CuHgpom MapTtuHa-benn

[TogrotoBunn: CTyaeHT bl 66 rpynnel, 4 Kypca, nededbHoro
doakyneTeTa

KpanHoe PomaH Muxannosud
Jlonayesa lNonnHa PycnaHoBHa



Cunapom MaptuHa — Benn (CMHAPOM NTOMKOMN X-XPOMOCOMI, fragile X mental
retardation syndrome, FraX (OT aHrn. fragile — Xpynkuu, NTOMKUN)) - BpOXXAEHHAA
naTonorus, cBa3aHHas C IOMKOCTbI X-XPOMOCOMbI. [IOHATNE «TOMKOCTb»
O3Ha4vaeT BM3yalibHOe pe3Koe cyXeHune KOHL 0B X-XPOMOCOMbI.

Tun HacnegoBaHUsA: X-CUENMEHHbIN.
Mans4nkm 6onetoT B 2-3 pasa Yyalle OEBOYEK.
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icTopua

Ewe B Hayane XX Beka KIIMH1U4Yeckme nccregoBaHuUs BbIABUIN
3HaunTenNbLHOE NpeobnagaHme nNuL, My>XCKOro rnosa cpeau
bonbHbIX onurodpeHnen. Bnepsbie B 1934 1. J. Martin 1 J. Bell
Oblnia onnucaHa cembs, rae YMCTBEHHAs OTCTaNoOCTb
HacregoBasach No cuenneHHoMY ¢ norom Tuny. B 2-x
NOKoneHnsax 6onbLIon cembn N3 AHMKM HacHUTbIBanochb 11
YMCTBEHHO OTCTasIbIX MY>XYMNH U 2 XXEHLLMHbI C Donee nerkmm
MHTENnNeKTyanbHbIM gedektToMm. [lanee Takmx cemen
onucbiBanoch Bce bonbLue, B 1969 r. H. Lubs, npoBoas
LMTOreHeTn4yeckoe obcriegosaHne yMCTBEHHO OTCTasoro
Manb4nKka n3 ceMbU C PeELIECCUBHBIM, CLEMNIEHHBIM C NOJSIOM
TUNOM HacCrieoBaHUS, BbISIBUIN Y HEFO BTOPUYHYIO NEPETSIKKY Ha
ONMMHHOM nneYve X-XpoMoCcOMbl B 0biactu 27-28.



HacToTa BCcTpevyaeMoCTu

Cpean HOBOPOXAEHHbIX Manb4nKOB
yacToTa 3aboneBaHnUs COCTaBISIET OT
1:1000 go 1:2000. Takmm obpasom,
yacToTa pacnpoCcTPaAHEHHOCTU 3TOU
doopMbl YMCTBEHHOW OTCTANOCTUN cpeau
HOBOPOXAEHHbIX JINLLIb HEMHOIO
yCTynaeT pacnpocTpaHeHHOCTW
cuHapoma [layHa.



OTUonorns

OCHOBHOW NPUYNHON DOPMUNPOBaHUSA DEHOTUMNA ABMAETCH
npekpalleHune cekpeumm FMR1 benka B X-XpoMocome
(YacTn4yHoe unu TotanbHoe). FMR1 LUMPOKO
9KCrnpeccupyeTca B pasnmnyHbIX TKaHsSX, HO Hanbonee
3HA4YMMO B HEUPOHAX, perynmpy4a rnpouecchl TpaHcnsauum B
Mo3are. [[eH MyTUpYeT U3 HeCcTabunbHbIX NPEMYTaLMOHHbIX
annenen. CBoemMy NOTOMCTBY Takue annenu nepegatwT
MY>XYUHBI, Y KOTOPbIX OTMeYarTCcAa KNMHN4YeCcKue
nposaBNeHna Unu nNpu nepegade ot MaTepu K nnoay.



[laToreHes

JKcnaHcua eaunHnYHbIX TpuHykneotuaos (UM kogoHoB)

1 TvinepmeTtunupoBanue JHK B npomoTtope reHa FMR1 benka B
nokyce Xq27.3 [ dopmunupoBaHmnsa canmTa JIOMKOCTMU X-
XpomMocomsbl [ HepgocTtatovHast akcripeccusi bernka FMR1
(Heobxogmm ANt HopMarnbHOro Pa3BUTUA HEPBHOW CUCTEMBI).




