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CuHapom PeTTa, BbI3BaHHbI MyTauuamu B reHe MECPZ, npefCTaBASIeT COXKHOCTb AN [UATHOCTUKM 3NUAENTUYECKUX NPpH-
CTYNOB, NOCKOJIbKY KOHTAKT C 3TUMU NALMEHTKAMMU 3aTPYAHEH, @ KINHUYECKUE NPOSABAEHUA NPUCTYNOB TPYAHO OTAUYUTD
OT Pa3IMYHbIX BUTATENbHBIX HAPYLEHUIA 1 CTEPEOTUNNIA. B HAacTosLEee BpeMs XOPOLIO U3YyYeHbl TeHeTUYECKUE BapUaHTSI
cuHppoma PeTta u nogxodpl K Tepanuu, paspaboTaHa knaccudukauus anektposHuedanorpaguyecknx U3MeHeHuil.
TeMm He MeHee anunencus Npu cMHApoMe PeTTa XxapakTepu3yeTcs hapMaKope3nuCTeHTHOCTbI0. OfHOI U3 NPUYMH TPYAHOCTEI
B JIEYEHUW 3NUNENCUM ABNAETCA €€ TMNEPAMArHOCTUKA, a TaKXKE CNOXHOCTb AnddepeHLManbHol AMarHoCTUKY ANunenTu-
YeCKMX NPUCTYNOB CO CTEPEOTUNMHBIM NOBEAEHUEM U TUNEPKUHE3aMU. BugeoanekTposHuedanorpadmyeckuii MOHUTOPUHT
UrpaeT pewarnllyo ponb B AuddepeHunansHoi AUarHoCTUKE 3NUAENTUYECKUX U HEINUNENTUYECKUX NAPOKCU3MANbHBIX
COCTOSAHMIA.
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Rett syndrome caused by MECP2 mutations is difficult for diagnostics of epileptic seizures, since contact with these
patients is difficult, and the clinical manifestations of seizures are difficult to distinguish from various motor disorders
and stereotypes. Currently, the genetic variants of Rett syndrome and approaches to therapy have been well studied,
a classification of electroencephalogram changes has been developed. Nevertheless, epilepsy in Rett syndrome
is characterized by pharmacoresistance. One of the reasons for the difficulties in the treatment of epilepsy
is the overdiagnosis of epilepsy, as well as the difficulties in the differential diagnosis of epileptic seizures
with stereotypical behavior and hyperkinesis. Videoelectroencephalographic monitoring plays a crucial role in the differential
diagnosis of epileptic and non-epileptic paroxysmal conditions.

Keywords: Rett syndrome, MECP2, epilepsy, hyperkinesis, spasticity, tremor, myoclonus, dystonia, breath disturbance,
electroencephalogram, evoked potential, anticonvulsant, drug resistance
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BBepeHue

Cungpom Perra (CP) (OMIM: 312750) — nporpeccu-
pylolliee Hac/leACTBEHHOE 3a00jieBaHE HEPBHOM CHCTEMBbI
C PaHHUM JIe0I0TOM, BIlepBbIe ONMcaHHOe B 1966 . AHpea-
coM Pertom (Andreas Rett) y 22 neBouexk ¢ ob1ieii KimHuve-
CKOW KapTUHOM (TIporpeccupyromias LiepedparbHas arpodus,
CTEPEeOTUIMH, HapyIlleHUe MTOXOIKU, YMCTBEHHas OTCTa-
Joctb). CP BcTpeuaetcs npumMepHo y 1 u3 10—15 Thic. XUBO-
POXIEHHBIX AeBoueK [12, 60, 77].

leHeTUYeCKME OCHOBDI

Tenetnueckue ocHOBbI CP ObLTN OTKPHITHI 3HAYUTEb-
HO MMO3/Hee OMrcaHus caMoro 3abosneBaHus — B 1999 .
Ien CP, MECP2, umeer X-clerUieHHOe HaciaenoBaHue. OH
He3aMeHUM JJisI HOpMaJibHOM paboThl HEWpPOHOB [2].
®Oyukuusa MECP2 — ogaBisTh U apXUBUPOBATh TPaHC-
kpunuuio sinepHoit JHK. Y 95 % nmaimmeHTOK ¢ K1accu-
yeckuM CP onucano >800 paznuunbix mytauuiit MECP2
(RettBASE: MFECP2 Variation Database:
http://mecp2.chw.edu.au/) [12, 46, 74]. BeinensioT Takke
aTunryHble BapuaHThl: CP ¢ paHHUM 1e6GI0TOM 3IUJIETI -
CUM, CBA3aHHBIN ¢ MyTanusiMu B reHe CDKLS (Xp22;
OMIM: 300203), u BpoxaeHHbIi1 CP, KOTOpHhIii CBsSI3aH
¢ myraumeit reHa FOXG1 (14q12; OMIM: 164874) [3, 37].
B nanHOM 0030pe MBI paccMaTpuBaeM TUITUYHBIN CP ¢ my-
TauusMu B reHe MECPZ2, mosToMy Apyrue BapUaHThI
He 00CyX/IaloTCsI Aajiee B 3TOM CTaThe.

MatoreHes

MECP2 peryaupyet ApyTHie TeHbl B SMOPHOTEHE3€ HEPB-
HOM CUCTEMBI (SMUTEHETUYECKUI UMIIPUHTHHT), TIO3TOMY
CJIOXHO YETKO OIPEIeTIUTh CBSA3U, BKIIOYAIOIINUE TeH
MECP2, v npeckasath IIPOrHO3 ero nucdyHKmn [12, 59].

OCHOBHBIC TIPUYMHBI TIATOJIOTMYECKOTO Pa3BUTHSI HEMPO-
HOB 1 snuiencuu pu CP:

* HapylieHue hyHKIMY 6e1Ka TyOyIMHa, KOTOpoe Mpu-
BOIUT K aHOMAaJIMSIM IIMTOCKeNeTa (XapaKTepHO
115t CP u cuaapoma AnrenibMana) [16];

* HapylleHue OuocuHTe3a XxojectepuHa (mpu CP
u cuHapome Cmuta—Jlemin—Onuria). CuuTtaercs
MPUYMHON ayTU3Ma U TTIOPOKOB pa3Butus [41];

* HapyllleH1e HEPOHAIBHBIX CBS3€id, KOTOPHIC y4aCTBYIOT
B Pa3BUTMM HEPBHOI CHCTEMBI U PabOTE CHHAIICOB.
CuynraeTcs IPUUMHONM YMCTBEHHOM OoTcTaocTu [39];

* mucOaNaHC HepOMeTMaToOPOB: TaMMa-aMUHOMACIISTHOM
KUCJIOTBI, TIIyTaMUHa U fodaMrHa. CunTaeTcsl Ipyudu-
HOW ayTHCTUYECKOTO TMOBEICHUS, SMUICTITUYECKUX
TIPUCTYIIOB, IBUTATES/IbHBIX 1 IbIXaTeJIbHBIX HApYIICHUIA
(ripu CP ¢ aytuzmoM u 6osie3nu [MapkuHcona) [43].

llnarHocTuyeckue Kputepum,

TeyeHue u Knaccugurkauusa cuigpoma Perra

JuarHocTryeckue KpUTepur KIMHUYIECKOM JUarHO-
ctuku CP 6bu1n onyonukoBaHbl B 2002 T. ¥ TepecMOTPEHbI
B 2010t [27].

Heo0xoaumble Kputepuu auarnoza CPL:

* HOpMAaJIbHBII TIpe- ¥ IepUHATaIbHbIA aHaAMHE3;

* pa3BUTUE B HOpMe 0 6 Mec (BO3MOXHA 3aaepiKKa
C POXIEHUS);

* OKPYXHOCTb T'OJIOBBI B HOPME IIPY POXKIECHNN;

* MOCTHATaJIbHOE 3aMelJICHUE TIPUPOCTA FOJIOBBI;

* yTpaTa MaHyaJbHOI'O IIPAKCKCa B IIPOMEXYTKE OT 6 MeC
110 2,5 rozia, 1o BpeMEHU COBITAIaoIast ¢ HapyIIeH -
€M KOMMYHUKAIIUK U COIIUATbHOTO OOILECHMST;

* pa3BUTHUE TSKEJIBIX HaApYIICHWM MOTOPUKM, pPE4H
1 TICUXOMOTOPHOT'O pa3BUTUS;

1JInarno3 opMeHTMPOBOYHBIIf 10 2—5 JIeT.
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Teuenne u Knaccuukanusa CP [46]:

Poxnenue HopmanbHoe pa3Butue
6 Mec Cragus I — paHHMe TIPOSIBIICHUS
| rox * 3aMellIeHHUe TTPUPOCTa TOJIOBHI;

* TUITIOTOHMSI, 3a/iep>KKa MOTOPHOTO Pa3BUTHS;

* yTpaTa MaHyaJIbHOTO ITpaKCcuca 1 peuu; Cranus 11 — GbICTpbIii perpecc:

* YTpara IJIa3HOrO KOHTAKTa, COLMAIBHBIX B3aHMO- * ayTHCTMYECKOE MOBEIEHHUE;

NEWCTBUI, MHTEpeCa K UTPYIIIKAM. « MHTEILIEKTYalIbHbIEe HAPYILIEHNS;
* MpUOOpeTeHHass MUKpouedanus;
2rona * IbIXaTeJIbHble HAPYLICHNUS,
Cramus 111 — ruiato: * CTepEOTUITNH B pyKaX, IBUTATEIbHbIC HapyIIeHMS.

