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OueHb HHTEPECHA UCTOPHUS ATOro 3a00aeBanusd. B 1965 rony, B ABCTpuu, TOKTOP
Anpapeac PeTt oOparui BHUMaHKE Ha IBYX JE€BOYEK C ITOXO0KEH MaHEPOM IMOBEACHUS U
KECTaMU.

O0€e IEBOYKH CUJICIIN HA KOJICHSIX CBOEW MAaTe€pH M COBEPIIAIN XapaKTEPHbIC
JIBHOKCHUSIMHA PYKaMH, KOTOPBIE HAIIOMUHAJINA «MBIThE PyK». [IOMHUMO 3TOT0, Y MaJICHBKUX
NaIMEeHTOK UMEJIa MECTO YMCTBEHHASI OTCTAJI0CTh. JJIOKTOp omucal KapTuHy 3a00JI€BaHMS,
Y BCKOPE OOHAPYKUJI B CBOUX 3aMMUCAX €e 6 CiiydaeB ¢ NOAOOHBIMHA KIMHUYECKUMU
nposiBIeHUAMA. Ha oCHOBaHMM HAOIIOACHUHN JOKTOP HAMKCAJI HAyYHYIO CTaThio, a IOTOM,
KOIJIa €My yIaJ0Ch 00CIEI0BaTh €llle 22 MaUMEeHTOK ¢ N0A00HBIM HEN3BECTHBIM
3a00JICBaHUEM, OH OITYOJIMKOBAJI KOMILUIEKCHOE HayYHOE MCCIICAOBAHNUE.



 YacToTa ero oTHocuTenbHO BbiCOKa - 1:10 000 AeBoYeK. B mupe
onncaHo bonee 20 ThIC. criydaeB 3aboneBaHus; 00MNbLUUHCTBO
N3 HUX cnopagunyeckne, MeHee 1% - cemeuHsble. [1pn nsyvyeHmnu
OrM3HELIOB NokasaHa KOHKOPAaHTHOCTb Mo cuHapomy PeTTta
MOHO3UIOTHbIX 1 AUCKOPAAHTHOCTb AU3UTOTHBLIX Nap.
[ eorpadmnyeckoe pacnpocTtpaHeHne cuHgpoma PeTTa
HepaBHOMePHO. OTMeYEeHO cKonmneHmne 0onbHbLIX B
onpeaeneHHbiX HEOOSbLUMX CENIbCKUX panoHax «PeTT-apeanbiy,
YTO MOXET ObITb CBSI3aHO C CYLLECTBYOLLMMW MNONYyNALNOHHBIMUA
nsonatamun. Takaa KOHUEHTpauns 3aborneBaHnst HabnaaeTcs B
Hopserunun, Ntanun, AnbaHumn n BeHrpumn.



3aboneBaHune Hacregyetcs no X-cuenneHHoOMY AOMUHAHTHOMY Tuny [
HETMYECKON OCHOBOW DONEe3HU ABNAKTCA MyTaLumn B reHe
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Exon1



[en MEC P2 ( Haxogswmnca B X-xpomocome) kogmnpyet metnn-CpG-
CBA3bIBaOWMK OENOK 2. DTOT reH ABMAETCSH PErynATOPHbIM: ero MyTauusi, aeneuus
Unu gynnukauua npuBoauT K TOMY, YTO onpeadeneHHble reHbl B onpeaerneHHbIX
KIieTKkax OCTaloTCHA akTUBHbIMW, B TOT MOMEHT, KOrda UX akTUBHOCTb Y>Ke AOorKHa
ObITb NogaBneHa. 1o NpuBoaUT K xaocy B pa3sutun LIHC n HepBHO-MbILLEYHBIX
CBA3EWN.

CuHapom PeTTa He onncaH y Nunu, My>KCKOro rnorsia, YTo CBA3aHo C
npeanoraraemMoun Nnpn4nHon gaHHoro 3aboneBanus. l'lo nocneaHUm aaHHbIM,
cuHapoMm PeTTa pa3BuBaeTcsa Npu Hann4dnm gedekta KOPOTKOro nreva X-
XPOMOCOMbI. ¥ Mans4nkoB B HOpMe B reHOTUNe nmeetcd ogHa X n ogHa Y
Xpomocoma. ['lpn natonormm egUHCTBEHHOMN X-XPOMOCOMbI Y MasisMUKOB Mo He
XXM3HEeCcnocobeH 1 normbaeT ewle BHYTPUYTPOOHO. [Npn Hanudum gpyrux
XPOMOCOMHbIX aHOManum (HanpuMep, Npu reHotTune mane4nka XXY), koraa
NPUCYTCTBYET ABE X-XPOMOCOMbI, TEOPETUYECKM BO3MOXHO MOSIBIIEHNE CUHAPOMA
PeTTa (MMEHHO NO3TOMY HE OTBEpPraeTcs BO3MOXHOCTb pa3BUTUA ODONE3HU 1 Y NnL
MY>XCKOro nona).



