paza OTHOCUTENHHOW TUTOMIAAN CETH CHUHYCOWIHBIX KAMMUIIPOB B MPOMEKYTOUHOM
30H€ MEYEHOYHBIX JIOJIEK.

3akmouenue. Takum 00pa3om, aTMMEHTApPHOE OKUPEHUE MMPUBOIUT, C OJHOU CTO-
POHBI, K Pa3BUTHUIO B APEHXUME OpraHa >KMpOBOM TUCTPOPUH, & C IPYroil CTOPOHBI
— CTUMYNHPYET (DYHKITMOHAIBHYIO aKTUBHOCTH TEMaTOIMTOB, YTO MOXKHO PacCIlCHU-
BaTh KaK KOMIIEHCATOPHYIO PEAKIIMIO B OTBET Ha MOBBIIIEHHOE MOTPEOJICHUE KUPOB
KUBOTHOTO TIPOUCXOXKICHUS.
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MYTAIIMH B TEHE MECP2, BBISIBJIEHHBIE Y IALIMEHTOB C CHHJAPOMOM PET-
TA B CEBEPO-3AIIAJJTHOM PETHOHE POCCHIICKOM ®EJEPALIA
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Cunnmpom Perta — oHO M3 HamOoJiee YACTHIX TEHETUUYECKHX 3a00JICBaHUU C
YMCTBEHHOM OTCTAJIOCTHIO Yy KEHIIMH. BeTpeuaercs ¢ yactoToit B cpeaneM 1 Ha 10
TBIC. KUBOPOXKACHHBIX J€BOYEK [1]. ¥ MalbuMKOB JaHHBIA CUHAPOM BCTpPEYAETCS
Kpaiine peako. [logaBistoiee OOJBIIMHCTBO CIIY4aeB SIBISIOTCS CIOPAAMYECKUMU,
omHcaHbl ceMmeitHbie ciydan. OCHOBHAs NpWUYMHA 3a00JICBaHMS - MyTallid B TCHE
MECP?2, pacnionoxxeHHOM Ha X-XpoMocoMe. MyTaiuu B JaHHOM T€HE SIBJISIFOTCS J0-
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MUHAHTHBIMHU ¥, KaK MPABUIIO, JIETATLHBIMH ISl TEMU3UTOTHBIX MaTbuukoB. [1o mu-
POBBIM JIaHHBIM TPH KJIACCMYECKOM BapuaHTe cUHApoma Perra MyTtainuu B reHe
MECP2 npu cekBeHHpoBaHUHU 0OHapyxkuBatoTcs B 60-90% ciygaes [2,3]. B rpynmax
MAlMEHTOK C KJIIACCUYECKUM CHHJPOMOM, Y KOTOPBIX MPU CEKBEHUPOBAHUU MYTAIIUU
B reHe MECP?2 BrisiBnens! He Obutn, pubnusutensHo B 30% cimydaeB oOHapyKuBa-
IOTCS JICJICIIMHM 1ICJIbIX 9K30HOB MM MONHOCTHI0 reHa MECP2 [4,5]. TIpu atunudHbIX
BapHaHTaxX CHUHApPOMA MPOIEHT BbIABICHUS MyTauuil wim neneuuit MECP2 coctas-
nsiet 40-50% [3]. M3BecTHBI 8§ MaKOPHBIX MyTallii, KOTOPbIE B CYMME COCTaBIISIOT
6osee 50% OT Bcex BBISBISIEMBIX MyTalllil B JaHHOM I'eHE.

Henb paboTsl: [louck u xapakrepuctuka mytanuii resa MECP2 y nmanneHTOK ¢
cungpomom Perra CeBepo-3amannoro peruona P®.