* BMWICNTUYECKUE TTPUCTYIIBI;

* BeTeTaTUBHBIC HAPYIIICHNS,
3 roma * yIydIllaloTCs MOBEAEHME, TIIa3HOM KOHTAKT

M MeJTKast MOTOpHKa.
BonpimHcTBO marmeHTok ¢ CP ocraroTcs Ha 3TOM
cTaguy OOJBITYIO YacTh XXU3HMU.
4 rona Craaus IV — no3nHue MOTOpPHbIC HAPYILIEHMSI:
5 1eT * CHIWXXEHUE/yTpaTa CaMOCTOSATEILHOTO TIePEeIBU-
10 net . KEHM:T; '
CITACTUYHOCTh/TUCTOHMS;

Crapuie 20 net

HaBbIKM KOMMYHUKALIMU, MEJIKOI MOTOPUKHU OCTa-
I0TCSI CTaOMIIBbHBIMU;
CKOJINO3.

CTEPEOTUITUM B pyKaX (10 TUITY MBIThsl, IOTUPAHMS,
XJIOTIaHbsI, IOTPSIXUBAHUS U TIP.), BOBHUKAIOIIIUE 10~
cJIe yTpaThl MaHYyaJIbHOTO TTpaKCcuca;

aTakcus IpU Xoap0e U (pyHKIIMOHAIbHas anpakcusi/
aTakcusl B BO3pacTe 4 JIeT.

IToanep:KuBalomye KPUTEPHU:

HapyYIICHUS TbIXaHUST: IIEPUOIMIECKOE alTHOD BO Bpe-
Msl O0IPCTBOBAHUS, TIEPUOIUYECKAS TUIICPBEHTHIIS -
1LIMS1, TIEPUOABI 3aAePKKHU TbIXaHUSI, TIPUHYAUTEIbHOE
M3THaHWE BO3IyXa WU CJIIOHBI,

HapyIlIeHUs Ha 3JICKTpO3HIIedaIorpaMme: 3aMeIIeHIE
OCHOBHOI aKTUBHOCTH 1 TICPUOANIECKOES PUTMUIECKOE
3aMeieHUe. DMUIenTrhOpMHbIE pa3psiabl ¢ KIMHUYE-
CKUMMU SIWICHTUYECKUMU MPUCTYIIAMK WIN O€3 HUX;
SIMWICITUYECKUE IIPUCTYIIBI;

CIACTMYHOCTb, YacCTO C COIMYTCTBYIOIIMM Pa3BUTUEM MbI-
1e4HoI atpoduu 1 mucToHuy. HapyiiieHue cHa ¢ paHHe-
ro aercrBa. Ilepudepryeckue Ba30MOTOPHBIE HapyIIe-
Hust. [Iporpeccupyronuii CKoJmo3 Wi Kudos;

¢ 3aJI€pXKKa pocTa,

¢ MaJICHBKUE U XOJOAHBIC CTOIIbI 1 KUCTH.

,Z[uarﬂocmqecme KPUTEPUNA TUITAIHOTO (K.]]aCCl/[‘IECKO-

ro) CP (2010) [46]:
1. Tlepuon perpecca ¢ MocaeayOIIM BOCCTAHOBIEHUEM

nim CT216I/I.J'II/I?n’:l]_II/IE:I‘/JI1 .

2. Bce ocHOBHbIE KPUTEPHUU U BCE KPUTECPUUN UCKITIOUC-

HUA.

3. INopaepxxuBalole KpUuTepun He TpeOyIoTCs, HO OHU

4acTo oTMevaroTcst mpu TunuaHoM CP.
JInarHocTHYECKHE KPUTEPHH ATHINHYHOrO (BAPHAHT-

Horo) CP:

1. Iepuon perpecca ¢ MOCIEAYIOIIMM BOCCTaHOBIIE-

HUEM WU CTa6HHI/I3a]_[I/ICI>JII.

2. He MeHee 2 113 4 OCHOBHBIX KpUTepUeB Uin 5 u3 11

NOoAACPXKUBAIOIINX KPUTEPUECB.

OCHOBHbBIE KPHTEPHH:

1. YacTruHast W1 TTOJTHAST yTpaTa PUOOPETEHHBIX HaBbI-

KOB ILIeJIEHANPaBIeHHON AeITebHOCTU PYK (31€eCh
B KAQUeCTBE CHHOHMMA YITOTPEOIISIETCS TEPMUH «yTpa-
Ta MaHyaJbHOTO MPaKCUCa»).

2. YacTruyHas WM MojHas yTpaTa IpuoOpeTeHHOM BKC-

NPECCUBHOI peun?.

Tockonbky Myrauun MECP2 B HEKOTOPBIX CIIy4asiX BBISBJISIOTCS O Pa3BUTUS SBHBIX NPU3HAKOB perpecca, IMarHo3 «BeposiTHbIiE CP» ciemyer
CTaBUTD JIETSIM B BO3PACTe 0 3 JIET, KOTOPbIe He TOTePs/IM HUKAKUX HABBIKOB, HO B OCTATBHOM MMEIOT KIIMHUYECKUE IPU3HAKU, XapaKTePHBIE AJIsI
CP. Takue mauyeHTsl JOJKHBI TPOXOAMTH MOBTOPHYIO TMATHOCTUKY Kaxbie 6—12 Mec ISl BRISIBJIEHMsI IPU3HAKOB perpecca. B ciydae pa3Butust y
HMX perpecca AMarHo3 cjieayeT U3MEHUTDb Ha «TUMUYHbIA CP». OnHako eciu K S ronaM y pebeHKa He HabJIio1aeTcsl HUKaKMX MPU3HAKOB perpecca,
nuarHo3 CP crnenyer moctaBUTb MOA COMHEHUE.
2yrpara pUoOPETEHHON PeYr OTHOCUTCS K CIIOCOOHOCTH BepOaibHOM KOMMYHHMKALIMM B 11€JI0M, @ HE TOJILKO K YTpaTe yHoTpeOIeHUS OTAEIbHbIX
CJIOB WJIU 00Jiee CI0XHBIX PeYeBbIX KOHCTPYKLMIA. TakuM 06pa3oM, cUUTaeTcs, YT0 PeOEHOK, KOTOPBIN HayuuIcs JIeNeTaTh, a 3aTeM «3aMoyal», —
yTPaTUII IPUOOPETEHHYIO PeUb.
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3. HapyuieHus1 moXoaku: pacCTPOMCTBO (AMCITpaKCHs)
WY OTCYTCTBUE CIIOCOOHOCTH XOIMTh.

4. CTepeOoTUITHbIE ABKCHUS PYK, TAKKME KaK CKpyY1Ba-
HMe/CXXUMaHUe PYK, XJIoNaHbe,/TIOCTYKMBaHUE, aBTO-
MaTU3Mbl PTa U MBIThsI/TIOTUPAHUS.

Kpurepuu uckmouenusa tunuatoro CP:

1. TToBpexxneHue roJIOBHOIO MO3Ta B IEPH- WM IIOCTHA -
TaJIbHOM TlepHojie, HelipoMeTaboIndecKue 3ab0JieBa-
HUS1, MHGEKIUU, TPaBMbI, KOTOPbIE BHI3bIBAIOT HEBPO-
JIOTMYECKUE CUMITOMBI.,

2. Hapy1ieHre ICMXOMOTOPHOTO pa3BUTKSI B TIEPBbIE 6 MeC

KM3HMZ,
Kputepuu, noarsepxaatomue atunmunbii CP3:

. Hapymienus npixaHus B 001pCcTBOBaHUM.

. Bpykcuam B 601pcTBOBaHUM.

. Hapymenue pexxuma cHa.

. AHOMaJIbHBIIM MBIIIICYHBIM TOHYC.

. [Tepudepuueckue Ba30MOTOPHBIC HAPYIIIEHMS.

. Ckonmo3s/xkudo3.

. 3amepxkKa pocra.

. MaJileHbK1€e XOJIOMHbIE KMCTH U CTOIIBI.

. HeyMecTHBIE IpUCTYIIBI CMeXa,/KpHUKa.

10. CHMXeHMe peakuru Ha 00JIb.

11. UHTeHCUBHOE 3pUTEJIbHOE OOIIEHUE — «yKa3aHue
B3IJISIAOM».

O OO\ B~ Wi —

Heipounsunonornyeckas guarHocTmka

Heiipoduznonornyeckrie METOAMKH UTPAIOT BaXKHYIO
poib B fuarHocTtuke CP.