[1eBOYKM BbIXKMBAIOT 3a CHET BTOPOU, 300POBOU XpOMOCOMbI M3BECTHO, YTO B
KIeTKax XXEHCKOro opraHmn3ma coaepXxutcs Habop reHoB, BKNtoYaroLwmm gse X-
XpOMOCOMbI (0gHa OTUOBCKad, Apyras matepuHckas). OgHa u3 aTux XpoMocom
HaxoOuTcs B MHAKTUBMPOBAHHOM COCTOSHUW. PaKTOpPbI, BUAIOLLXNE Ha TO, Kakas 13
OBYX XPOMOCOM — MaTEPMHCKas Unu oTLOBCKad — OyaeT akTuBMpoBaHa, Noka Ao
KOHLIA He ACHBbI,

CuHgpom PeTTa pa3BuBaeTcs B TEX Crnydadax, Koraa MHakTnBaums HOCUT
Clly4yanHbIn XxapakTtep (YynpoLleHHO — B O4HOW KNeTKe akTUBHa OTLOBCKada X-
XpOoMOCOMa, B Apyron — matepuHckas). Korga ke, B CUny Kaknx-1o npuydunH,
NponcxoauT acCMMMETPUYHaa akTUBaLUA, NPU KOTOPOU B UHAKTUBUPOBaAHHOM
COCTOSAHUN HaxoaATCs NPEUMYLLECTBEHHO X-XPOMOCOMbI, HECYLLIME MYTUPOBaHHbIN
reH, 3aboneBaHne NpPoTeEKAET B CTEPTOU popMe nnm BOOOLLIE MMEET MECTO HanNu4ne
MYTUPOBAHHOIO reHa 0e3 KNMHNYECKNX NPOSBIIEHNN.



KnnHunyeckne ocobeHHocTn cuHapoma PeTtTa.

Hauyano 6onesHu npuxoantcsa Ha 6— 18- MecsiL, XXU3HU AeTeN, PeAKo paHbLle
nnu no3xe. bonesHb NMeeT TeHOEHLUMIO K NOCTENEHHOMY MPOrpeccupoBaHunio u
CTaAUNHOMY TEYEHUIO.

(aymucmu4yeckou) HabnogaeTcs 3aMmeaneHme ncnxm4eckoro
Pa3BUTUA, CHUXKEHNE NHTEPECa K UTPOBOU AEATENLHOCTU N OKPY>KEHUIO,
MblLLEYHaA AUCTOHUS, 3aMefieHne pocTa ronosbl. AnntenbHOCTb CTaaun OT
HeCKOJbKNX Mecsues 0o 10 mec n bonee. Ha aTom aTtane cuHapom PetTta TpyAHO
OT/TMYNM OT aYTUCTUYECKUX PACCTPONCTB

— «bbIcmMpo20o peepecca» — oNpeaensieTca CMardaroLLnuMmcs
ayTUCTUYECKMMM pacCTPonCTBaMM U ObICTPO HACTyNaoLLKUM pacnagom peyun,
anpaxkcmen n oMM MOTOPHLIM DECTTOKOUCTBOM.



B KUCTAX pyK NOABNAOTCSA OBUXKEHNS MOKLLENO U NOTUPaLEro Xxapakrepa bonbHble LapanatT
cebs, XKyHT nanblbl pyk. HabniogatoTcs Takke u Apyrme HacunbCTBEHHbIE ABMXEHUS: AOTParnBaHue
pykamu 0o noabopoaka, rofiosbl, rpyan; HaHECEHNE KyrnakaMuy yaapoB Mo wekam, noadbopoaky,
3aBefieHune pykK 3a cnuHy 1 T. n. [NepeyncrneHHble OBUXKEHNS COBEPLUAIOTCA HEMNPEPLIBHO, PeXe Yepes
HebonbLMe MHTepPBarbl, HACUNLCTBEHHO, 3a UCKIIOYEHNEM Nepuoda CHa Unn Nnpu ukcaunm pykx.
[MponagaeT cnoCOBHOCTL K YOAEPXKNUBAHUIO B pyKax NpeaMeToB (BMIOXEHHbIE B PYKU UrPYLLKK, NOXKa
TYT Xe BbInagatoT). B cBsA3K C NOCTOSIHHLIMUW ABWXXEHUSMU NOTUPALOLLEro Xxapaktepa B obnactu Il v Il
doanaHr | n Il nanbLeB pa3BMUBalOTCA rMNEPTPOPUA MbILLL, MO3OSIUCTLIE YTOSILLEHUSA U SKCKOpUaLms
KOXHbIX MOKPOBOB doanaHr V nanbueB pyK U COOTBETCTBEHHO B 06f1aCTU NSACTHLIX KOCTEW, HANPOTUB,
3aMeTHO UCTOHYeHUe U aTpoduns Mbilll. MeHsaeTcs noxoaka AeTEN — OHU LLUMPOKO pacCTaBmsoT
HOrM Npu xoabbe 1 ABUraroTCHa NoKavnBasacCh (3T UBMEHEHUS XapaKTEepPHbI AJ19 aTakTU4ECKOu
NOXOOKMN).

OTmevaloTcs Takke MbllleYyHas AUCTOHUS, BpeEMEHaMU Nepexoasiilasa B aToOHUIO UK
rMNepTOHUIO; Nerkaga aTpogua MblLLL, CTOM U roneHen (Mo TUMY HOCKOB), CUHIOLLHOCTb KOXHbIX
NMOKPOBOB 1 XONTOAHOCTbL MX Ha OLLYMb, @ TakKe peKypBaLuda B CycTaBax, NpuBoadLLas K Yactomy
CNOTbIKAHUIO U TPYOHOCTAM CryCcKa C NecTHUUbI. dBUXXEHUA TynoBuLla 0beaHAITCS, ronosa
BTArMBaeTCs B nneyun. [ mnepToHyc WeWHbIX U NNeYeBbiX MblLLL, COMEeTaeTCHa CO CKOSIMO30M U
Kndoockonnosom. ['pu nporpeccmpoBaHnmn ONnMcaHHbIX HapyLLEHNW OETU BOOOLLE TEPAIOT
CNOCOBHOCTb K UBMEHEHMIO MOSTIOXEHUS TeNna (U3 NosIoXXeHUs fnexa He MOryT CECTb UM BCTaTb).



