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I'eTeporeHHOCTDH KJIMHUYECKON KAPTHUHBI IPH CUHAPOMAX,
aCCOIMHUPOBAHHBIX C IMHAMUYECKUMH MyTanusavu rena FMR 1
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Pesiome

MpeacTaBAeHO NOAPOOHOE ONMCaHME KAMHWUYECKO KapTUHbI HapyLWeHWi, aCCOLUMMPOBAHHBIX C reHom FMRT, pacnoAoXeHHOM Ha
AAMHHOM NAeYe XpomMocombl X. Hanboaee vacTtble MyTaumm reHa FMRT cBsizaHbl C yBeAMYEHMEM YMCAQ TPMHYKACOTUAHBIX MNOBTO-
pos B ero npomotepe. KoAnyectso NoBTOpoB B AMana3oHe 55-200 NpuHATO Ha3sbiBaTb NpemyTaument, boree 200 — NOAHOM My-
Taumen. [epBbii pasaeA HaCToOAWEN CTaTbW NOCBALEH CUHAPOMY YMCTBEHHOM OTCTAAOCTM, CLIEMNACHHOM C AOMKOI XPOMOCOMOW
X (cuHapom FX), Bbi3biBaeMOMY MOAHO MyTaumei reHa FMR1. AaHa noapobHasi xapakTepucTika OCOGEHHOCTER KAMHUYECKOM
KapTMHbBI Y AIOA€A C 35TUM CMHAPOMOM. BTOpO#I pasaeA coAepXMUT MH(OPMALIMIO O COCTOSHUSAX, CBA3aHHBIX C NpemMyTauunei reHa
FMRT, koTopast HeM36exXHO HabAIOAAETCS Y POACTBEHHMKOB pebeHka ¢ cMHAPOMOM FX Mo AMHWMKM maTepw (4alue Bcero — matb,
6abywka). OnucaHbl oblime, HanboAee HaCTO BCTPEUAIOLWMECS) CUMITOMBI Y B3POCABIX U AeTel (CyBKAMHUUECKME HapyLIeHUs Mo-
3HaBaTeAbHOM Chepbl, PACCTPONCTBA ayTUCTMHECKOTO CMEKTPa, CUHAPOM AehULIMTa BHUMAHUSI M TUNEPATUBHOCTH), CUHAPOM Tpe-
Mopa u atakcumn (FXTAS) U cMHAPOM MpexaeBpeMeHHOro UcTolleHus sindHnkoB (FXPOI). Tocaearni pasaea CcTaTbu MOCBSiLLEH
OMMCAHMIO CYILECTBYIOWMX Ha HACTOALWMIA MOMEHT CKPMHUHIOBbIX OMPOCHWUKOB, KOTOPbIE MO3BOASIOT 3aMOAO3PUTL CUHAPOM FX 'y
peberka. Takxe NpeACTaBAEHbl OCHOBHbIE BOMPOCHI, KOTOPbLIE HEOOXOAMMO 3aAaBaTb YAEHAM CeMbM, AASl TOFO YTODbI BbISIBUTH
PUCK HaAMUMS MpeMyTaLmu.

Karouesbie crosa: cunapom FX, ren FMR1, noAnas myTaums, npemyTaumsi, yMCTBEHHasi OTCTaAOCTb, PACCTPOACTBA ayTMCTUHECKO-
o CriekTpa, CUHAPOM [MPEXAEBPEMEHHOIO UCTOLEHUS SMYHUKOB, CMHAPOM TPEMOPa M aTakCuu.
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Abstract

The objective of this study is to provide a detailed description of clinical characteristics of disorders associated with FMR1 gene,
which is located on the long arm of chromosome X. The most frequent FMR1 mutations are related to CGG-repeat expansion in
the promoter region: premutation (from 55 to 200), full mutation (more than 200 repeats). The first section of the article is devoted
to the fragile X mental retardation syndrome (FX syndrome) caused by FMR1 full mutation. The clinical characteristics of FX syn-
drome are presented. The second section provides information about specific phenotypes associated with FMR1 premutation that
can be observed in maternal relatives (grandmother, mother’s siblings, grandfather) of the child. The most frequent symptoms that
observed in permutation carriers are mild cognitive impairment, ASD, ADHD in children, fragile X-associated tremor/ataxia syn-
drome (FXTAS) in older carries, fragile X-associated primary ovarian insufficiency (FXPOI) in women. The last section provides
information about screening diagnostic instruments that help to identify the risk of fragile X syndrome. It also presents the key ques-
tions to be asked to family members in order to identify the risk of the permutation.

Keywords: FX Syndrome, FMR1 gene, full mutation, premutation, mental disability, ASD, fragile X-associated primary ovarian
insufficiency, fragile X-associated tremor/ataxia syndrome.
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Hawubonee n3BecTHBIM B ITeANATPUYECKON MPAKTUKE CUH-
JPOMOM, aCCOIMMPOBAHHBIM ¢ MyTalueii reHa FMR1, sBnsiet-
CsI CHHIPOM YMCTBEHHOU OTCTAJIOCTH, CIIETUIEHHOMU C JIOMKO#
XpoMocoMoii X, uiau cuHapom MaptuHa— bet (nanee — cuH-
npom FX, mmu FXS ot anrmmiickoro fragile X syndrome). I'en
FMRI pacrionoxeH Ha IJTUHHOM ITuiede X-XpoMocoMbl. Han-
0oJiee JacThle MyTaIMY TeHa CBSI3aHBI C 9KCIIAaHCHUEH Yncia KO-
it TprHyKineoTuaHbX CGG-1moBTOPOB B ero rpomoTope. [1pu
YBEIMYEHUY KOTmyecTBa MoBTOpoB Oosee 200 3ammyckaeTcst psin
SMUTEHETUIECKNX MEXaHU3MOB, KOTOPBIE TPUBOMAST K WHTH-
OMPOBAHUIO TPAHCKPUTIIIUK 3TOTO T€HA U HAPYIIEHUIO 9KC-
npeccun 6enka FMRP. Cunnpom FX xapakTepu3syercs Tsoke-
JIOW YMCTBEHHOU OTCTaJIOCTBIO, PACCTPOMCTBAMU ayTUCTHUE-
CKOTO CTEKTpa, HApYIIEHUSIMU COI[MAIbHOUN amamnTaium.
Knnandeckast kaptrHa 3a0051eBaHNSI HAMHOTO TsDKeJee B Te-
MU3UTOTHOM COCTOSTHUM, T.€. Y JIUI] My>KCKOTO T10JIa, YTO CBSI-
3aHO C HAJIMYUEM Yy XKEHIIWH BTOPOU KOMUM X-XPOMOCOMBI.
Yacrora BCTpeuaeMOoCTh B mommy siiny cuHapoma FX cocras-
JIsIeT mpuoaM3uTenbHO 1 cirydail Ha 4000. XapakTepHo, 4TO cpe-
I ieteli ¢ HemrdbdepeHIMpoBaHHBIMU (POPMaMU YMCTBEHHOM
OTCTAJIOCTH U ayTU3MOM PACTIPOCTPAHEHHOCTh CUHIPOMA OUYeHb
BBICOKA M cocTaBiseT 6% [1].

Cocrostaue, npu kotopoM KojmdectBo CGG-1moBTOPOB
MpeBHIIIaeT HOPMATUBHBIE ITOKa3aTeu (60JIbIlIe 55), HO He 10~
cruraet moporosoro 3HaueHus (200), MpUHITO HA3BIBATH TIPe-
MyTanueit. PacripoctpaHeHHOCTb TIpeMyTali OYeHb BHICOKA
U TIO Pa3IMYHBIM o1leHKaM cocTtasisieT oT 1:130 mo 1:250 cpe-
IV JIUII 3KeHCKOTO Ttoa, 1:280 mo 1:810 cpeam ui MysKCKOTO
mona [2]. KonudecTBo MOBTOPOB TIPU MPEMYTALINY SIBIISIETCSI
HeCTaOMITbHBIM, UMEET TEHACHIINIO K YBETMISHUIO B TIOCTEy-
IOIIUX TIOKOJIEHUSIX, YTO ¥ CTAHOBUTCSI IPUYUHON TTOSIBIICHUSI
NnOAHOI MyTallUUM Y pa3BUTUSI KapTUHBI cuHapoMa FX. [lonroe
BpEMsI CIMTAIOCH, UTO TIPEMYTALIMSI cama 1o cebe He HeCeT HU-
KaKUX MMaTOJIOTUYECKUX TTOCIEACTBUN, a JIUIIb SIBISIETCST WC-
TOYHMKOM HecTabuiIbHOCTY TeHa. OMHAKO B MOCIETHUE AeCs-
TUJIeTHsI OBUIO MTOKA3aHO, YTO MPU MIPEMYTAIINN UMEEeTCs CBOI
npobMITh HAPYIIEHUH, CUMITTOMBI KOTOPOTO MOXHO YCJIIOBHO
MOXHO pa3lesuTh Ha YEThIPE TPYIIIIbI: HAPYIIIEHUST PA3BUTHUSI
JIETCKOTO Bo3pacTa (HerpyObie OTKIIOHEHMSI KOTHUTUBHOTO pa3-
BUTUSI, PACCTPOICTBA ayTUCTHYecKoro criektpa — PAC, cun-
IpoM nedulnTa BHUMaHUs 1 runepakTuBHoct — CJIBI), Ha-
PYIIEHUS PETIPOMYKTUBHON (QYHKITNY U IPYTHe COMaTHIeCKre
MPOGJIEMBI Y KEHIIWH (CHHIPOM MTEPBUYHOI OBapUaIbHOI He-
noctatrouHocT — FXPOI, runorupeos), HeliponereHepaTuB-
HBbIEe HapyIIeHWsI B CTapileM Bo3pacTe (CUHAPOM TpemMopa 1
arakcuu — FXTAS, yatie y MyXXunH), ICUXO3MOLIMOHAIbHBIC
MPpoOGJIeMBI (IIeTIpeccyst, TPEBOXHBIE PACCTPOICTBA, 00CECCUB-
HO-KOMITYJIbCUBHOE PACCTPOUCTBO).

