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Mapusn Tepeca @eppanoo JIYKAC
(Hcnanusn)

BBenenue

MiageH4ecTBO SBISETCS CaMbIM BasKHBIM IIEPHOZIOM YeJIOBEUECKOH kU3HU. B MitaneHnye-
CTBE 3aKJIaIbIBAIOTCS] OCHOBBI MOTOPHBIX U PEUEBHIX (DYHKIHIL, KOTOPBIE 3aTEM COCTaBAT 0azy
KOTHHTHBHBIX CIIOCOOHOCTEH; UX HapyIIeHHE CKaKeTCs Ha BCEH MOCIEAyIOIIeil KI3HU pe-
OeHka. B 3TOT mepuos NposBISIOTCS paHHHE CUMIITOMBI Pa3JIMYHBIX 3a00JIeBaHHH, KOTOPbIE
IIPY HEKOTOPBIX MATOJIOTUSX MOTYT OBITh SIBHBIMU, & B IPYTHX CIydasX e[Ba 3aMeTHBIMH. x
MOTYT HE 3aMETUTh MU CITyTaTh C MEHEe CEpPbe3HBIMU MPOOIeMaMHu, TOT/Ia TTO3HO ITOCTaB-
JICHHBIH JIMarHO3, KpOME JIPYTUX MOCIEICTBUH, TIOBJIEUET 3a CO00i OTCYTCTBHE HY)KHOM MO-
MOIIY ¥ 3aJIepPKKY Pa3BUTHS aJIeKBaTHOTO MOBEJCHUS Maj

YMCTBEHHas! OTCTaJIOCTh SIBIAETCS, BO3MOKHO, CAMBIM JPAaMaTHYHBIM JHATrHO30M, C KOTO-
PBIM CTaJKUBAIOTCS CEMBbH M NpodeccroHansl. 11 ceMei OH Hen30e)KHO 03HaYaeT KOHel| Mey-
taM. [Torao0uTCs MHOTO BpEMEHH U ITOZICPIKKA CIIEIIUAIMCTOB, YTOOBI CHOBA CMOTPETH B OyIIy-
miee ¢ Hazexoi. [lenaroruka crana OCHOBHBIM HAIpaBJICHHEM KOPPEKIIMOHHOM paboThI, T.K. OT
€€ a/IeKBaTHOCTH 3aBHCHT, HACKOJIBKO KaXKIbIi peOEHOK CMOXKET Pa3BUTh BCE CBOU CIIOCOOHOCTH.

IMpodeccronambHBIM MeIUKaM HEOOXOIMMO HCKaTh STHOJIOTHUECKYIO HPUUYHMHY pac-
CTpPOICTBA, HO 3a4acTylO0 NMPHYMHA OCTAETCS HEHAHICHHOW. DTO SMOLMOHAIBHO CIOKHBII
MOMEHT: HaJI0 IOCTABUTh ANATrHO3, KOTOPBIN Pa300beT ceple poauTese, HO HeT BO3MOXKHO-
CTH IPeIUIOKUTH dpdexTrBHOE JIedeHue. Taxke HEOOXOAUMO YUUTHIBATh, YTO €CIIH POJUTEIH
XOTAT JOOUTHCSI XOPOIIMX PE3YIBTaTOB, TO MpodeccHoHambl, KOTOpbIE PabOTaIOT B pa3iny-
HBIX TUCHHIUINHAX, JOJDKHBI COCTABIATh KOMaH/Y, TODKHBI OBITh CKOOPIMHUPOBAHBI, TOCTO-
SIHHO 0OMEHHBAaThCsI HH(OopManuel 1 ObITh aOCOMIOTHO PaBHBIMU M yBaxkaeMbIMU. [Ipenona-
BaTeITH, TIeIaroT 1, TICUXOJIOTH, JIOTOTIE/IBI, CTIEIIMAIUCTHI IO ICHXOMOTOPHKE, TEPATIEBTHI, (hH-
3MOTEPaIEBTh — BCEM UM NPHUJETCS IPUHUMATh B 3TOM Y4acTHe, U BCE OHH JOJKHBI YUUThI-
BaTh OCHOBHBIC XapaKTEPUCTUKH 3200 I€BaHUS U IPUIUHY HapyIICHHUH.

B MOMEHT pox1eHnst MO3T COIEPKUT KOHEUHOE KOJTMIECTBO HEMPOHOB. J|yist pa3BuTHs Mo3ra
HE00X0MMO, KpoMe Mpodero, (JopMHPOBAHHUE CHHAIICOB, TO €CTh (JOPMUPOBAHKE CTPYKTYp, He-
00XOMMBIX HEHpOHAM s COOOIIEH s APYT ¢ ApyroM. Ha pasBurtre Mo3ra BIMSIOT 1Ba acIieKTa:
TIePBBIN — FTeHETHYECKHI Oarak KaykKI0ro HHANBUIYYMa, Ha KOTOPBIH MBI, Ha CETOHAIIHHHI JICHb,
HE MOXXEM TIOBIIHATB; IPYrol — oOy4deHune, U 37eCh Mbl MOYKEM aKTHBHO y4acTBOBATh: OOydIeHUE
nipeamnonaraeT (GOpMUPOBAHIE HOBBIX CHHAIICOB; TAKMM 00pa3oM, TI0CPEICTBOM 00YICHHS MBI 3a-
CTaBJIsIeM HEHPOHBI yCTaHABIIMBATH HOBBIE CBS3H M 000TAIIATh LiepeOpaIbHbIC IETOYKH.

Ecmu Bo Bpemsi 6epeMEHHOCTH, POJOB WM B HEOHATANbHBIN mepuox (repBbie 28 mHeit
KHM3HH) UMEEeTCs MaToNorus (HEAOHOIIEHHOCTh, TPYAHBIE POJbI, ITATOJOTHH Y MaTepH, HEo-
HaTaJbHbIE HHPEKINH, CEPhE3HbIC MPOOIEMBI C BIXaHUEM) CUMTAETCS, YTO y peObeHKa nMe-
€TCsl BBICOKHIT PUCK Pa3BUTHS KaK (PM3UYECKUX HEOCTATKOB, TaK M MPOOIEM C KOTHUTUBHBI-
MU criocoOHocTsIMU. [Tocine BBIMUCKH U3 POAMIBHOTO JOMa OH JOJDKEH HAXOAUTHCS ITOZ Me-
JUITHCKIM U TICHXOJIOTUYECKUM HaOMIOACHNEM ISl PAHHETO BBISIBICHHS HapyIICHUH, €CIIH
OHHU nposBsTca. [Ipu XpoMocoMonaTUsaX HEKOTOpPbIEe U3 ITUX HapYLIEHUH OYeBUIHBI yXKe IPH
poxaeHun Onarozmapsi OYeHb KOHKpeTHOMY (usmueckoMy ¢enotumy. Tak MpOHCXOQUT, Ha-
npumMep, npu curapome JlayHa. J[pyrue MoxHO TO03peBaTh MO 3HAYUTETHHON THIIOTOHHUH B
HeOoHaTaJlbHbI| epuoz, Kak pu curapome Ipanepa-Buiiiy; HeKoTopsle, OIHAKO, HENb3s BbI-
SIBUTH B 9TOT MOMEHT, HO UX II€PBBIC CHMIITOMBI HAYWHAIOT IPOSIBIISITHCS B IIEPBBIE MECSIIBI 1
ToJbI B hOpMeE 3aJIeP>KKU PA3BUTHS U PACCTPOICTB MOBEICHUS.

! Omyb6mukosano B Ne 4, 2004 r., C. 2-21.
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HeB03MOXHO B OJIHOI! CTaThe MOAPOOHO paccka3aTb 000 BCEX IMATONOTUSX, KOTOPBIE MO-
T'yT CTaTh IPUYMHAMU YMCTBEHHOH OTCTaNOCTH. BBIOpaTh 0HY — yI00HO, YTOOBI HCTIOIB30-
BaTh €¢ B KAUeCTBE MOJICIIM M [TOKA3aTh, KaK TeHETHYECKasl aToIoTHs, 00yCIaBINBaIOIIas 3a-
GOHCBaHI/le, MOXET UMETH Pa3JINIHBIC 6PIOJ'IOFI/I'~I€CKI/IG U KOTHUTHUBHBIC IIPOSIBJICHUS, a TAKXKE
MIPOAHAIN3MPOBATh HEOOXOAUMBIE IEHCTBHS CHELUATNCTOB.

Cungpom X-¢parmmsaoit xpomocomsl (CXDX) — 3a0oneBaHHe T'€HETHYECKOTO IIPO-
HCXOX/ICHUsI, OCHOBHBIM KJIMHUYECKHM IPOSIBICHHEM KOTOPOTO SIBIISIETCSI YMCTBEHHAs! OT-
CTaJIOCTh, @ MPUYMHON — 3KCIAHCUS TPUILIETA, 0OPa30BaHHOTO HHUTOT€HHBIMH OCHOBAHUSI-
mu JJHK twmrosun-ryanus-ryanua (LII'T) B pesymsrare nesakruBanmu reHa FRM1 u3-3a
X-¢parnneHocTH.