Ha aTon ctagun 6onesHmn 6onbHble BbIMSAAAT OTTOPOXKEHHBbIMU OT BHELLHErO
Munpa. CoxpaHsitoLasacs peakLumns CriexxeHus rnasamm KpamHe UCToLlaema;
NosIBNSAOTCSH rPUMacHUYaHme, HaxMmypusaHme DpPoOBeEN, 3aXXMypuUBaHUE rnas.
Bbipa)XeHHOCTb ayTUCTUYECKOro OTPELLIEHNS N3BMEHYMBA 1 BPEMEHAMW NOABASIETCH
nerkasa TeHaeHuns K obLeHuto, Korga BbIIBIAETCS U onpedeneHHasi CoXpaHHOCTb
9MOLMOHANIbHOro OTHOLLEHNS K poAHbIM. HO BonbLUYyHO YacTb BPEMEHU NOBEAEHUE
ocTaeTcs 0 gHOOOPa3HO-MOHOTOHHBIM.

Y OonbHbIX Ha || CTagnn MOXET paccTpamBaTbCs AblXaHue: yvYalleHHOE AblXaHne
COMNPOBOXJAaEeTCHA BHE3arnHbIM arnHO3 C HaNpsKeHUeEM MbILLLL LEeN U NIIeYEeBOro
nosica. VlHorga aTo COCTOSIHME NEPEXOAUT B 00LLIEE HAaNpPSXXeHUe C NPUBEAEHUEM
PYK K TENY N HEPEOKO COMNPOBOXAAETCHA ropTaHHbIM KPMKOM. ONNTENBHOCTb 3TUX
COCTOSIHUIN NCHUCTIAETCS CEKYHAAMMK, NOCSIE Yero BOCCTaHaBNIMBaETCA HOpMaribHOE
ObixaHue. [logobHble COCTOSAHUA UMEIOT TEHAEHLMIO K MOBTOPEHUIO YEPES pa3HbIe
NPOMEXYTKMN BpeMeHU. B HEKOTOPbIX cryvasx npu nogoobHoM HapyLLUEHNN ObIXaHUS
NPOUCXOOUT 3arfaTbliBaHMe BO3aAyXa C pa3BUTUEM NHEBMATO3a KULLEYHUKA.
[nuTenbHOCTb CTaanmn «BbbICTPOro pacnaga» — OT HECKONbKUX Heaernb Ao
HECKONbKNX MECSLIEB, pexe rerT.



— «ricegdocmayuoHapHasi» — xapakTepuayetca crnaboymmem C NOSTHOW yTpaTon peyn
(COXpaHAKTCSA NALLb KOHTYPbI OTAESbHbIX CIT0B 1 croroB). bonee onutenbHoOe BpeMsi COXpaHAETCA NULLb
NOHMMAaHME NPOCTENLLNX XKECTOB ObITOBOro coagepkaHus ABmxeHns B KUCTAX PYK B 3TOT Nepmnoa OTinyarTcs
MEHbLUMM MbILLEYHbLIM HANPSXKEHUEM U YpeXatoTCs; NOABISETCH KPYNHOPa3MaLlLUUCTLIA TPEMOP rONoBkI,
TYNOBULLA, PYK, YCUNUBAIOLLNNCS NP MOMNbITKE BbINOSIHEHNSA HaNpaBliEHHbIX ABWKEHUN. YTpayMBaeTca gaxe
CNOCOOHOCTbL XXeBaTb, MOSABAITCA NONEPXMBAHNS, a 3aTEM HapYyLLAETCS U rNoTaHMe, 1 BorbHbIE NEPEXoaAT
Ha cocaHue.

B 1/3 cniyyaeB y 60MnbHbIX BO3HMKAIOT annienTugopMHble Npunagku (Manble u 0onbLme CyaopPOXHbIE).
HabntogatoTcsa Takke aTUnmnYHble NPUCTYNbI NO TUMY B3gparMBaHum, ¢ 03HO60MNo400HBIMY SBNEHUAMU,
OPOXbHO BCEro Tena Bo BpeMsi cHa. B psaae cnyvyaeB HabnogaeTcs runepkMHES B rpynnax MbiLlL, BEPXHEro
Ns1e4eBOro Nnosica B BUAe 4YacTbiX MOBTOPOB, YTO HANOMUHAET NPUCTYMbI OOKaribHOW nuerncumn.

Ob6Lwas akTUBHOCTb AeTen bbICTPO 0beaHsAETCs, NpnobpeTas xapakTep becuernsHon xoabbbl B3aa v
Briepeq, BO BPeEMSI KOTOPOW MOXET BO3HMKATb MUMOJSIETHBIN MHTEPEC K UrpyLlKaM. BonbHbIe NOAXOOAAT K HAM,
NpubnNuXatoT K HAM NNLLO, KacatoTcs rybamu.

CoxpaHsoTCs rnasHas peakuus «rnasa B rnasa» 1 peakumsi OTKIMKaHMa Ha 30B, HO OHU PEe3KO
OTCTaBNEHbLI BO BPEMEHU N KPATKOBPEMEHHbLI. B OTHOLLEHUSIX C MaTePbIO 1 Brnnskumn ans pebeHka nuuamm
COXPaHSIETCS TONbKO «TaKTUIbHas Urpa» (CBOMCTBEHHAsA AETAM NEPBOro roaa XXn3Hu) ¢ BO3MOXHOCTbIO
NErkoro 3MoLMOHaNbHOro OXUBEHUS.

