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Beejnenue
Cunapom Perra — omHo u3 HamboNee YacTBIX IeHETHYECKMX 3a0O0NeBaHME C YMCTBEHHOH
OTCTANOCTBIO y JeBoYeK. Berpeyaercs ¢ yactorodt B cpenHeM | Ha 10 ThIC. KHBOPOXKICHHBIX
JEHCKOro mona. Y Malb4YHKOB JaHHBIA CHHAPOM BCTpedaeTcs kpaifHe penxo. Ilopapnsromiee
GOMBIIMHCTBO CIIYYaeB SBISIOTCA CHOPAJIMYECKHMH, OIMCAHBI ceMeiHble ciyyan. OCHOBHas
npuurHa 3aboneBanust - Mytanud B reae MECP2, pacnonoxeHHOM Ha X-XpOMOCOME. My'raquu
B JIAHHOM TeHe SBJSIOTCS JOMUHAHTHBIMH H, KaK NPAaBHIIO, JETAIBHBIMH /IS eMU3HIOTHBIX
MaTb4UKOB.

Onpenenenne
Cungpom Perra (CP)— omgno u3 Hambojiee pacIpoCTpaHEHHBIX 3a00/eBaHAN B PALY
HAC/IEJICTBEHHBIX (JOPM YMCTBEHHO! OTCTANIOCTH y JEBOYEK, HA3BAHHOE [10 MMEHH BIIEPBBIC €0
ONMCABIIEr0 aBCTPHIMCKOro Imeauarpa AHupeaca PeTTa, koTopbii B 1966 romy omyGiukoBal
pe3yIIbTaThl COOCTBEHHBIX KIMHMYECKHX HAO/IOeHnH 3a00ieBanus y 31 eBOUKH ¢ perpectoM
MCUXUYECKOTO PA3BUTHS, AyTHYHBIM TTOBEJCHUEM, YTPATOH IleJIeHaNpaBIeHHBIX U TIOSIBIIEHHEM
0COOBIX CTEPEOTHIIHBIX IBHKEHHH B BHIE TOTHPAHHS U CKHUMaHUA PyK (TaK Ha3blBaeMBIX
«MOIOILUX JABUKEHUH PYK»).

Takum oOpasom, B cepeauHe XX Beka CP  Obul  BbyieneH W3 TPYNIBI  He-
nud(epeHIIMpOBAHHOrO ayTH3Ma, WM paHHel 3iokadecTBeHHOH mmm3oppennud. [lozxe,
HE3aBMCHMO OT JTUX NyOjauKanui, mBejckuil ydenert B. Hagberg (1980) u HHOHCKMG
uccaenosatenn A. Ishikawa m komnerm (1978) mpemcraBwiv KIMHHMKO- -[ICHXONATONOTAHECKOE
onucanue CP. ormeruB craguiiHOCTH Teuenus. B 1983 roay miBenckuit mccnenosarens B.
Hagberg BBLIEIUI CHHIPOM B CAMOCTOATENBHYIO HO30JIOTHYECKYIO SAMHHUILY H CHOPMYIIHpPOBAIL
€r0 OCHOBHBIE IHArHOCTHYECKHE TPU3HAKH. B MOCIEMyIOIIHE IO/l HAKOILICHBI HOBBIE (aKThl 00
0COOEHHOCTSX KIIMHMYECKOro TeyeHus 3aboseBanus. bputo mokasano, uto ans CP xapakTepHsl
IMIIEPAKTHBHOCTD, Pa3jiiYHbIE MOTOPHBIE CTEPEOTHUIHM (2 HE TOJBKO «MOFOIIHE) JIBHXCHUS
KMCTEH pyK), yTpaTa CIOCOOHOCTM K XBaTaHHIO, YAEPKHBAHMIO INIPEIMETOB B DPYKAX,
SIMJIENITHYECKHE TIPUTIAKHA, CHUKEHHUE CEHCOMOTODHOTO YPOBHS Pa3BUTHUs IO 4-6-MecHTIHOTO
BO3pacTa, CHHAPOM IIEHTpaIbHOro arHod. S. Budden u B. Rimland npeanoxuny 0THOCHTH 3TOT
CHHJIPOM K TSDKEITBIM HEBPOJIOTHYECKUM PacCTpOiCTBaM.

Bonemo# Bkian B m3zydyenne CP BHecnw OTedYeCTBEHHbIE HEBPOJOTH ICHXHATphl: M. A.
CxBopuoB u coasrT. (1992), B. M. Baiitna, H. B. Cumamkosa u coasT. (1992, 1993, 1994). B 1994
rony CP BriepBble BBEJIeH B KpYr NEpBa3UBHBIX HapyIICHHH pa3BUTHS B Mexc,uyﬂapoaﬂou
knaccudukanuu 6ose3neit 10-ro nepecmorpa (MKB-10, 1994).