[Maronornyeckue M3MeHEHYs 3JIEKTPOIHIIedaIorpam-
Mol (BBTI), B ToM umcie anuientrdopMHasi aKkTUBHOCTb,
BCTpPEYaloTCsl Y OONBIIMHCTBA MALIMEHTOK W OTPAXaloT CTa-
JIUHOCTh TeYeHUsI 3a00jIeBaHMS B pa3HbIe BO3PACTHBIE
nepuonbl. U3meHenust DI He 3aBUCAT OT TUIIA MyTallUU
reHa MECP2. DnunentugopMHas akTUBHOCTb Ha D3I pe-
TMCTPUPYETCSI BHE 3aBUCUMOCTH OT HAJIMIMSI MJIU OTCYTCT-
BMSI AITAJICTICUM U STTWJIETITUYECKUX MPUCTYTIoB [49, 73].

AnanornyHo ctagusim CP D.G. Glaze u coaBT. co3na-
JIY KJ1accuduKaiuio 31eKTposHIedaaorpadnIecKmx u3-
meHeHuit ipu CP [21]:

+ cragud I: panHee Hauasio (6—18 Mec). o 18 mec DAT
OOBIYHO B HOPME, XOTSI B HEKOTOPBIX CIIy4YasiX MOXKET
HabJII0IaThCs 3aMeUIEHINE OCHOBHOM aKTUBHOCTH;

» cragug II: 6eicTphIii perpecc (18 Mmec — 4 rompa). Io-
SIBJICHUE PEerMOHAJIBHON 3MUIeNTU(MOPMHON aKTUB-

3

HOCTH B IIECHTPAJIbHBIX 00J1aCTSIX B BUIE KOMIUIEKCOB

ocTpasi—MeIJIeHHasl BOJIHA, CIlaliK—BOJIHA, HEPEIKO

COOTBETCTBYIOIINX IO MOP(OJIOTUU POTAHINISCKUM

crnaiikam (1oOpoKavyecTBEHHbIE SMUIeNTU(GOPMHBIE

MaTTepHbl IETCTBA, TOOPOKAYECTBCHHBIC SIMJICIITH-

(opMHBIE pa3psiabl JeTCKOro Bo3pacta). PernoHasb-

HBIE Pa3psiabl BOSHUKAIOT BO BpeMs (a3bl MEJICHHOTO

CHa, a 3aTeM B OOIPCTBOBaHWMU, HEpelko Ha (oHe

HOpPMaJIbHOM KOPKOBOW PUTMUKM, Mpu 3ToM DIT

MOXET HallOMMHAaTh (POKaJIbHYIO BO3PAcCT3aBUCUMYIO

BITJIETICUIO C LIEHTPAJIbHO-TEMITOPAJIEHBIMHU CITaiiKaMu

[51]. CornacHo E.A. Garofalo 1 coaBT., Takoe paHHee

BOBJICYCHNE MOTOPHOI KOPHI B TIATOJIOTMYECKUIA TIPO-

1IECC KOPPEIUPYET C PErpeccoM MOTOPHBIX HAaBHIKOB

1 1e0I0TOM BIMWISITUYECKUX MPUCTYTOB [19];

 ctanus I11: miato. OTMevaeTcs MOCTENeHHOe 3aMe/l-

JIEHHMEe 1 perpecc (pM3MO0JIOTMIeCKUX PUTMOB OOIPCT-

BOBaHM U ITATTEPHOB CHA. B IIeHTpalbHBIX 00J1aCTSIX

PETUCTPUPYETCS MPOAO/DKEHHAsT pUTMUYECKasT TeTa-

aKTMBHOCTb. [1pencTaBieHHOCTh AMUIenTUMOPMHOM

aKTUBHOCTU HapacTaeT. MyJbTUperuoHaIbHBIC ST -

JienTOPMHBIC Pa3psiibl ¥ TeHEPaJIU30BaHHbIC MeI-

JIEHHBIE CIIaliK-BOJHOBBIE pa3psiabl PETUCTPUPYIOTCS

KakK B OOApCTBOBaHUU, TaK 1 Bo cHe. COH HapyIleH.

B stoT mepuon HabnomaeTcss Oosiee BbIpaXKEHHBIM

BO CHE TaTTepH OMJIaTepalbHO-CUHXPOHHBIX BCIIBIIIIEK

TICEBIONEPUOANYIECKON PUTMUYHOM JIeJIBTa-aKTUBHOCTH,

BO3MOXKHO, ITOAKOPKOBOTO MpoucXoxkaeHus [28];

+ cranus IV: mo3mHue nBUTaTeIbHbIC HApyHIIeHUs (cTap-
me 10 ner). ITo manueiM E. Niedermeyer u coasrT.,
XapaKTepHbIMU MTpu3HaKaMu DD IBJISIOTCS OTCYTCT-
BME OCHOBHOIO PMTMa U BBIPaKCHHOE 3aMejICHME
(oHoBoI1 akTUBHOCTH [48, 49]. Takke perucTpupyercst
PUTMHMYHOE JeJIbTa-3aMeIjIeHUe, aKIIEHTYMPOBAaHHOE
B JIOOHO-LIEHTpaJIbHBIX ooacTsx. HecMoTpst Ha perpecc
SIUJIENITUYECKUX TPUCTYNoB, Ha DI coxpaHsiioTcs
MYJIETUPETOHAIbHAS SMIIENTU(OPMHAsST aKTUBHOCTh
B OOIPCTBOBAHMHU U ITOUTH HENTPEPhIBHASI TeHEPAT30-
BaHHAsl MeJIeHHas CIIailk-BOJIHOBasi aKTMBHOCTh
BO BpeMsI CHa.

B cootBercrBum ¢ onpeneneHueM A. T. Berg u coasrt. (2001)
[7] y GonmbIIMHCTBA MAaLMEHTOK KIMHWYEeCKAasl CTaIysl COBITa-
JIaeT ¢ aeKTposHLedatorpadhuyeckoit cranueit [44].

PurMmmnaHas Teta-akTUBHOCTH (4—6 Ti1) B LIeHTpaTbHOI
WJIM TeMEeHHOI obJ1acTu peructpupyetcs Ha DD o mepe

"Heo6xoamMMbl 4eTKKE 10Ka3aTeNbCTBa (HEBPOJIOTHYECKOE WK O(TAIbMONOTMYECKOe 00C/Ie10BAHIUE U MATHUTHO-PE30HAHCHAsS/KOMITbIOTEPHAS
ToMorpadusi) TOro, 4To MperoiaraeéMoe MOBPEXACHNE HETTOCPEACTBEHHO MPUBEIO K HEBPOIOTMUYECKUM HAPYLICHUSIM.

2[1cMXOMOTOPHOE Pa3sBUTHE TPyGO HapyILIEeHO: He (POPMUPYIOTCS TaKKMe HAaBbIKU, KAK KOHTDPOJIb TOJIOBBI, [JIOTAHKE, COLMaIbHas yiabioka. [Tpu CP
4acTo BCTpevaroTcs Jierkasi tnddysHast TMIIOTOHMS B TEUEHUE TIEPBBIX 6 MeC KM3HU, 3TO HE SIBJISIETCS MCKITIOYAIOLINM KPUTEPHEM.

3Ecnu y naumeHTa chOpMUPOBAHBI KJIMHUYECKME TIPOSIBIEHMSI, 9TO BCIIOMOTaTe/bHbIE KPUTEPHHU. BOJIBLIIMHCTBO KIMHUYECKHX TIPOSIBJIECHUI UMEIOT
BO3PACTHYIO 3aBUCUMOCTb, JIaBasi O ceOe 3HaTh M CTAHOBSICh 00J1ee SIBHBIMU B ONpe/IesieHHOM Bo3pacTte. TakuM o6pa3oM, iMarHoctuka aruryHoro CP obieryaercst
10 Mepe B3pOCJIeHUs NalMeHTa. B paHHeM Bo3pacte (10 5 JieT), Mpy HATMYKMHU ITeprofia perpecca U 2 OCHOBHBIX KpUTEPUEB, HO 6e3 S 13 11 moanepXruBalommx
KPUTEPUEB, MOXHO TUATHOCTUPOBATH «BEPOSITHO aTUMNYHBI CP». [1alineHThl JaHHOW KaTeropyiu JOJKHBI TIPOXOIMTH MMOBTOPHOE 00CIIEI0BaHNE

10 MCPE B3POCJICHUA C COOTBECTCTBEHHBIM IEPECMOTPOM JIMarHo3a.
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nporpeccupoBaHus 3adoneBanus [47]. E. Niedermeyer
u S. Naidu BbICKa3bIBaIOT MPEATIOIOXKEHUE O TOM, YTO 3TOT
PUTM SIBJIIETCS CBUIETEIBCTBOM IOBBIIIIEHHOM BO30YI1-
MOCTU MOTOPHOI WJIM CEHCOMOTOPHOI 00JIACTH M HAJTNYHMS
PacTOpMOXEHHOM, AMCHYHKIIMOHATBHOW MOTOPHOI KOPBI
BCJIEICTBYE TIEPBUYHON IUCHYHKUIMHU JTOOHBIX qoeit [20,
47]. O6 3TOM TakXKe CBUIETEJILCTBYIOT TMTaHTCKUE KOP-
THUKAaJIbHbIC IMKU COMAaTOCEHCOPHBIX BEI3BAHHBIX MIOTEH-
LIMAJIOB Y MallMEHTOK C AMWIEHTU(MOPMHON aKTUBHOCTHIO
B LIEHTPaJIbHBIX 001acTsX [36, 78].

