe CTEPEOTUITNH, BUUM, YTO OHU Yallle BCETO 3aJIeUCTBYIOT PYKHU
u pot (FitzGerald et al., 1990, Vignoli et al., 2009). UTo kacaercsi 4aCTOTbI CTEPEOTUITHI, OHU
IIOCTOSIHHBI B THEBHOE BPEMSsI, 2 BO BPEMsI CHa OHU MCYE3aI0T.Y MaIeHTOB ¢ MOTOPHBIMHU
CTEPEOTUITHAMU OJTHOU WM 00enX PyK Jalle Bcero HaboAaTesa: 001u3biBaHue pyk (50%),
TepekaThbIBaHUE TaOJIETKH, CKPYYUBAHUE JBYX WJIU TPeX MaIbleB (50%), Opykcusm (50%), opo-
daruo-TMHTBaIbHBIE ABMKEHUS (40%); 1 HAMHOTO PerKe BOBJIEKAIOTCS HOTH WJIH IIPUCYTCTBYET
packayrMBaHUe TYJIOBUINA. Y MHOTUX B3POCJ/IBIX MMAIMEHTOB HAOJII0/IaeTCsl TPEMOP, KOTOPBIH
MIOSIBJISETCS TT032Ke C ABOJIIONMEl 3a00s1eBanus1. CpeaHsisa YacTOTa APOKAHUS COCTABJISIET OKOJIO 5
I'11, UTO IPEBBIIIAET CPEAHIO YaCTOTy TpeMopa npu 6ose3uu [TapkuHCOHA, HO 3HAYUTEIBHO
HIZKe 110 CPaBHEHHIO C APYTUMU THIIAMU TPEMOPA, T. €. 3TO SABJIAETCSA BhIPAKEHHBIM

tpemopoMm. (FitzGerald et al., 1990, Vignoli et al., 2009)

www.rettsyndrome.eu \
contact@rettsyndrome.eu
rett syndrome europe




BAMSIHME PY4HbIX LUMH HO CTEPEOTUMNUU PYK Y AEBOYEK C CUHAPOMOM PeTTa!

ToJIBKO TPH HCCIIEIOBAHUS COOOIAIOT O BJIUSHUN PYYHBIX IITUH HA CTEPEOTUIIUH PYK IIPU
cunzpoMe Perta. PydHble ITUHBI IPEJICTABIIAIOT COO0H MaH?KETHI, OTIOSICHIBAIOIIUE JIA/IOHDb U
¢dukcupyomye Ipu 3TOM OTBeIEHHBIE OOJIBIIIHIE MATBIIBL. [locse MpUMeHeHUs PYYHBIX IIIUH Y
HEKOTOPBIX MAI[EHTOB HAOJII0ZJaeTCsl yMEHBIIIEHNE BpEMEHU CTEPEOTUITUIHBIX JBUKEHHUH PYK.
XOTS NIUHBI U TTOKA3JIH TIOJIOKUTEIHHBIN 3G (EKT Ha IBUIKEHUE PYK IIPU CHHAPOME

PerTa, 0/THaKO OHU MOTJIM IPUBECTHU K APYTUM HEXKeJIaTeJIbHBIM JBIKeHUAM. [TooKuTebHoe
BJIUSIHYE IIMHBI Ha (PYyHKIIMOHATIFHOE UCIIOJIb30BaHUE PYKH JOJKHO OBITH MICCIIe/IOBaHO GoJtee
npeaMetHo (Naganuma and Billingsley 1988, Tuten and Miedaner 1989, Bumin et al. 2002)
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