OTa cTagmsa MOXET ANUTbCA HECKONBLKO NET (MHorda 10 net v bonee), B TEYEHUE KOTOPLIX OTPELLEHHOCTD
OT BHELLHEro Mupa n ayTUCTUYeCK1e nposiBrieHNs HUBENUPYIOTCS U JaXKe MNOSABIISIETCA HEKOTOPOE OXUBIIEHUE
NHTepeca K okpyxatoemy. OgHOBpPEMEHHO HECKOSTbKO CMAMYaeTCs HaCUITbCTBEHHOCTb « MOKOLLIMX» U APYrnX
OBWXEHUIN B KNCTAX PYK



— «momarsibHo20 c/1aboymMusi» — B COOTBETCTBUM C HAa3BaHUEM
XapaKkTepun3yeTcs NOTHOM yTPaToM He TONbKO pe4n, HO U CNOCOBHOCTYU K Xoabbe
N )KEeBaHUI0, a TaKkKe pacnagom APYrmx *KU3HEHHbIX HaBbIKOB.

HapacTtatloT HeBponormyeckne CMMNTOMbI (pa3BUBatOTCS CMHanNbHas
aTpodusi, cnacTnyeckas pUrnaHoCTb, C HanbornblLLEeN BbIpa)XE€HHOCTHIO B
KOHEYHOCTSIX), KOTOpble Ha 3TOW CTaaum NpeobnaaatoT B KIMHUYECKON KapTUHE.
CMmepTb HacTynaeT B pa3Hble CPOKN — 0ObIYHO MeXay 12—25 rogamMu OT Havana
3aboneBaHns, YTO NPAKTUYECKN COOTBETCTBYET N BO3PACTy OONbHbIX









Mopdonorna un HeUPoOXMMus.

[Tpn MOpdONOrM4ecknx nccrieaoBaHnUAX ayToncMMHOro marepuana
yMepLUnX 00nbHbIX 0OHaPY>XEeHO CHMXXEeHEe Beca rofioBHOrO Mo3ra Ha
12-34% NO CpaBHEHUIO C COOTBETCTBYIOLLIMM BO3PACTy KOHTPOSIEM,
HebOomNbLOE YMEHbLLUEHNE YNCITa HENPOHOB U rMK1O3 B KOpe DOMbLLUUX
nonywapum n Mo3xedka, NnepeaHux porax CrnMHHOro Mo3sra v CrnnHanbHbIX
raHrmnnsax, NOHWXeHHaa NMrMeHTaums B substantia nigra.

AHanna mopgornornyecknux nsSMeHeHU Npu cMHApome PeTTta ykasbliBaeT
Ha 3ameqreHne pa3BnTUS Mo3ra rnocrie PoXaeHus, a K YeTbipexneTHeEMY
BO3pacCTy OCTAaHOBKY ero pocTta B LIeJ/IloM U AeHOPUTHOro Aepesa HENPOHOB B
yacTHocTW. HabrntogaeTtca Takke 3ameasieHne pocTta Tefna n oTaenbHbIX
opraHoB (cepaua, neyveHu, NoYek, ceneseHkun), BoiaBrnaemMoe K 4-6 rogam.
Kpome Toro, otmeyeHa He3pesriocTb NPOBOAsLLEN CUCTEMBI CcepaLa,
HanoMmnHarLEeN NPoBOASLLYIO CUCTEMY HOBOPOXOEHHbIX



ATunmnyHble opmbl cnHapoma PeTTa

[Tommnmo Knaccunyeckoro cuHgpoma PetTa ObIfnio onncaHo HECKOSIbKO BapuaHTOB,
OTNNYAKLLMXCA MO TEYEHUIO, KIMUMHUYECKUM NMPOABNEHNAM, BblpaXKEHHOCTU
NPU3HAaKOB.

-BCTpe4vaeTcs y 80% OeBoYekK C aTUMNYHbIMUK
dopmamu cuHgpoma PetTta. Xapaktepusyerca pasnnvHbiMyU OTKITIOHEHUAMU B
HEBPOSIOrM4YeCcKOM pa3BUTUN, KOTOPbIE C BO3PacTOM 00pasyoT KapTUHY, CXOAHYHO C
cuHapomom PeTTta. B aTy rpynny BXoAAT AEBOYKN C O4EHb XOPOLLO COXpPaHUBLLEWUCSH
o0LLEeN MOTOPUKON, OTMEYatoTCs NULLb OTAENbHbIE eABa pasnnynMmblie
HeBponornyeckne aHomanun. B nepByto odepenb BbISIBNSIETCA bonee nnu MeHee
BblpaXkeHHasl MaHyaribHaga anpakcus. CyuwecTBYOT NPUMEPHI, Koraa HECKOSIbKO
NOAPOCTKOB C CMHAPOMOM PeTTa CMOITIN OCYLLECTBUTD NIbKHbLIW Nepexon MeXxay
OBYMS CTpaHaMu, HO NPpM 3TOM OHM COBEPLLUEHHO HE MOIMMK AepXaTb NblKHbIE
nankun. B HacTodulee Bpemsa 8—10 NeT cymTaeTca caMmbiM NO34HMM BO3pPacTOM,
Korga MOXET ObITb MOCTaBMIEH AMarHo3 «Mo3anyHag popma cuHagpoma Pettay.



