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KoHdepeHLMA N0 0pdaHHBIM U AETCKHM E.[.HoBononsuesa', M.A.KBacosa’, [1.A.CaBsockknHa ', H.B.PognHa?, E.FO.lLlymckaga?, B.B.KpnBonanosa®' ¢™ MMy

'v PERL P ' dIBOY BO «MMMY» Munagpasa Poccun, r.HmwxkHun Hosropon, Poccus e
3HOOKPUHHBLIM 3ab0neBaHUAM 2'BY3 HO «HOOKB», r.HwkHuin Hosropoa, Poccus TSR0 ruapOTe
JHAOKPUHHAA OpPaHeTUKa: IOnarHocTuka cuHgpoma bekButa-BuaemaHa y HOoBOpoXXaeHHOro

JOCTHUXEHUA U NEPCNEKTUBLI

MATEPWUAJbI U METOLbI.

[TpeactaBneH knuHnyecknin crnydam CbB y HoBopoxaeHHOro pebeHka. Manbyumk ot 3
bepemeHHOCTU (1 — ManbyunK, 340POB, 2-3amMepLuas), npotekaswwen Ha doHe OPBU Bo 2 n 3
TPUMECTpPax, aHeMUN, bakTepmnypun. Poabl cpodHble, oLileHKa no wkane Anrap 8/9. B paHHeMm
HeoHaTarlbHOM NMepuoae oTMeYanucb CpbirMBaHUA, TPYAHOCTU NPU KopMIeHUn. [pn ocMmoTpe —
OTHOCUTESNBHO DONbLLIOU A3bIK, YBENUYEHA ero nesas nosioBnHa. C 3-X CYTOK XKU3HMU -
XKENTYLHOCTb KOXHbIX MOKPOBOB (3 cTeneHb no Kpamepy), pebeHok rocnutanuanposaH B HOLKB.

BBEOAEHME. CuHapom bekBuTta - BugemaHa (CbB) — reHeTnyeckoe 3abonesaHune, Kotopoe

XapaKktepuayetcs HapyLleHunem pocta. CbB xapaktepusyeTtca eHOTUNMYECKU reTeporeHHOW
KIMMHNYECKON KaPTUHOWN, K OCHOBHbIM OCODEHHOCTAM OTHOCATCS MaKpPOroccus,
aKk3oMdanonaTtus, nareparnbHbli N30bITOYHbLIW POCT, rmnepunHcynnMHnam. CbB BcTpevaeTcs
goctato4Ho 4YacTto (1:11000 HoBOpOXXOEHHbIX), U HE MEHEe BbiCOKa Npu AaHHOM CUHOPOME
BEPOSATHOCTb pa3BUTUA AMOpPUOHanbHbIX onyxoren ¢ netanbHOcTbO A0 20%. Kpome Toro, CbB
ABNsieTcs NPUYNHOU HEOHATANIbHOWU MMMNOrINKEMMNN, TpebyoLLLEN KOPPEKLINN.

PE3YNbTATHLL [lpy nocTtynneHunn [Npu nocTynneHnn: COCTosiHNE cpeaHen CTENeHN TSKeCTU, Koxa UKTepuyHa. TenocnoXxeHne AncnponopLmnoHanbHoe 3a cHeT rmnepTpodum BepxHen npaBon
KOHEeYHOCTW. [ nnepTpoduna NneBon NOMOBUHLI A3blKa, LUMPOKOE NMynoYHOE KOSbLO, HU3KO nocaXeHHble yin. Co CTOPOHbLI ApYyrmx opraHoB 1 cuctem 6e3 natonorun. JlabopaTtopHo: Ha 3-U AeHb XXU3HU
rnoKo3a Kposu - 1,5 mmonb/n, Ha 7-u AaeHb - 1,2 mmonb/n, nposogntca MHQY3na 10%-ro pactBopa rnoko3bl. MMHCynnH Ha ooHe rmnornukemmn. 5,1 - 10,4 mmons/n. Y3W nynoyHoro konbua: pasmep
12,512 MM, gononHuTernbHble obpa3oBaHna He onpegensanucb. MPT asbika ¢ KoHTpacToM: MPT-kapTuHa AononHUTENBLHOro o6pa3oBaHNA NEBOU MOSMOBUHBI A3blka CONMAOHOMo xapakrepa. B
nevyeHnn: NHQPY3noHHaga Tepanus (pacteop 10% rnKo3bl C INEMEHTAMU NAapPEHTEPANbHOINo NUTaHUSA), doToTepanms.

