Oco0eHHOCTH MOJIEKYJISIPHO-UMTOTeHETHYECKOM TMATHOCTUKH CHHAPOMA

Perra

Ooyxoeuu Onvea Ilasnoena

Benopycckuii 2ocyoapcmeennviii meouyunckuil yHugepcumem, Munck

Hayunutii(-e) pykosooumenn(-u) — kanouoam Ouoiocuteckux Hayk, ooyenm Yanaunckas
Enena Bacunveena, benopycckuil cocyoapcmeeHnblil MeOuyunckuu ynugepcumem, Munck

BBenenue

ITo manubpiM BO3 ayTusm 3aHMMaeT BeAyIlee MECTO CPeIu MCUXUYECKUX 3a00JIeBaHUH Y
nerei. Jlo HepaBHero BpeMeHu cuHapoM Perra (RTT) Ttaxke BX0oAWI B CIIEKTP ayTUCTHYECKHX
pacctpoiictB. Cpenu Tiy0OKO YMCTBEHHO OTCTalbIX JKEHIIMH 3a00J€BAEMOCTh CHHAPOMOM
cocraBinsier He MeHee 10%. Hecmorpss Ha axtuBHOe wusydenue RTT, mno-npexnemy He
CYyILIECTBYET KPUTEPHUEB JJI €r0 MPEHATAIbHOW JUArHOCTUKH, YTO MOAYEPKUBAET AKTYAJIbHOCTh
BbIOpaHHOW TEMBI.

Iean uccaenoBanus

W3ydenne ocHOB auddepeHInaTbHOH MOJICKYISIPHO-IIUTOTCHETHUSCKON JIHarHOCTUKH
RTT.

Martepuajibl 1 METObI

B xozxe paGoThl ObLIM UCTIOIB30BAHBI MATEPUAIbI MOJIEKYJISPHBIX U IIUTOI€HETUYECKUX
WCCIICIOBAHUM, TpeAoCTaBJICHHbIe MeXIyHapoaHou accouuanuend cuHapoma Perra. g
BBISICHEHHsI pa3HooOpasusi BapuaHToB Mmytanuii B reae MeCP2 mpu RTT, ucnonb3oBanuck
JIaHHble MexXayHapoaHou 0a3bl RettBaseIRSA, koTopast comep uT noapoOHy0 reHETHYECKYIO
unpopmanuo g 4389 cimyuaeB KIAaCCHMYECKOrO M aTUIMYHOTO cuUHApoMma Perra.
CraTtuctudeckas 00paboTKa IpoBOJMIIACH B Mporpamme Statistica 6.0.

Pesyabrarsl

B Hacrosimee BpeMs B KIMHHYECKOM TMPaKTHKE WCHOJB3YIOT 3  HalpaBJieHUs
muddepennmansHoit nuarHoctuku RTT: 1.MccnenoBanust xapakTepa periuKalud XpOMOCOMBI
X ¢ TOMONIBI0 MOJEKYJISIPHBIX METOJOB M IIMTOTCHETHUYECKOro aHayin3a; 2.YCTaHOBJICHHE
cnekTpa mytanuii rena MeCP2, ero BiusiHUe Ha HapylieHne QyHKIMI OJJHOMMEHHOTO Oernka; 3.
AHnanmu3 ocobenHoctedl X-uHaktuBanuu y nanueHtoB ¢ RTT u ux ponureneir. Ha ocHoBe
MPEACTABICHHBIX KIMHUYECKUX JaHHBIX, HAMU MPOAHAIM3UPOBAH CIEKTP BUIOB MYTAllMi reHa
MeCP2: muccenc (38,69%), Honcenc (27,23%), momyamme mytamuu (6,92%), aeneuun u
UHCEepIMH paMKHu cuuTbiBaHus (14,68% oOT Bcex MyTaluii, cpeau HUX COBMECTHBIE MYyTallUU
5,82%) u unsie Buasl (2,87%). M3 Hux Hanbosiee yaoOHBIMHU Il MACHTHU(OUKAIMK CHHIPOMA
(PH3UMATUYECKHUI TECT) SIBJISIOTCS BOCEMb PEKYPPEHTHBIX MYTallMi, KOTOPHIE BCTPEUAIOTCS Y
65% nereit ¢ nanHoi matosorueil. [lostomy, nuarnoctuky MeCP2 myranuii y nereit ¢ RTT
npeayiaraloT TPOBOJUTh B JBE CTaJAWM: TIepBas — OH3UMATHYECKUH TECT Ha HaJIU4YUe
PEKYPPEHTHBIX MYTalliii; BTOpas — CEKBEHUPOBAHHME KOAUPYIOIIEH 001acTu U (IaHKUPYIOIINX
nocienosareisHocTed reHa MeCP2.

BriBoaBI

K ocHOBHBIM MeTOAaM, NPUMEHSEMBIM B NUTOreHEeTHYeCKOr auarHoctuke RTT
otHocsTesi [II[P-pecTpukiMOHHBIN aHaMM3 W 3H3UMATU4YecKUi TecT. OJHAKO HCClieJOBaHUE
CIIeKTpa MyTalliid TeHa HE SBISETCS TOJHOCTBIO JIOCTOBEPHBIM KPHUTEPUEM, IOITOMY
MEPCIIEKTHBHO HCCIIEI0OBaHNEe BapuaHTOB u3MeHeHHt B Oenke MeCP2, ¢ mempio ux
MOCJIEIYIONIEH MOJICKYJIIPHON UACHTU(UKAIMK Y TaiiieHToB ¢ RTT.
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