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B ocHoBe BbICIEHUS BPOXKACHHBIX MHUacTeHW4Yeckux cuHapomoB (BMC) B oraenpHYRO
HO30JIOTHYECKYI0 TpYIIYy JEKUT YriayOJdeHHbI aHamu3 (EHOTHUIMHYECKUX U MOJIEKYJISIPHBIX
XapaKTEepPUCTUK NAI[MEHTOB, a TAK)KE peaKIIMK Ha TPOBOJUMYIO Teparnio. BHeapeHue MoseKyaspHoit
JMarHOCTUKH CYIECTBEHHO U3MEHMJIO MPEICTaBICHHSI O MEXaHU3MaX Pa3BUTHS U AMHUAEMUOJIOT NN
BMC, BcTpeyaeMocTh KOTOpBIX OKa3ajach BBIIIE, YEM CUHUTAJIOCh paHee. bypHoe pa3ButHE
IFEHETUYECKUX METOJI0B MCCIIEOBAaHUS CIENa0 BOZMOKHBIM IpeHaTalbHyl0 AuarHoctuky BMC.
HecMOTpst Ha TOCTUTHYThIE YCIEXU B MOJIOBUHE CIIy4aeB M€HETUYECKasi OCHOBA PAa3HbIX BapUAHTOB
BMC no-npexxnemy octaercss HeusBecTHou. Ceromns ycrnex uccienoBanus BMC u BbigeneHue
I€HOB, OTBETCTBEHHBIX 3a HUX pa3BUTUE, 3aBUCUT OT COBMECTHBIX MEXKIYHAPOAHBIX YCUIIUHI
KJIMHUIMCTOB, MOP(OJIOr OB, FEHETUKOB U HEHPOOHOJIOrOB.

BMC cocTaBisioT reTeporeHHyI0 Irpymily COCTOSHUMN, B OCHOBE KOTOPBIX JIEKUT I'€HETUYECKU
JEeTCPMUHUPOBAHHAS AUCHYHKIMS HEHPOMBIIIEUHON mepenaun. Yame Bcero 3aboreBaHue
neOloTHpYeT B paHHEM JETCTBE M MPOSABIACTCS MBIMIEUHOH CIabOCThI0O W MATOJIOTMYECKOM
YTOMJIIEMOCTBIO pu Harpy3ke. BMC BbIABIIAIOTCS TOpa3io pexe, YeM ayTOMMMYHHasi MUACTEHHUS.
Tak, B EBponne BMC BcTpeuarorcs ¢ wactotoit 1 Ha 500 ThIC., HO 3TH U PHI CIEAYET PacCMaTPUBATh
Kak npezaBaputenbHble. OTCYTCTBUE €IMHBIX AUAaTHOCTUYECKUX KPUTEPUEB CYILIECTBEHHO CHIKAET
BosiBIieMocTh BMC. Tak, Tonpko Bo ®panuuu 6onee 200 ciydyaeB ObLIM JIHAarHOCTUPOBAHBI B
pamMKax HalMoHaJIbHOM mporpammsl BMC.

B nocnenuue 30 neT cymecTBEHHO paCHIMPUIMCh TPEIACTABICHUS O MaTO(U3HOIOTHUECKUX
mexann3max BMC. [lepBolii 3HaUNTEIbHBIN BKIaA ObLI CAENaH TPynmoi ydeHbslx 3 KaHamasl mon
pykoBoactBoM A Engel, kotopast B 1977 1. onucana cuHantuueckuii Bapuant BMC, cBsi3aHHBIH C
nedurnurom anetwixonuHdcrepassl (AL[xD). C Hauanma 80-X TOJOB MPONUIOrO0 BEKa OCHOBHBIC
UCCIIEZIOBAaHUS TPOBOAMIINCH Takxke 1moj pykoBoiactBoM A. Engel ¢ ucnonbp3oBaHMeM MHKpPO? -
aexTpodusnonornyeckux (M3D) MeTOAOB perucTpalii H3MEHEHU B HEPBHO-MBILIICUHON epeaaye
MEXpeOEPHBIX MBIIIL, YTO IIPUBEJIO K PACKPHITHIO NaTo(hu3nogorunaeckoi rereporennoctd BMC u
ONMHMCAHUIO Mpe- U MOCTCHHANTHYECKUX BapPHAHTOB, OOYCJIOBJICHHBIX HApyHICHUSMU KUHETUKH
peuenropa aneruinxonuHa (PALlx). Haunnas ¢ 1990-x rogos, nporpecc B MOJEKYJIIpPHONH FeHETHKE
MIpHUBEI K BhIZeNeHnI0 Oonee 13 renoB misa pasasix BMC.

CeroziHsg N3y4€eHbl MEXaHU3MBI [1010BUHBI onrcaHHbIX BMC, cpenn koTopbix 85 % sBisiroTest
MOCTCUHANITHYECKUMU U OMPENESIOTCS TPEMsI OCHOBHBIMU F'€HAaMU: T€HOM e-CyObequHuIbl PALLX,
IEHOM palCHHa U TeHOM IuToraazmaTuueckoro Oeika Dok-7. Ipyrue 10 % cunantuueckux BMC
pacIpenensoTcs MeXIy TpeMs I'eHaMU, O peeIIsIIo LIMMH CTPYKTYpY 0a3aibHOM MeMOpaHbl: T€HOM,
koaupyromuM koJareHoBbi xBocT ALIXD (ColQ), renom B2 nenu mamuauna (LAMB2) u ren om
arpuHa (AGRN) (puc.2). OcraBumecs 5 % BMC cBsi3anbl ¢ HapylIIeHHSIMH Ha MPe-CUHANITUYECKOM
YpPOBHE M KOIUPYIOTCA TeHOM XoiuH-anerunrpancdepasbl (ChAT). Dkcrnpeccus Myrtanuii B
KJICTOYHBIX 00pa3lax U MOJEINSAX MBIIIEH-HOCUTEIbHUIl MyTHPOBAHHOTO I'€HA MO3BOJIMJIA 0KA3aTh
Y TIOHATH ATOr€HETUYECKYI0 POoJib MyTanuil B pazsutu BMC. HecMOTpst Ha JOCTUTHYTBIE YCIIEXH,
MoJIeKyJIspHble MeXxaHnu3Mbl ocTaBumxcs 50 % BMC ocTaroTcst HesCHbIMM U TpeOyIOT ajibHeiIero
aHaIm3a.
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