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'OI'BOY BO «Omckum rocygapCTBeHHbIN MeaNLMHCKUN
yHuBepcuteT» MuHsgpasa Poccun,

CUHOPOM MNPALEPA — BUINU: TPYOHbIV NYTb K AUATHO3Y

BBEOEHWE. Cunpgpom lNpaaepa - Bunnu (ClB) - xpomocoMHasa aHOManus, cBA3aHHaga C

nopaxkeHnem npokcumanbHon obnacTt AnNnMHHOro nnedva 15 XxpoMocombl B pesynbrate geneunm B MATEPUAJIbI U METOObI. Vctopna 6OonesHun HepooHoweHHOU AeBodykn M., C rectaumOHHbLIM
oTuoBckou obnactn 15911-g13, MaTepuUHCKON OOHOPOANTENBCKON ANCOMUU UNKN OedekTa LeHTpa Bo3pactoMm 32 Hepenu 5 [OHeu, un3 guxopuanbHOUM AOUNaMHUOTUYECKOW [OBOWHW, POAUBLLEUCA W
MMMNPUHTUHIa 3a c4eT MUKpoaerneumm nnm anumytaumn. CpegHuin Bo3pacT yCTaHOBIMEHNA AnarHo3a B nony4vuslien nedvyeHve B ycnosuax bY30O0 [opoackon KNUHUYECKUU NMepuHaTtanbHbIN UeHTP 1. OMCK.
OONBLUMHCTBE CriydaeB npuxoanTca Ha 3 rog Xm3Hu. Ha coBpeMeHHOM aTane nomnbiTKa NOCTaHOBKU Cunbc — cectpa, 3goposa. [JuarHOCTUYECKUMN MOUCK MPUYMH PasBUTUA CUMMTOMOKOMIMIIEKCA «BAMOro

nnarHosa Cl1B B HeoHaTanbHOM NMepuoae Ha OCHOBE KIMMHUYECKUX NPOSABIEHUN, ceMeNHoro aHamHe3a pebeHka» y HeJOHOWeHHOro pebeHka.
nnn gndpdepeHUnanbHON ANarHoCTUKU ¢ PEHOTUNMYHO NoaoOHbLIMK cnuHapomy [pagepa-Bunnm
3aboneBaHUAMU Ype3BbIYaUHO CIOXHA.

PE3YJIbTATbI.[leBouka M. nepBbin pebeHOK N3 anxopuarnbHOU NAaMHUOTUYECKOWU OBOWHU, OT MOSodbix poautenen. Poabl npexgeBpeMeHHble, B 32 Heaenn bepemeHHocTn. Macca npu poxaeHumn 1809
rramMmoB, AnnHa 41 cm, oueHka no wkane Anrap 4/7 6anos. [lpn poXxaoeHnn coCTosIHME TAXKEeNoe 3a CYET AbiXxaTellbHOM HeAOCTaTOYHOCTU U reMoAMHaMUYECKUX HapYLLEHUN, YTO NoTpeboBaro Ha3Ha4YeHUs
pecnmpaTtopHoOU U KapauoToHu4Yeckon Ttepanuu. [lpn ocMoTpe HeOOHOLUEHHOro HOBOPOXAEHHOro obpallano Ha cebs BHMMaHWE Hanudme, Hecneuududecknx ana cuHgpoma [lpagepa — Bunnu, cturm
ancamopuoreHesa.B HeEBPOMOrnyeckom cratyce C poXOeHUst oTMedyanmcb cumnTomMmbl yrHeTeHmnss LIHC ¢ Bbipa)XeHHOW MbILLEYHOW TMMNOTOHNUEN OTCYTCTBMEM CMOHTAHHOW ABUraTefibHON aKTUBHOCTU, PE3KUM
CHMXEHNEM pedrekcoB oparibHOro U cnnHanbHOro aBtomaTtmama. C poXxgeHma aToHns MOYEBOIO Ny3bipa € 3-X KpaTHbIMU 3nn3ogamMmm BO3HMKHOBEHUA MHADEKLIMM MOYEBBLIBOAALLMX MYTEN TAXKENOE TEYEHME.