Y

Py

ONHAEMHOJIOTHS
Pacnpoctpanennocts PC cocramsier 1 cayuait Ha 10000 meBodek, 0HAKO ITH JaHHBIE CKOpee
NPEACTaB/ISAIOT 4YacToTy pacrpocrpaneHHoctd CP Ha KIMHHYECKOM Marepuane, a He B
nonysisiuud. BriosiHe BeposiTHO, 4TO y 9acTH 60JbHBIX ¢ CP IMarHOCTHPYIOT «JIETCKHUU ayTH3M».
Kpome Toro, psijt creprhix aTuimmyHbx ciayuaeB CP TpyaHo quarsocTuposars. HecMoTpst #a Heo-
CIIOpPUMEIE TeHJEPHBbIE pasinuus B pacnpoctpaHeHHocTH CP, 310 3a00seBaHMEe BO3HHKACT He
TOJIBKO Y IEBOYEK, HO U B PEJIKKX CIIyYasx — Cpeli Malb4uKoB. B 4/5 ciyuaes y MaTtepeit nemn
¢ CP oTMeueHBl HOpPMAILHO NPOTEKaBIIMe OEPEMEHHOCTh W POIBL, B 4/5 ciydaes HaOmoaanach
Jnerkas rpe- u nepuHaTaibHas narosiorus. PanHee (10 6—16 Mec. XU3HH, PEIKO TO3KE) pasBUTHE
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YMCTBEHHOH H MOTOPHOH J€STENBHOCTH B IOJOBHHE ClydaeB B Hopme, HO y 50%: Jierei
OTMEYaeTcsi 3alepiKKa B CTAHOBJICHHM KPYMHBIX MOTODHBIX aKTOB, 3KCTPaBEpPTHPOBAHHOCTD.
3MOIIMOHAJIBHAS )KHBOCTD, CTPaJacT ColAajibHas HarIpaBjI€HHOCTD.

ITHOJIOTHS

CP ocraeTcs HeJJOCTaTO49HO H3ydeHHOH. K HacTosimeMy BpeMeHH GONBIIHHCTBO MCCIeI0BaTeNeH
npeanonararot, uto CP sBIIseTCS TeHEeTHYECKH e TePMUHHPOBAHHBIM 3a00/1€BAHMEM, CBSI3AHHBIM
CO CTPYKTYPHBIMH M3MeHeHUsAMHE (ab0eparmsamu) B X-xpomocome. Jlo 1990 rona CYHTANIOCH, 9TO0
CP BcTpeuaeTcs TOJMBKO CPEH IEBOYEK, B IIOCIIEHUE IO/Ibl HOABUIIACH CIMHUYHEIC 1y6IMKanmy,
B KOTOPBIX TIPEJICTABIEHBI KiMHrYeckne HabmoneHus CP y MalpuMKOB, OJIHAKO 3TO SBIAETCSA
CKOpee MCKIIIOUEHHEM U3 o6IIero npasmia. B nonb3y HacleCTBEHHOTO XapakTepa 3a00JeBaHus
CBH/ICTEITECTBYET MOBBIIEHHBI YPOBEHL KPOBHOPOICTBEHHBIX OPAaKOB B POJIOCIOBHBIX OOTBHBIX
JIOJIEH., COCTABISIOMMHK 2.4% MO CPaBHEHHMIO ¢ YaCTOTOM HX B MOMYJISALMH, paBHOH 0,5%.

B macrosiiee BpeMs IPE/UIOKEHO HECKOIBKO THIIOTE3:

T'unomeza o CP xax 06 X-cyennennom OOMUHAHMHOM 3a601e8anuu ¢ GHympuympoGHOl
NIeMANBHOCMBIO Y 2eMUZUSOMHBIX MANbYUK06 (IIPH ATOM TOYTH KaKABIH Cliydad CHHIpOMa
apiasgercs Myramwed de novo): B mosk3y X-CHEIUIEHHOIO XapakTepa HacleNOBaHHUs
CBHIETENBCTBYET TO, YTO HaWIEHHBIE Yy psAfa OOJBHBIX XPOMOCOMHBIE aHOMAIHMH 4acTo
BOBJIEKAIOT KOPOTKOE IIJIEY0 XPOMOCOMBI (TaK, ¥ psifia GOIbHBIX ObLT 0OHAPYIKEH JJOMKHH YHaCTOK
B KOPOTKOM Tiede X-XpOMOCOMBI), YTO IO3BOJHIIO IPEANIOJIOKHTH, YTO I'€H. OTBETCTBEHHbIH 32
pazsuthe CP, pacnonaraercs B KOpOTKOM Ijiede X XpOMOCOMBEL. .

B KayecTBe I€HHOM MyTalWM, ACCOIMUpPOBaHHOW ¢ paszButHem CP paCCManﬁBaéi‘éx
myTtanus rena MECP2 (Methyl-CpG-Binding Protein 2) Ha xpoMocoMe Xq28, a Taxke MyTanus
resa CDKLS5 (Cyclin-Dependant Kinase-Like 5) Ha KOpoTKOM 11ede X XpOMOCOMBI, OITHCAHHAs
B 2003 rony.

T'unomesa o CP kax o xpomocomHom 3ab0ne6anuu ¢ HapyuwieHuem npoyecca peniukayuu
uHakmueupyemot X-xpomocomul. B pe3yjbrare MpoBeAeHHBIX uccnenoBanuii CP Obul BhISBICH
AHOMAJIBHBIH THUII MO3HO PEIUTHIMPYIOUIEHCcs X-XpPOMOCOMBI, He BCTPEUAIOIMACS B KOHTPOJIE,
noka3aHa BO3MOYKHOCTh MCIIOJIB30BaHUS OOHAPYKEHHBIX HapyLIEHWH B Ka4yecTBE JMarHoCTHYe-
CKOTO KPUTEPHsl, B TOM YHCIIe HA paHHHX cTaxusx pa3sutus CP.