XapakTepHo, 4TO B TIOCTIeqHEE BpeMsI KOTHUTUBHBIE U TI0-
Be/IEHYECKVe U3MEHEHUSI ITPY TIPEMYTALIUY W TIOJTHOW MyTaIiK
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CTaJIM OMMCHIBATh KaK HEKOTOPBIX KOHTUHYYM |3]. HecMmoTpst
Ha TO YTO HapYLICHUS Pa3BUTHUS MIPU MOJHOWU MyTallMU HECPAB-
HMMO TSDXeJIee, YeM IIPY IIPEMYTALUU, TPO(MUIb Pa3BUTHS OT-
NIETBHBIX CITOCOOHOCTE MOXET ObITh CXOKUM. CONMMKAIOT 3TN
J1Ba COCTOSIHUS TAKXKE CIBUT NMOBEIEHUS B CTOPOHY CIIEKTpa ay-
t3Ma. OCOOHSKOM CTOSIT HelipoiereHepaTUBHbBIE U COMATH-
YecKre HapylleHUs, BOZHUKAIOLIME BO B3POCIOM BO3pacTe y
JIIONIEN C TIpeMyTalueil, U COBEPIIEHHO HE XapaKTepHbIE IS
Jonei ¢ monHoi mytanueid. [1peanonaraercs, 4To pa3BUTUE
3THUX 3200J1€BAHUI HE CBA3aHO CO CHIKEHUEM DKCIPECCUU Oe-
ka FMRP, a 00yci0BIeHO IpyruM MaToreHeTUYeCKuM Mexa-
HM3MOM (BO3MOXXHO, YBeJIMIYeHUEM TpaHCKpunTa reHa FMRI).

HacTosiuas craTesi nocBsileHa ONMUCAHUIO MOIUMOPPU3-
Ma KJIMHAYECKOUN KapTUHBI ITPU COCTOSIHUSX, ACCOLIMUPOBAaH-
HBIX C TUHAMUYecKUMY MyTarusiMmu reHa FMR 1. CHavana Mbt
OCTaHOBUMCS Ha cuHApoMe FX, BbI3BaHHBIM MOJTHON MyTallU-
eii reHa FMR . T1ocKONBKY cUnTaeTCs, YTO HApyIIEHUS pa3BH-
TUS IPU 3TOM CUHAPOME 00YCJIOBJIEHBI OTCYTCTBUEM WJIU TPY-
6n61M HedunnToM 6eka FMRP, ero rposiBieHUs MOXXHO CUM-
TaTh SIEPHBIMU VISl JAHHOTO NAaTOTEHETUYECKOTO MEXaHU3MA.
[anee Mbl epeiiieM K ONMUCAHUIO (PEHOTUIA TPpEMYTALIMU U
CBSI3aHHBIX C HEll MPo0OJIeM CO 310pOBbeM U pazBuTveM. Ha Haiu
B3IJISIIT, TAKOE ETMHOE, «CKBO3HOE» OTIMCAHUE COCTOSTHUM, ac-
COIIMMPOBAHHBIX ¢ MyTarusiMu reHa FMR 1, umeet cBou Tipe-
umyuiectBa. Bo-nepBpix, Takoil MOAXO OTKPBIBAET BO3MOX-
HOCTb [U1S1 OLIECHKU (DEHOTUNTMYECKUX MTPOSIBIICHUIA TPU pa3Idy-
HOW CTEINEHU NEHCTBUS MAaTOT€HETUYECKOTO MEXaHU3Ma.
[Tomumo 3TOTO, ClleAyeT MOMHUTD, YTO CJIy4au NPEeMyTalluu U
MOJHOK MyTallMi OOBIYHO BCTPEYAIOTCSI BHYTPU OOHOM CEMbU
B pa3HbIX ee NokoJyieHusix. [1pu 3ToM Bce cUMIITOMBI, HA0JII0-
JaeMble B PaCILIUPEHHOI CeMbe, YIAETCs CBA3aTh BOEAUHO TOJIb-
KO IIPY POKIEHUM MaJIburKa C IOTHOM MyTanueit. C aToii To4-
KU 3peHUs1 O0JIbII0e 3HaUeHUE MPUOOpEeTaeT 3HAHUE TeX MPU-
3HAKOB, COYETAHUE KOTOPBIX MOXKET CBUIAETEIbCTBOBATH O
HAJIMYUU HACJIEAYEMOI T€HETUYECKO MyTalluu B CEMEHOM
aHaMHe3e, 1aXe eCJIA KaXAbliA U3 CUMIITOMOB IO OTAEIbHOCTU
HE UMeeT O0JIBILIOrO TMATHOCTUYECKOTO Beca.

[loBbIlIIeHNE OCBENOMIIEHHOCTD Bpaueil pa3HbIX Mpodu-
JIell 0 CUHAPOMAx, aCCOLIMUPOBAHHBIX C MyTallUSIMU TeHa
FMRI, 6yneT B 3HAUNUTEIBHOI Mepe CITOCOOCTBOBATh CBOEBpE-
MEHHOI TOCTAaHOBKE MPABWJIBHOTO AMArHO3a, IEPBUYHOM MPO-
(unakrrke poxaeHus peOeHKa ¢ Tskenon GopMoil Hapylie-
HUS PA3BUTHUSI.

CocTosHus1, acCONMMPOBAHHBIE C OJHO MyTalieii reHa
FMR1

Ilamoeenes cunopoma FX

CunnpoM FX siBisiercs repBbIM ONTMCAHHBIM CUHIPOMOM,
BBI3bIBAEMBIM HeCTaOMIbLHOCTBIO reHa FMR 1. MexaHu3M pas-
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BUTHS 3a00JIeBaHUSI CBSI3aH C JIOKAJTbHBIM TUIIEPMETUINPOBA-
HUeM npomoTopa reHa FMR1, 4To B ¢BOIO oYepeb CTAHOBUT-
¢ mpuumnHoit nepuunta 6enka FMRP u, kak cienctsue, Ha-
PYLICHUS HeHporeHesa.

FMRP-6en0k npencrasnsiet coooit PHK-cBsi3biBatommia
0eJIOK, LIMPKYJIUPYIOLINIA B KJIETKE MEXIY SAPOM U LIUTOILIA3-
moii. HanbGonbias skcripeccuss FMRP ormeuaeTcst B TKaHsIX
MO3ra, B TIEPBYIO OUepeNb B ICHIPUTHBIX IMITKUKaxX. CuuTaeT-
cs, yto FMRP perynupyer TpaHCIALMIO MPUOIU3UTENLHO '/,
BceX OEJIKOB MOCT- U MPECUHANTUYECKOTO MpoTeoMa [4]. DTo
yKa3bIBaeT Ha €ro BaXXHYIO POJIb B pa3BUTUM U MOMIEPXKAHUU
HEeIIPOHHBIX KOHTAKTOB. [1py ero oTCyTCTBUU MMEET MECTO U3-
ObITOYHASI ICHAPUTHAS (JIOKaTbHAs) TPAHCIISILIUS, KOTOpasi OT-
pHUILIaTeIbHO BIMSIET Ha pabOTy CUHATICOB.

Knunuueckasn kapmuna cunopoma FX

K ¢enomunuueckum ocobennocmsam moneit ¢ CHHIpOMOM
FX cnenyeT OoTHOCUTD YIUTMHEHHOE JIMIIO, OOJIBIIIKME VI, BbI-
CTyNaloNInii 100, 3arHyThII KOHYMK HOCa, BBICOKOE apOYyHOe
He60, CTpabu3M U aCTUTMaTH3M, MaKPOOPXU3M ITocIIe mybep-
Tara, TUNepaaacTUYHOCTh KOXU [1].

Koenumuenoe pazeumue. I'maBHbIM KIMHUYECKUM TPOSIB-
JICHUEM CUHIpOMa SIBJISIETCS MHTEJUIEKTyallbHOE HENOpa3Bu-
te 1 PAC. Y GosbILIMHCTBA MalMEeHTOB My>cKoro nosa [Q He
npebimaeT 50 6a1oB. [1py 3TOM KOTHUTMBHOE pa3BUTHE UME-
€T CcBOI crieliMduyecKuil Mpodusib, XapaKTEpHbIH 17151 BCeX le-
teit ¢ FXS u He MeHstionuiicst ¢ Bo3pacToM. Tak, 3HAUUTEIb-
HbIE TPYIHOCTHY BBI3BIBAIOT 3aaHMST Ha 3pUTEIbHO-TIPOCTPaH-
CTBEHHYIO Y 3pUTEJIbHO-MOTOPHYIO KOOPIMHAIIMIO, YUCIOBBIE
ornepaluu, CyoTeCThl, BBITIOJHEHUE KOTOPBIX MOCTPOEHO Ha
CYKIIECCMBHOM crocode 06paboTKM MH(MOpMaLUK, 3a1a4u Ha
IUTAaHWPOBAaHMUE U TIepeKIIoYeHe BHMMaHus [5, 6]. Ha atoMm
(boHe OTHOCUTEIEHO COXPAHHBIMU MOTYT SIBJISITHCS CIIOBAPHBIA
3arac, ToJITOBpeMeHHasl ITaMsITh, CIIOCOOGHOCTH K pacrio3HaBa-
HUIO JIMI] ¥ SMOIIWIA, He3aBepIlleHHbBIX N300paxeHuii. Pa3opoc
MoKazaTtejieil MHTeJJIEKTYaJIbHOTO Pa3BUTHSI CPEIM JIIONEH C
TTOJTHOM MyTallMell HeBeIMK. MICKiIIoueHre COCTaBISIOT Clydan
Mo3auiy3Ma. Pa3inyaror 1Ba BUIa Mo3auliu3Ma — KOJude-
CTBEHHBII U «<MO3aULIU3M 110 METWIMPOBaHUIO». KomnyecTBeH-
HBII MO3aUIIM3M O3HAa4yaeT, YTO B YACTU KJIETOK YMCIIO IIOBTO-
POB YBEJIMYEHO IO COCTOSIHMS ITOJTHOM MyTalluu, B YacTH IO
npemyTanuu (20—40% maumenToB ¢ cuHapoMoM FX). Mo3za-
HMIIM3M 110 METUJIMPOBAHMIO MPEII0IaraeT, YTO B KaKMX-TO
KJIeTKax TeH METWJIMPOBAaH, a B KAKUX-TO HET, XOTS BO BCeX
KJIeTKax UMeeTcs MoyiHas MyTtanus reHa (3%). B nienom st
JIIoZIei ¢ MO3anvHBIM cuHApoMoM FX xapakTepHbl 6ojiee BbI-
cokue nokasareau uHtemnekra (70 v Boie). Ciiyyan Koiude-
CTBEHHOT'O MO3auIIM3Ma COMKAIOT 3TUX MALEHTOB C JIIOIb-
MM ¢ IipeMyTauuii [7, 8].