[To mupoBeiM onenkam, 1 u3 kaxabix 4000 myxuns u 1 u3 kaxasx 6000 KeHIuH no-
pakeHsl >TUM 3aboseBanreM. KonndecTBo HocuTenel oreHnBaercs kak 1 Ha 260 yKeHIIMH
n 1 Ha 800 my>xumH [1, 2]. OTn mudps! NpUMEHUTENHHO K VcaHuy OKa3bIBaIoT, YTO CyIIe-
ctByeT okoj10 10.000 6onbHbIX 1 100.000 HOCHTENEH, X0Ts B McaHuu HET JaHHBIX OTHOCH-
TEJNBHO 00IIero Konu4ecTBa ciryyaes [3]. B Hamield ctpane camast oOmumpHas SHIEMHOJIOTH-
geckas paboTa ObUTa poBeAeHa rpynmoi gokropa Apruraca (r. Cabagens) 1o pesyinsrataM
JNaHHbIX 0 106 meTsIX, CTPafaloIiX JaHHBIM CHHIPOMOM, B COTPYAHUYECTBE C PA3IHMYHBIMU
Accounanusimu CXDX [4].

Cunzpom BriepBbie ObuT ormucad B 1943 rony Maptusom u bemom [5]. OH nposiBiseTcst
crenuduuecKuMy GU3MIECKIM H II0OBEAECHUECKAM (DCHOTHIIAMH, a TaK)Ke HEKOTOPBIMHU Opra-
HUYECKUMHU HapylleHUsAMH [6]. CBA3b C LUTOTCHETUUECKUM HapylLIeHHEeM Oblla OTKPBITA B
1969 rony JIyGcom, KOTOPBIH, MPUMEHS KyIbTYphI TUM(OLUTOB B cpeze, OenHoi (omueBoit
KHCIIOTOH, 00HApYXWII (parmiIbHOCTh XpoMocoMbl X B Jokyce q27.3 [7]. B 1977 rony 1lla-
3epJICH OITyOJIMKOBAJ PE3yJIbTaThl UCCIICOBAaHUH, IIOKa3bIBAIOLIME, YTO TPOSBICHHE (pa-
THJIBHOTO MECTa 3aBHCHUT OT cpelbl KyasTypsl [8]. B 1991 roxy Bepkepom Obu1 onvica mpoy-
HBI MOJNIEKYISIpHBIN nedekT B u3meHeHnu reaa FMR 1, konupytomiero nporernH FMRP, koto-
PBIil y GONBHBIX CHIIBHO TTOHMDKEH WM OTCYTCTBYET [9]. DTOT IpOTEenH HrpaeT 0CHOBOIIONA-
TaloILyI0 POJIb B Pa3BUTUH PA3JIMYHBIX TKAHEH, IPEXIE BCETO, AMUEK U Mo3ra. dusnueckui
(heHOTHIT IPOSBIISETCS Y MATBIUKOB C IIOJTHOW MyTalel, HO Hy»KHO HMETh B BHY, 9TO JI0 110-
JIOBOTO CO3PEBAHMSI MOXKET OCTABAThCS HE3aMEUCHHBIM H JIayKe HE MPOSBIISTHCS, HECMOTPS Ha
nonuyto mytanuro (10-20 % ciyuaes). Y neBouek pusnueckuii (GeHOTHIT MPOSBIETCS Cl1abo
U OTCYTCTBYET IIPH NPEeMyTalu. DTO IEPBOE, YTO HANO 3aHOMHUTH: HU3NUECKUH (PEHOTHUII
CX®X MokeT HaBOAUTH Ha MBICIIb O JUATHO3€, HO €r0 OTCYTCTBHE HUKOT/IA €T0 He HCKIIIoua-
eT. C pyroii CTOPOHEI, MMesl B BUY, YTO PaHHUE CHMIITOMBI IIPOSIBIISTIOTCSL B PACCTPONCTBAX
MOTOPHOTO Pa3BUTH, PeUX U MoBeneHus, sonpoc o CXDX nomkeH paccMaTpuBaThbCs AT
Ka)XJI0TO peOeHKa, KOTOPHII MOCETHIT KIIMHUKY C TOZOOHBIMH Kalo0aMu.

I'eHeTH4YecKHE OCHOBBI

I'en FMRI1 (Fragil X Mental Retardation), Haxomsimutics B Jlokyce Xq27.3, COCTOUT U3 TI0-
Bropenuii Tpumiera LII'T (IMTO3MH-TYaHUH-TyaHHH); Y 300POBBIX Jrozeit ot 5 go 50-60 xommit
3TOro TpuIiera. DKcnancus Tpuiuiera oT 60 10 200 mOBTOpeHUH BBI3BIBAET COCTOSHHE NIPEMY-
tanuy. Eciu aTux nosropenuil cebie 200, Mbl HaXOAUMCS Ha TPaHU MOJHOM MyTaluu; IOJI-
Hasl MyTalys BIEYET 32 COO0H THIEPMETHINPOBAHNE AMHHOKHCIIOT, KOTOPOE, BO-IIEPBBIX, TOP-
Mo3urt nposieieHne rena FMR1 n, Bo-BTopsIX, He faeT Gpopmuposarses npotenny FMRP, u ve-
XBaTKa 3TOTO MPOTEHHA — TOCIISHSS IPHINHA KIIMHIIECKHX NposBIeHuH cuuapoma [10, 11].

Tpumuier odeHb HeCTaOMIEH W UMEET TEHJCHIUIO PACTIPOCTPAHSITELCS, TO €CTh YBEIHUH-
BaTh pa3Mep OT OHOTO MOKOJICHUS K CIIEAYIOIIEMY; 3TO BiedeT 3a co0oil To, YTO HOCHUTENb
(cocTostHME TIpeMyTaIiiM) MOXET AaTh MOTOMCTBO C IOJHON MyTarueil — GOIBHBIX CHHIPO-
MoM X-(paruiIbHOH XPOMOCOMBI.

B 1985 roxy Illepman ycTaHOBHII, UTO Y HACIENOBaHUs CHHAPOMa X-(paruibHoi XpoMoco-
MBI €CTh HEKOTOpPBIE 0COOCHHOCTH, KOTOPBIE OOBEAMHSIOTCS B TO, UYTO M3BECTHO Kak «[lapamoke
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[Hepmanay» [12], 1 KOTOpbIE MOKHO CBECTH K CIIEAYIOIIEMY: PUCK UMETh IIOTOMCTBO C CHHJPO-
MoM X-(pparmibHON XPOMOCOMBI 3aBHCHT OT I0JIa ¥ (PEHOTUIIA POAUTENI-HOCHUTEIIST; IPUMEPHO
20 % My>X4HH-HOCUTETIEH HE MIMEIOT HUKAKUX CHMIITOMOB; 3HAUHTEIBHOE KOTUUECTBO KEHIIHH-
HOCHTeJIeH IMEIOT KaKHe-JIM00 YMCTBEHHBIE POOJIEMBI; HeJIb3s IPE/ICKa3aTh HOBBIE MyTAIlUH; 1
BCE MaTepH OOJIBHBIX MAIBINKOB SBISFOTCS HocuTesimu. B 1991 romy oOHapyskeHne MyTarmn u
HecrabuwipHocTH Tpuruieta LII'T nossommno o6bsacauts napanokc llepmana [13].

Takum 006pa3oM, eciii MaTh SABISETCSI HOCUTENEM, OHA MOXKET TIepe/iaTh 3a00IeBaHNe KaK
CBOMM CBIHOBBSIM, TaK H JI0YEPSIM: MaThb-HOCHTEIb MOJKET HMETh 3[J0POBBIX CHIHOBEH 1 JJ0Ue-
peit, ecu nepeiaeT UM HEMOPaXKEeHHBIH ajiielb, i OONbHBIX, €CIH EPEAET UM aJlIelb, Opa-
JKeHHBIH X-(pparuiabHOCThI0. B ciryyae ecnu Hocutens — otel, Bce godepu OyayT HOCHTENs-
MH, Tak Kak X, OTy4aeMbIi OT OTIIa, HOPa)KeH, TOTa KaK CBIHOBBS, KOTOPHIE TIOIYJaioT Y, He
OymyT cTpanaTh 3aboneBanueM. Jlodyepy My »KUnH-HOCHTENEH 00BIYHO HE UMEIOT YMCTBEHHBIX
MOpaKeHUH; ToYepH keHIMH-HocuTeneil B 30 % cilyyaeB MMEIOT PHCK 3a00JIETh CUHIPO-
MOM. DTH 3HAHMS BaKHBI IPH IUITAHUPOBAHUH IOTOMCTBA AJIS JIIOAeH-HOCUTENEH, Tak KaK Co-
BPEMEHHBIE TEXHOJIOTUH JAI0T BO3MOXKHOCTh KaK MIPEUMIUIAHTAIlMOHHON THarHOCTHKH, TaK U
BEIOOpA IT0JTA, YTO MOXET N3MEHHTH PEIICHNE OTKAa3aThCs OT POXKACHHSI COOCTBEHHBIX JIETEH.