T'unomesa o CP xax o mumoxonopuanviom 3a601e6anuy: MAUTOXOHIpHaIbHas Moaens CP

Biepseie mpeioxena B 1989 romy O. EegOlofsson u coaBT. Ha OCHOBaHMM HAMJICHHBIX UMH
CTPYKTYPHBIX HM3MEHEHHH MUTOXOHIPHA M METa0OIHYECKHX AaHOMAJIMH. YKasbIBAIOIIUX Ha
MHTOXOHIPHATBHYIO TUCOYHKIUIO (ipuMepHO y 50% neBouek ¢ CP o6Hapy ) UBaeTCs yMEPCHHOE
TOBBIIICHHE MOJIOYHOM ¥ IHPOBUHOTPAHOM KMCIOT B KPOBH M JiMkBope); y4ensivu MHMH
MeIMaTPUU U JETCKON XUPYPIUH BBISIBICHB MOP(})OGYHKIIMOHAIBHBIE H3MEHEHHUS MHToxomjpidﬁ
MMOLMTOB M JIUM(OLMTOB, CBUIETEILCTBYIOUIME O MUTOXOHIPUANIBHON JUCOYHKLUHMH (TaK,
3NIEKTPOHHO-THCTOXUMHYECKHE MCCIISIOBAHMS Psijia MUTOXOHIPHATIBHBIX (PEPMEHTOB, TAKAX KaK
cyknuHaraeruporenaza, NADH-neruaporenasa. uuroxpom C-okcuznaza v AT®D-a3a, BhISIBUITH
YMEPEHHOE CHIKEHUE UX aKTUBHOCTH y netelt ¢ CP).
K xonmy XX Beka omucad psan cemednbix ciaydaeB CP (komkoppantHbex 1mo CP cubcos,
MOHO3HIOTHBIX ¥ JIM3UTOTHBIX OJIM3HEIIOB), NIOSBHIIMCH IyOIMKAIMK 00 aTHIIMYHOM TCUEHUH CP
¥ ZIEBOYEK ¢ TPHCOMMEH 110 2 1 -if XpoMOCoMe. ¢ JiesTeltuei KOPOTKOTO Tieda 3-i u 13-i xpomocom
H JIp.
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TakuM 06pa3oM, 710 HACTOSIIIEro BPEMEHH IOMBITKH CO3/IaTh eTHHYIO TeHETHIECKYIO. MOJETTh
CP moxa ocraorcs OesycnemnubiMua. HamGonee npumsra rumotesa A. Clarke (1993) o
reHernyeckoi mnepenade CP, omHako B Takux ClydasiXx MYTaHTHBIH TeH Ha X-XpOMOCOME
MPUBOJUT K BHYTPUYTPOOHOU JI€TAIBHOCTH MAIBYMKOB. BMecTe ¢ TeM B KpPYIHBIX
reHeaJIOTHYeCKUX HCCIe/IOBaHUsIX, NMpoBeAeHHbIX B IlIBeruu, Obia mokasaHa BO3MOXHOCTb
nepenaun CP 110 OTIOBCKOM JIMHHUM, YTO MPEACTaBIsET NPoOIeMy Ul MOJEIH, MPETOKEHHOH
A. Clarke (1993). E.Buchler u coasr. (1990) BricKa3aH0 IPEANOI0KEHHAE O HAIMYHU AyTOCOMHOLO
JIOKyca, B3aumonelcTByomero ¢ X-xpomocoMoi. Ilo3xe NpoBeJEHHBIE TI'EHEATOIHYCCKUE
uccieioBanus cemeit jgereid ¢ CP BBISIBUIIM KPOBHOE POJICTBO M OOLIHOCTH reorpauyecxoro
MPOUCXOK/ICHHUS JUISl HUX, YTO IIOCTYXKHJIO OCHOBAaHMEM BBICKA3aTh NPEMIIONIOKEHHUE, YTO
Kiraccuueckui («saeprsrity) CP u atunuynsii CP aMeoT o0InyIo FeHeTHYECKYIO OCHOBY B BHIC
IeHHOM MYyTalluH Ha X-XpOMOCOME U, BO3MOXKHO, B ITape ayTOCOM.

IIaTorenes SN

[TaTorenernueckue mexann3mel pu CP Takke ocTaroTCs HEIOCTATOYHO U3YUYEHHBIMHU. [ToxaszaHo
YMEHBIIIEHHE MaCChI TOJIOBHOTO Mo3ra ¥ 60ibHBIX ¢ CP 10 850 r., 94TO CBA3BIBAIOT C OEAHOCTHIO
Pa3BUTHSI BETBJICHHS JICHPUTOB, CKYUHBAHUEM IIJIOTHBIX KJIETOK U HAIMYUEM MAJICHBKHX KJIETOK.
B 10 ke BpeMms muToMoposaornueckie uecnenopanus npu CP, mposenennsie P. V. Belichenko u
COaBT. TOKA3aM OTCYTCTBHE TSDKENBIX IATOJOTHYECKHX M3MEHEHWH B DHTOPHAIBHOH KOpE.
HEOCTpHATYME W TaLIMAyMe, a Takke OTCYTCTBHE OO0JbIIUX umoapxmex'ronﬁi{equ
OTKJIOHEHMH B BHJE yTpaT KJIECTOYHBIX Mojiei. DT (akThl TaKkKe NO3BONUIM MOATBEPAHTEH
npeanonoxenue, uro CP ckopee He HeHpoJereHEPaTHBHOE pACCTPOMCTBO, a CIEJCTBHE
HEOXKHIAaHHOU OCTAHOBKH Pa3BUTHS MO3ra Ha OTIPeeTICHHON «MHGAHTUIBHON» CTaJuU. ABTOPEI
1oJIaratoT, YTO OrPAaHMYEHHs Pa3BUTHs TOJOBHOTO MO3ra MOIYT IIPHBOJUTH K BTOPHYHBIM
OTKJIOHEHHUSIM B apXUTEKTOHUKE JEHIPUTOB (€CIIM B HOPME BOHUKAIOT CHHAIITHYECKHE KOHTAKTHI
Ha MUpaMHIHBIX Ki1eTkax, To npu CP onn mmbo pexyumpyiores, 160 He GopMHUPYIOTCS BOBCE,
YTO IPUBOJUT K yTPaTe BOZMOXKHOCTH JJIE HOPMAJTbHOT'O TIOCTHATAJIBHOTO CO3PEBaHMs I'OJIOBHOIO
Mo3ra). B monb3y reHeTuuecku JAETEPMUHUPOBAHHOTO HAPYIICHUS apXHUTEKTOHHUKH neHszﬁ*i‘OB
CITy’)KaT BBHISBJIICHHBIC YKa3aHHOW BBINIE TPYIIIOW aBTOPOB MpPH IPOBEAECHUH 3NIEKTPOHHOU
MHUKPOCKOTIMH OHONTATOB MO3Ta «0COOBIX OTOJICHHBIXY» OSCIMUITHKOBBIX YJaCTKOB Ha JEHIIPHTAX,
YTO, BEPOSTHO, SIBJISETCS CIIEJICTBHEM BTOPHUYHBIX W3MEHEHWHA, OOYCIIOBIEHHBIX aOeppalusiMu
crenu(pHIeCKUX KOPTHKATBHBIX addepeHTannii, 4to BeAeT K JalbHeHIneMy HapymeHHIo
Pa3BHTHS MO3ra.