CoxpaHeHune peyvn npun cMHApPoMe PeTTa BCTPeEYaETCH He CTOMb YK PEAKO, Kak cHMuTanm
BHa4vare. Takne
OETW yOOBIETBOPSAIOT BCEM KpUTEPUAM cuHApomMa PeTTa, HO OHM MOTYT MPOU3HECTHU, MO KpanuHeun
Mepe, OOHY rpamMmMaTnUYeckn npaBurbHyo dpasy. Bnepsbie Tpu Takne AeBoYKM ObIf ONMCcaHbI
Zappella (1992r.). No3gHee 6bina onybnnkoBaHa paboTa, B KOTOPOU aHanusnpyetcs yxke 30
noaobHbIX crny4vaes. B aTon BbIbopke y 63% nauMeHToB pedb bbina abcontoTHO CoOXpaHHa Unu
Habnoganack Nulb Nerkasa 3agepkka pedeBoro pasBuTtus. Y BCcex obcneayemMbix UMENUCH
BbIpaXX€HHbIE 3axonanun. Pogutenn aTux geten 4acto coodLwanu, 4To, Ha nx B3rnsd, NoHUMaHue y
nx pedbeHka ObINo nyylle, HEXenn akTuBHas pevb.  [encTBUTENBHO, YacTo NOHUMAaHME Y TaKuX
OeTen OLEHMBAETCH KaK Xopollee, XOTsi NOHUMaHUE CroB, UMEKLWNX abCTpakTHOE 3Ha4YeHne,
OYeHb OrpaHnU4YeHHO. UTo KacaeTcsa akTUBHOW peyun, TO 3a4ecChk NpeobnaaatoT axonanuu u
noBTOpAIOLLMECH BOMPOCHl. Hago OTMETUTL, YTO NMPaKTUYECKN BCe OeBOYKM C cCMHOPOMOM PeTtTa ¢
COXPaHHOW pPeYbio MPOosIBASKOT BCE NOBEAEHYECKME OCODEHHOCTH, NpucyLume aytuamy. MHorum us
HUX U3HaYyarlbHO CTaBUTCS AMArHo3 «ayTU3m».

OTO 3acTaBfideT MHOIMMX aBTOPOB COMHEBATLCA OTHOCUTENBLHO TOrO, K KaKOW rpynre OTHOCUTb
NOOOOHbIX
neteun. Takke aTU OeTW 3aCTaBNAT 3a4yMaTbCHa O TOM, YTO CBA3b MeXay cuHapomMomMm PeTtta n
ayTU3MOM MOXET ObITb ropasao rnyoxxe, HEXENu NPOCTO HEKOTOPLIE COBNadeHUs Ha
noBeaeH4YeCcKkoM YPOBHE.



Takoe Te4yeHune 3aboneBaHuns, Korga nepno OTHOCUTENbLHO HOPMAallbHOIo
Pa3BUTUSA OTCYTCTBYET, BCTPEYaeTCs KpanHe peako, Tak YTO MHOrMe aBTopbl
BOOOLLIE COMHEBAKOTCS B TOM, YTO B TAKUX ClyvYasdX YMECTHO roBOPUTb O YACTOM
cuHapome PetTta. [lenctButenbHO, BO-NeEPBLIX, MHOrME CUHAPOMBI,
0o0yCcrnoBreHHble XPOMOCOMHbBIMM aHOMaNMUAMN U MNPOSABAAIOLLNECH B 3a4EPKKe
NCUXNYECKOro pa3BnUTUA, B NepBble roabl XXKM3HWU MOryT HarnoMuHaTb CUHAPOM
PeTTa. Bo-BTOpLIX, B Criy4yae cnHapoma PeTta He UCKIIIoYaeTCca Kakasd-To nHas
COMyTCTBYOLLIAA HEBPONOrM4eckasa naTtosnorus, Kotopas U MOXeT CBOAUTL Ha HET
nepmnoa HopManbHOro pasBuTUS.



BHayane cuntanock, 4YTo JaHHOe 3abosieBaHMe BCTpevaeTca NCKIoYNTENbHO Yy AeBodek. OgHaKo K HacToswemy
BPEMEHM HaKannBaeTcd Bce Dornblue onncaHnu criyvyaeB cuHapoma PeTta y mans4mkoB. [ToCKonbKY AaHHbIN
CUHOPOM OOYCIIOBIIEH MyTaUMEN reHa, pacrnosio)KeHHOro B X)XpOMOCOMe, BMNOSIHE NOHATHA BbICOKasi PaHHSS
CMEPTHOCTb Cpean Mans4MKoB C Takoro poga mytaunen. [leMcTBuTensLHO, NOCKOMbKY XXEHCKU Habop XpOMOCOM
COLEPXUT ABe X)XPOMOCOMbI, TO BTOpas X)XpoMOCOMa, HeCyLLiasd HEMYTUPOBAHHbLIN FreH, MOXET Urparb
KOMMEHCUPYIOLLYIO POSib, B TO BPEMS KaK Y Manb4MKOB BO3MOXHOCTU TaKoW KOMIMEHcaLn OTCYTCTBYIOT. OTUM
OOBACHAITCA OTHOCUTESTbHO BbICOKNE MPOLEHTbI CMEPTHOCTU B MNEpUo HOBOPOXAEHHOCTN, Hann4ue
SHUedononaTum, NPUBOASALLNX K paHHEN CMepPTU, a TakKe MePTBOPOXAEHHbIX
cpeau Manb4nKoB B CEMbSAX, B KOTOPbIX Y>Ke eCTb pebeHoK ¢ cnHapomMoM Petta. OgHako onncaHo HECKOSBKO
cny4vaeB pa3BUTUA ManbYnMKoOB C CUHAPOMOM PeTTa, CX0AQHOro € TeM, YTO HabgaeTcs y AEBOYEK.

