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WccneposaHne PesynbTat KoMMeHTapui

CvHppom Petta MECP2 M. CcM.KOMM. Pe3ynbTaT npunaraeTtcs Ha oTAeNbHOM 6riaHKe.

BHuMaHMe! B 3neKTpOHHOM 3K3eMnsipe 6/1aHka Ha3BaHUe UCCNE0BaHNSA COAEPXKUT CChINIKY HA CTPaHWLYy caiTa
http://www.invitro.ru/c onucaHnem nccnegoBaHus.

PGBYJ'IbTaTbI I/ICCJ'IELI,OBaHI/Il\/'I He ABAKTCA ANarH030M, Heobxoauma KOHCynbTalunsa cneumnanncra.

M.. / Noanuck Bpaya

crp.1m3 1


https://www.invitro.ru/analizes/for-doctors/1595/21354/
http://www.invitro.ru/

Onucanue pe3yjbTaTOB UCCJIET0BAHUS

MNH3 999999999

MMauuenT, 2017 r.p., o6cnenopanacs B OO0
«HE3ABUCHUMAA JIABOPATOPUA « MHBUTPO» ¢ 1enpr0.MoucKa MyTalnuii B
rene MECP2, npuBogsiux k pazputuio cuapoma Perta (mpoduib Ne7218).

Cunopom Pemma - X-cyennennoe domunanmuoe 3abonesanue, 6bl36annoe oeneyueti 1oxyca Xq28 uiu mymayusimu
eena MECP2, nexcawezo 6 dannom noxyce. Mymayuu 6 smom eene omseyarom 3a 90-95% cuyuaes paszgumus
Kaaccuyeckoeo cunopoma Pemma u 40-60% cayyaes amunuunsix ghopm cunopoma Pemma.

Ipu knaccuueckoii popme cundpoma Pemma pannee ncuxomomopHoe pasgumue pebeHka npomexaem HOPMAIbHO,
HO 6 eo3pacme 6-18 Mmecayee pasgumue NPUOCMAHABIUSAEMCA U 6 OANbHEUWeM NPOUCXOOUm pezpecc
NPUOBPEMEHHBIX 08ULAMENLHBIX HABLIKOG, Peull, COYUANbHBIX KOHMAKMOS, NOAGNAIONMCS CEPEOMUNHbLE OBUNCEHUS
PYK (nomupanue, mowoujue O8UNMCEHU U M.N.), CYOOPO2U, NPOUCXOOUM 3A0epHCKA YMCMBEHHO20 pazeumus. Y
00bHbIX HAONI0OaemCs HapyuleHue NOXOOKU, MblUWeYHAas 2Uunomonus, mukpoyeganus, ckonuos. Ilocne peepecca
nPOUCX00Um HeKomopoe Yiyuuierue Uiy Cmaounu3ayus COCmMOAHUL.

Tomumo xknaccuveckozo cunopoma Pemma, cywecmsyrom amunuunsie popmol. eapuanm 3anena (variant
Zapella) ¢ coxpanennou peuvio, popma ¢ RO30HUM HAYANOM pezpecca, X-cyenieHnasi CUHOPOMANbHASL YMCIMBEHHASL
OMCMANOCMb Yy MATLUUK08 (mun JIyba), maxcenas 6poicOeHHas SHyeparonamus y Maibyukos u op. Mymayuu 6
ecene MECP2 obnapyscusarom npu HeKOMOpbIX CUHOPOMAX, XAPAKMEPUIVIOWUXCA 3A0EPHCKOU YMCHMBEHHO20
pazsumus, makux Kax AueenbMan-noOoOHbIl CUHOPOM, CUHOPOM, CXOXNCUL C CUHOPOMOM JTOMKOU X-Xpomocomul,
genomunvl  cxodcue ¢ aymusmMom. 3a pazeumue HEKOMOPbIX AMUNUYHLIX (QOPM, MAKUX KAK, PAHHI
snunenmuveckas dHyegaronamus 2, 8poxcoenHas opma cunopoma Pemma, omeeuarom opyeue cenvt (CDKLS,
FOXGI).

B cene MECP2 memoodom konuuecmsennou MLPA nposooumca nouck deneyuu / oynauxayuu noKyca Xq28
u npamoe agmomamuueckoe cexeenuposarue cena MECP?2

B o6pasne JIHK marnuenTta npoBenéH NOMCK MyTalllil B T€HE
MECP2 (3k30HbI 1-4) METOIOM TPSIMOr0 aBTOMAaTUYECKOI'O CEKBEHUPOBAHMSL..

BrisiBjieHA MyTalusl B TeTePO3UroTHOM cocTosiHuM (Bapuant ¢.502C>T/N ).

reH MECP2, 3K30HbI

AHK Pamunuma, N.0. 14

662.1 c.[502C>T]:[=]

Takum o6pa3om, nuarHo3 «cuHApoMm Perra» y oOciemyeMoit MOATBEPKIAEH
MOJICKYJISIPHO-TEHETHIECKUM METOOM.

Myranuu, BbI3BIBAIONIME JaHHOE 3a00JeBaHWE, B  MOJABISIONIEM
OOJBIIMHCTBE Ciy4acB BO3HMKaIOT de novo (T.e. HE YHacleAOBaHHBIE OT
poauTeNel, a BHOBb BO3HHKIIIUE), TTO3TOMY BEPOSITHOCTh TIOBTOPHOTO POXKICHUS B
cemMbe peOEHKa C aHAJIOTUYHBIM 3a00JIEBaHUEM HHU3Kasl.


http://www.dnalab.ru/diseases-diagnostics/mental-retardation-x-linked
http://www.dnalab.ru/diseases-diagnostics/mental-retardation-x-linked

[Ipy HEOOXOAMMOCTH TOJYYEHHs] JOMOJHUTENbHON WH(GOpMaLUU 10
pe3yabpTaTaMm 00CiIe0BaHUsl PEKOMEH1yeTCsl KOHCYJIbTAl[Us Bpaya-reHEeTUKA.

Pexomennosano:
1. HaGnroneHue y mcuxoHeBposiora

2. OdopmieHue HHBAJIUIHOCTHU C JIETCTBA

K.M.H., Bpau-reHeTuk (®U1O)