A. Fiumara u coart. (1996) mokasaim, 4To HE3aBHCHMO OT BO3pacTa M CTaJuu 60nq31m
BO3MOYKHA CBSI3b MEXJy ayTOMMMYHHBIMM PEAKIMIMH M HEBPOJOTMYECKMMH OTKJIOHCHHSIMH Y
gereii ¢ CP. BeposiTHO, HECKOJIBKO pa3HbIX (AKTOPOB BBI3BIBAIOT AYTOMMMYHHBIH Kackaj,
JIeHCTBYIOLIMN Ha EHeTHUYECKH onpeneienubii cyberpar. Tak. D. Armstrong u coasT. (1996)
3anoo3puian 1pu CP BO3MOXKHOCTH OTCYTCTBHS WJIM HENOCTAaTOYHOCTH Ppa3M4YHBIX HEHPO-
Tpoduueckux (HakTopos B LieHTpabHOH HepBHOM cucteme (ITHC).

Knunnka L
Jle6ror CP uwame npuxomutcs Ha 6—18-i Mecsi sxu3HM Aeteil. 3a6oeBanue UMEET MEAIEHHO
[POTPEMEHTHBIN THIT TEYCHHUS.
[-aa cmaodus (aymucmuyeckas): 3aMeIUICHHE NCHXWYECKOTO Pa3BUTHs. CHIDKCHHE MHTEpeca K
UTPOBOU JICSATETBHOCTH M OKPY)KEHHIO, MBIIIEYHas AHCTOHMS, 3aMeJJIeHHE pOCTa pasMepoB
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gepena. JIIUTeNLHOCTH 1-0M CTaMKi BapsbUpyeT OT HECKOIBKUX Mecsnes 10 10 mec. u 6onee (Ha
STOM CTaiuM CHHAPOM PeTTa TpyAHO OTIMYMM OT aAyTHCTHYECKHMX pPaccTPOMCTB ApYroH
3THOJIOTHH ).

2-1 cmaousi (cmaousi Gbicmpozo pachadda pawee RPUOOPEMEHHBIX HAGLIKOS U Pedu):
MOBEJCHHE JEBOYEK CTAHOBUTCS OECIIOKOMHBIM, MOSABJIAIOTCS «MOIOUIME» JIBUKCHUSA KHCTAMHU
PYK. IIOTHpaHHe MATbl[AMH KHCTEH IHIQ, JKEBaHWE IalbleB PYK, OMEHHE CHKATBIMA B KyJaKH
KHCTSIMH PYK 110 TOAO0POJIKY, KaCaHUE UMH LIEH, TPYy/IH, 3aBEICHUE PyK Ha3a/, 3a CIUHY H T.1.
(3TH IBHIKEHMS COBEPINAIOTCS GECIPEPBIBHO WIIH ¢ HEOOIBITMMU MHTEPBATIAMH, HACUIIBCTBEHHO,
TNPEpHIBAIOTCS TOJBKO MPH YAEP)KMBAHHM WM BO CHE); TepseTcs CIOCOOHOCTh 3axBaTa H
ylepAKaHuUs TIPEIMETOB B PyKaX (HACHJILCTBEHHO BIOXKEHHBIE B PyKy HIDYLIKHM BbINajaioT). M3-3a
MOCTOSIHHO MPOM3BOIMMBIX MOIOIIMX JBMOKeHMH y aereit B obmacty 11 u 11T dpananr Gonbtuoro u
yKa3aTe bHOro najibieB U [—I1 NACTHBIX KOCTel KHCTEH PyK MOSBISETCS THIEPTPOQHS MBILILE, 2
Taioke aTpodus Mbimn [V—V majbleB pyK M COOTBETCTBEHHO 00NacTed MACTHBIX KOCYEH;
OTMEYaeTcsi HKCKOpHAlMs KOXKHBIX TMOKpOBOB. I[loXO#Ka CTaHOBHTCA  HEYCTOHYMBOH
(aTaKTHYECKOMH) - TIpU X0b0E JETH IMMPOKO PACCTABISIOT HOTH. TIOMIATHIBAIOTCA; HAOIOAASTCA
MbIII€YHas JMCTOHHMS C JIETKHM MEPEXOIOM OT aTOHHU K rumepronuH. Ilo3mHee Ha ypoBHE
JHUCTATBHBIX W IMPOKCHMAIBHBIX OT/IETIOB MBIII HUKHUX KOHEYHOCTEH IOABJIIOTCS NPH3HAKH
rEOOTPOGHH. peKypBaIMs B CyCTaBaX, YTO IPUBOJHMT K 4aCTOMY CIIOTHIKAHHUIO, 3aTPYJAHACTCH
X07160a BHH3 110 JIECTHHIIE, B TPETH ClTydaeB — Xo1p0a 1o NpsiMoi. Jlaee otMedaeTcs GoJee 3aMeT-
Has aTpodus MBI CTON W TOJIEHEH II0 THILy «HOCKOBY», aKpOIHaHO3 (CHHIOIIHOCTS M
NOBbILEHHAs 390KOCTh) JHCTAIbHBIX OT/ENOB KOHEYHOCTeH. OOenHAIOTCS TYIOBHIIHbIC
JIBIJKEHMsl, TOJI0BA «BTATMBAETCA B  IUIEYM», HApymlaeTcs ocaHka, (OpMHpyeTcs
cKOJTHO03/KnBocKoIno3. JleTu TepsroT crnocoOHOCTh MEHATH IIOJIOKEHHE Tejla, HE MOTYT CECThb,
BCTAaTh M3 MOJIOXKeHHs Jexa. OOmenue cMensercs orpeieHueM. CoxpaHsmomascs y aeTei
[Ja3Has peakius, CJICKEHHEe JIErKO MCTOINAIOTCS; HEPEIKMMH OBIBAIOT T'PUMaCHHYAHHUE,
HaXMypHBaHME OpOBEH. 3aKMypUBAaHHE I71a3. YTpauuBAETCA CIOCOOHOCTH KEBATh TBEPAYIO
nuigy, HaOMIoJaeTcs Mepexol K COCaHUI0. BBIPaXeHHOCTh ayTHCTHYECKOTrO orpeme'ﬁ‘m
XapaKTepU3yeTCs M3MEHYHMBOCTHIO C BPEMEHHON TEHJCHIMEH K KPaTKOBPEMEHHOMY OOIIEHHMIO.
IMOIMOHATIBHOE OTHOLICHHE K POJHBIM COXPAHSETCS - JAE€TU HE OTCTPAHSIOTCS OT JacK, MOTYT
NPUIBHYTH K MaTepu. [loBeenre coxpansieT 01H000pa3sHO-MOHOTOHHBIN XapakTep.