KinHn4yeckHe aceKThl

XOTs1 CaMBIM TSKEJIBIM POABJIICHUEM CUHAPOMA ABJIACTCA YMCTBCHHAsA OTCTAJIOCTh, BO-
BIICUCHHBIMH OKA3BIBAIOTCS PA3JIMIHBIE CHCTEMBI OpPraHU3Ma, U II03TOMY KIMHUYECKasi CHM-
MITOMaTHKA JOCTATOYHO pazHooOpasHa [ 14—19]. leduur npoTenHa mopaxkxaeT COSTUHUTEIb-
HYIO TKaHb, TUCIUIa3HsI KOTOPOIl JIOKHUT B OCHOBE (PM3UYECKOro ()eHOTHIA U OTOPHHOJIAPUH-
TOJIOTUYECKHX, O TAITEMOIIOTHYECKIX, KOCTHO-CYCTaBHBIX U KapAHOJIOTHIECKUX HapyIIeHUH
y 3THX TNauueHToB. ITopakeHne 3HIOKPUHHOW CHCTEMbI IPOBOLUPYET TOPMOHAIIBHBIE JHC-
(YHKLIUH, KOTOPBIE CKa3bIBAIOTCSI HA POCTE U PEMPOLYKTHBHOI CHCTEME.

Tabnuma 1 moMoraer HaM CHCTEMaTH3UPOBATh TPOSIBIEHHSI, HanOoJIee IHPOKO OMHCaH-
HbIE B JINTEPATYPE, 38 NCKIFOUCHUEM HEBPOJIIOTNYECKUX NPOSIBICHUH, IPUBEICHHBIX B TabJIH-
e 2. B Tabnuue 3 cucteMaTn3upyeTcs KOTHUTHBHO-TIOBEICHYECKUI (PeHOTHII.

Tabruya 1
Kiununyeckue nposiieHusi cunapoma X-gparujibHoil
XPOMOCOMBI, 3aTPArHBalOLINe PA3JIUYHbIC IIOPA’KEHHbIE CUCTEMbI OPTraHOB

* BrITAHyTOE NM1LIO

* BricTymnaromue mog6opoiok U yum
* Makpouedanus

* Makpoopxusm

Duznyeckuilt PeHoTHIT

OTopuHOIapUHTIOJOrHYeckne HapymeHus |+ CpenHuii OTUT

» Kocornasue

Odranbmonornyeckue HapymeHus « Hapymenns pedpaxiuu

* CBepxpacTsXKHUMOCTb CyCTaBOB

KocTHo-cycTaBHbBIe HApYLIEHUS
» IImockocromme

* Pacmmpenue aoptsl

Kapaunonoruueckue HapyumeHnus
* [lponarc MUTpaJIBHOTO KIIalaHa

* YckopeHHOE IpUOaBIIeHHE POCTa U Beca
¢ VBeIMUYEHHE TUYCK

IHIOKPUHHbIE HAPYLIEHUS * OxupeHue

« PanHnee nonoBoe co3peBanue

¢ Pannuii kmumakc

Ousnyecknii PEHOTHII, MPU3HAKK KOTOPOTO MPHUBEACHBI B TAOIHUIIE, OMKUCHIBACTCS YaIle
Bcero. Tem He MeHee, HAIO MMOMHHTE, 9YTO OKOJIO 20 % OOJBHBIX MOTYT €r0 HE UMETh, a y
OOJNBHBIX JKEHILH OH MOXKET OBITh He3aMeTeH. Berpeuarorest u apyrue gpusmueckue mposiB-
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JICHUSI: BBICTYHAIOIINH JI00, y3KUH pa3pe3 Iiia3, SIHMKaHT, KOCOIIa3ue, IPOTHATH3M, CTPEIb-
4yaToe HeOOo, HeNPaBIIBHBIN NPUKYC W €AUHCTBEHHAS JIQJOHHAS CKJIA/KA, a TAKKe TOHKAs U
HEYKHas KOXKa C yMEHbIIIEHHEM BOJIOKOH 3J1acTHHA. Takxe ObUIM ONMUCAaHBI KOCoIIasue, Onu-
30pyKOCTb M ACTUIMaTU3M.

[NoBTopstromuecss OTUTHI CBA3BIBAIOT C IUIOXOH IPOXOMMMOCTBIO €BCTAXHEBOH TPyOBI
BCJIE/ICTBUE BBITIPSIMIICHHS €€ M3rH0a 13-3a XapaKTePUCTHUK JIMIA U Heba.

BsiocTs cycTaBOB M THIIOTOHMS — YaCTO BCTPEUArOIUECs SBICHUs, IPUBOAIIUE K OPTO-
MeJMIecKuM NpoOiIeMaM y MHOTHX OONBHBIX. XOTS YHOMSHYTHIE CEpAeYHBIC HApyIICHHS
yalie BCTPeyaroTcs Y B3pOCIIbIX, OHU TaKXKe ONUCAHBI y AeTeil, crpanatomux CXPX.

OHIOKpPHUHHBIE HApyIIEHHUs CBSI3aHBI ¢ AUCYHKIHEH rumoranramyca. Hecmorps Ha To,
YTO MpHOABIEHNE BEca U POCTA KaXyTCs YCKOPEHHBIMH 10 MOIPOCTKOBOTO BO3pacTa, BIIO-
CJIEACTBUM OHO MOXKET IIPUOCTAHOBUTHCSA, U OTH IIOKA3aTEIU OKAXKYTCS MEHBILIUMU, YEM Y
OOJBITMHCTBA HACSIICHNSL.

Beicokuit poct ¥ Makpouedanus, KOTopas sSBISETCS elle OJHOH XapaKTepPUCTUKOH CHH-
JpoMa, MOTYT JaTh (PeHOTHIIBI, HartoMHuHaomue cuaapoM Cortoca; npyroit GeHoTHIl, KOoTo-
PBIil MOXKET NIPUCYTCTBOBATH Yy AeTel ¢ X-(pparuibHON XpOMOCOMOM, CONIOCTABUM C CHHIPO-
moM [Ipanepa-Bum (oxupeHue, rUIOroHaan3M, MajleHbKUE PYKH W HOTH, rumepdarus).
Takum obpazom, ecTb aBa (heHOTHIA, GONIee BCEro HATOMHUHAOMINE IPYTHe CHHAPOMBI, IIPH
KOTOPBIX MBI JOJDKHBI IIPOBOIUTE AU (GepeHInaIbHyI0 JUarHOCTHKY, TIATeIbHO OLCHNUBAs
JTaHHBIE KIIMHUYECKOM HCTOPUU U CChIJIAasACh Ha COOTBETCTBYIOIIEE FeHETHYECKOE UCCIIeI0Ba-
HHE, €CJIU TAKOBOE IPOBOAUIIOCH.

VYBenuuenne pa3Mepa sIMIeK He MPOSBIseTCs 10 §-9 JeT M MOXKET OBITh HE3aMETHBIM JI0
HACTYIUICHUS TIOJIOBOHM 3pEIOCTH. DTO OOBSICHIETCS YBEIHYSHHEM CTUMYJSIIUH BBHIPAaOOTKH
TOHAJOTPOIIOB.

Y GONBHBIX KCHIIWH MOXKET HaOIIOHAaThCA paHHEE MOJIOBOE CO3PEBaHME, HO Hanboee
3HAYUTEIBHON SHIOKPUHHONW AUCQYHKIMEH y *KEHIIMH IIPU NMPEMyTAIHHN SBISIETCS paHHEe
IIpeKpaleHne GyHKIMOHNPOBAHHUS SUYHHKOB C PAaHHUM KJIMMaKcoM, 1o 40 iet. 3To ciexyer
Y4YHUTHIBATH KaK B CBA3U C paHHUMU O6LLII/IMPI OpraHM4€CKUMHU NOCJIIEACTBUAMM KIMMAKCa, TaK
1 TIpU TJTAaHUPOBAHHUH TTOTOMCTBA, TaK KaK €ro CIeAyeT MIIaHUPOBaTh A0 35 JeT.

Hesponorudeckue nposiBICHHS TaKXKe MHOTOUNCIICHHBI, HO HEOOXOAMMO JIeNIaTh yTOYHE-
HUS B 3aBUCHMOCTHU OT COCTOSIHUSI IOJIHOW MyTalluy, IpeMyTalluy U I0Ja.

YmcrBeHHas orctanocts (YO), Tak e Kak U ayTH3M, SBISETCS CaMbIM JIpaMaTUUHBIM
MIPOSIBIICHUEM CHHIPOMA. YMCTBEHHON OTCTalOCTBIO CTPAmaloT BCce OONbHBIE MY)KUYMHBI H
oxoi10 70 % >xeHImuH ¢ moaHoH MyTanmei. YO He 00HapyKUBaeTCs MPH MPEMYTALUIX, XOTS
B 9THX CIIy4asx ObUIM ONHCaHBI Ipyrue Heliporcuxonorndeckue paccrpoiictsa (HIIP), rakue
Kak 0oJiee HM3KHE, YeM y OOJIbLIMHCTBA HACEJICHHs, CIIOCOOHOCTH K CUETY, YTCHUIO U TIHCHMY,
MOZIaBJICHHOE COCTOSIHUE W 3MOIMOHAIBHAS HECTAOMIBHOCTD y KEHIIWH; HEJABHO OOHApYy-
JKEHHas y MyXX4HH C IpeMyTanuel aTpodust Mo3KedKa, BEI3BIBAIONIast TPEMOp, OTepIo pado-
yuX (QYHKIOUI U TSDKENIoe HapyIIeHHe maMsaTH (cM. Ta0i. 4). DTH sSBICHUS CBS3BIBAIOT C JUIH-
TEJIbHBIMU MTOBPEXICHUSIMH HEPBHON CUCTEMBI B CBSI3H C yMepeHHbIM Aeduuurom FMRP.