Bonee BapuaTHMBHOI SIBJISIETCST KAPTUHA KOTHUTHBHBIX Ha-
PYIICHHUH y XEeHIIMH-HOCUTEILHUIL CMHApoMa. Tak, B Mcclie-
noBanuu B. de Vries u coaBT. (1996) 6bUT0 TTOKa3aHO, YTO CPel-
HUI MoKa3aTeJib 00ILEro MHTEJUIEKTa B IPYIIIE KEHIIUH C T0JI-
HOI MyTanueit coctaBui 74 6aina. Cpely XXKeHIIUH C MOJIHOM
mytanueid 71% uMenu MHIEKC MHTeJIeKTa MeHee 85 6aJlioB,
50% — menee 70 6amtoB [9]. ITo pe3ynbpraTam Ipyroro uccie-
noBanus [10], Toapko 15% neBodek 7—15 j1eT, UMEIOIIMX TOJI-
HYIO MyTAaIl1IO, UMEIOT MHIEKC HeBepOaIbHOIO MHTEJUIeKTa 60-
nee 85 6amtoB, 40% — mexny 70 u 85, 45% — menee 70. Bme-
CTe C TeM, HECMOTpsI Ha pa3Inyusl B CTENICHH MHTEJUICKTyaIbHBIX
HapyIIeHUI Y JIUII MYXXCKOTO ¥ KEHCKOT0 IT0JI1a, TpodIIb Ha-
PYILIEHMIA TOCTATOYHO cXoxkuii. K crabbIM cCTOpoHaM pa3BUTHS
CJIeIyeT OTHOCUTh KPaTKOBPEMEHHYIO CIIYXOPEUeBYIO IaMsITh,
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abCTpaKTHOE MBIIIUIEHNE, UCTIOJHUTEIbHBIC (DYHKIIMU, TTPO-
CTpPaHCTBEHHBIE MTPEACTaBICHUS, apuMETUIECKHE OTIepalliu.
OTHOCHUTENBHO COXPAaHHBIMU MOTYT OKa3aThCsl CUMYJIbTaHHBII
cnocob 00paboTKU MHGOpPMaLUU, 3pUTE]IbHOE BOCIIPUSITUE,
CUTyaTHUBHAsI ITaMSITh.

Peuesoe pazeumue. JlnHaMrKa pe4eBOTO Pa3BUTHS HAPSITy
C ayTUCTUYECKUMHM CUMIITOMAMM SIBJIIETCSI OMTHUM U3 Haubo-
Jiee HeCTaOMJIbHbBIX ITPU3HAKOB CUHIpOMA. Y OOJIBILIMHCTBA e~
TeW, UMEIOIIMX TTOJIHYIO MYTAallMIO, B TOM WJIM UHOW CTENIEHU
Ha0Joaal0TCsl peueBbie HapyieHust. dpa3oBast peuyb OOBIYHO
MOSIBJISIETCS C BhIPaXKEHHOM 3aepKKoii, K 4 ronam. Bmecte ¢
TEM CTeIeHb HapyIIEHWI MOXET OBbITh pa3IUYHOM. Y yacTu nie-
Tel BKCMpecCuBHAasl, pelieNTUBHAS U ITparMaTuyeckas CTopo-
Ha peyd COOTBETCTBYIOT aHAJIOTMYHBIM TTOKA3aTeIsIM Y IeTei
0oJiee MJIAAIIEro Bo3pacTa WiIM Y AeTei ¢ ipyrumMu opMamMu
MHTEJJIEKTYaJIbHOM HEIO0CTaATOUHOCTH aHAJIOTUYHOTO YPOBHS
pa3BUTUSI MEHTAJBHBIX criocobHocTei [11, 12].

B npyrux uiccienoBaHusIX ObUTH MOJyYeHbI TPOTUBOIIO-
JIOXKHBIE pe3yJIbTaThl, COIJIACHO KOTOPHIM peueBOe pa3BUTHE
MOXET PaCXOAUTHCS C TEM YPOBHEM, KOTOPBIII MOXHO OXM-
JIaTh, UCXOMS M3 MEHTAJILHOTO Bo3pacTa pedbeHkKa. B 11e1oM ObI-
JIO TIOKa3aHo, YTO HAPYILIEHUS pEYEBOTO Pa3BUTHSI aCCOIIUMUPO-
BaHBI C BEIPAXKEHHOCTBIO ayTUCTUYECKOI CUMITTOMATUKH | 13—
15]. Yem cubHee BbIpaKe€HbBI ayTUCTUYECKUE MPOSIBJICHUST, TEM
XyXe pa3BuTa peub. B riccienoBanuu [16] GbUTO MOKa3aHO, YTO
TPV BBITTOJTHEHUH 3aIaHU i1, THCTPYKIIUY K KOTOPBIM ObLTH Ha-
MEPEHHO HealleKBaTHBIMM, TTOIPOCTKU 1 FOHOIIY C CUHAPOMOM
FX HaMHOTO pexe, yeM 3I0pOBhIE IeTH 00jiee MIaIIIEero BO3-
pacTa, cooOIIaIu cobeceTHUKY O CBOEM HEITOHMMaHMU 3afa-
HUSA. DTU 0COOEHHOCTH KOPPEJIMPOBAIN C YpOBHEM ITOHUMa-
HUs peun. Yem Jydiiie UCTIBITyeMble TTOHUMAaJIM O0pallleHHYIO
peyb, TEM Yallle OHU COOOIAIN O 3aTPYIHEHUSIX, C KOTOPbIMU
cTalKuBaIuCh. CBSI3b C ayTUCTUYECKUM TpoduIeM B TaHHOMI
paboTe He paccMaTpuBajIach, HO B KAUeCTBE TUIIOTE3bl MOXXHO
MPEIIOJIOXUTh, YTO (DAKTOPOM, OKa3bIBAIOIIMM B3aMHOE BJTH-
STHME Ha 3TH JiBa pEYEBBIX ACIIEKTa, MOTYT ObITh UMEHHO Hapy-
LIeHUsI KOMMYHUKALIMU, XapaKTepHble s aytusma. [loma-
TBEP>KICHUEM 3TOM TUITOTE3Bl MOTYT CIIY>KUTb UCCICIOBAaHMS,
MOKa3aBIlKe KOPPESIINI0 MEXIY CTEIEHbIO ayTUCTUIECKUX
pacCTpOICTB M YPOBHEM peLICTITUBHOI peun [17].

BaxxHo Takke OTMETUTD, UTO Peyb JIOACH ¢ CUHIPOMOM
FX B 00bLIMHCTBE ci1y4yaeB 00J1agaeT PsiaoM CrielupUuIecKux
ocobeHHocTei. CloJa OTHOCUTCS YCKOPEHHbBIN TeMIT, TEHIEH-
LIMY K aBTOMAaTUYECKUM TTOBTOpaM OTAEIbHBIX CJIOB, TIepCceBe-
parusiM. C yeM cBA3aHbI Pa3INYKS B PEYCBOM Pa3BUTHUM, OT Ye-
IO 3aBUCHUT CTEIleHb, B KOTOPOI peOEHOK OBJalieBaeT peyublo,
Ha HACTOSIIINIA MOMEHT HEM3BECTHO [1].

Aymucmuueckue paccmpoiicmeéa. Cunnpom FX mpunsito
CYMTATh KOMOPOMIHBIM ayTu3My. B 60% ciyyaeB IeTH ¢ 3TUM
CUHAPOMOM JEMOHCTPUPYIOT NTOBEACHUYECKHE TTPU3HAKU, 10~
CTaTOYHBIE TSI TUAarHO3a «pacCcTPONCTBa ayTUCTUYECKOTO CITeK-
Tpa», a moBeaeHYecKuit heHotur 30% meteil MOJHOCTBIO YIOB-
JIETBOPSIOT KPUTEPUSIM JIsT TIOCTAHOBKU 00Jjiee Y3KOTo TUarHo-
3a «ayTusm» [18].

HWHTepecHol aBasgeTCsS JUHAMUKA ayTUCTUYECKOM CUM-
MTOMATUKY B TeUeHUE KU3HU. Tak, B JOHTUTIOMHOM UCCICI0-
BaHUM [19] mpu AMATHOCTHKE ayTUCTUYECKUX PACCTPOMCTB B
Bospacrte 8,5—9 net 54,8 % manbunkoB u 41,5% neBodex ¢ Mo~
HOW MyTauMel ObUIM OTHECEHBI K AMAarHOCTUYECKOU rpyIimne
PAC. Ipu moBTOpHO AnarHocTrke (4epes 2,5 rona) yxe 80,6%
MaJIbYMKOB ObUTM OTHECEHBI K 3TOM TMarHOCTMUYECKOM TpyIIIe.
[Tpu aToM umcno geBovex B rpymnne PAC 3HaUMMO He U3MEHU-
J10Ch. OOIIMIA TPOLICHT AETel, KOTOPBIE ITPY TOBTOPHOM U3Me-
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peHun 60U oTHeceHs! K rpynne PAC, cocrasut 60%. ITpu
5TOM OTpHULATEIbHAsI IMHAMUKA B HAMOOJIbIIEH CTeIIeH! Ka-
cajach COLMAIbHO-KOMMYHHUKATUBHBIX HAaBBIKOB U HE 3aTpa-
rMBaja CTEPEOTUITHBIE (POPMBI ITOBENIECHUS I MHTEPECOB. B aTOM
ObLIO HaubOoJIee 3HAYMMOE OTJIMYKE MEXIY IEThbMHU C CUHAPO-
moMm FX, monmaBmnmu B rpyniy PAC, 1 1eTbMU ¢ UIMOIATH-
YeCKUM ayTU3MOM. Y MOCJIEIHUX, HATIPOTUB, OOHAPYKUBAJIOCh
yCHJIEHUE CUMIITOMATUKU B paszesie CTEPEOTUITHBIX (OPM I10-
BeneHus1. JlaHHbIE pe3yIbTaThl YACTUYHO MOTYT OOBSICHSITHCS
TEXHUKOI1 MpoBeacHus1 obcnenoBanus. Eciu npu nepBuyHOM
TecTupoBaHuu B 50% ciydaeB MCIOJIb30BaJICSI MOOYJIb 2, a B
50% — MomyJib 3, TO pH ITOBTOPHOI AruarHoctuke 80% neteit
o06cieqoBaHbl MPU MOMOIIU Monyisa 3. Moayib 3 onupaeTcs
Ha 6GoJiee pa3BUTYIO (Pa30BYIO PeUb, B CBSA3U C Y€M, HABBIKU
COLIMAJIbHOTO OOMEHA TaKXe B OOJIbIIEH CTEIIEHH HAYMHAIOT
paccMaTpUBaThCs B KOHTEKCTE Pe4eBOii KOMMYHUKALUU. B cBsI-
3H C 9TUM aKLEHT B IMarHOCTHUKE CABUTAETCS C HeBEpOATbHbBIX
¢dopMm ob61IeHUsT Ha BepOanbHble. T.e. B JAaHHOM cllydae, Mbl
OIISITh IIOAXOMUM K MBICJIY O CBSI3aHHOCTH U B3aMMO3aBUCHUMO-
CTU HapyIIeHUIl peueBOro Pa3BUTUS U ayTUCTHYECKOIO MPO-
¢ung B KapTrHe cuHapoma FX.