PebeHOoK NpoKOHCYNbTUPOBaH 3HAOKPUHOMOroM, reHeTukom, 3anogo3peH CbBB. lNaunenT HanpasneH B « HMWL] sHookpuHonormmy» ans onpeneneHns TakTUKn BeaeHus.

Bo Bpems rocnutanusaunm pebeHky npoBoauTca npoba c ronogaHuem: rmumkemms 2,79 mmonbs/n, nHeynud 3,68 mkE/mn, C-nentng 1,64 Hr/mn. o pe3ynbTatamMm MOSeKynspHO-reHeTUYECKOro
nccnepgosanmna MY-I1LP panoHa IGF2/H19 n KvLQT(LIT1) BbisBneHo HapyLwleHne metunupoBanus IGF2 n H19. [inarHoctnpoBaH BpoXXaeHHbIN runepuHcynuimnam (BI') B pamkax cmHapomanbHOW
natonormn. B otaeneHnn no XM3HeHHbIM NoKa3aHUaAM UHULUMUPpOBaHa Tepanua anasokemnaom ([pornmkem) B ctapToBOoU Oo3e 25 Mr/cyTkn (4,6 Mr/kr) ¢ noBbllleHnem ao 37,5 Mr/CyTku ¢
NonoXnTenbHbIM 3ddekToM. [ToBTOpHaaA npoba ¢ ronogaHmemM gokasarna A4oCTaTOYMHOCTb O03bl.

B HacTosllee BpeMsa nauneHT HabnogaeTcs negmaTtpom, AeTCKUM 3HOOKPUHOorom, oHkonorom rno nosoay CbB, BI'W. NpoBognTtca Y3WU BHYyTpeHHUX opraHoB 1 pa3 B 3 Mecsua, npu KOHTPONe —
NPU3HaKM renatoMmeranmm, oo bemMHbIX 0bpasoBaHn B OPHOLLIHOM NOJSIOCTU HE ODHapykeHo. B Tepanun nony4aeT anasokena 37,5 Mr/cyTKu.

3AKJITIOYEHMUE. KOHTAKTBI.

CBB cBonctBeHHO MHOroobpasune KnnmHn4eckmnx nposifieHnn. KapanHansHbIM npusHakom aensetca [, kak gnutenbHas runorinnkeMuns ¢ noBbILLEHHBIM YPOBHEM UHCYIUHA, Eiaei‘;:ﬂ'\gig:’; -
4yTO TpebyeT He3ameanuTernbHoro neveHus. lNaymeHT ¢ CbB gormkeH HabnogaTbcs MynbTUANCUUNNIMHAPHO, B TOM YXCIE LLEHTPOM, MMEIOLWNM onbIT neveHns BI'N. kacpespbl haKynbTETCKON 1
[lpeacTaBneHHbIN KNMUMHUYECKUI crydyan OeMOHCTPUpYET BaXXHOCTb CBOEBPEMEHHOW NMOCTAHOBKU AMarHo3sa C Lenbio KyrnupoBaHUA paHHUX OCNOXHEHUN U POPMUPOBAHUSA NONMKMMHUYECKON neanaTpui

HaCTOPOXEHHOCTU B OTHOLLEHUM 3MOpPUOHanbHbIX ONyXonen, npexae Bcero, TakMx kak Hedppobractoma, renarobnacroma. PTEOY BO «1MMY:>

MwuH3gpasa Poccumn, HMXKHUA
Hosropopg, Poccus.

TenedoH: +7 (906)-353-95-55
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