OmuienTudopMHass aKTUBHOCTb PETHCTPUPYETCS
y 6onpiMHCTBA ManueHToK ¢ CP (1o 97 %), npu 3ToM
SMWICNITUYECKUE TTPUCTYIIBI HAOIIONAI0TCS Y MEHBIIIETO
yucna aeBoyek — okoso 29 % [23]. Takxe He OTMEUEHO
YETKOI B3aMMOCBSI3U MEXIY HAIMYUEM ST TU(HOPM-
HOI aKTUBHOCTU Y TSDKECTBIO TEUCHUST 3a00JIEBaHUS K €TO
nporpeccupoBaHueM. O0lee 3ameuieHre GOHOBOI PUT-
MUKU ¢ HapaCTaHUEM aMILIUTYbI, a TAKXKE IMpeodIagaHme
MEIJICHHBIX YaCTOT CEHCOMOTOPHOTO PUTMa KOPPEIUPYIOT
C BBIPAXXEHHOCThIO HapYIICHUI KOTHUTUBHBIX (DYHKIIUIA,
LIeJIeHAIIpaBICHHOW MaHyaJIbHOM aKTUBHOCTH U XOJbOBI,
C TSDKECTBIO TUIEPBEHTUIISILIMOHHBIX TTAPOKCU3MOB [56].
C 6oJIblIIel TSKECThIO 3a001eBaHUS IO MEPE B3POCIICHMS
MalMEHTOK CBSA3aHO TaKXKE CHDKEHHE aMIUIUTYIbI KOp-
TUKAJIbHBIX ITMKOB 3pUTEIbHBIX BBI3BAHHBIX IIOTCHIIMAJIOB,
JUTMHHOJIATEHTHBIX aKyCTUYECKUX BHI3BAHHBIX ITOTCHIIM -
aJIOB TIPU COXPaHHBIX MOKA3aTeIsAIX aMIUIMTY U JIATEHT-
HOCTel nepudepruIecKrX U CTBOJIOBBIX TTMKOB, MEXITHU -
KOBBIX MHTEPBAJIOB, YTO TaKXe CBUIETEIbCTBYET
0 KOPTUKAIBbHOW TUCHYHKIIMU B MATOTEHE3E 3a00JIeBAaHUSI
[36]. BuisiBieHHBIE M3MEHEHMST MOTYT MCIIOJb30BATHCS
KakK OMoMapKephl IpY OObEKTUBHOM OLIEHKE TSDKECTH 3a-
6osieBaHMsI M 5(PPEKTUBHOCTH TaApreTHOM Tepanuu [62].

OTAeanble KJIMHU4YeCKue npoasyiieHna

JIBuraresbHbie Hapymenus. Crepeorunuu. B nutepa-
TYpe BCTpEYaroTCs pa3InIHbIC ONPEACICHUST CTEPEOTUTTHIA
[31]. S. Barry u coaBT. onpeneawin CTepEOTUITMH KaK «I10-
BTOpsIIOIIMecs, He(YHKIIMOHATbHBIE TBUKEHUSI, BOKAJIU -
31U WM NTOBEACHYECKME aKThl, KOTOPbIE IIPUCYTCTBYIOT
B TeueHHe 0oJiee 4 Hell, HapyIIaoT MOBCEIHEBHYIO aKTUB-
HOCTb WJIM HAHOCSIT Bpel MallMeHTY U He CBS3aHbI C Ha-
BSI3UMBOCTSIMU U TUKaMU» [5]. Y OONBIIMHCTBA MALIMEHTOK
¢ CP (97,6 %) umeercst >1 crepeorumna, ay 32 % — 5 u 60-
Jiee pa3mnyHbIX crepeotunoB. T. Temudo u coaBT. pasze-
JIVIY CTEPEOTUITMH B pyKax y nammeHTok ¢ CP Ha 15 mat-
TEPHOB (MBIThE, XJIONIAHbE B JIAAOIIN, COSAMHEHHbBIE PYKHI
B POT, pyKa B POT 110 OTICJIbHOCTH, BbIIEPTMBaHUE BOJIOC,
«CUYET MOHET», OJTHA pyKa 3a Ileeid, IIeJIKaHbe MaJbllaMu,
MepekpelBaHue 2 Win 3 NajbleB, B3MaXu pyKaMu, I10-
CTYKMBaHUeE, BpallleHUEe PYyK, B3IJISII CKBO3b PYKH, IIOBTO-
pSIIOIIMeCcs pUTMUYHBIC CTUOAHUS PYK); HauboJIee YacThie
CTEPEOTUITUM — 110 TUITY MBIThsI pyK [71]. P. Carter u coaBT.
TaKKe OIMCAIN 15 aHaJIOTMYHBIX KATETOPUIA CTEPEOTUITMIA
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PYK, a CKpyYMBaHUE IO CpeAHel JUHUU HaOII00anoCch
y 59,0 % Bcex maumenTok. B 87,6 % (170 u3 194) ciyyaeB
BBISBJISIUCH (haKTOPBI, YMEHBIIAIOIIKNE BBIPaKEHHOCTh
crepeotunuii. CTEpeOTUIIMN B OCHOBHOM YCUJIMBAIUCh
pu HenoBoJIbCTBE (63,8 %, 104 u3 163 cydaeB) Wiu yno-
BobCTBUM (48,5 %, 79 u3 163 ciydaeB) U yMEHBIIAINUCH
1ipu 3ackimanuu (43,5 %, 74 u3 170 ciayyaeB), YCIIOKOEHUH
(30,0 %, 51 u3 170 cnyyaeB), KOHIEHTPAIIMX HA YeM-JIH-
60 (29,4 %, 50 u3 170 cnyyaeB) WM BO BpeMs IpreMa
i (24,1 %, 41 u3 170 ciyyaes) [10]. Jpyrue aBTOpsI
YIOMMHAIOT CTEPEOTUIIMH MAJIbLIEB PYK, TYJIOBMIIA, HOT
n mojiocty pta [13, 17, 68—71, 75]. CTepeoTHUITHBIE BOKa-
Ju3auuu (IMOBTOPSIONIMECS 3BYKM, CJIOBa WK (hpasbl)
omnycaHbl y 5 3 83 manmeHTok [68, 70]. Bpykcnam oTMeueH
y 128 u3 155 namuenTok [70, 71, 75]. CtepeoTunuu 3Bo-
JIoUUoHUPYIOT ¢ Bo3pacToM. T. Temudo u coaBT. oTMeETH-
JI, 9YTO KOJIMIECTBO CTEPEOTUITNIA 3HAYUTETHBHO CHU3UJIOCH
yepe3 5 JIeT nocie crapra 3aboneBaHus [71], ocobeHHO
nocyie 10 get [70]; oHM OOBSICHUIU 3TOT (PakT TeM,
YTO «ITAlIUEHTHI CTAHOBSITCS TUIMTOKMHETUICCKUMU U PH-
rugHbiMu» [70]. «boJiee mpocThie 1 MeaJIEeHHbIE C BO3pa-
CTOM» CTEPEOTUITUM OHM OOBSCHSIOT IOBBIIIICHUEM PH-
TMAHOCTU mauuMeHToK. S. Naidu U coaBT. 0OHapYyXWJIH,
YTO Y 9 MallMeHTOK MOIOIINE IBUXKEHUS PYK, TUIIEPBEH-
TUJISILIMAS 1 OPYKCH3M COXPAHSIINCh, XOTS U MEHEe MHTEH-
CUBHO, B Bo3pacTe oT 15 1o 34 net [45]. Y. Nomura 1 coaBT.
ONKYCaIn U3MEHEHHNE CKOPOCTU M CJIOKHOCTHU CTEPEOTHII-
HBIX IBMKEHMI C BO3PACTOM: OHU OBICTPHIC U CJIOXKHBIC
B PaHHEM JIETCTBE U ITOCTETICHHO CTAHOBSITCSI MEIJICHHEE
u ogHooOpa3Hee [52]. Hakoneu, A.M. Kerr u coaBT. yka-
3aJIM Ha BOJIIOLIUIO CTEPEOTHUIINI: OT PYK, CBEACHHBIX
BMeCTeE, B MIAJIIIIEM BO3pacTe — K pa3aebHbIM ABUKCHU -
sIM Y TOAPOCTKOB 1 B3pocibix [38]. Takske ObLIM ONMCaHbI
WHTEpPECHbIE 3aKOHOMEPHOCTH Y TAlIMEHTOK CO CTePEeO-
TUITHBIMU IBMXEHMSIMU PYK U C POJIAHINYECKUMU CIiaii-
KaMU B [ICHTPAJIbHBIX 00JIACTSIX: OJJOKMPOBAHUE CIIAIKOB
MPY PUTMUYHBIX XJIOIIKaX B JIATOIIN, a TAKXKE UX MPOBO-
Kalys PUTMUYHBIMU IOCTYKMBAaHUSIMM MalblLEB IPYT
o npyra. BeposTHO, B 0ocHOBe 3THX (DEHOMEHOB JiexXaT
(byHKIIMOHAIbHBIE MEXaHU3MbI, CXOTHBIE C ITOAaBJICHUEM
CEHCOMOTOPHOT'O PUTMa MPY aKTUBHBIX IBIKCHUSIX, C BO3-
HUKHOBEHUEM BBICOKOAMILIUTYIHBIX 9K3aJIBTUPOBAHHBIX
COMAaTOCEHCOPHBIX BBI3BAHHBIX TIOTEHIIMAIOB B TUIIEPBO3-
OyIMMOI CEHCOMOTOPHOM Kope [26, 42, 48]. Kimmunueckoe
3HaYEHUE 3TUX (PEHOMEHOB OKOHYATEIbHO HE BBISICHEHO,
xoTs1 M. Roche u coaBT. yka3bIBaloT Ha pedeKTOpHbIE
SIWJICTITUYCCKIE TTPUCTYIIbI, BHI3BAHHBIE ITOXJIOMBIBAHM -
eM pyK [61].