Ocobennocmu nogedernus. JInua My>XCKOTo 110J1a, UMeloIue
curapoM FX, yacTo 1eMOHCTPUPYIOT BEIPaXKEHHYIO THIIepaK-
THUBHOCTb, UMITYJILCMBHOCTb U HapyleHust BHuManus [20]. On-
HAaKO CTeIeHb HApYILIEHU PEry/IsSILIMK ITOBEICHUSI TAKKe HEO-
IMHAKOBA. Y YacTH JeTeil HabIoaaeTcs BbIpaskeHHasl TUITepaK-
TUBHOCTb, KOTOPasi CTAHOBUTCSI CYIIIECTBEHHBIM MPETSITCTBUEM
IUTsI OOYYeHMsI Y OBJIAJICHUS Pa3IMYHBIMU HaBbIKAMU. Y IpYy-
I'MX JeTeil MOTOOHbBIN CUMIITOMOKOMILIEKC HE TaK BhIPaXKeH.

Dmoyuonanvro-auunocmuuie ocobennocmu. Ins neteit ¢ FXS
XapaKTepeH BBICOKMI YPOBEHb COLIMAILHOM TPeBOXKHOCTH. Ya-
CTO OHU KCIIBITHIBAIOT TPYAHOCTU IIPU YAEePXKAHUU [JIa3HOTO
KOHTAaKTa, I€MOHCTPUPYIOT M30eraoliee MoBeIcHNE B COLIM-
aJIbHBIX CUTyalMsIX. XapaKTepHO, YTO B OTJIMYKE OT MIAMOIA-
TUYECKOTO ayTu3Ma Ipu cuHapome FX cTabuiIbHOCTD I1a3Ho-
ro KOHTaKTa BO MHOTOM 3aBUCHUT OT IIPUBBIYHOCTH OOCTaAHOB-
KU, B KOTOPOI HaXOAUTCsI peOGEeHOK, CTENeHU ero KompopTta u
IOBEpUsI YeJIOBEKY, C KOTOPBIM OH B3aMMOeicTByeT. B psime
cIy4aeB u30eraHue 3pUTEJIbHOTO KOHTaKTa HOCUT XapaKTep
YpEe3MEPHOM 3aCTEHYUBOCTU, BBI3BAHHOI BBICOKOW COLIMAJIb-
Holt TpeBoroii [20].

BrL10 1mokasaHo, 4TO Cpeau IeTeil, IOAPOCTKOB U B3pOC-
JibIx 060ux 110510B ¢ FXS 82,5% cOOTBETCTBYIOT KPUTEPUSIM TIO
KpaiiHeil Mepe OJHOIO TPEBOXKHOTO paccTpoiicTsa, a 'y 58,3%
— HECKOJIbKUX TaKMX paccTpoiicTB. ['opa3mo GoJibliiee Y1Cio
HUCIBITYEMbBIX MUMEIM T€ WU UHBIE MIPOSIBIEHUST TPEBOXHBIX
pacCTPOMCTB, HE JOCTUTAIOIIME, OMHAKO, KIIMHUYECKOM BbIpa-
xeHHocTh. HanbGosiee yacThIMU TPEBOKHBIMU PACCTPOMCTBA-
MM CpeIM UCTIBITYeMbIX ObUH crieliuduueckue doouu (64,9%
My>KUrH U 51,4% xeHIiuH), colnanbHas doous (34,5% Myx-
quH U 39,5% XeHILIVH) U CeJIeKTUBHBINA MyTU3M (28,1% MyxX-
yuH u 25,3% xenumn) [21].

Takum o6pa3oM, Ha HACTOSIIIIUI MOMEHT CUMTAETCs, YTO
KJIMHUYeCcKast KapThHa cuHapoMa FX onpenensieTcst OTCYyTCTBI-
€M WM BbhIpakeHHbIM JedunuroM 6eaka FMRP. ITockonbky
reH FMRI1, orBevarowuii 3a cuate3 FMRP, pacnonoxeHn B
X-XpOMOCOME, CUHAPOM TsKeJIee MPOSIBIISIETCS Y JIULL MY3KCKO-
ro noja. KiimHuyeckast KapTrHa 3a00JieBaHUs OIpeaessieTcs
YMCTBEHHBIM CHUKEHUEM, ayTUCTUYECKUMU MPU3HAKAMU U
psAIOM ocobeHHOocCTel dusmyeckoro peHornmna. Kospduum-
€HT MHTEJUIEKTa y MaJIbYMKOB M MyX4uH ¢ FXS Bapbupyer B
nrama3oHe oT 45 o 55 6annoB. M3BecTHBIE HAa CETOMHSIITHUIM
IeHb cIyyau 6ojiece MSITKOM KapTUHBI MHTEJUIEKTYaIbHOIO He-
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Tabanua 1. Puck pa3Butus cunapoma FX (noaHas myTtauus reqa
FMRT) y pe6Genka B 3aBucumoctu ot koandyectsa CGG-nosTopoB y
martepm [22]

Puck yBeMyeHMs KOJTMYECTBA
CGG-noBTOPOB JI0 YPOBHS MOJTHOM
MyTallMK y pebeHka, %

IMpemyrauus. KonnyectBo
CGG-noBTOpOB Y Matepu

55—59 3,7
70—79 31,1
90—99 80,1
100— 140+ 94100

JIOPa3BUTUS CBSI3aHbI C MO3aMYHBIM XapaKTePOM 3a00JIeBaHUS.
YV XeHILIKH pa30poc Mo YPOBHIO pa3BUTUSI KOTHUTUBHOM ce-
PBI CYIIECTBEHHO OOJIbIIIE 32 CUET HATUYUS BTOPOU KOIMU
X-xpoMocoMbl. ['opa3no MmeHee 0OJHO3HAYHBIM SIBJISICTCST COLIY -
aJIbHOe U peueBoe pa3putue y moaei ¢ FXS. U3BectHO, 4TO 10
50% neteit ¢ FXS MOTHOCTBIO YAOBIETBOPSIIOT KPUTEPUAM [UTS
IMOCTaHOBKM AuvarHo3a ayrusma. Eme 30% MoryT ObITh OTHECE-
Hbl K rpynie PAC. Kak oka3anoch, cTereHb ayTUCTUYECKUX
PACCTPOICTB KOPPEIUPYET C YPOBHEM PEUEBOTO Pa3BUTHS Y Je-
teii ¢ FXS. B 1iesioM ciienyet oTMETUTD, YTO pa3dopoc mokKasa-
TeJIeil peuyeBOro pa3BUTHS TaKXKe TOCTATOYHO BEJIUK. Y 4acTU
JeTeii peub He (PopMUpPYETCsT BOBCE, Y YaCTU YPOBEHb BepOasib-
HOI KOMMYHUKAIIUU COOTBETCTBYET HEBepPOATbHOMY MHTE-
sekty. OnHako nputansureabHo 20% nereit ¢ FXS He nmeror
HapylLIeHW OOIIEHUs U COLMAIbHOIO B3aMMOAEHCTBUSI, UTO
CTaBUT Tepe UCCIeI0oBaTeIIMHU BOIIPOC O TOM, Kakue (haKTo-
PBI BIUSIIOT HAa (hOPMUPOBAHUE KIMHUYECKON KapTUHEI U €
TSIKECTH B 9TOI 00J1aCTH.

CocTosnus, accounupoBaHHble ¢ mpemyTanueii rena FMR1

Ilamoeenes napywenuii npu npemymayuu eena FMR1

[Mpemyrauueii rena FMR 1 Ha3biBaeTCs yBeJIMUYEHUE KOJIU-
yectBa CGG-1noBTOPOB B IpoMoTope reHa FMRI B nuamnaso-
He oT 55 1o 199. Kak yxe oTMeyanoch BblIllI€, 3TO COCTOSIHUE
KpaiiHe HeCTaOWIbHO, UMeET TEHACHIINIO K YBEJTMUECHUIO YHC-
Jla TIOBTOPOB TIpU Tiepeaayde U3 MOKOJIeHUs B TIOKOJIEHUE T10
XeHCKOU JTuHUM. Yem GoJIblie KOJIMYeCTBO TTIOBTOPOB Y KeH-
IIWHBI, TEM BBIILE PUCK €TO 9KCIMAHCUU IO COCTOSTHUST TIOJTHOM
MYTalluy B CJIEAYIONIeM mokojieHu. UHbIMM clioBaMu, TIpe-
MYTAIUsI TPEICTaBIIseT CO00M KaK ObI TPOMEXYTOUHOE, TTepe-
XOITHOE COCTOSTHUE MeXKIy HOPMO#i 1 60Jie3Hb10. B Tada. 1 npen-
CTaBJIeH PUCK pa3Butus cuHapoMa FX B 3aBucuMocT ot Ko-
smnyectBa CGG-NOBTOPOB Y MaTepu.