[laToreHes

CyLEeCcTBYET TP OCHOBHbIX COCTOSIHUSA XPOMOCOMHOIO y4YacTKa, Npu cuHapome
JTOMKOU X-XPOMOCOMbI, KOTOPbIE OTHOCATCS K YOASIMHEHUIO NOBTOPSIOLLIMXCS
nocneposatensHocten LT

a. HopmanbHOe KOnmM4ecTBO NOBTOPOB (OTCYTCTBUE CMHAPOMA) — OT 5 A0 50.

6. NpemyTayuma — ot 50 40 200 NOBTOPOB (CMHAPOM HE pPa3BUBAETCS);

B. [lonHas myTtauns — 6oree 200 noBTopoB (06bI4HO OT 230 A0 4000), Npwu
KOTOPOW MPOABASETCA CUHOPOM.
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KnnHn4yeckaa KapTuHa

« CpeaHsa macca Tena npobaHaoB nNpu poXXaeHun rnosbiweHa (3,5 Kr— 4,0 Kr);
e MakpoOpXn3M nNpu OTCYTCTBUUN NM3MEHEHUN SHOOKPUHHOUN PYHKUNK;

 CTpoeHue nuua 1 Tena: bonblLuas ronosa ¢ BbICOKMM M LULMPOKUM NOOM, ASTMHHOE
NNLO C YBENUYEHHbIM MoA00POAKOM, HECKOSBbKO YMNIIOLWEHHAdA CPpeaHssa YacTb
nuua, Tyrnow, crierka KniBOBUOHO 3arHyThi KOHYUK HOCA. YIUKn bonblune, nHoraa
OTTOMbIPEHHbIE, HN3KO PacnonoOXeHHble. KNCTK 1 cTonbl LLMPOKME, AUCTanbHbIE
dranaHrn nanbyUeB Takke WNPOKUE, CyCTaBbl UMEKOT MOBbILLEHHYH NOABUXHOCTb.
Koxa runepanactmnyHa. Hacto BcTpedatloTcsa CBETNIOOKPALUEHHbIE padyKHble
0DOMOYKN, CBETIbIE BOMOCHI;

(comaTuyeckne n3MeHeHNs 3aTparnBatoT CBA30YHbIN annapar, XpsiLl, KOXY, KOCTHYHO
cucTemy. ATO AaeT OCHOBaHWE npeanonaratb, YTo B NaTONOrM4eckuii npouecc
BOBIieKaeTcs coeanHuUTeNbHas TKaHb)

¢ HEBpOHOFVI'-IeCKaFI CUMNTOMATUKaA: MbilLUEeYHadA T’MnoToHnA n gncKkoopanHaund

OBKEHUN, SKCTpanupaMmuaHble (CTEPEOTUNHbIE TPUMAachI), TMpaMUaHbIE U
rnasogBuraTenbHble HapyLUEeHUs;



KnnHn4yeckaa KapTuHa

UHTennekTyanbHoe pa3BuUTUe: YMCTBEHHAs OTCTaNOCTb (pasnnyHom
cTteneHn) (IQ=35-50 (N=90-120), no mepe B3POCIeHNsA NagaeT);

Peub: yCKOPEHHbIN TEMM U BblIpaXXEHHbLIE 3X0orianum n nepcesepauny;
[NoBeaeHue: BoipakeHHas apdekTnBHasA BO30YANMOCTb, arpeCCUBHOCTD;
NcuxonaTonornyeckme oco6eHHOCTU: Ln3odpeHonoaodHas
cUMnToMaTuka (noanpbirmBaHUs, NOXIIOMbIBAHUA PyKamMu, NMOBOPOTbLI BOKPYT
CBOEN OCU, BCTPAXMUBAHUE KUCTSAMU, pa3HOObpa3Hble rpmmachkl, MOHOTOHHOE
XHbIKaHbe);