V nereit ¢ CP Ha 2-# cTaguu U3MeHsAeTCs JpIXaHue - Ha (oHe OOBIYHOIO pUTMa JbIXaHUS
BO3HHKAIOT MEPHOJBI €r0 yYallleHWs, CMEHSIOUINECS [EHTPAIbHBIM alHOo?, NMPH MOBEIUEHHU
IUTATENIBHOCTH KOTOPOI'O IPHUCOEJIUHSIOTCS aHOKCHUYECKHE MHOKJIOHMYECKHE CYIOPOTH MBI
KoHeuHocTel. MiHor1a B nepuo/ anHo? y AeTel oTMedaeTcs HalpsHKEHHE MBI IICH, TyHOBﬁlﬁa,
IIEYEBOrO TI0sica ¢ TIPUBEJCHHEM DYK K OOKaM M HEpeAKO HCIyCKaHHEM TOPTaHHOTO KpHKa.
JIIMTENBHOCTD EHTPAIBHOTO AIHO?, KaK IPABUIIO. HECKOJIBKO CEKYHI. DIH30bI UEHTPAIIBHOTO
anHoO® MMEIOT TEH/IEHIIUIO K CEPUIHOMY TeueHHI0. B psjie ciydyaeB IIpy MoJZ0OHOM HapylleHAH
JBIXaTebHOrO pUTMa OOHAPYKUBAETCS 3arjlaThiBaHUE BO3/yXa C BO3MOXHbBIM THEBMATO30M KH-
meyHrKa. Arorei 9Toi craiuu 60JIE3HA Y pa3HbIX AeTel GOpMUPYETCs B IEPHOJIE OT HECKOILKHX
MECSIIIEB JI0 HECKOJIbKUX JIeT (1—2 rona), peaxo mos:xe. ry
3-1 cmaous (ncesO0OCmMAayUoOHApHas) XapaKTEepH3yeTCs HAIMYHEM BBIPAKESHHOTO cnaboymus
(nemennmu). Ha 5TOM sTare HACHILCTBEHHBIE J(BHXXEHUS B KUCTSIX PYK ITPOTEKAIOT ¢ MEHBUICH
CHMJIOH, YaCTOTOW M HANpsKEHUEM, NPHOOpeTaroT IpEephIBHCTHIN XapakTtep. Torma yxe y psaa
JeTel MOoSBASEeTCS KPYIMHOPA3MallUCThIif TPEMOpP PYK, TOJIOBBI, YCHJIMBAIOIIUMKCS TPH BBHINOJ-
HEHHM HAlPABJICHHBIX JIBUKEHWi, BEpHEe, MOMBITOK K WX BBIIOJHEHMIO. Y psja OONBHBIX
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COXPaHSIOTCS PACCTPOMCTBA JbIXaHHA. B MOJNOBHHE CiIydaeB OT YHCIA HabIIOJaeMBbIX OOIBHBIX
BO3HHUKAIOT SMUJIECNTHYECKHE NPHUCTYIHI (0T abCcaHCOB, MaJbIX IPHUCTYIIOB IO Pa3BEepHYTHIX
GOJIBINKMX IIPUIIALKOB), @ TAKKE B PEIKAX CilydasX OBIBAIOT NPHUCTYIBI IO THIY B3IpardBaHUii.
KOTOpPBIC B HEKOTOPBIX CIydasX COINPOBOXKIAIOTCS 03HOOOIOJOOHBLIMH CHMIITOMAaMH, APOXBIO
BCEro Teja, HaCTYNAKUIMME BO CHE, HE3aBHCHMO OT BpeMEHH CHA (JIHEBHOTO M HOYHOTO). B stle
CIIy4aeB TUIIEPKUHE3 B TPYNNAxX MBI IJIEYEBOTO MOSCa MPOTEKAeT N0 THILY yYallfeHHBIX
Pasps/IoB, YTO OTAAIEHHO HAIIOMUHAET MPUCTYIIbI (POKAIBHON SMHUIETICHH, 6€3 NOTEpH COSHAHMUSL.
OTMeyaeTcs NMpaKTHYECKH TMOJHas yrpara pedd. JIMIb y OTAENBHBIX JE€TE€H COXpaHSIOTCS
CIMHUYHBIE CIIOBA, CJIOTH.