Hapymenus npixanusi. ApUTMUYHOE HEperyJisipHOe
JIbIXaHV€ OTHOCHUTCS K YacThiM nposiBieHusiM CP. Kak mpa-
BUJIO, HapylieHus abixaHus nosasistorcd Ha 11 u 111 cra-
JUsIX 3a00J1eBaHMs, B O0IPCTBOBAHUM ITPOTEKAIOT IT0 TUITY
aITHO®, TUTIEPBEHTWISILIAHY, 3aACPXKKHU TbIXaHWS, TBIXaHUST
BasbcanbBbl 1 B3ayTHs XXuBoTa. Bo BpeMsi cHa oTMevaroT-
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¢S Xparn ¥ oOCTpYKTUBHBIE antHO3 [38]. HapyieHust abi-
XaHMSI IPOBOLIMPYIOT IIPEPHIBUCTYIO TMIIOKCHUIO Y OKUCITH-
TEJIBHBII CTPECC, MOTYT OBITh HACTOJILKO BhIPAXKEHHBIMH,
YTO BJIMSIOT Ha KAYECTBO XXM3HU peOeHKa, a TAKXKE MOTYT
BBICTYITaTh OCHOBHBIM (DAKTOPOM BHE3aITHOM cMepTH [63].
Hapymenus apixanus npu CP umMeroT cBou 0COOEHHOCTU
U SIBJISIIOTCSI, BEPOSITHO, CIICACTBUEM LIEHTPaJIbHOM BereTa-
TUBHOM IU3peryisaiuu. Tak, mocie armHo3 WK 3a1epKKI
JIBIXaHUST OTMEUAETCsl IPOOJIKAIOLIEeCs pa3ayBaHUE JIeT-
KUX, TIPY 3TOM YacTOTa CepACYHBIX COKpAIICHUI cCHavaIa
CHIKAETCsI, a 3aTeM HapacTaeT, M TaXUKapIus COXpaHs-
€TCsI TI0CJIe BOCCTAHOBJICHUSI TbIXaHus. [MITepBeHTHIISIINS,
10-BUIMMOMY, TeHEPUPYETCS I10 LIEHTPATbHOMY MEXaHM3-
My, ITOCKOJIbKY OHa He BbI3BaHa KOCBEHHO TUIIepKaITHUE
WJTV TUTIOKCUEN, TIPEIIECTBYIOIINM aITHO3 U HEPeryJsip-
HBbIM IbIxaHueM [51]. Peakuuu Ha ruIiepkamnHuio, Bepo-
SITHO, 3aBUCAT oT MmyTauuit MECP2 [79]. HeuyBcTBUTE -
HOCTb K JIETKOW THUIePKAalHUM MOXET IPUBECTH
K TIEPUOINYECKOMY YEPEIOBAaHUIO TUIIO- Y TUIIEPBEHTH -
JISILAU, UTO SIBJISIETCS] OTIMYUTENIbHOM YepTOl HapyIleHUI
npixanus npu CP [53]. TIpoBouupyomumu ¢pakropamu
JUTSI HApYILIEHMSI IBIXaHWST SIBJISIIOTCSI TTPOOYKIEHHE U CME-
Ha 103bl. B 3TOT nepno akTMBU3UPYIOTCST IBUTATEIbHbBIC
CTEPEOTUIINH, alTHO? MOTYT COIPOBOXAATHCS APOXKBIO,
103011 OMKMCTOTOHYCA, TO3TOMY 00I1Iasi KapTMHA HATIOMU-
HaeT (OKaJIbHBI MOTOPHBIN NpucTym. KpaiiHe BakHO
nuddepeHIMpOoBaTh TAaKOE MOBENEHUE OT SMUJIECITUYECKUX
MPUCTYIIOB C MTOMOIIBIO BUACO3JICKTpodHLIIedantorpadu-
yeckoro MoHutopuHra (BOM), utoObl n30eKaTh HEHYXK-
HOTO Ha3Ha4YeHUs ITPOTUBOCYIOPOKHBIX MpernapaToB [59].
Bo Bpems 3Mu30[0B almHO3 WM TUIEPBEHTUISLIUU
Ha D3I, KaK npaBujo, peructpupyercs aud@ysHoe aeb-
Ta-3aMeIIeHre 0e3 MKTaJIbHBIX aTTepHOB [17, 64].
Cnacruynocts. CorjiacHo onvcaHuio A. PeTra, crac-
TUYHOCTh HIDKHMX KOHEYHOCTE! y MAIlUeHTOK OTMeJalach
B 100 % ciyyaeB. B nanbHelineM pa3Hble aBTOPHI ITO-pa3-
HOMY OITMCHIBAJIM IBUTATEIbHbIC HAPYILIEHMS: «ITPU3HAKA
TUCHYHKIIMYA KOPTUKOCITMHAIBHOIO TPAaKTa», «PUTHI-
HOCTb», «TUTIEPTOHNYECKAsT PUTUIHOCTD» , «CIIACTUIHOCTb»
[38, 45, 52, 67]. D. Hirano v coaBT. onucaiy ClacTUIHOCTh
y 52 % naumenTtok ¢ CP B Bo3pacte ot 16 mo 30 jiet u crap-
I, HeCKOJIBKO Yallle — B TpyMIle MallMeHTOK CTapiie
30 ner (61 %) [31]. Hanuure HEYyTOYHEHHBIX «ITMPaMUI-
HBIX CUMIITOMOB» ObL10 oOHapyxeHo T. Temudo u coaBT.
y 28,3 % manmeHToK B Bo3pacte oT 4 1o 14 et [71], onu-
caHa rurneppedekcus y 49-netHeit xxeHuHbl ¢ CP [61].
HeyToyHeHHBII «TUTTEPTOHYC» TakKe onucaH y 22 % na-
veHToK ¢ CP [76]. bbuto o6Hapy:kKeHO, 4TO KJIaCCUYECKUI
CP ¢ myrauusamu B reHe MECP2 xapakTepusyercs: 00J1b-
el CTEIEeHbIO CITACTUYHOCTU W AucTOHUH (45,8 %)
1o cpaBHeHMIO ¢ aTunmIHBIM CP (40,5 %). Taxke nipu TH-
muyHoM CP nipeoGnagaer atakeus (35,6 %) [72].
Jucronusa. [Tpu CP Takxke oTMeuaeTcs auctoHus [18,
30, 38]. A.M. Kerr 1 CoaBT. ONMMCAIM «BbIKPYYMBAIOIIINE
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JBVDKCHMSI» , WJIM TUCTOHUIO, y 63,1 % MmalMeHTOK B BO3pa-
cre o1 4 1o 13 net [38]. [TocTypanbHasi puriaIHOCTb HAOIIO-
Jlajach Ha epBoM roay xku3Hu y 11 u3 22 nauneHtok ¢ CP
B Bo3pacte 10 6 Mec Xu3HH [17], a Takke y 6 u3 10 maum-
€HTOK B Bo3pacTe oT 13 1o 55 jer [64]. DokanbHast 1 cer-
MEHTapHasi TUCTOHMUSI, TIO-BUAMMOMY, Yallle BCTpedaiach
pu MucceHc-mytanusix (41,7 %, 25 u3 60 ciaydaes). Onu-
CaHbI TUCTOHUYECKKE TTO3bI TUCTAIHBIX OTAEIOB KOHEY-
HOCTeI: y B3pocJIoii marueHTKy 49 jiet [61] 1 y mauueHTKH
19 mec no mepuona perpecca [69]. ¥V 3 u3 4 marmeHTOK
¢ mytaumeit R294X Ha paHHUX cTaausx 3a00JeBaHUS Ha-
oonanach (okajabHas WM CerMEHTapHas IUCTOHUS,
a TakxXe pUruaHas MoxolIKa ¢ IIMPOKOUl omopoii [74].
S.S. Abraham u coaBT. OIMCHIBAIOT OpPabHYIO alPaKCHIo,
CBSI3aHHYIO C MOBTOPSIIOIIMMUCST TUCTOHUYSCKUMU JIBH -
JKEHUSIMU SI3bIKa, KOTOPbIE BO3HUKAJIU OTHOBPEMEHHO
¢ mpueMoM Ui y 18 (78 %) u3 23 manmeHToK B BO3pacTe
1-5 net [1]. Buneodroopockomnusi IIoTaHUs y 9TUX Ta-
LIMEHTOK BBISIBIJIA TUTIEPKMHE3BI T10 TUITY ITIePeKaThIBAaHUM
s13bIKa, Kak rpu 6oje3Hu [MapkuHcona. Y. Nomura 1 COaBT.
OTMETUJIM HEEeCTECTBCHHYIO, AMCTOHMYECKYIO, 103y PYK
Y MaJIbLEB (HET JaHHBIX O PaCIIPOCTPAaHEHHOCTH), CBSI3aH-
HYIO C BEIPaXKCHHBIMU CTEPEOTUITASIMU PYK, TTOSIBIISIIONIH -
mucs B Bo3pacte oT 8 mec 10 3 net [52]. P.M. Fitzgerald
M COABT. CIIELIMAIIBHO MCCIICIOBAIM 3KCTpanpaMUuIHbIe
CUHAPOMBI B rpyIirie u3 32 mauueHTOK B Bo3pacTe oT 30 Mec
JIo 28 n1eT, o0paTUBILMXCS B CIIEMATIU3UPOBAHHYIO KJIH-
HUKY I10 pacCTpOMCTBaM IBVKeHUI. IMcToHMS HabJII0-
nanach y 19 u3 32 maiueHToK, IpuyeM 3Ta 10151 YBeJInIK-
BaJlach ¢ Bo3pacToM. Haubojee 4yacTo Iopaxkaiuch
JIMCTAJIbHBIE OTIEJIBI HIKHUX KOHEYHOCTEH, HECKOIbKO
pexe ciiefoBala TeHepaIn30BaHHas JUCTOHUS, eIle PeKe
BcTpeuasach (poKajbHash IUCTOHUS 00enx ctor [18].
Tpemop. Y nauueHtok ¢ CP onucaHo apoxkaHue ro-
JIOBBI B TIOJIOXKECHUU JIeXa Ha KUBOTE B TeYCHUE TTIEPBOTO
Mecsa Xu3Hu [17, 64, 68, 71, 75]. MenkoaMITIUTYIHBIA
TPEMOp TIPU CTEPEOTUIMSIX PYK WJIM TPEMOP BCETO Teja
C TMIEePBEHTWISILIMEH WK O3 Hee TaksKe ObLT 3apeTrucTpu-
poBaH B 3 npyrux HaomoaeHusix CP 6e3 KOHKPeTHBIX MO~
pobHocTeit o pacnpocTpaHeHHOCcTH [45, 52, 53]. TpeMop
He ObL1 BhIsIBIIEH y natiMeHToK P.M. Fitzgerald u coaBT. [18].
C. Einspieler 1 coaBT. COOOIIMIN O BBICOKOI YacTOTE Tpe-
Mopa B BEIOOpKE M3 22 MallMeHTOK B Bo3pacTe 1o 6 Mec,
KOTOPBIM TI03IHee ObLI ycTaHOBICH aAuartHo3 CP; onucan
HU3KOAMILIUTYIHBIIA U BHICOKOYACTOTHBIN TPEMOP B OHOM
WM 00erX pyKax, He3aBUCHMBbII OT Ij1aya U1 BOJIHEHUS,
WU MEIUICHHBII TPeMOp 00erX PYK B M03€ C TMTOIHITHIMU
BBepX pykamu [17]. T. Temudo u coaBT. onucaau He TOJIb-
KO KUHETUIECKMI1, HO U MOCTYpaJIbHbII TpeMop B 48,3 %
(29 u3 60) ciayvaeB. ITocTypalbHBIN TPEMOP PEUMYIIIE-
CTBEHHO OTMEYAJICS Y PUTHIHBIX 1 aKUHETUIHBIX JCBOYCK
¢ CP, 0ocobeHHO y MalMEeHTOK ¢ YKOPOYEHHBIMU MyTally -
SIMM, Yepe3 S JieT roce aedroTa 3adoaesanus [71]. Tpemop
ITOKOSI ¥ TIOCTYPaJIbHBII TPEMOP BEPXHUX KOHEYHOCTEM
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OIKMCaHbl Y NEBOYKU 8 JIET C MUCCEHC-MYyTallMell TeHa
MECP2 (R133C) [68]. «<HeyrouHeHHBI TpEMOp» TUAarHO-
ctupoBaH y 33 % (4 u3 12) manueHTOK (ITOAPOCTKOB
U B3pOCJbIX, B Bo3pacTe 14—31 rom) ¢ pa3MIMYHbBIMU MyTa-
mussmu MECP2 (R306C, R133C, R106W) [8].

