[MPESEHTALINA IO
[EHETUKE HA TEMY:
«CNHOPOM MAPTUHA-
BEJ1J»

BbinonHuna:
cTydeHTKa rpynnbl M22-03-11,
dommHa AHHa MunxamnosHa



KpaTkasa ucropus:

BrnepBble npu3Haku nogen ¢ CUMHAPOMOM
MapTtuHa-benn onucanu Bpavu Martin R. 1 Bell J. B
1943 rogy, Mu Oblna onucaHa cemMbs, rae
YMCTBEHHAasa OTCTaNloCTb Hacnegosanach no
cuennieHHomMy c nosioMm Tuny. B 2-X NOKONEHUsAx
bonbLIon cemMmbn U3 AHIMMN HAcCYUTbIBaANoChb 11
YMCTBEHHO OTCTanbIX MY>X4YMH U 2 XXEHLLMHbI C
boree nerkMm MHTeNNeKTyanbHbIM eMEKTOM.

OgHako nub B 1969 roay Bpad Lubs BbISBUI
XapaKTepHbIE NBMEHEHUS B X XPOMOCOME
(MOMKOCTb B ANCTanbHOM Mrieye) npu JaHHOM

NIALIINNANNAD



CMHOPOM MAPTUHA-BEIJIJI
(CUHOPOM "JTOMKOWU" X-

XPOMOCOMbI)

UacTtoTa poxxgeHunst OeTen c
OAHHBbIM CUHOPOMOM
COCTaBIAET NMPMMEpPHO 1 Ha
4000 HOBOPOXOEHHbIX
Marb4mMKoB, N 3aboneBaHune
NpPOTEKAET TAXeNee, Yem y
0EBOYEK;

UacTtoTa poxaeHusa OeBoYeK C
OAHHbIM CUHOPOMOM
COCTaBnsdeT NpMMEPHO 1 Ha
6000.
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OTUONOTNS:

pa3BMBaAETCA B pesyrbraTte
MyTauum reHa FMR1 B X
XPOMOCOME.

OKCcnaHCcust NOBTOPSAIOLLNXCS
CGG KOOOHOB B TaKOW CTEMNeHU
npueoanT

K meTtunupoBaHuto Yactn OHK
N Kak crieacrteme pakTnyeckomy
NpeKpaLleHnto 3Kcrnpeccumn
oenka FMR1.

[TonobHOe MeTunmMpoBaHue
rnokyca FMR1 B xpoMocome
Xqg27.3, KaKk npeanosarator,
ABNAETCA MPUYNHOU CYXKeHUa X
XPOMOCOMbI, KOTOpasa nog
MUKPOCKOIMOM KaXKeTCSH XPYNKou;

MyTauuna reHa FMR1
NPMBOAUT K NoaaBfieHuto
TpaHcKpunumn bernka FMRP.

Y 300pOBbIX HAMBMNOOB FMRP
perynupyet 3HaunTenbHyo
nonynauuio m-PHK: FMRP
UrpaeT BaXkHY POrb B
oby4yeHnn 1 3anoMmMHaHUN, a
TakKe NpUHUMAaET y4acTue B
Pa3BUTUN aKCOHOB,
dOpMNPOBaAHNN CUHAICOB,
NosABMIEHUN U Pa3BUTUN
HEPBHbIX CBSA3EW.




HacnepgoBaHue (1):

CuHAPOM NOMKOMN X XPOMOCOMbI CLEMSEHHOE C
NnonomMm AJOMUHaHTHOE 3aboneBaHue ¢
peayumpoBaHHOW NEHETPAHTHOCTLIO.

My>X4YMHBI UMEKT OgHY X XPOMOCOMY,
COOTBETCTBEHHO €CliM OHa COAEPXUT MYTAHTHbIV
annenb y HOCUTENS pa3BnBaeTcs 3abosieBaHue.

7KeHLLUUMHbI HecyT aBe X XpOMOCOMbI, TaKUM
0bpa3oM MX LWAHC NoNy4YnTb HOpMarbHbIN ansesb
yaBamBaeTc4. KeHLnHa ¢ MyTaHTHbIM reHOM FMR1
MOXET UMETb CUMMNTOMbI O0ONE3HN NN ObITb
300poBON. HecMoOTpsA Ha TO, YTO BTOpasa X
XpOMOCOMa MOXET CNYXUTb pe3epBHOW KOMUNEWN.