Xots HIIP, xoTopoe OnuCHIBaOT Yalle BCEro, — CHHAPOM THIIEPAKTHBHOCTH H AC(UIIH-
Ta BHUMAaHU, JByMs CAMBIMH PAaHHUMH KINHUYECKIMH IIPU3HAKAMH SIBIIOTCS OTCTaBaHUE B
o0y4eHnH X0Ab0e U pedn. DTO 3HAYNT, YTO IIOJ03PEBATh HATMYKNE CHHIPOMA U IIPEAIPHHAT
IIary AJsl IOCTaHOBKU IMarHo3a MOXKHO yKe B paHHeM Bo3pacTe. HecmoTps Ha To, uTo naes
0 MaTOJIOTHH, IUATHOCTHPYEMOH He IO KOHIIA, YaCTO BCTPEUYAETCS B IUTEPATYPE, TAKIKE BEP-
HO, 9TO CPEAHUH BO3pAcT JHATHOCTHPOBaHMS yMeHbIIaeTcs: ¢ 20-tu siet B 70-x romax 1o 3-x
JIET B HACTOSILEE BPEMSL.

PaccTpotiicTBa peun mopaxaroT Bce ee KOMIOHEHTHI ((DOHOIOTHIO, CHHTAKCHC, IparMaTH-
YEeCKyI0 U CEMAHTHYECKYIO CTOPOHBI, a TAKXKE aCIEKThl MOHUMaHusA). VX mposBieHHe MMe-
eT Heckojbko creneHell Txectu. Tak y 4 % aereil, uccinenoBaHHbIX B Mcnanuu, He pa3Bu-
J1ach yCTHas pedb.
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Tabnuya 2
HespoJioruueckue nposiBjieHus1 CHHApPoMa X-(pparuibHoil XpoMocoMbl

YMCTBEHHAsI 0TCTAJIOCTh Pa3iinyHble cTeNeHn BBIPA’KEHHOCTH

* MoropHble

Hapymenusi pa3Butust
pyme pas ¢ PeucBrle

+ I'unepakTHBHOCTH U Je)UINT BHUMAHUS
PaccrpoiicTBa noseaeHust * UpesmepHas poOOCTh
* Aytusm

* becconnuma

PaccrpoiicTBa cHa
ccTpoiic c « Xpan

* DNUIENTHYECKUE MIPUITATKN
Snuiencus * OmmrentudopmHas akTHBHOCTE B O0T
0e3 CyIOpPOXKHBIX ITPUIIATIKOB

* VYMeHbIIECHHE YePBs MO3KEUKA
* VYBenuyeHHe XBOCTATOIO sjipa, TajsaMmyca
¥ TUIIIOKaMIIa

CTpYKTYpHO-aHATOMHYECKHE H3MEHEeHUs
Mo3ra

PacctpoiicTBa ceHCOpHOI MHTETpal TPUBOMAAT K MOMYYECHHUIO HEMPABUIBHON MHpOpPMa-
LUK Yepe3 OpraHbl YyBCTB U K HENPABWIBHOI €e MHTepPIPETALH; CEHCOPHBIE CTHUMYIIbI,
TaK e Kak ¥ aQ(eKTUBHbBIEC MIPOSBICHUS, MOTYT BOCIIPHHUMATBCSA C TAKOH CHIIOH, 9TO OHU
CTAHOBSITCS] HENPHUSATHBIMH M HHTEPIPETHPYIOTCS KAK arpeccHsi, 4TO MOXKET JIeXKaTh B OCHO-
B€ MOBEIEHUECKOTo ()eHOTHMIA. DTO MPOSABIAETCS CIECAYIOIMMH MPU3HAKAMH, KOTOPHIEC B
yOBIBaroNeM mopsiike ObUIM OIMHMCaHbl Yy YIOMSHYTOM IpymIbl ucnanckux aereit ¢ CXOX:
mpo0ieMsl ¢ BHIMaHHUEM; B3MaXu PyKaMH; THIEPaKTHBHOCTh; UyBCTBO IOJABICHHOCTH B
TOJIIe; POOOCTh; MOAABICHHOCTh IIPH IIyMe; HEKOHTAKTHOCTH;, HHU3Kas KOMMYHHKaOelb-
HOCTB; yIPSIMCTBO; CTEPEOTHITHOE ITOKYCHIBAHUE PYK; HAaBA3UMBBIC UACH; MyTH3M; IIOXOH
BH3YaJIbHBIA KOHTAKT (CM. Tab. 3).

BecconHmiy CBSI3BIBAIOT C HU3KUM YPOBHEM CEPOTOHMHA M €0 BIMSHHEM Ha BHIPA0OT-
Ky MeJIaTOHMHA — TOPMOHA, PEryJIHPYIOIIEro MHUKJIBI COH — 00ApCTBOBaHUE. Xpall sIBISCT-
Csl CIIEACTBHEM T'HIIOTOHHH POTOIIOTOYHON MYCKYJIaTyphl; BO3MOXKHO, 9YTO HEAOCTATOUHAS
OKCHUTEHH3aLysl U3-32 YaCTUYHOTO HAPYLICHUS JBIXaHHs YCYTyOlIseT paccTpoUCTBa BHUMA-
HUSI U TIOBEJCHUSI.

OrnucaHbl pacCTPOUCTBA GHOIEKTPHUECKON aKTUBHOCTH Mo3ra y neteit ¢ CXDX u BbI-
COKHH PHUCK PAa3BHUTHS SMUIETITHIECKUX MIPUCTYIOB. DTO MOTYT OBITH MIPOCTHIEC MapIHalIb-
HBIE, CIOKHBIC MapUHANbHBIE WM TeHepPaJU30BaHHBIC IPHUIIAIKH, KOTOPbIE Pa3BHBAIOTCS
MoJ00HO AOOPOKAYECTBEHHOW AMHIICTICHH.

B nmocnenHue roasl pa3BuTHE HEHPOKAPTUPOBAHHS 1AJI0 BOBMOXXHOCTh HOJIyYUTh 00b-
eKTHBHBIE ITAaHHBIE O MOP(OJIOTMIECKHX LepeOpanbHBIX H3MEHEHHSAX; OCOOBIH HMHTEpec
MIPEACTABISIOT JaHHBIE 00 M3MeHEeHUH Mo3kedka [20], KOTOpBIH, NMO-BUAMMOMY, MMEET
OopIIOe 3HAUEHHE U1 KOTHUTUBHOTO pa3BuTHs [21, 22].

Hecwmotps Ha mporpecc, JOCTUTHYTHIH B M3yYeHHUH 3a00JIEBaHMUs, y IEBOYEK €ro pei-
KO ylaeTcs AUAarHOCTHUPOBATh C MIEPBOTO Pa3a, XOTA U Y HUX HAONIONAIOTCS MOBEICHUECKHE
aCIIeKThI, XapaKTEePHBIE JJIsl TOM IaToJoruu. B OOJBIIMHCTBE CilyyaeB y HUX OHO JHArHO-
CTHpYeTCs IPHU 3aJepkKKe Pa3BUTHA (KaK paHbIIE MPOUCXOAMIO C MATBUMKAMU) HIIH, €CIH
JIMarHo3 NOCTaBlIeH OpaTy, B X0fie IPOBOANMOTro 00CIIeJOBaHNs CEMbH. JTa peaJbHOCTh Ha-
mIei mpogeCCHOHANBHON NesITeTIbHOCTH OTpaXkeHa B TuTeparype [22 a, 22 b], kak u HacTo-
ATEIbHAsA pEKOMEHAalus IPOBEACHU A paHHeﬁ JAWArHOCTHUKH Y NE€BOYCK.
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Wzyyenne npossienuil cuHapoma X-(paruiabHOW XpPOMOCOMBI y JKEHIIMH IPOBOIM-
JI0Ch 110 OOJIbIICH YacTH Ha B3POCIbIX, M ObUIa OIKMCaHA HEHPOIICHXOJIOrHYECKas MOJEIb,
BKJIIOYAIOIIass KOTHUTUBHBIC, SMOLIMOHAIBHEBIC, COIMANBHBIC U ITOBEJCHIECKHE OTKIIOHE-
Hust. [IpuMepHO y NONOBHHEI GOJIBHBIX YPOBEHb HHTEIEKTYaIbHOTO PAa3BUTHS OTpaHHUYCH
nnu orctaeT. Ho maxe B Tex cilydasx, KOIJa MHTEIUIEKTyalbHbIH ypOBEHb COOTBETCTBY-
€T HOpMe, HaOMIONaloTCs TPYAHOCTH B M3YyYCHHUH MATEMAaTHUKH, PAacCeIHHOE BHHMAaHHE U
HapyLIeHUs UCTIOMHUTENbHBIX QyHKIU. PoOOCTE M TIOBeIeHNEe «YKIOHEHHUS» OIHMCAHBI B
HIKOJBHOM BO3PAcTe; B MOCIEHEE BPEMs BEChMa BBICOK HHTEPEC K U3YUEHHIO TPACKTOPHH
9BOJIONUH OOJIFHBIX AE€BOYEK C MOJIHOI MyTalueil, HadYMHAs ¢ PAaHHETO JeTCTBA.

