KAMHUYecKU cayuan cuHapoma PetTta: onbIT HabAlOAEHUM
3a pebeHKOM cTapLiero AOLWKOAbLHOro Bo3pacTa
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AkTyanbHOCTb. CHAPOM PetTta (CP) — peakoe NCUXoHEBPO-
AOTMYECKOE HapyLleHWe, KOTOPOE CBA3aHO CO CNOPaANYECKUMU
MyTaUMsIMKU X-CLENAEHHOro reHa MeTuA-CpG-CBA3bIBaOLLErO
6enka 2 (MECP2). YuuTtbiBasi BbICOKYD 3HAUMMOCTb PaHHeMn
AMArHOCTUKKU, HEOOXOAMMOCTb B MYABTUAMCLIMNAMHAPHOM MOA-
XOAE K AEYEHUIO U MOAAEPXKKE TaKUX AeTer, UCCAEAOBaHWe
KAMHUYECKKX cAydaeB CP nmeeT ocoboe 3HaueHue AAS MOBbI-
LLIEHUSI OCBEAOMAEHHOCTU M YAYYLLEHUA KayeCTBa XW3HU Nauu-
€HTOB U UX CEMEN.

Llenb uccnepoBaHUA. N3yuntb AMHAMUKY Pa3BUTUS KAUHU-
yeckom KapTuHbl Npu CP y pebeHka.

MauueHTbl U meToAbl. AeBouka [1., 2018 r.p. AHamHe3
XWU3HWU. PebBeHOK OT 2-X CPOYHbIX POAOB, OLieHKa no APGAR —
9/9. Macca Tena npu poxaeHun — 3200 r, AAMHA Tena —
50 cm. [pyaHOe BCKapMAMBaHWE MNPOAOAKAAOCH AO TOAA.
B TeueHue nepBbiX AET XWM3HU AEBOYKa pasBuBanacb 6e3
0COBEHHOCTEN, OAHAKO K ABYM TOAAM HayaAu MPOABASTLCS
XapaKTepHble CUMMNTOMbI: NOTEPA pPeuun, CTepeoTUnHble ABU-
XEHUS, 3KBMHYCHasi MOXOAKa, OpyKcu3Mm, OOLLEHWE B3rASAOM.
[lepBOHaYaAbHO POAMTEAN 3AMETUAM U3MEHEHWA B NOBEAEHUU
M MOTOPUKE: MOSIBUAUCH CTEPEOTUMHbIE ABMXEHUSA — XAOMKK
B AapoLWK. B BospacTte 1,5 AeT HabAroAaACS perpecc B pasBUTUK:
nepecrana NpPoOW3HOCKUTL CAOBA WM cobupaTb NMpaMuAaKy. B BO3-
pacte 2 AeT HanpaBAeHa K HEBPOAOTY B CBfA3M C 3aAEPXKOM
HEPBHO-NCUXMUYECKOTO Pa3BUTHA. BbIAO 3aN0AO3PEHO PacCTpOu-
CTBO ayTMCTUUYECKOTO CNEKTPA, HO MOCAE KOHCYAbTALMK C reHEeTH-
KOM W CcAauv aHaAnM30B BbiA noaTBepxaeH CP. B Bo3pacte 4 aeT
BbINMOAHEHA HOYHaA INeKTpoaHuedanorpadusi, kotopas BblABU-
AA HapacTaHue 3nNUAenTUPOPMHON aKTMBHOCTU Ha HayaAbHOMU

CTapMM cHa. HabatoaatoTca mapoKcH3Mbl, COMPOBOXAAMOLLMECS
NOBTOPSOLLMMMUCA ABUraTEAbHbIMU CTEPEOTUMUSAMU U MAAUYEM.
MapoKcU3Mbl TPAKTYIOTCS Kak GOKaAbHbIE SMUAENTUYECKHUE MPH-
CTynbl. Ha AaHHbIM MOMEHT NauMeHTKa noceLlaeT cneumamnsu-
POBaHHbI AETCKWI cap, TAe MOAyYaeT MOAAEPXKY OT BOCMMWTa-
Tenel U 3aHMMaeTcs ¢ AedekTororoM. B maaH peabuantaumu
BXOAAT 3aHATUS B BacceinHe W Unnotepanusi, 4to NOAOXKHUTEABHO
CKasblBaeTcA Ha ee PU3NYECKOM U 3MOLMOHAABHOM COCTOAHUM.
BaxHO npopoAxaTb HabAtoAeHWEe U peabUAUTALMOHHbIE Mepo-
NPUATUA AN MaKCHMaAbHOTO Pa3BUTUSE pebeHka.

Pe3yAbTaTbl. KOMNAEKCHbIN MOAXOA, BKAOUAS MOAEKYASIPHO-
reHeTMYecKoe WCCAepAOBaHME U peabuAUTALMOHHbIE Mepo-
NPUSATUS, NO3BOAAET 3HAUMTEABHO YAYULLWTb KAYeCTBO XXM3HU
NauMeHTKn U MUHUMU3KMPOBaTb NpPosiBAeHUst CP. BaxHo oTMe-
TWTb, UTO cyLLecTByeT AHK-CKPUHUMHT, NO3BOASIIOLLMI HA PaHHKX
cpokax 6epeMeHHOCTU 0BHaPYXMTb AaHHbIM CUHAPOM. Y BCex
nap, NAAHUPYHOLLMX BepeMeHHOCTb, BO3MOXHO MNPOBEAEHWEe
CKPUHWHIa Ha HOCWUTEALCTBO YaCTbIX MOHOME€HHbIX ayTOCOMHO-
peLecCHBHbIX 3ab0AEBaAHUA.

3aknrueHue. AaHHbI KAMHUYECKUIM CAyYan AEMOHCTPUPY-
€T HeobX0AMMOCTb MHGOPMHUPOBAHHOCTH Bpayew ANl CBOEBpE-
MEHHOTO BbIABAEHUSI 3a00AEBaAHUS U MYyABTUAUCLMNAMHAPHOTO
NMOAXOAQ K €r0 AMArHOCTUKE WM KOPPEKUMW. BaxHbIM acnektom
ABAAETCH MEAMKO-TEHETUYECKOE KOHCYABTUPOBAHUE B XEH-
CKMX KOHCYyAbTaALMAX, OHO UrpaeT KAKUYEBYHO POAb B CBOEBpE-
MEHHOM AMarHOCTUKE U MOAAEPXKE cemei. McrnoAb3oBaHWe
AHK-CKpUHUHIA AN paHHEro BbISBAEHWA 3aboAeBaHWI 3Ha-
YWUTEABHO MOBBILIAET LWAaHChl Ha 3GPEKTUBHOE AeUYEHUE U pea-
6uAMTaLmto.
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