PaHHUM AeTCKUUN ayTU3M (OTCYTCTBME NOTPEDOHOCTN B KOHTaKTax C
OKPY>KaroLWMMU, OTFOPOXKEHHOCTb OT BHELLHEro Mupa, cnabocTb
9MOLIMOHAaNbLHOro pearnpoBaHmns Mo OTHOLLEHWIO K BrNnU3KnMm ,
HeQOCTaTOYHOCTb peakunmn Ha 3puUTenbHbIE N CITYXOBbIE pasapaxXUTenu,
60s13Hb BCEro HOBOro, 04HOOOPAa3HOCTb MOBEAEHUA CO CKIMOHHOCTbIO K
CTEPEOTUMHBIM MPUMUTUBHBLIM ABMXEHUAM, pa3HOODpa3Hble pacCTPONCTBa
peyu, B3rnsg “mnumo” n “ckBo3b” nioaen.



KnnHn4yeckaa kaptuHa
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[lnarHocTuka

KnunHunyeckue NnPposABJIEHUSA.

MonekynapHoO-reHeTU4eCKUN YPOBEeHb: CMHOPOM FraX
anarHoctTupyetcsa nytem onpegenenns konundecrtsa LI -
NOBTOPOB U NX cCTaTyca METUNNPOBAHUS C

MOMOLLIbIO AHOOHYKIea3HOU PeCTPUKLUN U cay3epH-
OnoTTUHra.

MapaknuHunyeckue npusHaku: MPT, 93l ronoBHoro moasra.

LintToreHeTn4yeckue npusHaku: uccregoBaHue
KyNbTUBUPOBAHHbLIX IMMMPOLNTOB B cpeae C HEAOCTAaTOYHbIM
cogepxaHnem gponartos.



JleueHune

1. B cBS13K C TEM, YTO JTIOMKOCTb X-XPOMOCOMbI MOXHO BbISABUTb IALLb B

cpene, obeaHeHHOW poraTamun, BO3HMKINO NPeanonoXeHne o pornu

nedpuunta donmeBoun KNCNOThI B NaToreHese camoro 3aboneBaHns. 3T1o

&Ewlseno K NonbITKam Ne4ynTb YMCTBEHHYIO OTCTasfIOCTL BBeAeHUeM
OlaToB.

O eKT OT rievyeHns obir1 bonee BbIpaXXeH y AETEN, YEM Y B3POCIibIX. B
LiIerToOM BCE aBTOPbI OTMEYaloT, YTO Y OOMbHbIX MPU NeYeHnm
npenaparamm PorineBon KUCNOTbl HE NPOUCXOAUT YIyYLLUEHUSA B
NHTENNEKTYyarbHOM pa3BUTUK, HO yNy4LLAaeTcsl NoBeaeHue:
YMEHbLLAKTCA rMNepakTUBHOCTb, arPECCUBHOCTb, NOBbLILLIAETCH
BHMMaHWe, MOTOpHast KoopaAnHaLUua, yny4dllaeTcsa KaveCcTBEHHAs U
KONn4eCcTBEHHAasi CTOPOHa peyn.

2. Bbino npeagnoXxeHo NPUMEHATb NCUXOCTUMYNATOPLI. ABTOPbI
OTMeYaloT HEeMNoxme pe3ynbraTtbl, OCOOEHHO Mpu NeYeHnn
meTundeHuagaTom. [1etn ctaHoBUNUCb 6onee BHUMATENbHbIMMU,
cocbenoTodYeHHbIMA. V HUX VMeHbLUanachk aABuratenbHas akTMBHOCTb.



[lpounakTnka

EOVMHCTBEHHBIM METOA NPOMUNakTukn 3aboneBaHns — 3To
npeHaTanbHbIU CKPUHUHT ODepeMeHHbIX.

[1pn nogo3peHnn Ha nepeaadvyy aHoMarbHOro ansens, peKoMeHayT
npepbiBaHne bepemeHHocTN. Kak anstepHatuBy ncnonbaytoT KO,
4TODOBLI PEOEHOK CMOT YHacregoBaTb 340POBYI0 X XPOMOCOMY.