MuoKoHyc orvicaH B 2 cTaThsX Y 21 u3 42 maleHToK
¢ CP [18, 24], y 5 u3 72 maumenTox [70, 75]. PM. Fitzgerald
M COABT. OIMMCAII MUOKJIOHYC TOJTOBBI M TyJioBra y 11 (34 %)
n3 32 narmenTok [18]. R. Guerrini 1 coaBT. OTMETWIIA MYJTb-
TUHOKATLHBIIA MUOKJIOHYC B IMCTAIBHBIX OT/EIaX KOHEUHO-
creit y 9 (90 %) u3 10 marmeHToK B Bo3pacTe oT 3 10 20 jeT
[24]. Helipodusnonornyeckue UcciaeIoBaHUsl MOKa3alu,
YTO y 5TUX MALMEHTOK HAOJIIOAJICs XapaKTePHBII MaTTepH
KOPTUKAJIbHOTO pedieKTopHOro MruokiaoHyca [24]. Kpome
TOrO, B 1 Cllydae Oblia OoImrcaHa MUOKJIOHUYECKAsT aTaKCHs
KOHeuyHocTelt (MuokioHyc-atakcust). B. Hagberg u coabT.
OIKCaI MUOKJIOHYC B COUETaHUU C TpeMOpoM Y 4 u3 12 ma-
LIMEHTOK cTapitie 14 jiet [27]. MMOKIOHYC BepXHUX M HYDKHMX
KOHEYHOCTE|, IPEeUMYILIECTBEHHO TUCTAbHBIX OTIEIOB,
omucaH y 5 u3 8 mauueHToK ¢ kiaccuyeckum CP [15].
Ha snextpomMuorpamme y Bcex HaOMIOAANICS KOPTUKATBHBIN,
MYJIBTU(OKATBHBIN 1 apUTMUYHBII MUOKJIOHYC, BO3HMKA-
0L KaK BO BpeMsl 00IpCTBOBAaHMS, TaK M BO CHE.

XopeoareTto3 Obu1 onucaH y 18 u3 51 nauuentku ¢ CP
B 2 paborax [18, 38]. [IpenmylecTBEeHHO AUCTATbHbIN XO-
peoareTo3 Habmogancs y 4 u3 32 maiueHTOK B Bo3pacTe
110 4 net [18], ¢ «TOMYKOBBIMU WY XOpeu(POPMHBIMU JBU-
JKEHUSIMW» TYJIOBUILA U KOHeUHOCcTel — y 14 u3 19 nmamu-
€HTOK B Bo3pacTte oT 3 1o 13 et [38].

[nokuHeTHYECKHE ABUTATEIbHBIE PACCTPOCTBA, BKITIO-
yasi TMITOMUMUIO, PUTUIHOCTD U OpaguKUHE31I0, ObUIH
omnucaHbl ToNbKO B 1 ucciaenoBanuu [18]. Tunomumus
HaOmoganack y 20 u3 32 nalmeHToK. PUTMIHOCTD pa3Hoit
cTeneHu U OpaauKuHe3ust oTMeueHbl y 14 1 13 u3 32 na-
LIMEHTOK COOTBETCTBEHHO. PUTUIHOCTB BcTpevasach B JIIO-
0oM BoO3pacTe, HO dYallle y HOeBOYECK crapiiue 4 JieT.
P. Humphreys 1 coaBT. cOO0IIAIOT O YacTOTe, TEUEHUU
1 JIOKAJIM3alMK TTOPaKeHUST TIPK ITPOrpecCUpyoleii map-
KMHCOHMYECKOI PUTHIHOCTH Y IETEM, IIOIPOCTKOB M B3PO-
cibix ¢ TunudHbiM CP (B aHanu3e yyacTBoBaia 51 nauu-
eHTKa B Bo3pacte oT 2 10 20 net) [32].

