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Cunapom Perra (RTT) npeacrasisier co0oii HacleICTBEHHOE TICHXOHEBPOJIO-
rudeckoe 3aboseBanue. Bo3pacT BepBbie OTMEUEHHBIX OTKJIOHEHUN B PA3BUTHU JIC-
Tel konebnercst oT 4 mecsreB 10 2,5 net. XapakTepHble KIMHUYECKUE TPOSBICHHUS:
MOSIBJICHUE CTEPEOTUITHBIX JIBMKEHUHN PYK, «IIPHOOpETCHHAs» MUKpoledanus, orpa-
HUYCHHUE TTO3HABATEIILHON NEATEIbHOCTH, aTaKCHs, anpakcus, cyaoporu. HecMoTps
Ha HaJTu4ue OOJBIIOr0 KOJMYECTBAa MyOJUKAIHKA, OCBEIIAOIINX Pa3InYHbIC KIUHU-
yeckue ctopoHbl RTT, uccinegoBanus B 00J1aCTH MOJICKYJISIPHOW U KIIMHUYECKOH Te-
Hetuku RTT He sBIsIOTCS McuepnbiBalouMu. Kpome TOTO, CTOUT MOIYEPKHYTH
CJIIOHOCTh MJACHTU(PUKALUU U OTCYTCTBUE YAOOHBIX HUATHOCTUYECKUX KPHUTEPUEB
JTAHHOM MaTOJIOTHUH.

OnHO3HAYHO YCTAHOBJIEHO, 4TO B pa3BuTHU RTT HacnenacTBeHHBIE (PaKTOpbI
UTPAIOT KJIIOYEBYIO POJIb, OJIHAKO OTHOCHTEIIbHO MEXaHU3MOB €ro mepenadd HeT
eMHOro MHEeHHs. B Hacrosiiee Bpemsi OOMICTIPUHSATHIM CUMTAETCS X-CIUETIICHHBIN
xapakTep HacienoBaHus. Boinenstor BapuanTsl RTT, BbI3BaHHBIE OCOOBIM THIIOM
PEIUTHKAINA XpOMOCOMBI X. DTOT (aKT SBIACTCS MPAKTUYECKA 3HAYUMBIM U MOYKET
CIIY’)KUTh KpUTEpPHUEM JUIsl TuarHoCTUKU. [Ipeamnomnaraercs, 9To k 3a00J€BaHUIO TIPH-
BoaaT mytanmu B reHe MECP2 (y 91% nmanmeHToB), KOTOPBIM MpeACcTaBIseT co00i
BECbMa KOHCEPBATHBHYIO ITOCJIEIOBATEILHOCTD, MPUYEM HE TOJIBKO B €€ KOJUPYIO-
mei yactu, HO W B 3'- W S'-HeTpaHCKpuOMpyemon obmactu u B uHTpoHEe 2. ['en
MECP2 cocTouT u3 4eThIpeX 3K30HOB, Y UEIOBEKa ObLI KApTUPOBaH B ydacTke X(28,
kogupyer Oenok MECP2, HeoOxomumsbiii st pa3Butvs HeWpoHOB. OCOOEHHOCTH
CTPOCHHS OCNIKa: UMEET BHYTPHUSISCPHYIO JOKAIM3aIMI0, COCTOUT 13 485 amuHOKwMC-
JIOTHBIX OCTaTKOB M COAEPKUT 4 GyHKIMOHAIBHBIX aomena: 1) metun — CpG-
CBSI3BIBAIOINMI; 2) JOMEH TPAHCKPHITIIMOHHOW perpeccuu; 3) CUTHAN SACpHOM JIOKa-
mu3aiun; 4) C-KOHIIEBOW CerMeHT. EMuHOM IMIOTe3bl OTHOCUTEIBHO (DYHKIUH TaH-
HOoro Oenka HeT. C MOMOIIBIO MEXIyHapoaHOW 0a3bl naHHbix RettBase IRSA pac-
CUMTAHO COOTHOIICHUE pa3IMuHbIX BUI0B MyTaiuii rena MECP2 ipu RTT: mucuienc
mytanuu (42,35 %), Honcenc myranuu (37,25 %), neneuun (5,89%), ocranbHbie BU-
aw1 myTaruii (14,51%).

[IpuopuTeTHEIMU HampaBiICHUAMU B m3ydeHHH RTT SBISAIOTCS: BBHIIBICHUE
KPUTEPHUEB 10 NIPEHATAIILHON JUArHOCTUKE CHMHAPOMA M MOMCK HOBBIX MPHUEMOB Jie-
yeHus 3a0osieBanus. HeoOxoauMbIM ocTaeTcst AeTaibHOE BhIICHEHUE (QYHKIIUU Oe-
ka MECP2 u nouck reHoB, MOJAKOHTPOJIbHBIX €MY, a TaKK€ U3YYEHUE KOPPEISLHi
redHotur-penorun mpu RTT.