Y MaJBYMKOB 3TOH BO3PAcTHON KaTETOPHH IIOJJO3PUTENBLHBIMH IPH3HAKAMH SBIISIOT-
Csl OTCTAaBaHUS B PEYM, TMIICPAKTHUBHOE IOBEACHHE, ACHULUT BHUMAHMSA, CTEPEOTHIIHH,
BCIBIIIKY THEBA; Y AEBOYEK — OTCTaBaHUE B pa3BUTHU. Kpome TOro, OmucaH BBICOKUIT IIPo-
neHT BerpedaeMoctn CXMDX y neBodek ¢ oTcTaBaHUSIMHU pedn. Takxke yaanocs 0OHapyKUTb
3MOLMOHAJbHbBIE U MTOBEJCHUYECKHE PAacCTPONCTBA B paHHEM Bo3pacTte, B 2—3 roga. Kpome
paccTpoiicTBa pedn, OCTaIbHBIE XapaKTePHCTUKH MOBEACHUECKOTO U (usndeckoro deHo-
THIA, XapaKTepHbIEe JJIsI MAIBIUKOB, Y JI€BOYEK HE ONMHUCAHEL. B IIKOIBHOM M MOAPOCTKO-
BOM BO3pacTe KOTHMUTHBHBII NPOQMIb, O-BUAUMOMY, IOJOOCH ONUCAHHOMY Y B3pOCIIbIX.
ITo cpaBHEHHMIO ¢ OOTBHBIMU MaIBIMKAMH, Cpeau KOTOphIX ¥ 80 % HabmiomaeTcst HegocTa-
TOYHOE YMCTBEHHOE pa3BHTHE, Y MOJOBHHBEI OONBHBIX JIEBOUEK WHTEIIEKTYalbHBIH ypo-
BEHb HE CHIDKEH, @ Y OCTAJIbHBIX OH KOJIEOJIEeTCsl OT OTPaHHUEHHOTO JI0 yMCTBEHHOI oTCTa-
JIOCTH Pa3INYHOMN CTETICHH.

C TOYKHM 3peHHs IMOBEIEHUs, B ’TOM BO3pacTe BEISBICHBI HAPYIICHUS ayTHCTUIECKOTO
CIIEKTpa M KJIMHHUKA Ae(hHIMTa BHUMAHHUS C TUIIEPAKTUBHOCTBIO. TeM He MeHee, Hanboiiee
94acTO YIIOMHUHAEMBbIE U SIBHO BBIPQ)KCHHBIE OTKJIOHEHUS! — UMITYIbCHBHOCTD M OTCYTCTBHE
BHUMaHUsI, BCTPEYAIOTCsl HAMHOTO Yallle, YeM TUIIePaKTUBHOCTh. ONMCaHHbIE B JINTEPaTy-
pe 6ecIOKONCTBO U JETIpeCCHsl ABIAIOTCS CIIOPHBIMH, XOTS POOOCTh U NMOBEJCHUE «yKJIOHE-
HUS» MOTYT OBITh UX NMPOSIBICHUSIMH.

Pabotb1, HanpaBIIeHHBIE HAa U3y4YeHHEe 0COOCHHOCTEH Pa3BUTHS B pAaHHEM JETCTBE Yy Je-
BOYEK, IPOBOJISITCS PEIKO, HEOOXOAMMBI O0JIee IIUPOKKE HcclieoBaHu. MMeronuecs naH-
HBI€ YKa3bIBAIOT Ha HEOOXOJMMOCTD CIEIHAIbHOTO 00Y4EHHS B COOTBETCTBUH C UX KOTHH-
THUBHBIMH CJIO)KHOCTSIMH, HO HE MEHEe BaXKHBIMU SIBJISIOTCS] UMEIOIINECS AIMOLMOHAIBHBIE
paccTpoiicTsa.

Tabruya 3
Kiannnveckue 1 KOTHUTHBHBIE aCTIEKThI MPH MPEMYTAIUAX

* Omuyeckuil PEHOTUT OTCYTCTBYET

* HopMmasbHbIil HHTEIEKT

* B HEKOTOPBIX CIy4Jasx Ha IIECTOM AECATUICTHH KU3HH:
My:K4YUHBI 1. Atpodust MoKeuKa

2. Tpemop

3. PaccTpoiicTBO mamsiTi

4. HapymieHre UCTIOMHUTEIBHBIX (PyHKINH

» Ousnueckuit PEHOTUIT OTCYTCTBYET
* HopManbHbIi MHTENIEKT
* B HEKOTOpBIX Cllyyasx BCTPEYarOTCsL:
7KeHIMHBI — CJIOKHOCTH B CUETE
— conuanabHOe OECIIOKOHCTBO
— 3MOIMOHATbHAS JTaOUIBbHOCTD
* Pannnii kmmakc n3-3a HapynIeHus paboTHI THYHUKOB
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Tabnuya 4

KoruntuBHo-noBeneHueckuii peHorun cunapoma X-gpparuaibHoii XpoMOCOMbI

KornutusHo-
noBeaeHYeCKHit
¢eHOTHNI CHHIPOMA B
JeTCKOi Bo3pacTe

» HenmocrarouHoe yMCTBEHHOE pa3BUTHE
* 3agepxka GOPMUPOBAHHS HABBIKOB XOIBOBI U peUH

SIBHBIM HapyIIEHHEM IparMaTHKH
* [IpoGnemMbl BHUMaHUS

* CrepeoTHITHOE pa3MaxHBaHHE PyKaMHU
* ['UnepakTHBHOCTH

* PobGocts

* Bos3HB TONIEI

* Bboszub myma

* OTKa3 OT ONpeIeIEHHBIX CTPYKTYP

» CormuanbpHOe OECIIOKOHCTBO

* VrpsmcTBO

* CusbHbIE BCIBIIIKY THEBA

» Hass3uuskie niaen

* Mytusm

* [Dioxoii r1a3HON KOHTAKT

* DMOI[MOHAIbHAS HECTAOMIBHOCTD

* PaccTpoiicTBO peueBoro pa3BUTHS Pa3IMYHON CEMUOJIOTUH C

CrneuupnyHOCTH CHHAPOMA Y €BOYEK

Tabnuya 5

Peun

CeMaHTHYeCKO-TparMaTH4Yeckoe HapylIeHue

* IloBTOopenus

* IlepceBepanuu

» Kacarenpnas

* MHOropeunBoCTb

* Hecobmronenne o4epeHOCTH IIPpH pa3roBope
JleKCHKO-CHHTaKCHYecKoe HapylleHue

* CIJI0)KHOCTH TIPH COCTaBIICHUH CIIOKHBIX COOOIIECHNIT

IToBenenune

* Huzkast caMooIieHKa

* UpesmepHas poOOCTh

* YopsmMcTBO

* Upe3MepHO IMOIMOHATBHBIC PEAKIIMU Ha TIPOOIEMbI
* CJIOXXHOCTH B OTHOIICHHSIX C OKPY)KAIOIINMHU

» [loBeneHue «yKJIOHEHUS»

» CoruanbpHOe OECIIOKOHCTBO

Oo0yuenne

* TpyAHOCTH C UCHIOIHUTEIBHBIMH QYHKIHAMI
* TPYOHOCTH B M3YYCHHH MAaTEMAaTHKA

* 3pHUTEIbHO-IPOCTPAHCTBEHHBIC HAPYILICHHS
* Jleduuut BHUMAaHUA

* [IpoOnembl ¢ maMsThIO

JAuarnocruka

C 70-x rozoB 1 10 TOro Kak B 1991 romy ObUT OTKPBIT MOJNEKYIIAPHBINA 1e(EKT, €AMHCTBEH-
HBIM CPEJICTBOM JMarHOCTUKH [3] OBLIO OCYIECTBICHHE KapUOTHIIa B KyJIbType, OeaHo# do-
JIeBOH KHUCTIOTOH. TeM He MeHee, STOT METOJ BEISBIISICT IIOPaXKeHHE TOJIBKO B CITydae MOIHOI
MyTauy. Hocurenu STHM METOIOM He BBIABIIIOTCS [24], U ClIeAyeT IOMHUTB, YTO IIPEeMyTa-
Oust MOXKET epeaarhb IOJHYIO MYTallulo IIOTOMCTBY. COBpeMeHHbIe MCTObI MOHCKyHﬂpHOﬁ
TeHEeTHKH IIpU OmNpe/eleHn: KomdectBa nosropenui tpumera L{I'T ¢ momomsro necneno-
Banus JJHK obecneunBaroT Haie)KHOCTh TUATHOCTHKH. VICIIONB3yIOTCS 1BA METOa UCCIIEO-
BanHus: aHanu3 tuna Southern u ananu3 PIII (Peakiust moiguMepasHo# memu). DKCIEpTh Co-
BETYIOT IIPUMEHSTH 00a MeToza [25] .
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B 1995 rony onucana TexHuKa onpezeneHus nposisiaeHus nporeuna FMRP Ha ocHOBe uM-
MYHOTHCTOXMMUYECKUX aHAJIM30B KpoBH [26]. ITocie 3TOro OTKpBUTHCH HOBBIE ITyTH JHATrHO-
CTUKH Ha OCHOBE OLIEHKH MposiBlieHHs mpoTenHa FMRP He TonbKko B KpOBH, HO U B IPYTHX TKa-
HSIX, YTO ITOMOIVIO JIy4Ille W3YYHTh MaTO(QU3HOIOTHIO CHHIApPOMA. BO3MOXHOCTE NpOBENeHUS
HCCIIeJOBAaHMS BOPCUHOK XOPHOHA IS HOTBEPIKICHUS WITH OTIPOBEPIKEHHS ANArHO3a, HAUMHAS
¢ 12,5 Hepenu pa3BUTHSL, U IPUMEHEHUE 3TOH TEXHUKU AUArHOCTUKH Ha BOJOCSHBIX JIYKOBHIIAX
TMIAIEHTOB MPEJCTABIISIOT COO0H Ba MpHMepa 3HAYUMOCTH 3TOTO METOA THarHOCTHKH [27].