B ciyuae Hanmmums mpeMyTalvu y oTlia repenayda 3abose-
BaHMS T10 HACJIEACTBY TakKxXe BO3MOXHA. OmHAKO TpU Hace-
JIOBAHUU MYTAaHTHOU! X-XpPOMOCOMBI OT MYXXYWHBI HE IPOUC-
xoaut yBennueHus konndectBa CGG-noBropos. [ToaTomy cy-
IIECTBYET TOJIBKO PUCK POXKIEHUS NEBOUKU C TIPeMyTaluei.
Bo3MoxHOCTE pOXIeHUS IeTell ¢ OJTHOW MyTalreil coxpaHsi-
€TCs B CJIEYIOIMX MOKOJeHUsIX. VIcKiltoueHre COCTaBISIIoT ajl-
JIeJIU B TaK Ha3biBaeMoli cepoii 30He (49—54 nosTopos). beuio
MOKa3aHo, YTO B OTJIMYME OT MPEMYTALIMOHHBIX aJliesiell He-
CTaOMITLHOCTD Cepoil 30HBI (TEHACHIUS K YBETUISHUIO KOJIU-
YyecTBa MOBTOPOB) BhILIIE MTPH Mepeaade oT MykurHbl (16% mpo-
TUB 4% y xeHuuH) [23].

HoJroe BpeMsi CUUTAIOCh, YTO TIPEMYTAITMOHHOE COCTOSI -
HMe aJuleNiell He aCCOLIMMPOBAHO C KIIMHUYECKON KapTUHOM, 1
paccMaTprBaIOCh KaK MEPEXOTHOE 3BEHO MEXKIy HOPMAaTbHBIM
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COCTOSTHMEM TeHa U ero MoJHOoM MyTanyeii. OQHaKo B cepeny-
He 90-x ronoB XX Beka BrepBbie OblIa OMKCAaHA CBSI3b MEXIY
TeHETUYECKMMU HapylIeHUSIMUA U (POPMUPOBAHUEM TIEPBUY-
HOIi OBapraIbHOM HEMOCTaTOYHOCTH Y XKEHIIUH (cuHapoM FX-
POI) [24]. YyTb mo3:xe OblJIa yCTAHOBJEHA POJIb MMPEMYTaLIMU
reHa FMRI B KIIMHUYECKOM KapTUHE MapKUHCOHOMOIHBIX Ha-
PpYLIEHUI Y MYy>XKYUH B IMOXWJIOM Bo3pacte [1]. DToT cuHapoM
MOJIYyYMJT Ha3BaHUE «CUMHIPOM TpemMopa 1 atakcumn» (FXTAS —
fragile X tremor ataxia syndrome). BaxHo TakXe yUUTHIBATh
0YeHb BBICOKYIO pacipocTpaHeHHOCTh peMyTtauuu: 1:180 cpe-
I KeHIIWH, 1:230 cpeny MyXXunH. DTO JeaeT KpaiiHe Baxk-
HOMI 3aa4yy M3y4EeHUSI BCEX aCMEKTOB 3I0POBbS JTIOAECH-HOCU-
TEJIEH IIpeMyTalluu.

DTHONOrYS HAapYLIEHW, CBSI3aHHBIX C TTpeMyTalyeii reHa
FMRI, He Tak o1HO3HAYHA, KaK TP MTOJIHOM MyTalu. Beige-
JISIeTCSl KaK MUHUMYM TPU MaTOreHeTUIeCcKuX pakropa, KOTo-
pbie MOTYT BJIMSITh Ha (DOPMUPOBAHUE KIMHUIECKON KAaPTUHBI.

1. [Ipu nipemytanmu reHa FMR1 BO3HUKAET yMEepEeHHBII
nebuuut 6enka FMRP (8 cpenHeM 85% oT HOpMAaTUBHOIO CO-
Jep>KaHus B Tiepudepudeckoit Kposu) [25].

2. [Noseiienue ypoHst FMRI1 MPHK. YBennuenne CGG-
MOBTOPOB A0 3HAYEHUI, HAXOASIIMXCS B UHTEepBayie OT 55 1o
200, sBasieTCsT MPUYMHOM cBepxaKcIpeccuu reHa FMRI1, B pe-
3yJIbTaTe KOTOPOI KOJINYeCTBO cooTBeTcTBYIOIIEeir MPHK Oy-
JIET MOBbIIEeHO B 2— 10 pa3 B cpaBHEHUU ¢ HOpMOIA. MexaHu3M,
OTBEYAIOIINI1 32 BBICOKYIO TPAHCKPUIIIMOHHYIO aKTUBHOCTD
TeHa, eIle He HaliieH, HO U3BECTHO, YTO YeM OO0JIbIlIe KOJUYe-
CTBO IOBTOPOB, TeM 0oJblle oOpa3syercst Kormuit MPHK [26].
Ot MPHK 0651a1a10T IUTOTOKCUYECKUMHU CBOMCTBAMM U MO-
TYT BBI3bIBATh aTpOGHI0 MO3Ta, Pa3pyIleHHe OeJI0ro BEeIIecTBa,
oOpa3oBaHue crielM(GUUEeCKUX BKIIOUYEHU B HelpoHax U
acTpoumTax moasra [27].

3. RAN-Tpancasiums (repeat associated non-AUG trans-
lation) Ha yuyactke 5' UTR marpuunoit PHK rena FMRI, B
pe3yabTaTe KOTOpoit o6pa3yeTcsl MOJUTIUIIMHCOACpXKAIIe
nentuasl (FMRpolyG), HakomieHre KOTOPBIX HECET HEUPO-
TOKCHUYeCcKUi1 3 dekT. JlaHHbBII MeXaHU3M UCCIIEAYETCSI OTHO-
CUTEJILHO HeaBHO, €T0 poJib ObljTa TTOKa3aHa B TaTOreHe3e psiaa
HelipoiereHepaTUBHbBIX 3a00J1€BaHI, TAKUX KaK aMUOTPOhU-
YeCKMI CKJIEPO3 U JIOOHO-BUCOYHAs JeMeHLus [28].

Kinnnnueckast KapTuHa COCTOSIHMIA, ACCOMMUPOBAHHBIX C
npemyranueii reaa FMR 1 Bo B3pOCJIOM U IETCKOM
BO3pacTe

ITpemyraumst reHa FMR I MOXeT BbI3bIBaTh LIEJbIN PsiI He-
BPOJIOTMYECKHX, COMATUYECKUX, SMOLIMOHATBHO-TMIHOCTHBIX
M KOTHUTUBHBIX HapylueHui [1]. Ux Haauuue u cTerneHb BbI-
PaxkeHHOCTH OMpPeNesIsieTCs] COYeTaHMEM OIMMCAHHBIX BBIIIE
MaTOTeHETMYECKUX MEXaHIU3MOB. XapaKTepHO, YTO KIMHUYE-
cKasi KapTHHA B TaHHOM cliyJae KpaifHe HeOMHOPOIHaA. Y 4acTu
JIoJieit mpoGyieMbl CO 30POBbEM OOHAPYKMBAIOTCS YK€ B IET-
CKOM M TTOJIPOCTKOBOM Bo3pacte. B mepBylo ouepenb peub UaetT
0 JIETKUX KOTHUTUBHBIX TUCOYHKIMSIX, TUIIEPAaKTUBHOCTH, ay-
TUCTMYECKUX YepTax. B psize ciyyaeB MoxkeT HaGIIOAaThCs IO~
BBIIIICHHAs] TPEBOXXKHOCTh, SMOLIMOHAIbHASI HEYCTOMYMBOCTD.
Yariire Bcero, oqHaKo, 3TH 0COOEHHOCTH He IIPETSITCTBYIOT CO-
LIMAIbHOM afanTaluuu, U AeTh 00yJyaroTcs B MAaCCOBOM 1IKOJIE,
MOJTy4aloT BeIcIee o6pa3oBaHKe. Bo B3pociioM Bo3pacTe Hau-
6oJ1ee YaCTHIMU MPOOIeMaMHU SIBJISTIOTCST SMOITMOHATBHO TN -
HOCTHBIE 0COOEHHOCTH, KOTOPbhIE BKJIIOYAIOT IeIPeCCUBHbBIE
3MU30/IbI, 00CECCUBHO-KOMITYJIbCMBHBIC YePTHI, TPEBOXHOCTD.
ComaTtruyeckue MpoGeMbl, KOTOpbIe TaKXe MOTYT HabJIIo-
JaThCs1, HAYMHAS C MOAPOCTKOBOIO BO3pacTa, BKIIIOYAIOT Mpo-
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GJIEMBI C IIUTOBUIHOM XejIe30i, HapyIIeH!sI MEHCTPYaJIbHOIO
uukiaa. B Gonee crapiiemM Bo3pacTe XKeHIIUHBI MOTYT CTOJI-
KHYTbCSI C TPYAHOCTSIMU 3a4aTusi, paHHUM (10 40 71eT) HacTy-
IJIeHUueM KinMakca. HanGosee SspKuMu IMPOSIBJIEHUSIMU B 110~
>KIJIOM BO3pacTe CUMTAIOTCS MTApKUHCOHOIOIOOHbIE pacCTPOii-
CTBa, KOTOpbIE ObUIM O0BEAMHEHBI B TAK Ha3bIBAEMBIii CUHIPOM
Tpemopa u atakcun (FXTAS). [lanee 6yayTt 6osiee moapoOHO pa-
300paHbl pa3InYHbIe BAPUAHTHI (DYHKIIMOHAIbHBIX HAPYLICHMIA
y U1l ¢ mpemyTtauueii rena FMRI.

Cundpom mpemopa u amakcuu (FXTAS). I1o paznuyHbIM
OLIEHKaM CUHIPOM pa3BuBaetcs y 40% MyXIMH-HOCUTEIEH
npemytaunu FMRI B Bo3pacte mocie 50 et 'y 8% XeHIIUH
B Bo3pacte nociie 40 jget. CUHIPOM XapaKTepu3yeTcsl Tporpec-
CHPYIOIIMM TPEMOPOM IIPU IPOU3BOJIbHBIX ABIXKEHUSIX, HAPY-
LICHUSIMU TIOXOIKH, MAPKUHCOHU3MOM, TIeprdepruIecKoii He-
BpOIIaTHE, alTHO3, MUTPEHSIMH [29].

V 71% moneit ¢ FXTAS oTrMeuaioTcst yMepeHHbIE TIpU3HA-
KU PUTUIHOCTU BEPXHUX KOHEYHOCTEH, B 57% HabI0gaeTCs
OpanukuHe3us. B Hayae 3a001eBaHMSI aTaKCUST TTIOXOIKHU TTPO-
SIBJISIETCSI B BUAEC HapylLIeHUI TaHAeMHO# xonbonl. ITo Mepe
MPOTrPECCUPOBAHMS HAPYIIIEHUIA, TAIIMEHT MOXET TePSITh CITO-
COOHOCTB CAaMOCTOSITENILHO MepeaBUraThes. TpeMop yale Bce-
ro HabJII0IAeTCs B BEpXHUX KOHEYHOCTSIX, Ha HaYaJIbHbIX 9Ta-
ax peyb UIET O MOCTypaIbHOM TPEMOPE U TPEMOPE IEHCTBUSL.
Ha nmo3nHux stanax MmosiBasieTcsl TPEMOP ITOKOSI.