HacnegoBaHue (2):

My>k4nHa ¢ NOMKON X XPOMOCOMOW HE MOXET
nepegartb €€ HU OOHOMY N3 CbIHOBEWN, TONTIbKO BCEM

oYepsaM.

’KeHLumHa ¢ ogHON MYyTaHTHOW XPOMOCOMOW
MMEET OAMHAKOBbIe LLAHChI NepenaTtb ee Kak
aoyepsam Tak n CbiIHOBbAM C 50% BEPOATHOCTbLIO.

HacnepoBaHue cMHapoma JTIOMKOU X XpOMOCOMbI
0ObIYHO YBENMNYMBAETCA C KaXXgblM HOBbIM
NOKOJIEHUEM, 3TO SABIEHME MOoNy4Ymnno

Ha3BaHue napagokca LllepmaHa.




[laToreHes (1):

OTO 3aborneBaHMe OTHOCUTCHA K Oone3Ham
9KCMaHCUW;

JKCNaHCUs — pe3Koe yBenunyeHmne Ymcrna Konmm
NOBTOPAKLLMNXCA YyHaCTKOB

Monekynbl [1HK (noBTOpLI) y N1HOMBUOOB B
nocneayoLwmx NOKONMeHNax poaocrioBHOW;

Y 300p0OBbIX MUHOANBUAOB YNCNO 3TUX NMOBTOPOB B X-
XPOMOCOME Kosiebnetrcd ot 6 Ao 54, a yBenmyeHue
3TOro Yymncna cebiwe 200 NOBTOPOB NPUBOOUT K
doeHOMEHY NMTOMKOUN X-XPOMOCOMbI U KNMMHUYECKOMY
NposiBNeHno 3aboneBaHns;



[laToreHes (2):

[lpeomyTaUMOHHOE COCTOSAHME -
korga nostopoB UI'T ot 55 oo
200: 3aboneBaHue y Takux
nogen B TunnyHom doopme He
NpOSIBMNSAETCS, HO BbICOKA
BEPOATHOCTb TOrO, YTO OHO
NPOSABUTCA Y NX MOTOMKOB;

QKcnaHcust TPUHYKNEOTUAHbIX
NMOBTOPOB NPOUCXOANT BO
BPEMSI raMeToreHes3a;

[lepexon oT cocToAHUA
npeamMmyTaumm K nosiHou
MyTauMy BO3MOXEH TOSbKO Mpu
nepenade reHa ot Mmarepuy,
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KnnHn4yeckasa kapTtuHa (1):

Mans4mkm poxkgaroTca ¢ 6orbLIoOW Maccou Terna — oT
3,5 00 4 Kr;

bonbLliaga ronoBa C BbICOKUM U LLHNPOKUM J'I6OM;

[1NnHHOE NnUO C yBENMUYEHHBIM NOADOPOAKOM,
HECKOIbKO YNnroLleHHada cpegHaa YacTb Nuua;

Tynon, cnerka KnoBOoBMOHO 3arHyTbl KOHYMK HOCA;

Ywwu 6onblune, MHOrAa OTTOMNbIPEHHbIE, HU3KO
PACNONOXEHHbIE;

Knctu n ctonbl LLMPOKNE, anctanbHble banaHrm
nanbLEeB TakkKe LUMPOKNE, CyCTaBbl UMEIOT
MOBbILLEHHYO NOABMKHOCTb.



KnnHuyeckaa KkapTuHa (2):

Koxxa HepeaKo runepanacTtuyHa;

YacTo BCTpevarTcHd CBETIOOKPALLEHHbIE padyXHble
0D0MnoYKKn, CBETIbIE BOMNOCHI;

Hannyne makpoopxmnama npm
OTCYTCTBUWN SHOOKPUHHOMN NaTONoOrnm;

He o6s3aTenbHO BCTpevaoTcsa BCE NPU3HaKN —
MOTYT ObITb OOMH UMW HECKOMbKO;

HeBpornoruyeckasa cmmnTomMaTuka HecrneumnguyHa,
onpenenaeTcyd Kak U 'y Bcex oeTen ¢ yMCTBEHHOM
OTCTaNnoCTbiO;




KnnHunyeckasa KkaptuHa (3):