BBuay oTtpuuaTtenbHbIX pe3ynbTaToOB Ha  CNMHaAlNbHO-MbILLEYHYHO aTpoduio, 0Oone3Hb [lomne,
HacneacTBeHHbIE aumgonaTun, opraHn4yeckue aumaypun, gedekTsl MUTOXOHAPWANbHOro 6eTa-oKNCNeHUs,

UccnepoBaHue cnekTpa TaHaeMHasa Macc-cnekTpoMeTpus a TakkKe Hanunuunsa O0onbLUMX U ManblX KPUTEPUEB, XapaKTepHbIX Ana cuHgpoma [lpagepa — Bunnu,
OpPraHN4YeCcKMX KUCIOT MOUMU (TMC), B nabopaTtopun CenekTUBHOro NpoBeJEeHO MOJIeKyNnsapHO-reHeTU4YeCKOe uccriegoBaHue, rae BbigBieHa geneund, xapaktepHaa and
MeToAOM razoBow CKpMHUHra «Meamko-reHeTn4ecKkoro cuHapoma llpagepa — Bunnu B cermeHTe 15011 reHoB SNRHN 1 UBE3A.

Xpomartorpadpmm C Macc — Hay4YyHOro UeHTpa MMeHnN akageMuka

cCneKkTpomeTpuen (FX/MC) H.I1. BoykoBa» no pe3ynbTatam f

KOTOPOWU UCKIKOYEHbI OpraHn4veckune
aungoypun, HacneacTBeHHbIE
aMnHoauuagonaTtum n ged ekl
MUTOXOHApPMAaNbHOro 6erta - OKUCNeHus

NOBbILLUEHNE KOHLEHTpaUun psaa
MeTabonnTOB, yTo MOXeT
yKasblBaTb Ha Hanu4yume
OpraHn4eckunx aumgoypumn.

IH3IMMOAMarHoCTuKa
HacrneaCcTBeHHbIX OOoJfie3HEen
oOMeHa BeLllecTB.
Ickno4YeHbl HacneacTBeHHble
bone3Hn oobOMeHa BeLLECTB.

SAKITIOYEHUE. Tlocne Bepudukaunum oKOHYaATENLHOro AmnarHo3a Ha JooHe NPOAOITPKUTENBLHOrO CUMMTOMATUYECKOro Nne4vyeHusd Habnioganocb ynydweHue crioHTaHHoOM  KOHTaKThbI:

OBUraTenbHOW aKTUBHOCTMW, HAPOC MbILLEYHbIN TOHYC, pedeKkcbl opanbHOro aBToMaTmama Bbi3blBalOTCs B bonbliem obbeme. OgHako popmupyetca 3agepkka motopHoro  CaByeHko Onbra AHaTONbLEBHA,
pa3BuTus. CHATA ¢ 30HOOBOro KOPMNEHUA U nepesBefeHa Ha KOPMITEHME M3 COCKWU, COCEeT MOCTENeHHO, B HECKONbKO NpuemMoB, ¢ obbeMoM cnpaBnsietcs. [logBunucb  K.M.H., AOLUEHT Kadbeapbl
doeHoTUNMYeckne nNpusHaku, XxapakTepHbole Onst JaHHOro CUHAPOMA:. MANKME TKaHU PbIXible, NAacTO3Hble, MOAKOXHO - XKMPOBas KneTt4yaTka Oorblue BblpaXXeHa NpoKCUMarbHO  rocnutanbHOW NneanaTpun C

Ha KOHeYHOCTAX. B Macce npmnbaBka gocrtatoyHasd, BecoBas Kpuas no ®eHtoHy 40 UeHTUnb kypcom OO OmI MY, r.Omck,
OwvarHo3 «CuHpgpom lNpapgepa — Bunnu» y Habnogaemoro Hamm pebeHka yCTaHOBIMEH AOCTAaTOYHO PaHO, Ha 3-M MecsLe XU3HU, B TO BPEMS KaK Mo AaHHbIM nuTepaTtypbl  Poccus

cpedHUn BO3pacT YCTaHOBMIEHUA AumarHo3a npuxoauTca Ha 3 rog XU3HW. TpyaHOCTU paHHEen AMarHOCTUKM ODYCrOBMEHbl OTCYTCTBUMEM TUMUYHBLIX doeHoTunudecknx  TenedoH: +7 (913)-965-97-05
nposiBNeHnn 3aborneBaHnUsa B HeEOHaTarbHOM nepuoae, He OTAroWEeHHbIM CEMEUHbIM aHaMHE30M N Hanun4nem 3gopoBoro cndca. CMMNTOMOKOMMNEKC «BANOro pedbeHka» ¢ E-mail: olgasavl1978@mail.ru
Bbipa)XeHHOW MblLLIEYHOU TMMNOTOHMEN NOCIYXUN OTNPaBHOW TOYKOMN ANna gudpdepeHumanbHO-AnarHoCTU4YeCcKoro rnoucka.