KpoMme BbllIeIepeurCIeHHBIX HEBPOJIOIMYECKUX CUMITTO-
MOB B 50% ciyuaeB FXTAS Bo3HMKAIOT KOTHUTUBHBIE HAPY-
LIEHYsI, IPUBOISIILE C BO3PACTOM K IeMEHLIMK. XapaKTepHO,
YTO Ha HaYaJIbHBIX CTAIMsIX 3a00JeBaHUsI ypOBeHb 1Q 0GbIYHO
COOTBETCTBYET HOPMATHUBHBIM MMoKa3atessiM. CrieLimbudeckue
TPYIHOCTH BBI3BIBAIOT 3alaHMsI, HAITPaBJIEHHBIE HA OIICHKY UC-
MOJTHUTENIbHBIX (QYHKLINIA: paGoyast IaMsITh, IUIAHUPOBAHMUE,
TOPMO3HBII KOHTpOoJIb. Cpeau cyoTecToB TecTa Bekciepa xy-
K€ BCETO TMAaIlIMEHTHI CIPABIISIIOTCS ¢ CyOTecTaMU «apudpMeTH -
gyecKas IIKajia» 1 «u(poBasi ociaea0BaTeIbHOCTh», B TO Bpe-
Msl KaK JIpyrye roKa3aTesid BepOalbHOro MHTEJUIEKTa Ha 3TOM
craguu 060e3HM He cHUKeHbI [30, 31]. TunuyHbIM 1U1s1 Hava-
J1a 00JIE3HU SIBJISIIOTCS TaKXKe M3MEHEHMSI IMYHOCTHU (TPEeBOXK-
HOCTb, JAETPECCUBHOE PACCTPOMCTBO, 0OCECCUBHO-KOMITYIb-
cUBHbIe MposiBieHus1). CoyeTaHHe 3TUX ABYX IPYII CUMIITO-
MOB XapaKTepU3yI0T HayaJIbHYIO CTaauio 3aboneBanus [32, 33].
Ha no3nHux stanax orMedaeTcsl BhIpaxkeHHoe «audhy3Hoe»
CHIDKEHHUE MHTEJUIEKTYaIbHBIX CIIOCOOHOCTEN 110 TUITY JeMEH-
uuu [33]. @yHKIIMOHATbHASA MarHUTHO-PE30HAHCHAs TOMO-
rpacdusi, IpoBeAeHHAasE BO BpeMsl BHIMOJIHEHMs 3aIaHUIA Ha Bep-
GaJIbHYI0 pab0oYyIo NaMsITh, Y HOCUTEJIEH IPEeMYTallii BhISIB-
JIsIeT CHMXKEHME aKTMBallMM B Ipe(pPOHTAIbHON KOpe IO
CPaBHEHUIO ¢ HOPMATUBHBIMH UCIIBITYEMbIMH. Y MOATPYIIIIBI
JII0JIEH ¢ IpeMyTaliieil, y KOTopbix cTost auarHo3 FXTAS, Tak-
XKe OTMEYaJI0Ch CHUXKEHUE aKTUBALIMU B [TPABOM BEHTPAJIbHOW
HYKHEH JIoOHOI1 Kope [34].

CHUMNITOMBI, HaOMIOJaeMble TP CUHAPOME TpeMopa U
aTaKCHUM, IIPUHSTO IEeJUTh Ha Gobliue u Mablie. K GoJbimm
CHMIITOMaM OTHOCHUTCSI MHTEHLIMOHHBIN TPEMOP, MO3KEUKO-
Bas aTakcusl (KJIMHUYECKHE CUMIITOMbI), ATOJOTHsI 6€10T0
BelllecTBa (PaauoOIOTMIeCKNe CUMIITOMbI), YOMKBUTUH-TIOO-
KUTeJIbHbIE BHYTPUSAePHbIE BKIIOUYEHMS (HEMpOIaToIorude-
CKHUe CUMITOMBI). K MajbiM CUMITTOMaM IMPUHSITO OTHOCUTh
MapKMHCOHU3M, YMEePEHHbIE HapyILIEHUsI KPaTKOBPEMEHHOM
MMaMsITH, HApyIIEeHWs MCIIOJHUTEIbHBIX (DYHKIMIA (KIMHUYE-
CKME CMMIITOMBI), YMEpPEeHHas reHepaJln30BaHHasi aTpodus
MO3TOBOI TKaHU (paarooTudecKue CuMNToMbl). [Ipu Hanmm-
yuM 1 OOJIBIIOro KJIMHUYECKOTO cUMMNTOMa U 1 GOJIbIIOro pa-
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JIMOJOTUYECKOTO UM HEMpPOIaToJIOru4eckKoro CUMITOMa IH -
arHo3 CYMTAETCsI TOATBEPKAeHHBIM. [1py Hanmumu 2 60JIbIINX
KJIMHUYECKUX CUMIITOMA WJIM OIHOTO MaJioro KIMHUYECKOTO
M1 OTHOTO OGOJIBIIIOTO PAAUOJIOTMYECKOTO CUMIITOMA IUArHO3
cuyMTaeTcs BeposTHHIM. [Ipu coueTaHM OMHOTO OOJIBIIIOTO KITH-
HUYECKOTO ¥ OTHOTO MaJIOTO PaaoJIOTMYECKOTO TMarHO3 CUM-
TaeTcsl BO3MOXHBIM [35]. JIy1s oLieHKH YpOBHS (DYHKLIMOHUPO-
BaHUSI MOTOPHOI cpepbl MCIOIB3yeTCs paHroBas mkana CuH-
npoma Tpemopa u atakcum (FXTAS rating scale) [36],
HeBpomnarosiornyeckas ckpuHuHronas mikajna (The Neuropathy
screening scale) 1 cucrema CATSYS mist olileHKY paHHUX, TTPO-
JIpOMaJIbHBIX TPU3HAKOB 3a0oeBaHusd [37].

Heiipokoenumuenvie Hapyulenus 60 83pocaom eo3pacme. Y
JIMLI-HOCUTEJIEH TTpeMyTallii, KOTOpbie HE MMEIOT BHIPAXKEHHBIX
CUMIITOMOB HEMPOAETeHEPATUBHBIX HAPYILIEHUI, TAKXKE OT-
MeYaeTcsl CHUXKEHUE MCIOJHUTEIbHBIX MyHKIUM [32, 38].
Y MyXX4YMH B IIEpPBYIO o4Yepeab CTpaaalnT GYHKUIMU TJIaHU-
pOBaHUsI, TOPMO3HBIII KOHTPOJIb M paboyasi maMsTh. B >keH-
CKO1 MOIYJISILIMY OTMeYaeTcs Ae(UIUT 3pUTEIbHO-TIPOCTPaH-
CTBEHHBIX TMPEACTaBIEHUN, KOHCTPYKTUBHBIX OCOOCHHOCTEN.
Cyl1iecTBeHHbIE TPYIHOCTH MOXKET BBI3bIBATh PELICHUE MaTe-
MmaTudeckux 3anad [3]. [To mpenBapuTeIbHBIM TaHHBIM, KE€H-
LIMHBI C peMyTallMel 3HAYMMO Xy3Ke CIIPaBJISIIOTCS ¢ 3ama4aMu
Ha BOCTIPUSITHE He3aBEPILIEHHBIX M300PaKEHUI, YTO MOXKET IO~
BOPUTD B MOJIb3Y neduimTa GyHKIUM 10p3aTbHOTO 3pUTEb-
HOTO IMYTU, XapaKTEPHOTO IS JTIIOJEH C TTOJTHOM MyTaLlMel.

CuHdpom nepeu4Holl 06apUAIbHOU HeOOCMAMOYHOCMU Y HCeH-
wun (FXPOI — fragile X-associated primary ovarian insufficiency)
Habmonaetcs mpuMepHo y 20% xeHIIuH ¢ mpemyTanueit. [lep-
BUYHOI OBapHaJIbHOM HEIOCTATOYHOCTBHIO HAa3bIBAIOT (popmMy
9HIOKPUHHOTO OECTUIONMS, XapaKTEPU3YIOIIYIOCS OTCYTCTBU -
eM (DOJUTMKYJIOB WJIM HapyllIeHUeM 1X co3peBaHus. JlaHHas na-
Tosorus passuBaetcs y 20% XKeHIIUH ¢ IpeMyTaluei, mpuyeM
Hau0oJiee ToABePKEHbI PUCKY JIUIIA C KOJIMYECTBOM ITOBTOPOB
ot 70 1o 100. OCHOBHBIMU CUMIITOMAaMU SIBJISIETCS HEPETYJISIP-
HBIA MEHCTPYAJIBHBIN LMKJI, HACTYIUIEHUE PAHHEW MEHOIIAY-
3bI, OECIIONME, TTOBBIIICHHBIN YPOBEHD (DOJTUKYIOCTUMYIIH -
pytoiero ropmona [39, 40].