[IpenaranpHas TMArHOCTHKA MOXKET IIPOBOJUTHCS ITyTEM HCCIIEOBAHMS OKOJIOILIONHBIX
BOJl MJIM BOPCHHOK XOPHOHA, YTO J]aeT BO3MOXKHOCTB OINPENENATh KaK aHOMAalIbHOE PacIpo-
crpanenue tpuriera LT B rene FRM1, Tak u runepmernsiuuio ero ocrposka CpG [28, 29].

K yka3aHHBIM AMarHOCTUYECKUM BO3MOKHOCTSIM B HACTOSIIEE BpeMsl 100aBIIeTCs BO3-
MOXXHOCTb J103a4aTOYHONW WJIM JOUMIUIAHTAIMOHHOW AUAarHocThku [30]; TeXHUKA OCHOBBI-
BAETCsl Ha TEHETUUECKOM HCCIIEIOBAaHUH 3MOPHOHOB, OIUIOAOTBOPEHHBIX in Vitro, BEIOOpE H
MIEPEeHECEHNH B MaTKy TeX U3 HHUX, KOTOPBIC HE MOABEP)KCHBI HA MyTAaIlUH, HH IIPEMYyTalliH.

JlnarnocTrka MOXeT ObITh TOYHOM TOJIBKO NPHU IPUMEHEHUU METOI0B MOJIEKY/ISIPHOIL re-
HETUKH. DTO MOJN0XKEHHE 04eHb BaxkHO. He MpaBMIIbHO IPOIOIIKATh HCIOIB30BATh IIUTOTEHE-
THKY CO Cpefioif, OenHoH (HonneBoi KNCIOTOH, TakxkKe He UMeeT HIUKAKOTO 3HAYeHHUS JUIS IH-
AarHOCTHKHU CHHIpPOMa OOBIYHBIN KapHOTUI. DTHUKA 00A3bIBAETCS HAC IIEPECMOTPETH BCE CIIYy-
4ay, B KOTOPBIX CYIIECTBYyeT 000CHOBAaHHOE I10JJ03pEHHE 3a00JIeBaHNUs, 1 HA3HAYHUTH MOJIEKY-
JISIpHOE TeHETHIEeCKOe NCCIEA0BAaHNE IS TOYHOTO MCKITIOUCHUS MOPaKSHNUS.

Koraa nmoao3peBarb 3a00J1eBaHHE M HA3HAYATH FreHeTHYEeCKoe

MOJIERKYJISIDHOE uccjaenoBanmue?

Ciydan, B KOTOPBIX IPOSIBIIETCSI XapaKTepHast pu3rdeckast M HHTSIUIEKTya IbHasi CHMITTOMA-
THKA, HE BBI3BIBAIOT COMHEHHUH C TOYKH 3peHus AuarHocTuky. Ho, kak ciegyeT u3 JaHHOTO 0030-
Ppa, eCIIi MBI OTPaHUYMMCS 3THMH ITAIMEHTaMH, TO COBEPIINM OIINOKY, HTHOPHUPYS 3HAUUTEIILHOE
YHCIIO IPYTHX ciydaeB. Korna criemyer mpoBoAUTh TEHETUYECKOE MOJIEKYIIAPHOE UCCIIEA0BAHNE?

e [Ipu mr060M cirydae yMCTBEHHOI OTCTAJIOCTH HEYCTAHOBJICHHOMN STHOJIOTHH B CEMBE.

e [lpu paHHNX KINMaKCax B CEMbE.

e V nereil ¢ OrpaHHYEHHBIM HHTEIUICKTYAIbHBIM KOA((OUINEHTOM MM C YMCTBEHHOM

OTCTAJOCTBIO, JAXKe JIETKOIl CTENeHHU, BHE 3aBUCHMOCTH OT TOTO, IPUCYTCTBYET JIH Y
HUX (U3NYECKUH (PEHOTHII, M BHE 3aBUCHMOCTHU OT HX I10J1a, TO €CTh Y MAIBYUKOB H
JIEBOYEK C HU3KUM HHTEIUIEKTyaNnbHbIM KO3 (PHUIIHEHTOM.

® Y MaJBuUKOB U JEBOYEK C CEPbE3HBIMU HAPYIIECHUAMU IOBEICHUS ayTHCTHUECKOTO

CIIEKTpa.
e [Ipu HapymeHNsIX pa3BUTHSA, [FIABHBIM 00pa3oM, NPH HapyNICHHUSIX PEYd U CHHIPOME
ADDH (runepakTUBHOCTH U e(HUINTa BHUMAHUS).

INocnenHnii MyHKT MOXeET OBITH NIPUYUHON CIIOPOB, M HA HEM CIIEyeT OCTAaHOBUTHCS HOMI-
pobHee. BepHo, U4TO HapyLIeHHs pa3BUTHS MOPAXKAIOT MIMPOKUH CIIEKTp AeTeil, 0 JaHHBIM pa3-
HBIX aBTOPOB, 0T 5 10 10 % [32], nosToMy HEMETIEHHOE HAIIPaBICHHUE TAKOIO KOJIMYECTBa AeTeil
Ha npoBezieHne uccnenoBanuii JJHK MokeT mprBecTH K KOJIIANCY B TEHETHYECKUX J1ab0paTopu-
siX. Taknm 0Opa3oM, pa3yMHBIM ITOAXOOM K 9TOH IpoGiieMe IIPH YCIIOBHH, YTO HE BBISBICHO HU-
KaKMX MOJJ03PUTENBHBIX JAHHBIX HU B KIIMHUYECKON UCTOPUH, HU MIPH OCMOTPE MAJIBIIIA, MOXKET
OBITH OKa3aHHE eMy aJICKBaTHOH KOTHUTUBHOM ITOJIEPIKKH (IICHXOJIOTHYECKOH, JIOTONeINIeCKON
1 MEIaTOrNUeCKON ) M HAOMIOEeHNE B TedeHue 6 MecseB. Ecim n3MeHeHns TON0KUTENbHBI, ClIe-
JlyeT NPOZOJDKATh NECTBHS B 9TOM HAIpaBlIeHHH. B MPOTHBHOM citydae HEOOXOIUMO CTaBHUTH
BOIPOC O IMATHOCTHKE ¥ HAMPABUTH €TI0 HA COOTBETCTBYIOIIEE MOJIEKY/IIPHOE T€HETHIECKOE HC-
creioBaHue. B 9ToM noxozie ecTh UCKIIFOYEHUE: POJUTENH, KOTOPBIE KEJIA0T UIMETh elle AeTeil B
HACTOSAIIUM MOMEHT. B 9TOM cily4ae mecTh MecsLeB OKUIaHM M3MEHEHUHN SIBIIIIOTCS CIIMILIKOM
OOJIBIIMM CPOKOM, M JIIEMEHTapHAs OCTOPOKHOCTD M ITHKA HPEJIIONIAraloT HEMEJICHHOE TIPOBe-
JIeHNe IMarHoCTUKYU. B muTeparype npuBonsTes ciaenyromue mudpsl: 1 13 kaxasx 260 sxeHImH
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ABJIICTCA HOCUTEJIEM TIPEMYTallN [33], YTO ABJIACTCA A10CTAaTOYHBIM OCHOBAHUEM, JI TOI'O YTO-
OBI HE COMHEBAaTHCS B uenecooGpa:«;Hocm TCHCTHYCCKOIO MCCIICIOBAaHUA.

Jleuenue

He cymecTByeT MeIUIIMHCKOIO J€YEHHU CUHAPOMA KaK TaKOBOTO. DTO JICUCHHE JOJIKHO
BKJIIOYATh B ce0sl FeHHYIO TEPaIuio MO0 IyTeM BBEIACHUS HEIOCTAIOLIEro MPOTEHHa, JH00
ITyTeM HOJABICHHS COCTOSHHS THIEPMETIISAINN. JTO AeN0 OymyIIero, ¥ pa3indHble Hcclie-
JIOBaTeIbCKUE TPYNIBI pab0oTaIOT B 9TOM HarpasneHnu [34-36].