HecKornbko Taknx Mans4mkoB UMenn aHoMarbHbIn Habop xpomocom — XXY (cuHapom KnanHdenesrepa). 1o ectb
KOMMeHcauns y HUX gocturasiacb 3a cHeT aHoMarbHOW OOMONTHUTENBHOU X)XPOMOCOMbI. Takke onucaH Masbyuk, y
KOTOPOro pa3smTune LMo Nno Tuny cuHapoma PeTTa, ogHaKko y HEro He Oblfio 0BHapY>XEeHO XapakTeEPHOM MyTaLnu
reHa MECP2. Hago oTMeTUTb, YTO B O4HOM 13 NMPOBeAEHHbIX UccrnegoBaHnn y 81 13 227 geBoYeKk C CUHAPOMOM
PeTTa Takke He Oblf1o 0OHapyKeHO Kakon)nubo aHoManum gaHHOro reHa. 9TO 3acTaBnseT npeanonararb, YTo
reHeTu4eckme mMexaHn3mbl cCMHgpoma PeTTa He orpaHmndmBatoTca mytauuen MECP2)reHa. Yto kacaeTcs
KIMMMHNYECKOM KapTUHbI cuHapoMa PeTTa y Mans4mMkoB, TO HU B O4HOM U3 3TUX CilydaeB OCHOBHbIE AMarHoCTU4Yeckue
NpuU3HaKn He 6bINn NpeacTaBeHbl B NOSTHOM 00beME. YUnTbIBasi Takyto BapuaTUBHOCTb KIUHNYECKUX NPOSIBIEHNN,
a Takxke TO, YTO He BMOSHE ACHbI TEHETUYECKNE MEXaHN3Mbl, HEKOTOPbIE aBTOPbI CKITOHHbI CYUTaTb, YTO CUHAPOM
PeTTa y Manb4nkoB MOXET okasaTbcda 6onee pacnpocTpaHeHHbIM, HEXENU 06 3TOM NPUHATO AyMaTb.



« [lnarHo3s cnHapoma PeTtta ocHOBbIBAaeTCA Ha BbIABNEHNU TUNUYHOM
KNMMHMYeckon KapTuHbl. Tak MexayHapoaHou accoumaumen no
N3y4yeHunto cnHgpoma PeTTa Obina pa3pabotaHa v npeanoXxeHa rpynna
ONarHoCTUYECKUX KPUTEPUEB, pasdeneHHbIX Ha HEObXoanuvble,
OOMONHUTENbHbIE N UCKNOYaloLne Kputepun. Knaccmnyeckaa goopma
cuHapoma PeTta MOXET ObITb AnarHoCTUpoOBaHa, TONbKO eCrnv NauueHT
MMEET BCce Heobxoaumble Kputepun. Bropas rpynna cCocTouT U3
OONOSTHUTENBHBIX KPUTEPUEB, KOTOPbIE HE ABMAIOTCH 00s3aTENbHBIM
0151 NOCTaHOBKN AnarHosa. TpeTbs rpyrnna — UCKIYaloLWne Kputepuu,
OOHOro U3 KOTOPbLIX AOCTAaTOYHO, YTOOLI OTBEPrHYTb CUMHAPOM PeTTa y
npobaHga. [lnarHo3 cuntaeTcsa npeaBapuTeribHbIM 40 ABYX-

NATUNETHEro B3pacTa, 1 TONbKO Npu nadbopaTtopHOn AMarHoCTUKE
ABMAETCSH NOATBEPKAEHHbIM.



Obga3aTenbHble:

]
]

-

HOpMarnbHbIV Npe- N NepuHaTanibHbIY NepUoabl;

HOpMarnbHOE NCUXOMOTOPHOE pPa3BUTUE B TEYEHME NEPBLIX 6- 18 MEC.
XU3HWY;

HOpMarbHasA OKPY>XHOCTb rofioBbl NPU POXAEHUU;

3amMmensieHne pocTta rofnioBbl B nepuon ot 5 Mec. 4o 4 NeT;

noTepsi NPModpPETEHHbLIX ABUXEHUN PYK B BO3pacTe OT 6 Ao 30 mec.,
CBA3aHHad No BPEMEHU C HapyLLlEHMEM OBLLEHUS;

rmy0boKoe NoBpeXaeHNE 3KCNPECCUBHON U UMMNPECCUBHOW peYu, rpybas
3afiepXxKa NCUXOMOTOPHOIO pa3BUTUS;

CTEPEOTUMNHbIE OBMXKEHUA PYK, HANOMUHalOLWMe BblXKUMaHNE,
CTUCKMBAHME PYK, XIOMKU, «MbITbE PYK», MOTUPAHUE NX, NOABNAIOLLEECS
nocne notepu ueneHanpaseHHbIX ABUXEHNN;

nosiBrieHne HapyLleHN NOXo4KM (anpakcum n atakcum) B Bo3pacte 1-4
ner.