B stom mepuwone OGoJe3HH HWHOT[A yiIydilaercs I[OHMMaHME PEUENTHBHOA peun,
HIIEMEHTAPHBIX KECTOB. JleATeNLHOCTE y STUX JieTel ocTaercs pe3ko obeaHeHHOH. MHTepec K
UIPYLIKaM MHMOJIETHBIN, JIETKO HUCCSKAMOLIMA, C PEAKAMH IONBITKAMH IPUOJIM3UTLCS K HEAM,
NpUOIM3HUTE JTHI0, KOCHYThCs rybamu. I'ma3Has peakius «rjiasa B rjia3a» COXpaHsercs, KaK H
peaKiis Ha 30B. OJIHAKO OHA CTAHOBUTCS PE3KO OTCTABICHHOM BO BPEMEHHM M MHMOJIETHOH. B
OTHOINIEHUSAX C MaTephi0 M OKPYKAIOMMMH peOCHKa JIMIIAMH COXPAHAETCH JIErKas peakuus
OKUBJIEHUS] HA TaKTUIBLHYIO urpy. Cramus cTabWIM3alMi JTUTCS OT HECKOJIbKHX €T 10 10 u
6onee. IIpu MONMBITKAX KOPPEKIHH B 9TOM IIEPHO/IE BOCIPHATHE HOBOTO 3aTPyJHEHO. Y PEIKAX
JIETEH BO3MOJKHO 3aIIOMHHAHHUE CJIOB, HO HA KOPOTKHH IEPUO] BPEMEHH. Y CBOEHHBIE CJIOBA, CJIOTH
0e3 KaXI0THEBHON TPEHUPOBKHU TYT e MPOIa/IaroT. ry

[IcuxonaTosOrnyeckue UCClieJOBAHUS BBISBISIOT HA 3TOM 3Talle TOTAIbHbIH ncnanecmn
pacraji, riy6oKHe paccTpORCTBa JIMUHOCTH, HEBO3MOKHOCTD K 0OYHYEeHHIO. Y OTIAENbHBIX JSTeH
AyTOXTOHHO B HTOM IMEPHOJE OTHOCUTEIHHOW CTabMiIM3allil CMAT4aloTcs OOHapyKUBaeMbIe
MOTODPHEIE PacCTPONWCTBA (XOTS HACHIILCTBEHHBIE JIBHXEHHS B KUCTIX DYK B cTepToi (opme
coxpassitoTcsi). Bo3HHKaeT crnocoOHOCTh K YCBOEHMIO HEKOTOPBIX SIEMEHTAPHBIX HaBBIKOB.
OXHUBJISICTCS HHTEPEC K HMIpYyLIKaM, B OTAEJBHBIX CIy4asX K KHHMIaM, KapTHHKaM B HHX.
CoxpansieTcss HCTOIAaeMOCTh. B 3TH TIepHOIbl MOXKHO HAOMIONAaTh CMEHBI HACTPOEHHMS OT CIIErKa
[PUTIOIHSTOTO K pa3ipaXuTeIbHO-TUCHOPHUECKOMY.

1V cmadus (momaneHou Oemenyuu) XapakTepU3yeTcs IEMEHIHEH C yTpaToi peun, Xoab0sl,
JKEBAHUA, HAPYIICHUSIMHU [JOTaHHWS C IONCPXUBAHUSAMH, IPUEMOM TOJBKO KHIKOH IHIIH,
paccTpoiicTBaMu  HaBbIKOB. OOHApYKHMBAETCs ClAacTHYecKas PHIHAHOCT C HauOOnbLIEH
BBIPRKEHHOCTHIO B KOHeYHOCTSIX. Het «morommx» aprmxkenuil. [Ipeobnanaror HEBpOIOrHIeCKUe
paccTpONCTBA. pa3BePTHIBAIOTCS CHMIITOMBI CIIMHATIBHOM aTpOhHH.

Taxoe passute CP OTHOCHTCS K KiaccHueckomy («smepHoMy») ero BuIy. OmHako OTIHCAHEI
camble pasmbie T1oBapranThl CP ¢ OTKIOHEHHSIMH OT yKa3aHHOTO BHIA GOPMHPOBaHUS DOJIE3HH.
[Tpexxae Beero, umeet Mecto CP, HaunHarommiics ¢ poxaeHus (BpoxaeHus CP), B ocTaibHOM
C NPEKHEH THITHYHOW WM HECKOJBKO BApHATHBHON CTaiuiHOCTBIO GonesHu. O6Hapyxen CP ¢
HEIOJIHBIM TIPOSBJIEHHEM OTJAEBHBIX CTaaui GONIe3HH: ¢ OCTPBIM HadaloM perpecca, Oomee
KOPOTKHMMH I10 BDEMEHH JIPYTMMHU CTaUsIMK 00JI€3HH ¥ OBICTPBIM PACciaioM MOTOPHBIX (yHKHUHA,
yrpatoii xoa6b1. Omucano Tedenue CP co cnyTaHHBIMH CTaJMSIMH, MOJHHEHOCHBIM HPHEOE-
JMHEHUEM SITHJIETITUYECKUX TIPUCTYTIOB U BMECTE € TEM Kak 6bl IPHOCTAHOBKOM B MOCIIE/IYIOMIEM
3JIOKAYECCTBCHHOI'O TCUCHUS.