Marepuan u metoapl. O6¢cnenoBano 20 1eBOYEK ¢ YCTAHOBJICHHBIM KIIMHUYE-
CKUM JIMarHO30M CUHJIpoMa PerTa uinu ¢ mogo3peHueM Ha JaHHbIM CUHAPOM. ['eHOM-
Hyto JIHK Beigensiam u3 num@onuToB nepudepudeckoil KpoBu namueHTok. Ha nep-
BOM 3Tare HPOBOAMIOCH CEKBEHHPOBaHME Koaupyromiei dyactu rena MECP2 (3, 4
HK30HBI C MPUJIETAIOIIMMH y4acTKaMu UHTPOHOB). Ha BTOpoM 3Tane nmpoBoauics mo-
WCK TIPOTSDKEHHBIX JeNIenid (OTAEIbHBIX 9K30HOB WU IIEJIOTO TeHa) METOJIOM MYJIb-
TUTIEKCHOM JurazHoi nenHou peakuuu (MLPA) ¢ momoisio Habopa 30108 MRC-
Holland. Ananu3 mpoaykToB cekBeHupoBanuss u MLPA mpoBoquiu ¢ MOMOIIBIO
cucteMbl KanuusipHoro snekTpodopeza CEQ8800 (BeckmanCoulter).

PesynbraTel uccnepoanusi. M3 20 neBoyek CKIACCUYECKUM WJIM ATUIIMYHBIMU
Bapuantamu cuHapoma Perra y 15 (75%) Obutr BBHISIBIICHBI MMAaTOTCHHBIC MYTAIlUH.
MeTronoM ceKBEHUpOBaHUS MyTallMM BbIsIBICHBI B 13 ciywasx (65%): €.473C>T
(p.T158M) — 3 cnyuas, €.763C>T (p.R255X) — 2 cmyyas, ¢.502C>T (p.R168X),
c.808C>T (p.R270X), ¢.880C>T (p.R294X), c¢.316C>T (p.R106W), ¢.401C>G
(p.S134C), ¢.55C>T (p.Q19X), ¢.753delC (p.G252fs), ¢.1164 1207del44 (p.P388fs).
N3 ocraBmmxcs 7 nanueHToK y 2 (28,6%) Obuin 0OHapyKeHbI MPOTSKEHHBIE J1eTie-
UM Pa3HOM JIMHBI, 3aXBaTbiBarolme 3 u 4 sx30Hb TeHa MECP2. Bee BoIsiBIIeHHBIS
MyTalluM OMKCaHbl B MEXKJIYHAPOAHBIX 0azax naHHbIX. HOBBIX MyTanuii He oOHapy-
&KeHo. Y 9 marueHToK oOHapy>KEeHbl MyTalluH, OTHOCSIIUECS K MaXopHbIM (60% ot
BBISBJICHHBIX MyTanuil). [IpoTspkeHHble Aeneruu coctaBwid 13,3% OT BBISBICHHBIX
MyTauil. T.0. BBISIBIEHO 6 HOHCEHC-MyTalWl, 5 MUCCEHC-MYTalWWd, 2 MyTallUH CO
CIABUTOM PaMKH CUHTBHIBAHUS U 2 MYJIbTUIK30HHBICICIICIIHH.

BriBoabl. IIpouenT BwisiBasiemoctn MyTtauuii B reHe MECP2 y manueHok ¢
CUHAPOMOM PeTTa M CHeKTp BBISABIIEMBIX MyTaIlUii COOTBETCTBYIOT MHUPOBBIM JaH-
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Bce Ouonornueckne opraHu3Mbl pa3BUBAIOTCS U JKUBYT B YCJIOBHSIX IOBTOP-
HBIX BO3JICHCTBHI Ha HUX MPUPOJHBIX pUTMOB (pUTMOB BceenenHoit). DT putMuye-
CKHE€ BO3MYILIAIOUIUNE BO3JECHCTBUS BHEIIHEH Cpelbl AECTAOMIM3UPYIOT COCTOSIHHME
BHYTpPEHHEH Cpe/ibl OpraHu3MOB, CIEJICTBUEM YEro CTAaHOBUTCS (pOpMUpPOBaHUE OMO-
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