Dmunencus npu CP, mo nanneim U. Steffenburg u co-
aBT. [66], P. Huppke u coasr. [33], BcTpeyaeTcs ¢ 4acTOTOI
o1 50 10 90 %. DrunenTUYecKre MPUCTYIIbl HAOII0Ial0T-
¢y 90 % neBouek ¢ CP, B oapOCTKOBOM BO3pACTe SIIM -
Jericust Bctpevaetcst pexe — B 20—30 % ciygaes [12].
DnuienTuieckue MpUCTyIbl yalie Bo3Hukaror B 111 kiu-
Huueckoi ctaauu 3adoseBanusd [50]. I[Tpu CP moryt npu-
CYTCTBOBATb BCE TUITBI IIPHCTYITOB O€3 XapaKTepHOM CEMUO-
JIOTUH «IIePBOTO MpUCTyIa» [6]. OCHOBHAs CIIOXHOCTh
COCTOMT B IMArHOCTHKE SIMUICITHYECKMX TIPUCTYITOB, I10O-
CKOJIbKY TPYIHO Pa3IUYMUTh SMWICITUIECKUE TTPUCTYIIBI,
TMIePKUHE3bI U cTepeoTunuu. CoracHo ABCTpaIMiCKOM
6a3e gaHHbIX, 1Mo C.P. Jian u coaBt. [35], mpeanoaraeTcs,
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YTO BO3MOKHBIMM IIPOTHOCTUYECKUMHM (DaKTOPaMM pa3BU-
THSI SIIJIETICUM MOTYT OBITh HapYIIICHUSI Pa3BUTHSI B TIep-
Bble 10 Mec XU3HM U HeC(hOPMUPOBAHHOCTH CAMOCTOSI -
TeJIbHOI Xonb0bl. OmpeneaecHHbIe TUTIBI MyTaluii MECP2
00YCJIOBIMBAIOT PA3JIMYHYIO IIPEIPACIIONOXEHHOCTh
K snuuenicuu [22]. IIpuctynbl AeOIOTUPYIOT B BO3pacTe
oT 2 1o 4 net [4]. Haubonee pacnpocTpaHeHHbIE TUIIBI
MPUCTYIIOB BKJTIOYAIOT (DOKATbHbIE MOTOPHBIE M HEMOTOD-
Hble, OuIaTepalbHbIe TOHUKO-KIIOHUYECKUE TPUCTYIIHI,
TOHMYECKNE U MUOKJIOHWYECKHE, TIPU 3TOM abCaHChI
1 KJIOHWYECKME IPUCTYITBI BCTpedaloTcs pexe [6, 50, 66].
B. Cardoza u coaBT. onucanyu HanmuKMe Kak (poKaJbHBIX
npuctynoB (58 %), Tak W reHepaiu3oBaHHBIX (38 %);
Ipy 3ToM (hOKaJIbHbIE TIPUCTYIIBI BCTpevaroTcs vaie [9].
[IpucTyIIbI MOTYT TIPOBOLIMPOBATHCS JTUXOPAIKO, TPYII-
MMMPOBAThCS B CEPUHU, CTAHOBUTHCS PEKE B IIOAPOCTKOBOM
Bo3pacre. [To ganHbM A. Nissenkorn u E. Gak, no cpas-
HEHMIO C O0LIeH oMy asiuueii paHHue (peOpUIIbHBIE CYI0-
poru MoryT Bcrpedatbest vanie npu CP (12 % npotus
2—5 % Buenom) [51]. B GOJIbIIMHCTBE ClTydaeB IMIPUCTYIIbI
XOPOIIIO KYIMUPYIOTCS IMPOTUBOCYIOPOXHBIMM Mperapa-
tamu. A. Dolce u coaBrt., a Takxke P. Huppke u coaBT. pe-
KOMEHIYIOT u30eraTh Ha3HauYeHUs1 0apOUTYpaToB U OEH-
30/IMa3eIIMHOB, KOTOPHIE CHUKAIOT YPOBEHb IICUXUYECKOM
aKTUBHOCTU U PEaKIIMIO, CO3/IaBasl «IICEBIOYXYAIICHUC
[14, 33]. TeueHue u TsKecThb anuiernicuu npu CP paznuu-
HBI, HO, TT0 JAaHHBIM JIUTEPATYPbl, MOXXHO CeJIaTh BHIBO
0 CYIIECTBOBAaHUM HEKOTOPBIX 3aKOHOMEPHOCTEH B BO3-
pPacTHOM crieKTpe. BoJbIIMHCTBO IPUCTYIIOB BO3HUKAIOT
B Bo3dpacTe 2—5 jieT (MearaHa Hayajia — 4 rojga), mpu 9ToM
OYeHb HEOOJIbIIAS IOl CIyYaeB OTMEYAETCsI B BO3pacTe
nocne 10 ner [40, 51, 55]. Havano snunerncuu oObIMHO
koppenupyeT ¢ [I-I1I knuHuYeckuMu ctagusimMu, T. €. cTa-
JIiei ObIcTporo perpecca u miato [21]. TsokecTs anuiencun
4acTO UMEET TCHICHIINIO K CHYDKEHUIO TTOCIE TIOIPOCTKO-
BOr0 BO3pacTa, ¢ YMECHBIICHUEM 4YacTOThI IPUCTYIIOB
1 B 1ISJIOM MEHBIIIMM KOJIMYECTBOM OMJIaTepaIbHBIX TOHU -
KO-KJIOHWYECKUX MPUCTYIOB, JaXe Y MallMEHTOK C pe-
dpakTepHBIMU TIpUCcTYTIaMH [40, 66].

Pannee navano npucrynon nipu CP TpeOyeT TiaTesb-
HOM TeHeTMYECKOI MUarHOCTUKHU, MIOCKOJIbKY OoJiee Xa-
pakTepHo s ciaydaeB atunuaHoro CP (CDKL-5u FOXG),
MPY KOTOPBIX OTMEUAIOTCs MH(GAHTUIbHBIE SITMICTITHYE -
CKUeE CITa3MBbl, a TAKXKE CITy4aeB pedpakTepHO MUOKIIOHH -
yecKoii anunencuu [4, 29, 51]. Peakocts mytaiuit MECP2
y II€BOYEK C ITPUCTYIIaMU Ha ITEPBOM IOy >KW3HU ObLIa 01
tBepxkaeHa L. Jian u coaBT. [35]. bonee paHHee Hauyano
SIWJIETICUU HE BIIMSET Ha OTHalieHHOe TedyeHue camoro CP
[50]. He BbIsiBJIcHA KOppessiiys MexXIy MUKpoliedanueit
M TSDKECThIO anuiiencuu [22, 55, 66]. TsokecTh SIIEIICHT
CYIIIECTBEHHO HE KOPPEJIMPYET ¢ KAKUM-TTMO0 KOHKPETHBIM
THITOM MPUCTYIIOB [66]. DIujericus Jaie BCTpedaeTcs
y AIIMEHTOK ¢ MUcceHC-MyTatusiMu: p. T158M (74 % ciy-
yaeB) 1 p.R106W (78 % ciyyaeB), Torma Kak y MalMeHTOK
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¢ myraumamu p.R255X nimm p.R306C smumernicust Habo-
nanack pexe [22, 54]. B uccnenoBaHuu MexXXayHapOIHOM
koroptel C.P. Dolce u coaBT. BBISIBWIM, YTO HMALMEHTKHU
C KPYITHBIMU JIJIEIUSIMU B 1IEJIOM UMEIOT 00Jiee TSIKEIIbIi
(heHOTUTT — GOJIEE BRIpAXKEHHBIE IBUTATEIbHbIC HAPYIIIEHNSI,
MaHyaJIbHbIe CTEpEOTUITMI U HapyllleHue oOLueHus [ 14, 22].
A. Nissenkorn 1 coaBT. [51] cooO1IMIN, YTO HAYAJIO TPUCTY-
TTOB ITOCJIE S JIET SIBJISIETCS] XOPOILMM IPOTHOCTHIECKIM (haK-
TOPOM TSI IOCTVDKEHUST KOHTPOJISI Hall HUMM.