[lononHUTENbHbLIE:

[ abixaTenbHble paccTpoucTBa (nepunoanyeckoe arnHoe Bo BPeEMS
boapcTBOBAHUSA, NEpPEMEXAIOLLEECS TMNEPBEHTUNSALNEN,
aspodarus);

CYOOPOXHblE MPUNaaKu;

CNacTUYHOCTb, YaCTO CoYeTarLLadacs ¢c AUCTOHUEN N aTpoduen
MbILLILL;

CKOJMos3;

3aflepXxKa pocTa;

rMNOTPOPUYHbIE MaNeHbKMe CTYMNHY;

93l aHomanuu (MeaneHHbIN OOHOBLIN PUTM U NEPUOONYECKOE
3amegneHune putma go 3—5 ', onncaHbl LeHTParibHOBUCOYHbIE
Spikes Kak npu pparmnbHomn X-XxpoMocomMe 1 posfiaHanYeCcKou
anunencun).
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HakoHel, KPUTEPUAMM OTHOCUTCS OYEBUOHOCTb
BHYTPUYTPOOHOW 3a1EPXKKN POCTa, OpraHoOMEeranus unm apyrue npusHaku
bonesHen HakonreHus, peTuHonaTua nnu aTpodus AUCKOB 3pUTESNIbHBIX HEPBOB,
MUKpoLedanusa npu poxxaeHnn, gokasaHHOE nepuHaTtanbHOe NoBpeXaeHue
Mo3ra, MeTaboriM4eckoro nnu gpyroro nNporpeccupyroLLero HEBPOIOrM4ecKoro
3aboneBaHusa, UMT n HenpouHdekunw.

Horga Habop KNMHNYECKNX NPU3HAKOB MNOMHOCTLIO HE COOTBETCTBYET
Kriaccu4eckomMy TedeHuto cuHapoma PeTTta. B nogobHbIX cnyvasax nx
KrnaccuuumpytoT NMbo Kak atTunnuyHble, NMMbo Kak HENOSHbIE POpMbl
3aborneBaHus cuHgpoma PeTTa, T.€. npu atom popme y 605IbHOro NPUCYTCTBYET
B6ONbLINHCTBO, HO HE BCE N3 HEODXOAUMBIX CUMATOMOB. PaHHU OedoT
aANMNenTUYECKMUX NPUCTYMNOB CYLLIECTBEHHOIO HE BIIUAET Ha TEYEHUE U NPOrHo3
bonesHu. lNposoantca HK-gnarHoctuka.KoHcyneTaums reHeTuka.
KomMmnbloTepHas U MarHUTHO-Pe30HaHCHS TOMOorpadusa He Aa€eT KIUHUYECKN
3Ha4YMMOMN OOMOSTHUTENBHOU MHPopMaummn o nopaxeHun LIHC npn cuHgpome
Petta.Bnoeo-O31 MOHUTOPUHI HEOOXoauM Ans AndoamnarHoCTUKN
AMUNENTUYECKUX N HE ANNNENTUYECKNX MAaPOKCU3MOB.



B omnarHocTn4eckom acrnekre Bcerga TPYAHO pa

MYyKononucaxapmaoosamu, Npu KOTOPbIX Hepepuq/l Noxo
CUMMTOMbI TUMa CTEPEOTUNNN B MOTOPUKE U YMCTBEHHO
HegopasBuTuA. Ha no3gHux ctaausax cuHapom Petrta
B andodepeHumaumm ¢ YMO pasHoro reHesa, AedEKT
NOCTNPUCTYMNHBLIMWN COCTOSAHUAMMN NPU UHAPAHTUIBH
(paHHen geTckoun 3r10Kka4eCTBEHHOU LLUN30MPEHUN).



Jleuenue
N3-3a reHeTHYeCKOM MPUYNHBI JaHHAS IMaTOJIOTHS HE JICUUTCS
paJMKaIbHO, HO IPUMCHSIOTCS CUMIITOMATHYSCKIE METOIBI JICUCHHS,
KOTOpBIC HAIIpaBJICHbI Ha YIYYIICHUE OOIIEro COCTOSIHUS NaIlUCHTKHU U
CIJIQXKMBAHHUE IIPU3HAKOB OOJIC3HH.

TpaguIIMOHHBIE AaHTUKOHBYJILCAHTHI, IPUMEHSIEMBIE JIJI YCTPAHEHUS
CYJIOpOT, UMEIOT HEOOJIbIITYI0 3 (PEKTUBHOCTD MPHU CUHApOME PeTTa, X0Ts
TaK)K€ MOT'YT ObITh BKJIFOUEHHI B ILIaH JICYCHHUS ITAlMEHTOK. MI3BeCTHO, 4TO
B JIMKBOPE 3a00JICBIINX ACTEH MOBBIIIACTCS YPOBEHb IIyTamara. IMEHHO
[IO3TOMY IIPEUMYILIECTBO CPEAU AHTUKOHBYJIBCAHTOB OTHACTCS
JlamoTpHIKUHY, KOTOPBIM OJIOKMPYET HIPOHUKHOBEHHUE B LICHTPAJIBHYIO
HEPBHYIO CUCTEMY ITyTamMara.



3ayacTyro 4eBOYKN C CMHAPOMOM PeTTa umetoT TpyaHOCTM C Habopom
Beca. OObIYHO Yy HMUX HEMJTOXOWN anneTuT, HO AePuUuUnT BeCa BOSHUKAET
n3-3a TPYQHOCTEMN C MPUHATMEM MULLN, CHUKEHHOW XKeBaTeNlbHOW
CNOCODOHOCTbLIO, CITOXXHOCTEN C MUTHLEM XUAKOCTU U NPOOSieM C
nedekaumen.

Taknm obpasom, nNpm NOCTPOEHNN paLMOHa NUTaHUA OETEN C
cuHapomom PeTTa ncnosb3yTca HeCcTaH4apTHbIE MPUHLNIBI: eCnu
pebEeHOK eCT HEYaACTO, TO NuLLa AOSTKHA ObITb MakCMMaribHO
KanopumHoW, B paLMoOH BBOOAT KalloOpUMHbIE HANUTKM (YacTo 3TO
cneymanm3npoBaHHOE NUTaHNE), yBenu4nBaeTcs noTpeodneHmne
NpOoAYKTOB, boraTbiX NonesHbiMu Xnpamm. ObLlasa KarnopumnHOCTb
CYTOYHOro paumoHa gormkHa bbiTb Ha 20% bornbLue, YeEM NPUHATA 3a
cTaHOapT ansa pedbeHka KOHKPETHOro Bo3pacrTa.