IMOUUOHANBHO-AUMHOCMHbLE (NcuXuampuiecKue) Hapyuie-
Hus. HapyieHus SMOIMOHAIBHO-TUYHOCTHOI chephl SBIISI-
J0TCSI e1lle OMHUM JOCTaTOYHO TUITUYHBIM MPOSIBIICHUEM TIpe-
MyTaluu. Bputo mokazaHo, 4To HapylIeHUsI HAaCTPOSHUS, Je-
npeccusi, TPEBOXHOE PacCTPOMCTBO, NMMAaHWYECKUE aTaKW,
corooOMM BCTPEYAIOTCS CPEIM JIULI C TIpeMyTallieit 3HaYM-
TEJILHO Yallle, YeM B CpeIHEM IO MOMYJISILIMKY U CPEIu JIIOIEH,
BOCIIUTHIBAIOLIMX AETEM C YMCTBEHHOM OTCTAJIOCTHIO, HE ACCO-
LIMUPOBAHHOM ¢ MyTanyeit reHa FMRI. Tak, B uccienoBaHUU
J. Roberts [41] 6bLIO yCTAHOBJIEHO, UTO Y XKEHIIIMH C ITpeMyTa-
e B CPABHEHUHU C TPYIIION XEHIIWH, UMEBILINX HA MTPOTH-
JKEHMU KU3HU 3TU30bI TPEBOXHOTO U ACTIPECCUBHOIO COCTO-
SIHUSI, CYIIIECTBEHHO IOBBIILICH PUCK pa3BUTH aenpeccun (43%
— npemyTtauus, 31% — KOHTPOJIbHAs TPYIIIa), MaHUIECKUX
atak (8,6% — mnpemyrauus, 3,2% — KOHTpOJIbHAS IPYIIa).
[TpumevareabHO, YTO COMIACHO pe3yIbTaTaM 3TOTO MCCIIEH0-
BaHUS pUCK pa3BUTHS 3a00JIeBaHMT OB BBIIIIE Y JIIONEH C HU3-
KHM KOJIMYeCTBOM MTOBTOPOB, YTO CTABUT I10J COMHEHHE CBSI3b
mexny aeduunrom FMRP 1 sMonmoHanbHO-TMYHOCTHBIMU
pacCcTpOMCTBAMMU.

Hapywenus paszeumus 6 demckom éo3pacme. J1o HacTosiIIe-
TO MOMEHTa MBI TOBOPUIIU O TIPOOJIeMax CO 3I0POBbEM Y B3pOC-
JIBIX JIIOJEH ¢ MmpemyTanveii. Bo3HuKaeT 3aKOHOMEpHBIiT BO-
MpOC O TOM, UMEIOTCS JIM KaKHe-TO HapylIeHUsS] pa3BUTHUS B
JIeTcKoM Bospacte? B mepByto ouepensb peub UAeT O KOTHUTUB-
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HOM IpoduJie, IOBEeAeHYECKUX ¥ SMOLIMOHATbHO-TMYHOCTHBIX
0c0o0eHHOCTsIX. BbLIO MOKa3aHo, YTO AETH C IIpeMyTalueii uMe-
10T MOBBILLIEHHBII PUCK pa3BUTHSI CUMIITOMOB ayTu3Ma |18, 42],
CJIIBTI [43] u sniunencum [44]. Tak, PAC BcTpevaloTcsiy 14—
19% manbunkoB u 1—5% neBoYek, YTO CYLIECTBEHHO MPEBLI-
maeT puck PAC B 1iesiom o momnyssiiuu. Haubonbimii puck
Pa3BUTHsI SIAJIETICM OTMEYAETCs Y MAJIbYMKOB C IIPEMYTaLIM-
eif, UMEIOLINX CUMIITOMbBI ayTU3Ma. XapaKTepHO TaKXe, 4TO
onpenesieHHbIe 0COOEHHOCTU Pa3BUTUS Y YaCTH AeTell OOHApY-
JKUBAIOTCSI ¢ poXKIeHMs. B mepByIo oyepenh OHM KacaloTCs CHU-
JKE€HHUSI YPOBHSI Pa3BUTUS HeBepOAIbHOM KOMMYHMKALIUM, T~
MePYyBCTBUTEIbHOCTH K CEHCOPHBIM CTUMYJIaM [45, 46] u aHo-
MaJIuii mepuenTUBHBIX npoueccoB [47]. [lepeyncieHHbIe
HapyLIeHUsI IeTCKOro BO3pacTa MOTYT pacCMaTPUBAThCs Kak
0oJiee MSITKUIA BADUAHT CUMIITOMOB, XapaKTE€PHBIX IS ITOJIHOM
mytaumu FMRI.

TakuMm o6Gpa3om, mJsl JIOAEH ¢ MpeMyTalueil xapak-
TEepeH LIMPOKUIA CIIEKTP BO3MOXKHBIX CUMIITOMOB U COCTO-
saHuil. Cioga OTHOCUTCS CBO€OOPa3HbIii KOTHUTUBHBIN MPO-
(b, BKIIOYAOIINIA CHUXKEHUE UCITOJHUTEIbHBIX (DYHKIIMIA
U TIPOCTPAHCTBEHHBIX MpeacTaBieHnii, cuHapoM FXTAS, cuH-
IIPOM TepBUYHOI oBapHaibHOI HemoctaTouHocTH (FXPOI),
SMOLMOHAIbHO-JIMYHOCTHBIE HAPYIICHMUsI, PaCCTPOICTBA ay-
THUCTUYECKOTO CIIEKTpA.

Bomnpocsl IMarHocTHKY CHHAPOMA B 001IEii KIIMHIYECKOi
NpPaKTHKE

Jlronu ¢ cunapomom FX, accounypoBaHHBIM C MOJHOM
MyTauueit reHa FMRI, MeloT BbIpaXKeHHbIE YepThl (hu3nue-
CKOro M noeneHyeckoro dbeHoruna. CUHAPOM MOXET ObITh
3aII003PEH IT0 COYETAHUIO OIPeIeICHHBIX IPU3HAKOB, Kaca-
IOILIUXCST OCOOEHHOCTE BHEITHOCTH, Pa3BUTHUSI M CEMEITHOTO
aHaMHe3a. HecMoTpst Ha 3T0, BBISIBJISIEMOCTh CHHIPOMA OCTa-
eTcst Hu3Kkoil. CpeqHuid BO3pacT MOCTaHOBKM auarHo3a FXS y
ManbuukoB B EBpone u CeBepHoit AMepuke cocTaBisieT 35—37
Mec, y IeBoYeK auarHoctupyetcs mosxe. 1o cratuctuke 50%
ceMeii, B KOTOPBIX BOCITUTHIBAETCS] MAIBYMK ¢ CUHIPOMOM FX,
YCIIEBAIOT POIUTH BTOPOIo peGeHKa 10 MOCTAHOBKY MPABUJIb-
HOTIO TMarHo3a crapieMy. [1puGIM3nTeIbHO B ITOJIOBUHE CITy-
YaeB MJIAAIINI peOEHOK TaKXe SIBJISIETCS HOCUTEIeM TIOJTHOMI
MyTauuu [48]. B Haleit ctpaHe cpeqHUiT BO3pacT IMTOCTaHOBKU
NMMarHO3a 3HAYMTEJIBHO CTapliie, HepeaKy Ciydau, Koraa 1eTu
OCTaIOTCS HeAMArHOCTUPOBAHHBIMU 10 TTOIPOCTKOBOTO BO3-
pacta. B oTcyTCTBHMM MOJHOMACIITAGHOTO MOIYJISILIMOHHOTO
TeHEeTUYEeCKOTo CKPMHMHTA OTPOMHOE 3HaYeHUe MPUodpeTaeT
TOYeYHAas TMAarHOCTUKA ITPY HAIMIUH Kajl00, XapaKTePHBIX IS
COCTOSTHMSI TTOJTHOM MYTaIliy WX IPEeMyTalluu.

PanHel mocTaHOBKe TMarHo3a OyIeT CIIocoOCTBOBATh OC-
BEIOMJICHHOCTb Bpaueil o0Ieil MpakTUKU, Bpayeii-HeBPOJIO-
TOB U IICKXOHEBPOJIOTOB O CUHIApOMe. TakkKe CyIeCTBEeHHBIM
CIIBMT CTaJI ObI BO3MOXKEH, €CJIM Obl Bpa4M, YYaCTBYIOIIE B 00-
CJIeZIOBaHUM KSHIIMHBI Ha 3Talle IJIaHUPOBaHUST OepeMeHHO-
CTH, MOTJIA TPAMOTHO OLIEHUTb PUCKU HAJIWYMS IPEMYTAIINH.
B ocobeHHOCTH 3TO KacaeTcsl CiyyaeB MepBUYHOM OBapralib-
HOI1 HefmocTaTouHocTH. HarmoMHuM, 4to okosio 6—8% Beex ciy-
YyaeB MePBUYHOIN OBapuaJbHON HEIOCTATOYHOCTH COCTABIISIECT
Kak pas npemytanus reHa FMRI [49].

J1st ymo6eTBa KIIMHMITMCTOB CYIIECTBYET HECKOJIBKO THa-
THOCTMYECKUX IIKaJI, TIO3BOJISIIOIINX Ha OCHOBE IIPOCTOTO KIIH-
HMYECKOTO HaOJIIOACHUS U OIPOCa POIUTENICH OLIEHUTh PUCK
Haymuus cuHapoMa FX y peberka. [letu, momnanaioomniye B IpyIi-
ITy BBICOKOT'O PUCKa, TOJKHBI HATIPABJISATHCS Ha TeHETUYECKOe
o0cieioBaHue.
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Tabanua 2. lllkara GaAAbHOW OLIEHKU CUMIITOMOB, HaOAlOAaeMbIX Npu cuHApome FX, oOAaAalommx HaMbOABIIMM AMArHOCTUYECKUM BECOM

[51]

TTpusnak

Bann

MHFKaH, «BEJIbBETOBAsI» KOXa Ha JJadOHAX PYK, M30BITOYHASI KOXa Ha ThUTbHOM CTOPOHE JIadlOHU (MO)KHO CO6paTb B <<CKJIaIIKy>>)

Iiockocronue

Bouibline oTTONbIpEHHbBIE YIIIHbIE PAKOBUHBI

[MomoniBeHHast CKyIagKa

Bosblive ssMuKy y MaabuMKOB MOCJIe HACTYIUIEHUS ITyoepTara
Cityyau MHTEJUIEKTYaIbHOM HEJOCTaATOYHOCTU B CEMbE
AyTHCTUYECKOE MOBEACHUE

Hroro

2

B o= = =

Tabanua 3. CuMNTOMBI, KOTOPblE MOTYT BCTPeYaThCs NpuU NnpemyTauun rena FMR1

Cumrnrom

JeTckuit
BO3pacT

Bapocnbiii
BO3pacT

Kenckuit
ot

Myx-
CKOI Mo

Oco0GeHHOCTH KOTHUTUBHOM cephl: 3aiepKKa pa3BUTHSI, TPYTHOCTH IITKOJEHOTO
00yJeHusl, crierubuIecKiue TpYITHOCTY TIPU 00yIeHUsI MaTeMaTUKe

3aziepKKa peueBoro pa3BUTHS U/ WK CBOEOOpa3ue peuu

PaCCTpOﬁCTBa AYTUCTUYECKOTO CIIEKTpa (HapyIHCHI/Iﬂ TJIa3HOI'O KOHTaKTa, CTEPEOTUITHOE
MOBEACHUE, IBUTATCJIbHBIE AYyTOCTUMYJISILIUN, n30eraHre TaKTWJIbHOTO KOHTAKTa 1 T.,I[.)