HecMoTpst Ha 4acTylo BCTpeYyaeMOCThb JIUICIICUU
npu CP, ee qrarHocTrKa ObIBaeT 3aTPyAHEHA, MOCKOJIbKY
MHOTHE ApyTHe KIMHUYecKue mposiiaeHus: CP ommbouHo
MPUHUMAIOT 3a 3MUIENTUYECKUE IPUCTYMbI, PaBHO
KaK ¥ SMWICNTUYECKHUE TPUCTYIIBI, MOATBEPKICHHBIC
3JIEKTpOrpachuIeCKu, YaCTO He PACIIO3HAIOTCS POAMTEIISI-
MM MaIMEHTOK JOJDKHBIM 00pa3zoM. OO011ast yacToTa BO3-
HMKHOBeHMs srmtericuu ipu CP, BeposiTHO, TiepeolieHeHa.
BOM uwurpaet pemamoiinyo pojib B AubdepeHInaIbHOI
JIMarHOCTHKE SMWICIITUYCCKHUX U HERMUIEITUISCKUX Ta-
PpOKcU3MaIbHBIX cocTosiHUi. B uccnegoanuu R. Guerrini
U coaBT. ipu BOM y 389 nannieHToK ObLIO YCTaHOBJICHO,
YTO TOJILKO 48 % 13 HUX UMENTH STWICTITUYECKUE TPUCTY-
IIbI, B OTJIMYME OT IIEPBOHAYAIBHO 3asIBJICHHBIX POTUTEIS -
mu 60 % [25]. Cpeay moBeAeHUECKMX TApOKCU3MOB, O KO-
TOPBIX COOOIIAJIM POIUTEIMN IMAIIMEHTOK, TOJBKO TPETh
MOTYT OBITh CBSI3aHbI C BOBHUKHOBEHUEM UKTaJIbHBIX I1aT-
TepHOB Ha DOI [22].

B uccnenoBanue D.G. Glaze u coaBT. ObUIO BKIIIOYEHO
82 maumenTtku ¢ CP B Bospacte ot 2 10 30 siet. ITo pe3yasratam
HCCIIEIOBAaHUST 0KAa3aJI0Ch, YTO KIIMHUYECKKE COOBITHS, KO-
TOpbIC POOUTEIN CUMTAIM MpUCTynamu, B 42 % ciydaeB
HE CONPOBOXIAIMCH SIMICTITH(HOPMHOIM aKTUBHOCTBIO B XO-
ne BOM. B To xe Bpems y 15 % nanmeHToK ¢ IpUCTyIaMu
B aHaMHE3¢ UMEJIUCh KITMHUYECKIE TIPOSIBIICHUST, KOPPEIIv-
pYIOILIME C UKTAJTbHBIMU U3MEeHeHUsIMU Ha DT, Ho poauTe-
JIM HE CYMTAIM MX IpucTyramu. Kpome 3Toro, y MHOTMX
MalMEeHTOK PEerMCTPUPOBAIACh TOJBKO SMWIENTUMOPMHAs
aKTUMBHOCTb Ha DI 0e3 UKTaIbHBIX COObITHIA [21].

P.S. Sousa m coaBT. [65] onmucanu 6eccyaopOXHBINA
snwientuyeckuii cratyc y 4 nesouek ¢ CP. Otmevanuch
SITM30/IbI 3aMUPAHMS, LTIMaHO3a, MAHYaIbHBIX CTEPEOTUITHIA
U runepBeHTWIIIUM. [Ipu cuHxpoHHOI 3anucu DT pe-
TMCTPUPOBAIKCH HEMTPePbIBHAS SMWICITU(MOPMHAs aKTUB-
HOCTD B IICHTPO-TEMEHHOI 1 BUCOYHOI 061acTsIX (2 marm-
€HTKM), TeHePaJIU30BaHHAasl UKTaJbHasl TeTa-aKTUBHOCTh
(1 malMeHTKa) ¥ UKTaJbHbIN MaTTepH B BUIIE TeHEPaIN30-
BaHHOI1 AenbTra-akTUBHOCTH (1 manmeHTKa). beccynopox-
HBIJA SNMWIENTUYECKUIN CTATyC TPYAHO AUArHOCTUPOBATh
B 11e710M, HO TIpy CP OH, KaK IIpaBUIIO, ITPOITYCKAETCs, IT0-
CKOJIbKY €T0 OLICHUBAIOT IO KIIMHUYECKUM TIPOSIBJICHUSIM
B BUJIC YCUJICHUS HAPYIIICHUIA TIOBEACHUSI.

BaxxHbIM MHCTpYMEHTOM B JuddepeHIInaTbHON a1~
arHOCTHKE SITWICHITUYCCKUX U HEAMWIENTUUECKUX ITapOK-

3

CU3MaJIbHBIX COOBITHI, BepuM@UKALIMM HapyLICHUM
JIBIXaHUS U CEPICYHOM NESATeIbHOCTH, a TAKXKE OILICHKE 3(h-
(beKTUBHOCTH Teparnuu SIIICTICUU SIBIIIETCS MOaurpadu-
yeckuit BOM. B uccnegoBanuu G. D’Orsi v coaBT. BbISIB-
JICHHbIE MUOKJIOHMYECKME SIMMICIITUYECKUE TPUCTYITBI
OIIMOOYHO JAMArHOCTHPOBAIMCH KaK JABUTATECNIbHBIE pac-
cTpoiicTBa U cTepeoTuriid. COOBITHS, UACHTU(MUIIMPOBAH-
HBIC POAMTEIISIMUA KaK TeHepaIi30BaHHbIE TOHUKO-KJIIOHU -
YeCKHMeE MPUCTYITHI, OKAa3bIBAIMCH SMTM30JaMH IBUTATSITEHON
AKTUBHOCTH C HapylIeHUEM IIbIXxaHus1. Y 4 13 8 malreHToK
Obl1a BbISIBJIEHA arrpaBaliyiss MUOKJIOHMYECKUX IIPUCTYIIOB
Ha (hoHe HEKOPPEKTHOM Tepanuu. [MIepBeHTHIIALIMS 1 all-
HO3 BO BpeMs1 00IpCTBOBaHMSI IIPUCYTCTBOBAJIN Y BCEX T1a-
LIMEHTOK, B TO BpeMsI KaK IIEHTPaJIbHOE alTHO3 BO CHE OBLIO
BBISIBJICHO Y 1 maneHTK. CUHYCOBast TAXUKAPAMS U aPUT-
MMH OBUTH 3apeTHCTPUPOBAHBI y 6 MAIIMEeHTOK [15].

3aknyeHue

Cunapom PetTta conpoBoxaaeTcs: 00JbILINUM KOJIUYe-
CTBOM CTE€PEOTUITHBIX OBMKEHMI, KOTOPBIE YACTO OIIIM-
0OYHO NMPUHUMAIOTCS 3a IIPUCTYIIBL. B pe3ynsraTe oT™Me-
yaeTcs JIoXHast (hapMaKope3UCTEHTHOCTb — COCTOSIHUE,
KOIJa MPOTUBOCYIOPOXKHBIE JIEKapCTBa SKOObI HeaddheK-
THUBHBI. Bpad mmpoBoauT ux 3ameny, namueHTka ¢ CP mpu-
HUMaeT BO MHOTHUX CJIyYasiX HECKOJBKO IIperapaToB.
A B xone BOM oka3biBaeTcsi, YTO ABUKEHUS, KOTOPBIE €€
POIUTEIN CUUTAIOT IIPUCTYIIAMU, TAKOBBIMM HE SIBJISTIOTCSI.
Bpau mooKeH 3HaTh O CYIIECTBOBAHUM Pa3HOOOPa3HBIX
CTEPEOTUITHI 1 Pa3bSICHATh POAUTEIISIM PA3HUILY MEXKITY
SMWISNITUYECKUMHU MMPUCTYITAMHU Y HESNMMWICITUYECKUMHU
rmapokcuaMaMu. CliemyeT 3aMeTUTh, YTO Ha MPAaKTUKE PO-
JIUTEJTN HACTOJIbKO (PMKCHUPOBAaHbI HA CTEPEOTUITHSIX JCTEH,
YTO HE BEPAT, YTO 3TO HE MPUCTYIbL. B Takux cirydasx
Ha TTOMOIIb TOJDKEH MPUXOIWTh CEMEIMHBIM ITCHXOJIOT.
B ¢Bs131 CO CIOXXHOCTBIO AMAarHOCTUKU 3nuiencuu npu CP
Mbl pEKOMEHIYeM IpoBeaeHue MpoaoakeHHoro BOM
¢ (pukcauueit codbITUI Ha BUaeo. B To ke Bpems cBoe-
BPEMEHHO BBISIBJICHHBIC STMJICITUYECKUE MPUCTYIIBI
Ha BOM, KoTopble paHee CUYUTAIMCh HEMMICIITUYECKM -
MM, MOTYT U3MEHUTD IOAXO0J K MPOBOIVMOI Tepariu,
TeyeHue 3a00JIeBaHUS U YAYYIIMTh €ro IIporHo3. Ipamor-
Hasg OMarHoCTUKa IpedoTBpalllaeT MOoJUIlparMasuio
1 YJIy4YlIaeT KaueCTBO KU3HU NMAllUCHTKU U €€ CEMBU.

B Poccum cymectByeT oO0benMHEHUE MallUEHTOB
«CuHapoM Petta» — opraHuzaius, KoTopasi BKII04aeT He-
CKOJIBKO TBICSTY PYCCKOSI3bIYHBIX WICHOB HE TOJIbKO 13 Poc-
CUM, HO 1 13 APYIUX cTpaH. JlaHHas opraHu3aiys HHMop-
MAallMOHHO MOAAEPKMUBAET ceMbM MarueHToB ¢ CP.

Cchlka Ha TejierpaM-KaHa
JUTSI TAIlEHTOB:
https://t.me/+n5qdMerNNrSmMTMy
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