CUMHOPOM
PTUHA-BEJIJIA




Ewe B 20 Beke KNMHUYECKNE nccrneaoBaHUs BbIABUMN 3HAYUTENBHOE
npeobnagaHne nuuy, Ny My>KCKOro rnona cpean 60rbHbIX onurodopeHnen.
Briepsble B 1934 r [)xenmc MaptuH u [xynua benn onucanu cemblo, rge
YMCTBEHHad OTCTanoCTb Hacreagosanach No cuensieHHoOMY C NosioM Tuny.

B 2-x nokoneHunsx 6onbLon ceMbn U3 AHMIMNKM HacynTbiBanocb 11 yMCTBEHHO
OTCTarbIX MY>X4YUH U 2 XXEHLLNHbI C Doree Nerknm UHTenNNeKTyanbHbl
nedektom.

[lanee Taknx cemen onucbiBanock Bce bonblie, B 1969 epbepT J1abc
NPoOBOASA UMTONnorn4yeckoe obcrnegoBaHne YMCTBEHHO OTCTaNoro Mansyinka u3a
CEMbU C PELIECCUBHbIM, CLIEMNSIEHHLIM C MOMOM TUMOM HacreaoBaHUs, BbISIBUN Y
Hero BTOPUYHYO NEPETSXKKY Ha ANMMHHOM nriede X-XpoOMOCOMbI B 06nacTu

27-28.

B 1977 'panT CanepnaHg Bocnpoussen pesynsratel J1abca, yctaHOBUII, YTO
NTIOMKUW Yy4aCTOK X-XPOMOCOMbI NPOSABAAETCS TOMNbKO NPW BblpallmMBaHUU KNETOK
B YCITOBUSAX HEXBATKM OOSIMEBON KNCIOTLI. A TakKe OH cBA3as BOeanHo X-
CUEMNSIEHHYIO YMCTBEHHYIO OTCTaNIOCTb C LUTOrEHETUHECKUMUN N3MEHEHUAMMN.



Cungpom MapTtuHa-benn (cuHOPOM NOMKOW X-XPOMOCOMBbI,
fragile X mental retardation syndrome, FraX ( ot aHrn. Fragile-
XPYMKUW, FTIOMKNI))- BPOXOEHHAA NaTonorus, cBsasaHHas C
NTIOMKOCTbIO X-XPOMOCOMbI. [ToHATME « NMOMKOCTb» O3Ha4aeT
BU3yaribHOE PEe3Koe CYyXXeHNe KOHLIOB X-XPOMOCOMbI.

Normal X Chromosome Fragile X Chromosome Tun HacrnedoeaHuUsi:
X-CLUEenfeHHbIN
Manb4ukmn boneroT B
2-3 pasa Yalle OeBoYekK

FRAXA -

-} constriction site




YACTOTA
BCTPEYHAEMOCTW

® Cpean HOBOPOXOEHHbIX
MaribYMKOB HYacToTa
3aboneBaHus
coctaBnget ot 1:1000
0o 1:2000. Takum
obpa3som, YacTtoTa
pacrnpocTpaHeHHOCTH
aTON (POPMb
YMCTBEHHOMN OTCTaNnoCTu
cpean HOBOPOXOEHHbIX
NNLWLb HEMHOTO yCTynaet
pacrnpocTpaHeHHOCTH
cuHgpoma [ayHa.




HopmanbHas X-xpomocoma

Jlomkas X-xpomocoma

OCHOBHOU NPUYNHON
dopMmpoBaHUa peHoTUNa
SABNSAETCA NpeKkpaLleHmne
cekpeunn FMR1 bernka B
X-Xpomocome (4aCTn4Hoe
Unn ToTanbHoe).
FMR1wunpoko
aKcCrpeccupyeTcs B
PasfiNYHbIX TKAHSIX, HO
Hanbonee 3Ha4YNMO B
HenpoHax, perynmpys
NpoLecchl TpaHCNAUMN B
mMo3are. 'eH myTupyet n3
HeCTabUIbHbIX
npemMyTaLUOHHbIX
annenen. Ceoemy
NOTOMCTBY Takue annenu
nepenarT MY>XUYUHBI, Y
KOTOPbIX OTMEYaeTcs
KITMHNYECKUE MPOABIEHUS
nnn nNpu nepenaye or
MaTtepu K nroay.