B Hacrosimiee BpeMs MOXKET OBITh MPEATIOKEHO JIUIIL CUMITTOMAaTHIecKoe Jedenue [37] ¢
Y4YETOM pPa3IMYHBIX HapyIICHUH B KaXKIOM KOHKPETHOM cirydae. MeTmideHruaar — 3To Jie-
KapcTBO, MPUMEHAEMOE MPU THIEPAKTUBHOCTH. MENaToOHNH MOKa3aH MpU HAPYLIEHHUX CHa.
B nocnename ros! HCIOMB30BaHNE aTHITNIHBIX HEHPOICTITHKOB (PUCIEPHIOH), a TAKXKE HH-
ruOUTOPOB MOBTOPHOTO 3axBaTa ceporoHrHa (ISRS: muranonpam, uryokceTHH 1 T.I1.) onuca-
HO TIpH TPyOBIX HAPYIICHUSIX TTOBEACHNS, OECTIOKONCTBE M HABSI3UMBBIX COCTOSHHSAX.

®dosnueBas KUCIOTa — APYroe CPeACTBO, KOTOPOE CUUTACTCS MOJIE3HBIM, XOTSI HET OKOH-
YaTeNbHBIX JAHHBIX O PE3ylbTaTax €ro MPHMEHEHMS. B HacTOAMMI MOMEHT CyIIECTBY-
€T IeJIoe HalpaBlIeHUE HCCIICOBAaHUH, B KOTOPHIX YYacTBYIOT pa3iIM4HBIE CTpaHbl EBpo-
co103a, B ToM uucie VcrmaHus; B paMKax HCCIIEAOBAHUS NBITAIOTCA OLEHUTH MOJIE3HOCTh
L-aneTunaxkapHUTHHA IS KOHTPOIIS. HAPYILIEHHUH, CBSI3aHHBIX C THIIEPAKTUBHOCTBIO, Y JIETeH ¢
cuHIpoMoM X-(parmibHoit XxpoMocoMsr [38].

ONWIENCHUIO, €CIIM TaKoBask UMEETC, CIEAyeT JIUUTh IIPY MOMOIM aHTUAIHICITHYECKUX
MeauKaMeHToB (ADM) ¢ y4eToM KJIMHUYECKOM KapTHHBI IPUCTYIIOB U C UCTIONIB30BaHUEM O0BIY-
HBIX METOZIOB, IPHUMEHSIEMBIX B SMMJICHTONIOTHH, [T KOHTPOJISI KOHLIEHTPAIUHY Mpernapara B Kpo-
BH M TeMaTOJIOTMYECKHX TOKa3aTeNneil B 3aBUCHMOCTH OT IIPUMEHSIEMOTro Ipenapara. Tepanus ¢
rioMo1pio ADM snekTposHIedanorpagudecKux MapoKCU3MOB B OTCYTCTBHE KIIMHUYECKHX MPO-
SIBJICHUH SIBIIsIETCS TyOOKO CIIOPHOM TeMOH, U 110 Hel HeT OKOHYAaTeNbHBIX JaHHBIX. [lo3TOMY HET
HUKAKON MOJIENH IEUCTBHUS, U KOKIbIA CITydail JOHKEH pacCMaTpUBATHCS OTAEIIBHO.

MenuKaMeHTO3HOE JIeUeHHe, €CII OHO HEOOXOMMO, SBIISIETCS] BCETO JIMIIIb JIOTOIHUTEIb-
HBIM CPEJCTBOM K KOTHUTHBHOH Koppekuuu [39], kKoTopas sSBISETCsI OCHOBHBIM METOJIOM BO3-
JeficTBHSL. DTO yKa3bIBaeT Ha HEOOXOMMMOCTD PAOOThI MEXIMCIUILTHHAPHBIX rpyIl. B mpoTus-
HOM CITy4ae MbI OyJIeM CTaJKHUBAThCS C CUTYalUsAMH, KOT/A JIETH M POIUTENHN XOAAT OT OJHOTO
CIEIMANNCTa K JPYTOMY B Pa3iIHYHBIX IIEHTPax, KOTOPBIE OYEeHb Mo b0 BooOIIe He oOMe-
HUBArOTCs MH(pOpMarmeid. 3To uner B ymepd Hanbdonee 3pHEeKTHBHOMY JISUCHHUIO, ¥ THH IS
MaJibIlieii IPeBpaIalTcs B CIUIOMIHOE X0XKICHHE IO BpadaM, 0COOEHHO B OOJIBIINX TOPOaX.

CriemyeT y4nTBIBATh, YTO OMHMO HIKOJIBHOTO 00yYIeHHUs B COOTBETCTBUH C HX CIIOCOOHOCTS-
M, 3TH JIETH Hy KIAFOTCS B TIOMOIIIH JIOTOTIE/[a TIPY HAPYIISHHUSIX PEUH, TIOMOIIHN MICUXONIOTa PH
po0IIeMax MOBEICHHS 1 OOLIEHNUS M B OOJBIIMHCTBE CITy9YaeB — CIICIHAIICTA MO ICHXOMOTOPH-
xe. [lenarorvka B OTHOIICHUM 3TUX MALIEHTOB JODKHA HE TOJIBKO COOTBETCTBOBATh MX MHTEI-
JIEKTyalbHbIM BO3MOKHOCTSIM, HO M YUHMTHIBAaTh MOBEAECHUYECKHE OCOOEHHOCTH pEeOSHKa, a TaK-
e 3aNBIIBIBATh B Oy/tyIiee, pa3BUBast CIIOCOOHOCTH, HEOOXOANMBIE JJISI TPYAOBOH AESITENBHOCTH.

JUIMHHBIA IyTh IMATHOCTHKH

JlaHHbIe, MOJIyYeHHBIE Y CeMel M3 pa3iMYHbIX acCOLMAlUi CHHAPOMA, TOBOPAT O TOM,
YTO, HECMOTPS Ha 3HAUUTENIHOE CHIDKCHHE BO3PACTa, B KOTOPOM OBLIT MOCTABJIEH JMarHo3, B
OONBLIMHCTBE CITy4aeB 3TO BCE PABHO MPOU3OLILIO JOCTATOYHO O3IHO, JaXKe y IETeH, PoxK-
IeHHBIX mocie 1991, To ecTh B 310Xy, KOrna MOSBHIIMCH CPEICTBA TOYHOH AMArHOCTHKH.
CpenHee BpeMsi, KOTOPOE MPOXOIUT OT HEPBOil KOHCYJIBTAIMH 10 OKOHYATEIbHOTO JUArHo3a,
COCTaBJISET JIBa TO/1a, HO M3BECTHBI ApaMaTHYECKUe CIIydaH, KOIria OHO COCTaBisLIo 9 u 6o-
nee jet. Kak npaBuio, IMarHoCTHKa MPOBOIUTCS TOTA, KOTZIa B CEMbE yXKe €CTh OJUH WITH
HECKOJIbKO OOJNBHBIX AeTeil. 3ama3/iplBaHHe C YCTAHOBJICHHEM AMAarHo3a 00yClIaBIUBAETCS
TEeM, YTO KOTHUTHBHO-TIOBEICHYECKUiT PEHOTHI CHHPOMA YacTO He IIPUHUMAETCS BO BHUMa-
HUe, XOTsI 33/IepKKa PeUr OYeHb YacTO OECIIOKOUT POAMTENIeH, 0COOCHHO B TEX CITydasX, KOT-
Jla OHA COYETACTCS C IICHXOMOTOPHBIMH M/HJIM HOBEACHYCCKUMHU HAPYIICHUSIMH. Y JEBOYECK
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CHHJIPOM 3a4acTyI0 BOOOIIE HE MOI03PEeBaICs M OOHAPYKUBAJICS IIPH HPOBEACHUH CeMEIHHO-
ro o0cne1oBaHus Mociie 0OHapyXeHHs ero y Opara. B OOnbIIMHCTBE CIy4aeB JIETSAM CTaBU-
JIM INarHO3 «HapyIIeHHEe Pa3BUTHSD, KOTOPBIH COXPAHsIICS Ha NPOTSHKCHUH HECKOJIBKHX JIET,
B TEUCHUE KOTOPBIX BO MHOI'MX CEMBAX POXKIAAIUCH JPYTU€ MAJIBIIIN C TTOJTHOM MyTaLIPICP’I.

[No3aHO MOCTaBIECHHBIH THAarHO3 — [IEpBasi OCTAHOBKA HA M3BIIIMCTOM ITyTH, IT0 KOTOPOMY
MIPOXOASAT POIAMTEIN B IONBITKAX OLCHUTh MEAUINHCKUE M 00pa30BaTelbHbIC ITOTPEOHOCTH
cBoux Aereil. OTcyTCTBHE MOMAEPKKU — 3TO 00MIast xKanoba OOIBIIMHCTBA MTPOKOHCYIETHPO-
BaHHBIX CEMeil, KOTOpBIE CTPaJaloT OT YyBCTBAa OJMHOYECTBA, OTCYTCTBHS COYYBCTBHS M He-
XBaTKH MHPOPMAIMN B MEUIIHCKOM CEKTOPE, CO CTOPOHBI ITPO(ECCHOHAIOB — NEIATOTOB
TICHXOJIOTOB, aAMUHUCTpAIMU 1 obmmecTBa B nenoM. [lomoOHas cutyarys xapakTepHa U JIs
Iapyrux crpal EBpomnsbl, U Uit AMEpUKH, 4TO clieqyeT U3 MHPOPMALIH, IPEACTaBICHHON Ha
Ppa3IUUHBIX caiiTax accolManuii CHHAPOMA.