Taxxe ormeuennl nomunsl CP ¢ 3arsHyBIIEHCS ayTHCTHUYECKOH CTaiMed, C YaCTHYHBIM
coxpanendeM peud. COCTOSIHHE MPAKTHYECKH HEOTIMYUMO OT AeTcKoro ayrusma. I[lpm stoit
(Gopme crajus pacnaga MOKeT HACTYIHUTh KO BTOPOMY HIIM JaXe TPEThbeMy (H3HOIOIHYECKOMY
KPU30BOMY MEPHOJLY C MMO3/IHAM IOSBIICHHEM SIACPHOr0 CUMIITOMA «MOOLIMX» PYK, 3ATKHOM
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crajmeii crabumM3anyy, 6e3 HapacTaHHs HEBPOJOTMYECKHMX IPU3HAKOB THIIA CKONIMO3a, KH(ho3a.
arpoduu. Takue GonpHbIe N0XUBalOT 10 40—>50 nerT.

Onwucansl cnydan CP., koMopOujHble ¢ HapyIIeHUsIMH 1o 21-#, 13-H u apyrum xpOMOCOMaM
nenemmen 13-if xpomocomsel, q12.1 u q21.2, oOHapyKEHHBIX C IOMOIIBIO IUTOTCHETHYECKOIO
aHanmu3a.

MeTtoabl HccieI0BAHHSA

Dnektposuiedanorpadus: mpakTHyecku y Becex 601bpHbIX CP KOHCTaTHPYIOTCS NATOJOTHYECKAEC
u3MeHenus Ha DI Hecmenu(pHYECKOro XapakTepa. XapakTepHO 3aMEJIEHHe OCHOBHOW
aKTMBHOCTM (OHOBOM 3allUCH  pa3jIMYHOM CTEHEHH BBIPAXEHHOCTH. MHTEpecHo, = 4TO
suuienTuGopMHas aKTUBHOCTh MOXET 3aJI0JIT0 NPEIIIECTBOBATh PA3BHTHUIO MUICHTHYCORHX
OpUCTYNOB. DmuienTtuGOpMHas aKTHBHOCTH IPEICTaBIEHA OCTPHIMH BOJIHAMH, KOMIIJIEKCAMH
IMK-BOJTHA, @ TakkKe MeJUIEHHEIMH KOMIUIEKCAMH OCTpas-MeUIeHHas BONHA. XapakTep
SIUIENTHGOPMHOR  aKTMBHOCTH AH(DQy3HBIA, PErHOHANBHBIA W MYJIbTHPETHOHAIBHBIH.
Haubonee wuacro orMedaercs codeTanue auGQGY3HOH H  PETrMOHAIBHOW AKTHBHOCTH.
MPEUMYIIIECTBEHHO, B IIEHTPAIBHBIX OTBeNeHUsX. JJuddysnas akTHBHOCTh UMEET TCHACHIMIO K
HApacTaHWIo B (asy MeleHHoro cHa. DOI-M3MeHeHHs OTpaxaroT cTaJuHHOCTL TeueHus CP:
MOCTENIEHHOE YMEHBUIEHHE HHJIEKCA SITHIIENTH(POPMHON aKTHBHOCTH 1 HapacTaHHE TeTa-CALTa
3aMe/UIeHHsl TI0 Mepe IIporpeccupoBaHus 3abonieBanus B 4 craguu. CreneHb 3aMeUTEHNs
OCHOBHOM aKTHUBHOCTH (DOHOBOM 3allMCH KOPPEJIUPYeT C BBIPAXKEHHOCTHIO YMCTBEHHOH
OTCTAJIOCTH.

HeitpoBusyanusanus: usmenenHs y 6obHbix CP He crienudu4Hbl X He UMEIOT THarHOCTHYECKOH
3HAYHMOCTH (TOJIBKO TIPH AU hepeHIHaTbHON IMATHOCTHKE ¢ ApyruMH 3aboneBanusamu). MPT —
KaK [PaBUJIO, KOHCTATUPYET YMEHbIeHHe o0beMa MOo3ra, B OOJIbIIEH CTEIEHH 3a CYET 6enor0
BEINECTBA, paclupeHre 60po3a, aTpoduueckre N3MEHEHUS XBOCTATOIO sIpa. Couerarme CP c
KOPTHKAJIbHBIMU aTPOGUSIMH HE XapaKTEPHO.

JlaGopaTopHble TecThl: crenu(HIECKHX 1ab0paTOPHBIX TECTOB, BepuduImpyomux auarnos CP,
He cymectByeT. OnucaHHas MepPBOOTKpHIBATENEM CHHApPOMA I'MIEpaMMOHMEMHs HaOrOnaeTcs
JMIIb B €IMHAYHBIX CIydasiX. '

