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AxktyansHocTb. Oenunkeronypus (PKY) — penkoe Hacnen-
CTBEHHOE 3a00JIeBaHKE, HapyIaloliee MeTadoIn3M (peHHUIIaIaHu-
Ha, YTO MOXET IIPUBECTU K CEPhE3HBIM HEBPOJIOTUUECKUM pPac-
CTpoOCTBaM 0€3 CBOEBPEMEHHOM TMarHOCTUKY U JiedeHus. B Y30e-
KUCTaHe OrPaHHYECHHBIE BOBMOXXHOCTH CKPUHUHTA U THATHOCTHKH
MPUBOIAT K Mo31HeMy BbisBieHNI0 DKV 1 moBeImenHoMy pu-
cKy ocioxkHeHnd. Ha nmucniancepHom yuére cocrosr 442 peOén-
ka ¢ ®KY, koropsle monmy4yarot HeoOX0AUMOE JieueOHOE MUTAHUE.

Onucanue Kiunuueckozo ciyuan. Mansuuk, 1 rox 2 mec, po-
JUIICS B CPOK, IpU poxkaeHHU Macca Tena 3400 1, 6e3 ocnoxHe-
HUHA. B 6 Mec NOSBIINCH IPU3HAKY 3aJI€P>KKH ICHXOMOTOPHOTO
Pa3BUTHS, OTCYTCTBHE KOHTPOJIS TOJIOBBI U PEAKIMU Ha UTPYIIKH.
ITpu nocTynieHny B OTAENEHNE YPOBEHb (DeHMIIAIaHUHA B KPOBH
coctaBuit 900 MKMOJIB/J (BBIILIE HOPMBI, HO HHXKE 3HAYCHHUH JUIs
KJaccuueckor popmel). [Ipu reHeTHHECKOM HCCIIe0BaHUH OblLIa
MOATBEPIKIeHa MyTanus B reae PAH — BapuabenbHast popma 3a-
OoneBanus. Ha ocHOBaHWH pe3ysIbTaToB AUArHOCTHKU OBUIO Ha-
3HAYEHO JIEUCHHE, BKIIOYAIOIIee CIeNUaTN3HPOBaHHbBIE aMHHO-
KHUCIIOTHBIE cMecH (AdeHunak 13) 1 HU3KOOEIKOBYIO JIUETY, CO-
CTOSILIYIO U3 HU3KOOEIKOBBIX NMPOLYKTOB — (PYKTOB, OBOILEH,
COKOB, OEJIKOBBIX FMJPOJIU3aTOB U AMUHOKUCIIOTHBIX CMECEH, UTO
[IOMOT'aeT CHU3UTh YPOBEHb (DeHUIIaIaHUHA B KPOBH U MTOAJIEPIKHU-
BaTh HOPMAJILHOE Pa3BUTHE OOJIBHOTO. PerysspHbIii MOHUTOPHHT
ypoBHeil (eHnIaTaHuHa B KPOBU OBUT MPOBEAEH TSI KOPPEKTHU-
POBKH JO3UPOBKH CMECH U JHETHI. JTO MO3BOJIMIO CTAOMIN3U-
poBaTh ypoBeHb (eHUIIAIAaHUHA U YITy4IIUTh Pa3BUTUE PEOEHKA.

3axmouenue. {1 sdpdexrusnoro npenorspamienus GKY
Y HOBOPOXKIEHHBIX BaXKHA MTPOQUIAKTHKA, HAYMHAS C Iieprona Oe-
peMeHHOoCTH. JKeHIMHAM C PUCKOM HOCUTEIbCTBA MyTAIlMU F'eHa
PAH pexoMeH1yeTcsl TeHETUYEeCKOe TECTUPOBAHKE U COONMIOICHHE
JIMETHI ¢ HU3KUM CoepKaHueM (eHIIaTaHuHA, YTO CHIDKAET PUCK
3a0oneBanus y peOéHka. BHejpeHne CKpUHUHTa HOBOPOXKIEHHBIX
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MO3BOJISIET BBISIBUTH 3200J1€BaHNe HA PaHHEH CTaluM U CBOEBpE-
MEHHO HayaTh JieueHne. Pa3BUTHE CKPHHUHTOBBIX POTPaMM U J0-
CTYIHOCTB CIIEIMAIM3UPOBAHHON MEIUIIMHCKOI oMol B Y30e-
KUCTaHe CBIrPaloT KIIOUEBYIO POJIb B YIyUIIEHUHN [IPOTHO3a U 3710-
POBBS I€Teil, @ TaKXKE B CHIXKCHUH TSHKECTH 3a00J1€BaHMs.
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