Habrntogaetcsa HekoTopas
MbILLEYHAS TMMNOTOHMS,
OUCKOOPAUHALUMS OBUKEHM
i

Hanu4yue
rmasofBuraTesibHbIX,
nMpamMnaHbIX U
9KCTpanupamMmugHbIX
HapyLUeHUH;




KnnHu4yeckaa KkapTtuHa (4):

[ MaBHbIM CUMIMTOMOM CUHOPOMA SBMAETCH
MHTENNEeKTyanbHOe Heaopa3ssnTne U cBoeobpasHas
peyb. Takme B60osibHblE TOBOPAT OLICTPO, CONBYMBO,
MMEIOTCH BblpaKEHHbIE 3X0S1annn
(HEKOHTPONIMPYEMOE aBTOMaTNYECKOE NOBTOPEHMNE
CI10B, YChNbILLAHHbIX B Yy>KOU peYun) 1 nepcesepaumn
(BopmMouyLLasa peynb).

HapylwieHuns noBegeHnsi B BUAE arpeCCuBHOCTMN,
OBUraTtenbHOM pacTOPMOXKEHHOCTMW.



KnnHunyeckasa KapTuHa (4):

a LLnsodpeHonogobHas cumntTomaTtmnka, BKroYvarLwas B cebs
noanpbIrMBaHUs, NOXsOMbIBAHUA pyKamMu, MOBOPOTbI BOKPYT
CBOEWN OCU, BCTPSAXNUBAHMNE KUCTAMU, «MaHEXHbINY Oer,
pasHoobpasHblie rpuMachkl, MOHOTOHHOE XHbIKaHbe.

s B

Puc. 12.9
Curgpom nomkon (pparmnsHo#n) xpoMocome: X (cuHapom
Mapmna benna)

- Jlomkan X-XpoMoCcoMa MyXYnHbl (CNEBa) M XeHWMnHbI

gcnpasa
JInyo nogpoctka ¢ cnHgpomoM MapruHa-benna.




[lnarHoctuka (1):

CuHAOpom Xpynkon X XpOMOCOMBbI
OVarHoCTUpyeTca nyTem onpeaeneHus
KonnyectBa LUI'T noBTOpOB U UX cTaTtyca
METUNMPOBAHUSA C MOMOLLbIO SHOOHYKIea3HOoW
PECTPUKLUMN U cay3epPH OMOTTUHTa;



JleyeHue (1):

JleyeHna gna cmmnTomMa JTIOMKOM X XPOMOCOMbI He
CYLLLECTBYET;

B HacTosLllee BpemMs, CUMNTOMbI MOXXHO 0BnerynTb
C MOMOLLbIO KOTHUTUBHO-NOBEeOEeHYECKOU

Tepanuu, cneundunveckoro oby4yeHus,
MeONUKaMEHTOB U, NP HEOBXOAMMOCTHU, NEYEHUSA
donsndeckmx aHomanumn.

Inua, nvetrolme cnyyam cmHapoma fioMmkon X
XPOMOCOMbI B CEMbE, AOIMKHbI NOMYy4YUTh
reHeTUYeCcKoe KOHCYMbLTUPOBaHUE MNpun
niaHnpoBaHUM BEPEMEHHOCTU




JleyeHune (2):

[ToCcKOnbKy B 9KCNEPUMEHTE ODHAapPYKEHUS
NTOMKOCTM yaanocb ODHapyXmnTb B cpeae,
beaHon doonatamu, 66110 NPEASIOKEHO FNEYUTL
Taknx geten onnmeBou KNCNnoTou;

OMAPEKT OT NeveHna y AeTeN BblipaKeH bonblLue,
4yeM Yy B3pOCbIX: MponagaeT arpeccus,
NOBbILLAETCA BHUMaAHME,

ynyJdllaeTca MOTOpUKa U peydb;

Takke NnpobyloT NeYnTb TaKuX
BONbHbIX MCUXOCTUMYNATOPAMU;




Vicnonb3oBaHHaga nuTteparypa
(CCbIJTKWN):

http: / /www.cbio.ru/modules /sections /index.php2op
=viewarticle&artid=3042

http: / /www.medportal.ru/mednovosti /news /2007 /
06/28/gene/



CTTACUBO 3A BHWMMAHUE!