CI/IHZ[DOM ILCC])]/ILII/IT& BHUMaHM, THTIEPAKTUBHOCTD B ICTCKOM BO3pacTe

+

+

+

+

+

++
++

++

HeBposiornyeckue cMMITOMBI B ctapiiieM Bodpacre. Cynoporu, rporpeccupyonmii + +

++

Tpemop (Y JIFoJei cTaplliero Bo3pacra), aTakCHsl, HapylIeHUs XOAbObl, HApYLIEHUS
paBHOBeCHSsI, HAPYLIEHUsI KPATKOBPEMEHHO MaMsITH, MOTePsl YyBCTBUTEIbHOCTH B

KOHECYHOCTAX

[NcuxuaTpuyueckue mpooIeMBbl: AeTpeccust, MU30(ppeHNUsT, OUTTOISIPHOE PACCTPOUCTBO, +

++ +

00CeCCUBHO-KOMITYJILCUBHOE PACCTPOICTBO, MM30a(hheKTUBHOE PACCTPOUCTBO,

IIU30MIHBIN TUT TUYHOCTU U T.[.

IToBeneHYecKKe MPOGIEMbI: MMITYIbCUBHOCTb, BCIIBIIIKY THEBA U arpeccust, 00panieH st + + +
K CITeIMAIMCTaM ¥/WJIM TIpUeM MEIUKaMEHTOB IO TTOBOMY MMOBEACHUECKUX TPYIHOCTEM

3aCcTeHYMBOCTD, COLMATbHAS TPEBOTA, YPE3MEPHOE OECITOKOICTBO, 0OpAIIEHHS K + + +
CITELUAIIACTAM /WK IIPHEM MEIUKAMEHTOB I10 ITOBOLY SMOLMOHAIBHBIX ITPOOIEM

PaHHs1s1 MeHOTIay3a, TTPOOJIEMBI ¢ 3a4aTeM

+ +

Ipumeuanue. 3HaKOM «+» OTMEUYEHBI IPYIIITHI (BO3PACTHBIC U TeHAEPHBIE), B KOTOPBIX CUMIITOM MOXKET HaOII0AaThesl. 3HaK «++» 03HAYaeT, YTo ISl TAaHHOM TPYIITBI

CUMIITOM 0oJiee XapaKTepeH.

B CIIA HauGosnbliei nomyasipHOCTbIo nosb3yeTcs Fragile
X Checklist (Hagerman, 1991) [50]. OnpocHuk coctouT u3 13
IyHKTOB, KaXIIbIif M3 KOTOPBIX YKa3bIBaeT Ha OMH U3 TIpHU3Ha-
koB FXS. CreneHb BbIpa)K€HHOCTH CUMIITOMOB OIICHUBAETCSI
no 3-6auibHoii mKane (0, 1 uau 2). ABTOpbl JaHHOM aHKEThI
yKa3bIBalOT Ha TOPOrOBOe 3HaUeHUe — 16 6aJIOB — LTSI BKITIO-
yeHus1 pebeHKa B rpyIity pucka o FXS u HanpaBieHuUs Ha Te-
HeTuYeckoe o0ciieloBaHue.

Ha pycckoM si3bIke B HACTOSIIIIMI MOMEHT MpecTaBieHa
onHa MeTonrka — MonuduimpoBaHHasi paHTOBas IIKaya KO-
JIMYECTBEHHOM OLIEHKW OCHOBHBIX KIIMHUYECKUX CUMIITOMOB
y AeTell C CUHAPOMOM YMCTBEHHOM OTCTaJIOCTH, CLEIICHHOM
¢ JIOMKO#1 xpoMocoMoii X, pazpaboranHas Ha 6aze PI'Y
MHWMW neauatpuu u aetckoit xupypruu PocmentexHonoruu
C.A. TromkeBny u coanT. B 2006 1. [6]. OueHka BKiovaeT 14
KJIMHUYEeCKMX TTPU3HAKOB, SKCIIPECCUBHOCTh KaXIOT0O 13 KO-
TOPBIX OlleHWBaeTcs B 6amiax. OTCYTCTBUIO KIMHUYECKOTO
MpU3HAKa COOTBETCTBYET olieHKa () 6aJI7I0B, @ HAUOOJIbIIIEl CTe-
MEeHU BBIPAXXEHHOCTU cCUMITTOMa — 3 Gasuia.

HenocraTkoM TaHHBIX METOIUK SIBJISIETCS] TPYIOEMKOCTh
3aIIOJIHEHYSI: MHOTHE TIPU3HAKK CJIOXHO OLIEHUTh B paMKax
KpaTKOIo, HEPa3BEPHYTOr0 OCMOTpa pedbeHKa. DTO Takxke Je-
JIaeT OLIEHKY OYeHb CYObeKTUBHOM. {151 yIpoIeHus mpoiie-
Iyphl TIPEANPUHUMAIOTCST TIONBITKK BBISICHUTD, KaKUe MPH-

76

3HaKW CUHApPOMa 00JIafaroT HAaMOOJBIIUM IUATHOCTHYECKIM
BECOM, 1 YK€ Ha MX OCHOBE COCTaBUTh MaKCUMAaJIbHO KPAaTKHiA
U ObICTpBIit onpocHUK. Ha ocHOoBe MeTaaHanu3a JaHHbBIX [51]
OBIJIO TTOKA3aHO, YTO CAMBIMU 3HAYMMBIMU ITPU3HAKAMM CHH-
IpoMa SIBJISTIOTCS CIICIYIONIUe: MsTKasl, «BeJIbBETOBas» KOXa
Ha JIaIOHSIX PYK, U30BITOYHAsI KOXa Ha ThUIBHOW CTOPOHE Jia-
JIOHU (MOXHO COOpaTh B «CKJIANIKY»), TIJIOCKOCTOITHE, OOJIbIIIUE
OTTOIBIPEHHBIE YIITHBIE PAKOBUHBI, MOIOIIBEHHAsI CKJIaIKa,
GOJIbIINE IMYKY Y MAJTbYMKOB ITOCJIe HACTYTUIEHHUs ITyOepTara,
cJIydau MHTEJUIEKTYaIbHOM HEMOCTATOYHOCTHA B CEMbE, ayTH-
CTUYECKOe MoBefeHUe. DTU CUMIITOMBI JICTJIA B OCHOBY CKPH-
HUHTOBOM aHKeThl. Tpy MepBBIX MPU3HAKA CUUTAIOTCS HaM-
6oJiee CHIIBHBIMU, 33 KaXXIbIi U3 HUX TPU MOJIOXKUTEIBHOMN
olleHKe HauucisieTcs 2 6amna. Bce oHU CBS3aHBI ¢ THIIepaJa-
CTUYHOCTBIO COSIMHUTEILHOM TKaHW, BBI3BAHHOM Hapyllre-
HMEM CTPOeHUST ay1acTiHa. OcTaJIbHbIe ITyHKThI OLIEHUBAIOTCSI
kak 0 min 1 (cm. Tadu. 1). [Toxg ayTucTMUECKUM TTOBEACHUEM B
TMAHHOM cJTyJae IIOHUMAEeTCs BeCh CIIEKTP MpobJIeM, aCCOLIM-
pPOBaHHBIN ¢ 3TUM 3a6o1eBaHreM. OTHAKO ClienyeT IIOMHHUTD,
YTO HanboJIee YaCTBIMU CUMITTOMAMM SIBJISTFOTCSI TIJIOXOM 3pH-
TEJIbHBIN KOHTAKT, MaXy pyKaMu («KPBUIBIIIKW») U TTOCTYKH-
BaHUS pyKaMu. Takum o6pa3oM, MaKCHMaIbHOE KOJUYECTBO
0aJLJTOB Y MaJIbUMKOB TOCJIe HacTyTuleHus nyoeprata — 10. YV
NIeBOYEK M MAJIbYMKOB JI0 Hayajia IMoIpOCTKOBOTO BO3pacTa —
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9. I1pu npeBbILLIEHUU TTOPOTOBOTO 3HAUYCHUS B 5 OAJIJIOB CUM-
TaeTcsl HeOOXOAUMBIM HaIlpaBUTh peOeHKa Ha TEHETUYECKOE
o0ciiefoBaHue.

I[ToMuMoO 3TOrO, pEKOMEHAYETCS OMpalluBaTh POAUTE-
JIeil OTHOCUTEIbHO HAaJIUYHS Y WIEHOB CeMbU ITPU3HAKOB, Xa-
paKTepHBIX IS IpeMyTaliuu. B rpymiy pucka mo npemyra-
LM B MEPBYIO ouepeab MonagalT MaTh pedeHKa, 6abyika
M AenyliKa Mo MaTepUHCKOM TUHUM, OpaThsl U CECTPHI MaTe-
pu. B Ta6a. 2 nepeunciaeHbl OCHOBHBIE CUMOTOMBI. CUMIITO-
MBI, OTHOCSIIIIAECS K OCOOEHHOCTSIM Pa3BUTHSI, HY>KHO OlIe-
HUTh peTpOCneKTUBHO. CeayeT TOMHMUTD, YTO OOBIYHO TIe-
peyYucIeHHbIe CUMIITOMBI HabOJomalTcsd Ha (oHe
HOPMAaTUBHOTO MHTEJJIEKTa U OTpaxaloT Npoduiib pa3Bu-
THS, a He KaKylo-To Ipy0yio 3aaepxKy. Hanuuue 1106010 KO-
JINYECTBA MTOJIOXUTEIbHBIX CAMIITOMOB OyIET YCUIUBATD pe-
3yJAbTaThl CKpMHUHTA peOeHKa.

3akAloueHue

Myrtauuu reHa FMR 1, 3aKmoyaroniyecst B yBeJIMYEHUHU KO-
JINYECTBA TPUHYKJIEOTUIHBIX TIOBTOPOB B €I0 IIPOMOTOPE, SIB-
JISTIOTCST OYeHb pacpocTpaHEeHHbIM siBieHUeM. Haubosee ya-
CTO BCTpPEYaeTcsI COCTOSIHME, TTOJYIMBILIee Ha3BaHUE IIPEeMyTa-
uu (Mo pa3auvyHbBIM olieHKaMm a0 1:130 B monmyasiuuu).
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