JKCnaHcus eanHNYHbIX
TpuHykneotungos (LII'T kogoHoB)—

[ MnepmeTunuposaHue [HK B
npomokoae reHa FMR16enka B
nokyce Xq27.3—

dopmunpoBaHue camta JTIOMKOCTU
X-XPOMOCOMbI —

HepoctaTtoyHaa akcnpeccud
benka FMR1(Heobxoaum ans
HOpPManbHOro pasBuTNUA HEPBHOU
CUCTEMBI)
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CyLiecTByeT TPy OCHOBHbLIX COCTOSHMA XPOMOCOMHOIO y4YacTKa, nNpu
CUHOPOME JIOMKOM X-XPOMOCOMbI, KOTOPad OTHOCUTCA K YOJIMHEHUIO
noBTOpAKOLWMXCA nocrnegoBaTenoHocten LI

HopmanbHoe KonnyecTBo NOBTOPOB (oTcyTCcTBME cuHapoma) -0 go 50
[MpemyTtauunsa — ot 50 go 200 noBTOPOB (CMHOPOM HE pa3BMBAETCH)

[TonHasg myTaumsa — 6onee 200 nosTopos ( 00bI4HO OT 230 go 4000),
NPU KOTOPOM NPOSIBASETCA CUHOPOM



CpenoHss macca Tena npobaHgoB npu poXxXaeHun rnosbilleHa (3,5-
4,0 Kkr)

Makpoopxu3am nNpm OTCYTCTBUU U3MEHEHUN SHOOKPUHHON COYHKLIUN

CTpoeHue Tena n nuua: 6ornbluaga rosioBa ¢ BbICOKUM U LUMPOKUM
noom, ANUHHOE NNLO C YBENUYEHHbIM NOADOPOAKOM, HECKOSBLKO
YyNnouwleHHaa cpeaHasa YacTb nuua, Tynowu, crierka KrnioBoBUOHO
3arHyTbIM KOHYMK HOCaA. YUK B6onblune, MHOr4a OTTOMbIPEHHBIE,
HU3KO pacnosioXXeHHble. Kuctn u ctonbl LUMPOKUE, AUCTarnbHbIE
dpanaHrn nanbLueB TakXe LWMPOKUE, CycTaBbl MMEIOT NOBbLILLIEHHYHO
nogBwxXHocTb. Koxa runepanactuyHa. YHacTto BcTpedatoTcd
CBETM0OKpaLLEHHblE paayXHble 000M0YKN, CBETIbIE BOSIOCHI;
(comaTnyeckne N3MeHEHNN 3aTparnBatoT CBA30YHbLIN annapar, XPsiLL,
KOXY, KOCTHYIO CUCTEMY. OTO JaeT OCHOBaHUE npegrnosaraTtb, YTO B
NaToOsIOrM4YeCcKMin NPOLLECC BOBMNEKAETCH COeANHUTENbHAs TKaHb)

HeBpOJ'IOI'I/ILIeCKaFI CUMMNTOMAaTUKa:. MblllevYHadA TmMnoToHUA "
AncKoopaAnHauna aBNxXeHnn, sKkCTpanmpammHbie (CTepeOTl/II'IHbIe
FpI/IMaCbI), nMpamMmmngHble U rmas3ogBuratesibHble HapyLleHUA.



MHTennektyanbHoe pa3BuTue: YyMCTBEHHAsA OTCTaNnoCTb
(pas3nu4yHom cTerneHn)

Peyb: yCKOPEHHbIN TEMM U BblpaXXeHHbIEe 3xoranuu (MoBTOpeHne
YyXXMX CIOB) M nepcesepaumn (YCToOMYMBOE NOBTOPEHME IMOLINU,
OEeATENbHOCTN)

[ToBegeHue: BolpaxeHHasa adpdekTMBHasA BO30yANMOCTb,
arpeccmBHOCTb

[McnxonaTonornvyeckmne ocobeHHOCTH : Wn3odppeHonogobHas
cumMmnTomaTtumka( noanpbIirMBaHns, NOXMNonbIBaHUA pyKamu,
MOBOPOTLI BOKPYI CBOEN OCU, BCTPAXMBAHNE KNCTAMMN,
pa3HoobpasHbIe rpuMachkl, MOHOTOHHOE XHblKaHbE)

PaHHUI geTcknn aytmusm (OTCYTCTBUE NMOTPEOHOCTU B KOHTAKTaX C
OKPY>KaloLLMMU, OTFTOPOXKEHHOCTb OT BHELLHErO MUpa, crabocTtb
9MOLIMOHANbLHOIo pearnpoBaHns NO OTHOLLEHUIO K BNU3KUM,
HedOCTaTOYHOCTb peaKkuun Ha 3puUTerbHbIE N CITYXOBbIE
pasgpaxutenn, 6083Hb BCEro HOBOro, 0AHOOOPAa3HOCTL NOBEAEHUS
CO CKITOHHOCTbIO K CTEPEOTUMHLIM U NMPUMUTUBHbLIM OBUXEHUAM,
pasHoobpasHble pacCcTponcTBa peyu, B3rmMsaa «KMUMO» U «CKBO3b»
nogen.






Ha ¢potorpachum — myxyunrHa
C TUMUYHBIMU TALIEBLIMU NPU-
3HaKamu CHHAPOMA JTIOMKOV
X-Xpomocomb!. AnnHHas MNHNS
noaoéopoaka pa3suBaerca
B TEYEHUe MHOTMX NET 1 No3TO-
MYy He BUBHa y AeTed.



CNACUBO 3A BHUMAHUE