Jleuenne £

Ha naHHBIE MOMEHT B JIeUCHHH OONBHBIX CHHApPOMOM PeTra mpHMEHSETCS TOIBKO
cuMItomaTryeckas Tepanus. OpHo# W3 Haubosee BaXHBIX NpobiieM SBIACTCS KOHTPOJb
SMAJIENITHYECKAX IPUCTYIIOB, KOTOPbIE HEPEAKO PE3UCTEHTHBI K Tepanuu. Hemenkue ydyeHsie. B
XOJe IPOBEIACHHBIX HCCIeAOBAaHUA 1O APPEKTUBHOCTH AHTUAIMIIENTHYECKUX MpernapaToB
(ADIT), pexoMeHIyIOT KapbamaselmuH B KAdyeCcTBE IMperapara BeIOOpa B  JIEUYECHHE
CHMITOMATHYCCKOH (oKaibHO#H ommtencud y mnaumentoB ¢ CP.  HekoTopsle aBTOpbI
PEKOMEH/IYIOT HA3HAYEHHE TaMOTPHDKHHA ¥ TOMHPaMara, 3bGeKTHBHOCTL KOTOPBIX CBSI3BIBAIOT
¢ WX OIOKMpYIOLIMM BO3/eHCTBHEM Ha TiyraMarHele perentopsl. Ho ydmTeiBasg Hepenkoe
COYETAHUE IeHEePATH30BAHHBIX U (POKATBHBIX HPUCTYTOB ¢ AU(OY3HBIME SMHICHTHHOPMHEIMH
Hapymenusmu Ha 931 npu CP, pexomennyercs HazHaueHHe ADII mupPOKOro crieKTpa AeUCTBHUS:
BaIBIIPOATHI, TomMpamar. [lepCreKTHBHBIM MOMKET OKas3aThCsi IPHMEHEHHE JIeBeTHpaleTama
(Kerpsl).
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IIpu HAIMUYMM ATMIMYHBIX abCAHCOB K CXEME JIeYEHHs MOXKeT ObITh no0aBieH cykcunen. ADII
TIPUMEHSIOTCS B CPEIHUX M BBICOKUX J03UPOBKAX.

JUisi MeIMKaMEeHTO3HOH KOPPEKIMH MOTOPHBIX HapymeHHd mpu CP IPUMEHSIOTCS aroHMCTbI
nopamuna, a Takke L-kapHuTHH. Takxke /I KOPPEKLUMH Beca M CTaOMIM3alHy COCTOSIHMS
MCIIOJIb3YeTCs CHeUaNbHas JUETA C MOBBIEHHBIM COJEP)KAHHEM JKUPOB U IPOOHOE KOPMIICHHE
HebosbMMu nopuusmu. JleueOnas Gu3KyIbTypa — OJJMH W3 ONTUMAILHBIX CIOCOO0B KOPPEKIIUH
JBHraTeIbHbIX PacCTPOUCTB. boJblIoe 3HaYEHUE UMEET OPTOIEIMYECKas KOPPEKIHs, BKIIoYas
XHPYPTUYECKOE BMEMIATENLCTBO MPH HATMYMH TSDKEITBIX KOCTHBIX JAe(opMariyii.

IIpornos .

CP ornHOcuTCs K mporpeccupyommm narosornyeckuM nponeccam ITHC. Onnako, nogyuHssCh
reHEeTHYECKH JeTEPMHHHPOBAHHOW CTaJUMHOCTU TEUEeHHs, 3aD0JIeBaHME NPOTPECCHPYET 10
ONpENENEHHOr0 BO3pacTa, M 3areM JIONrHe TOABl MpOoTeKaeT cTanuoHapHo. Hapacranue
MCHUXOHEBPOJIOrHUecKHX Hapyuennit mpu CP o6praHo HabrogaeTes 4o mybepTaTHOrO nepro/a.
[TpuMepHO K BO3pacTy 15 jer GONBIIMHCTBO MAIMEHTOB TEPSAIOT HABBIKA CaMOCTOSTEIBHOIO
TIepe/IBUKEHHS M CTAHOBATCS IPUKOBAHHBIMA K MHBAIMAHOMY Kpeciy. MuBanunusauus npu CP
riaybokasi ¥ BO3HHKaeT BO Bcex ciaydasX. OHa oOycioBieHa JByMs OCHOBHBIMH IPHIMHGMH:
JIBUTATETbHBIMEA HApYIICHHSAMHA U TSHKENOM YMCTBEHHOM OTCTanocTeio. B 4-0id, TOCIie/THEH,
craguu CP, Habmromaercs crabmiu3anus 3aboseBaHus. [Ipu 3ToM uacToTa SMHICHITAYECKAX
MIPUCTYIIOB MOXET CHIIKATHCS, JIETH CTAHOBATCA OoJiee CIIOKOMHBIMU U «aJalITHPOBAHHBIMK) K
CBOEMY COCTOSIHHIO. [IpOJIOIKHTENBHOCTD JKM3HH MOXET OBITH JOCTATOYHO OOIBIIOH, YTO
HAMPSIMYIO 3aBUCHUT OT YXO/Ia 3a IalHCHTaMH.

3ak/ouenne ‘3

Cunapom PerTra xapakTepusyeTcs HOPManbHBEIM pasBuTHEM pebenka 10 6-18 Mec ¢
NOCHeAyIOme#d yTparod UM CcHOPMUPOBAHHBIX paHEE HAaBBIKOB CaMOOOCIHY)KUBAHUS U
IeICHANPaBIICHHBIX JIBHKEHUH pYK.

OHHM 3aMEIaloTCs CTEPEOTHIHBIME «MOIOIIUMHA» BHXEHUSIMH, COYETAIOUIMMHUCH C TOJHOH
notepel pedr. ITo 3abolieBaHME MOpaKaeT MPEUMYLIECTBEHHO AeBodek. Ciydam CHHIpoMa
PeTTa y MallbuMKOB BCTpewaroTcsi kpaiine peako. Yacrtora curapoma Perra cocrasiser 1 na 10
000—15 000 merei XKEHCKOro II0JIa, @ B OTAEIBHBIX permoHax — | Ha 3000, 4ro nozﬁopeT
rOBOPUTL O cHHApoMme Perrta, kak 00 OmHOW W3 Hambojee YaCTBIX NPUYMH BCEX CIIy4acm
YMCTBEHHOM OTCTaJIOCTH Y I€BOYEK.
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