B nporpammy nedeHusi obsizatensHO BKAOYaoT
. 9TO obecneymBaeT noaaepkaHme ToHyca MblllL, NpeaoTBpaLlaeT

pa3BUTME CNACTUYHOCTU N KOHTPAaKTYp, cnocobcTByeT bonee AnUTENbEHOMY
COXpaHEeHUo ABUraTenbHOM akTUBHOCTHU (B TOM Yncne n xoabosbl). BorbHbIM €
cuHagpomom PeTTa nokasaHa . Cuntaetcs, 4To nogobHoe
riedeHne cnocobCTBYET COXPAHEHMIO KOHTAKTa C OKpY>KatoLmMM MUPOM U OKa3blBaET
yMepeHHoe ycnokamsarLlee gencreme [Joktop AHApeac PeTT cumTar, YTo TOSNbKO
MY3blKa MOXET NOMOYb PpeDEHKY B OOLLIEHUM C APYTMMIA NTIOABMM.

JeTtu c cuHgpomom PeTTa o4eHb XOPOLLO pearupyroT Ha KOHTaKT C
rnowagbMu - HEXXHble ABUXXEHUSA XXMBOTHLIX YCNOKanUBaKT UX, YMEHbLLAKOT
HanpsiKeHne, KOTOPOe BO3HUKAET B peayrisTaTte HECMOCOOHOCTU Bbipa3nuTb CBOU
4yyBCTBa.

Takke Takum geTsm nokasaHa pabota ¢ :
[IpoxoauTb KypcChbl B . Hanbonee nasectHole PeTT-
LeHTpbl pyHKUnMOHMpYOT B N3paunne (LleHTp cuHapoma PetTta, Ten Xawomep),
LLiBeunn (PeTT-ueHTp B OcTepcyH), CLUA (PeTT-ueHTp B XbIOCTOHE).



Curnbl MHOTUX YY€HbIX B HACTOSLLIEE BPEMS HAnNpaBreHbl Ha akTMBaLUIO
«MpaBUNbHOIO» reHa X-xpoMocombl. Pa3pabaTbiBaeTcs HanpaBrneHne NneYeHns
CTBOJOBbIMU KIleTkamn. Bo3MOKHO, YTO 3TO NO3BONUT NPEAOTBPaATUTL
nporpeccupoBaHne 3aboneBaHns. Tak, HanpumMmep, B SKCNEPUMEHTE Ha MbILLAX B
LLloTnaHaumM y4eHbIM yaanoch ¢ MOMOLLIbIO aKTUBaLMK ONpeaerieHHOro reHa
NMNKBUOMPOBATb CUMMTOMbI CMHAPOMa PeTTa y MbILLEN.

CtaTucTtuka nokasbIBaeT, YTO KEHLLUWHbI C CUHAPOMOM PeTTa MoryT NnpoXxuTth 40
n 6onee net. OCHOBHbIE NPUYMHBI NIETANLHOCTU: OCTaHOBKa cep/Lia, Cyaoporiu,
npoboaeHne CTEHKM Xenyaka, AMCAYHKLUS CTBOSA rOfIOBHOMO Mo3ra



Accouunaunsa cosgaHa B Lenax
COOEeNCTBUSA BbINMonHeHUo B Poccuun
nccnegoBaHnn rno npobnemam
ANarHoOCTUKU N peabunutaumm cmHapoma
=) 3 PeTTa; okazaHns MHPOPMAaLMOHHbIX U
' KOHCYNbTaTUBHbLIX YCNYr U NMOMOLL
7 CEMbSIM, B KOTOPbIX MPOXXMBAIOT NOAN C
2R cuHapomoM PeTTa, a Takke
- %L _‘q_\ yupexgeHnsam, CoaencTBYOLLIMM
/ ' MeOULIMHCKUM 1 negarormyeckum
Hay4YHbIM UCCNegoBaHUAM CUHAPOMA,
2 OKa3blBalOLLMM NMOMOLLb NOAAM C
COJNTHEYHBIN AHIE] CUMHAPOMOM PeTTa 1 X CeMbsM.



Takum obpasom, cmHapom Petta — 9TO Hensneymmasi Ha
CEroHSLLHNN OeHb reHeTn4Yeckas NnaTronorua nuu NPenMyLLIeCTBEHHO
XXEHCKOro nona, xapakrtepusyruiasdcsa nporpeccupyrowien yMmcTBeHHOU
OTCTanoCTblO, YTpaTOU LienieHanpaBneHHbIX ABUKEHNU U XOOLOBI.
[TossBNEHNEM CTEPEOTUNMHLIX HEKOHTPOSIUPYEMbBIX ABMKEHUN B PYKaX.
bone3Hb gaetT o cebe 3HaThL y)Ke B paHHEM BO3pacTe, ycyryonsasack co
BPEMEHEM.

[Toka He cylecTByeT a(PPEKTUBHOINO MeTOAA flle4YeHnsa cCMHapoma
PeTTa, ogHako B 9TOM HarnpaBsfieHUN akTUBHO BEAYTCH pPa3pabdoTKu, YTO
BCENAeT HageXxay Ha nsbasneHue oT 3Toro Heayra.
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