IlepcnekTHBBI pa3BUTHUSA

OtkpsiTre rera FMR 1 no3Bonmito nmydnre n3yanTs 3aboneBaHie 1 00bsSCHUTD €0 IPOsiB-
nenus. Koneunas nens, kak u nmpu 1r000M 3a0osieBaHny, — nzjedeHue. PaboTel, B KOTOPBIX T0-
BOPUTCS, YTO UEJIOBEUECKUI MO3T Hykaetcs B nporenHe FMR Ha npoTshkeHnn Beet xKu3HH,
OTKPBIBAIOT HOBbIE BO3MOXXHOCTH €CJIM HE TOJIHOTO U3JICYCHUS, TO OMCKA MOAXO0B K Jieue-
HUIO OOJIE3HH JJaXKe Y B3POCIBIX, €CIIU YIACTCS JINOO BBOAUTH MPOTEHH, THOO MOAABIATE CO-
CTOSTHUE THTICPMETHJISIIMHI, BBI3BIBAIOIICH €ro Ae(UIHT.

Hao0uionenne 3a pedeHKOM ¢ cHHAPOMOM X-(pparuiabHoOi XpoOMOCOMBI

Ilocine mocTaHOBKH JuarHo3a CaMbIM Ba>XHbIM ACIICKTOM SABJISICTCA O6y‘I€HI/Ie, " y4YuTE-
JIst JOJI’KHBI TPUHUMATh BO BHUMAaHUE 0COOEHHOCTH TMOBEJICHUS, KOTOPbIE 6y}1yT MPOABIATHCA
W30 JHA B IeHb, U TO, YTO CEHCOPHAS TUC(YHKIUS U HAPYLICHUS PEUX OCIIOKHAIOT CUTYAIHIO
B OoJibIIeit CTCIICHU, YEM I/IHTCIIJ'[GKTyaIII)HHﬁ IIe(i)I/IHI/IT caM 1o ce6e, KOTOpLII71 TAKXE MOXKCT
IPUCYTCTBOBATbD. HBO6XO)II/IMI>I 3aHATHA C JIOTONIEAOM U CHEHHUAIUCTOM I10 IICUXOMOTOPHUKE,
TaK 7K€ KaK U IICUXOJIOTUYECKas MMOAACPIKKA. C MCHHHHHCKOﬁ TOYKH 3pCHUA HYKHBI HabIro-
JICHHE 332 COCTOSHHMEM CIIyXa, TaK KaK YacTO CIIy4aroTCsl OTUTHI, HEOOXOAUMBI O(TaIbMOIIO-
THYECKHE OCMOTPBI, a TAK)KE IEPHOINIECKUE Kapanoaornyeckue oocnenosanus. Ecinu Hapy-
IIEHUE peYr 3HAYUTECIIbHO UIIHU Ha6mo,uaeTc;[ yTpara paHee HpHOﬁpeTeHHHX HAaBBIKOB, HE00-
XOAMMO 3MeKkTpo3Huedanorpadpuueckoe uccienosanue. Jletn ¢ cunapomom X-hparwibHoi
XpPOMOCOMBI, KaK U Apyrue AC€THU, JOJLKHBI HaXOOUTHCA IO HaGJ’[IOIIeHI/IeM neauarpa, Ho B
CBSI3U C X OCHOBHOM NAaTOJIOTHEH, OHO JOJKHO ObITh JOMOJHEHO HAOIOEHHEM HEBPOJIOTa.

BriBoaBI

1. ChexTp KIMHHYECKUX TPOSBICHUH CHHApPOMa X-(PpariibHOH XpOMOCOMBI BO MHOTO
pa3 IUpe 110 CPaBHEHHUIO C TEM, YTO YTBEPKIAJIOCh IIPEKHEN KOHLIENIUEH, ITOTHOCTBIO
yCTapeBIIeH B HACTOSILLUI MOMEHT, U COIIACHO KOTOPOM CUHIPOM UMEET MECTO Y MaJlb-
YHKOB C YMCTBEHHBIM OTCTAaBaHHUEM U OIPENENICHHBIM (PH3HIEeCKUM (DEeHOTUIIOM.

2. T'eHeTHdeckoe MCCIENOBaHME, PAaHHASA JUATHOCTHKA NPHU OEPEMEHHOCTH U BO3MOXK-
HOCTh JOMMIUTAHTAIIMOHHON AMarHOCTHUKH SIBIISIOTCS] PEaTbHOCTHIO. BrisiBIeHue mo-
paXXEHHBIX JIeTeil BO3MOXKHO B OUEHb PAaHHEM BO3pacTe, TaK Kak OOBIYHO IEPBBIE CHM-
MITOMBI TIPOSIBIIAIOTCS B HAPYIICHUSIX MOTOPHOTO Pa3BHUTHS, PEUH H TOBEICHHS.

3. Hapymienus pe4eBoro pasBUTUS SIBISIOTCS CEPbE3HBIM CUTHAJIOM JUIS BBIABHKEHUS
MPETOIOKEHHUS O HAMWYNH CHHAPOMA.

4. HanexHas TMarHOCTHKa, KOTOPYO MPEUIAratoT COBpeMeHHbIe MeTonbl uccnenoBanus JJTHK,
SIBIISICTCS OTIPABHOM TOYKOM ISl CEMEH, B KOTOPBIX 00JIee OHOTO MOPAKEHHOTO peOCHKA.

5. HIupoxoe 03HAKOMIIEHHE C CHHAPOMOM BCEX 3aHHTEPECOBAHHBIX MPO(ECCHOHAIOB
(Bpaueii, IICHXO0JIOTOB, JOTOIEA0B, CIIEIUAIICTOB MO IICHXOMOTOPHKE, NEaroroB) —
MIEPBBIH IIAT K paHHEH JHAarHOCTHKE, HEOOXOAUMOM TSI TOTO, YTOOBI pa3opBaTh IEIb
nepenadn cuHApoMa. CBoeBpeMeHHOe NH()OPMUPOBAHUE CIIEIIHAIIIICTOB TAaeT OCHO-
BaHUE JUIS TOTO, YTOOBI Tepanusl, Kak MEJUIHCKAsl, TAK U KOTHUTUBHAS, I 9TUX Ta-
IMEHTOB COOTBETCTBOBAJIA UX MTOTPEOHOCTAM.
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Pasoden 1. MeduyuHa

Aaroputm quarsoctuku CX®X y aereii ¢ HapymIeHHSIMM Pa3BUTHSA

* OTCTaBaHHE B MOTOPHOM M PEYCBOM Pa3BUTHHU W/UIIH
* HPYIICHUS PEUCBOTO Pa3BUTHS H/MIIN

* HapyLICHHs TOBEACHUS W/UITH

* TPYOHOCTH IPH O0yUCHUH

e N

* Ilpu uMeBIIUXCS B CEMbE Cllyda- * be3 ciydaeB yMCTBEHHOH OTCTa-

SIX YMCTBEHHOH OTCTanocTu u/
it

IpH KOHCTaTallUM OTPaHHYCH-
HBIX YMCTBEHHBIX CIIOCOOHOCTEH

JIOCTH B CEMbE U INIPU HOPMAJlb-
HOM HHTEJUIEKTYaJIIbHOM pa3BU-
THU peOCHKA U/UIn

0€3 COOTBETCTBYIOIEH KOTHUTHB-

y peOenka HOM MOJAEPKKH W/WITN
* MpH  HEXEJTaHWH  pomuTeneit

HMETh eIle ACTe B HACTOSIIUI
MOMEHT

. /

e N

* MoJekylsipHOe  UCCIIeZJOBaHUE * Oka3arb peOeHKY COOTBETCTBYIO-
JIHK it MCKIIFOYESHUS] WITH TIOJI- [IyI0 KOTHUTHBHYIO IOIICPIKKY
TBEpXKICHHS 3a00CBaHUS (TICUXOJIOrMYECKYI0, Tefaroruye-

CKYIO, JIOTOMEMYECKYIO0 U T.II.) B

3aBUCHUMOCTH OT MUMCIOIIHUXCA Ha-
pyLeHui

* OueHuth U3MEHEHUs 4epe3 6 Me-
csIIeB

. /

 Ilpu BBIpaXCHHOM YIyYIICHUH — * Ilpu OTCYTCTBMM MM HE3HA4H-
MPOJIOJDKATh HAOM0ACHNE TEJIbHOM YIyYIIEHHH — MOJEKY-
nsapHoe uccnenosanue JHK s

MIOATBEPKICHHS WITH HCKITFOYCHUS
3a0071eBaHUs

Ilepesoo ¢ ucnanckoeo O.E. Tabaxosoii



