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JHAOKpPUHHAaA opdaHeTUKA: \
AOCTUXEHNUA U NEPCNEKTUBLI 25 CeMewaIVI crnyJdyau X cu,enneHHoro rmnocpocdareMmyecKoro paxura
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BBEIONEHWE. PacnpocTpaHeHHOCTb X-cuenneHHoro runocgocdcgaremuyeckoro paxura (X-NorP)
coctaBsnseT 1 cny4yan Ha 20000-60000 yenoBek. NNpuunHon 3aboneBaHuna ABNAETCA MyTauus B reHe
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MATEPUANDBI U METOAbl. [JOHOLUEHHBLIN Manb4uK OT 1 6bepeMeHHOCTN Ha POHE OTArOLLEHHOIO aKyLLepckoro aHamHesa (y

PHEX, npuBoasias k n3bbITky dakropa pocta doubpobnacroB 23. U30bITOK hakTOpa pocTa MaMmbl rMnodocdaTeMUYECKU paxuT, ycTaHoBMeH B 4 roga). Poabl nyTem kecapeBa ceveHus.
cdnbpobnacToB NnpuBoAUT K notepe hocthaToB NOYKAMM U CHUKEHUIO aKTUBHOCTU BUTamMmuHa D, 4To Bec npu poxaeHun 3760, anvHa 51 cm. Mo Anrap 9/9 6annos.
yMeHbLlaeT BcacbiBaHue pocaToB B KNLLEYHUKE. B 8 Mec y Manb4mka BblSIBNeHbl paxutuyeckme gedopmMaunm ckeneTa.

B 70% cny4yaeB X-IT'PP aBnaetrca ceMenHOU hopMOM.

X-T'®P HacneayeTtca no AOMUHAHTHOMY TUNy, cuenneHHomy c X- xpomocomou
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PE3Y/IbTATbI. B buoxmmmyeckom aHanmse KpoBW: FI/II'IOCbOCCbaTeMI/IFI (0,83 MK

MOJb/N). NOBbILLEHUE YPOBHA Leno4yHou dpocdaTtasbl (2139 U/l) n napatropomoHa 14,76 nHmons/n (pedepeHc 0,68-9,39), kanbunn obwmm 2,37 mmons/n. 'mnepdocdatypus (TybynspHas
peabcopbumnsa gocdartoB cHMXKeHa o TRP 75,6%). Ha peHTreHorpamme Kocteun npeanneydbs Nnpu3Haku akTUBHOIo paxuTa

C 1 mecsiua XXnu3sHu pebeHok nony4van xonekanbundgepon B gose 1000 ME, ¢ 8 mec 4000ME.

[lpoBeaeHO MOMeKynaApHo-reHeTu4eckoe nccnegoBaHue (naHernb reHoB "PaxutonogobHble 3aboneBaHna” (22 reHa)). BoeissBneHa npoTaXXeHHada geneuns B reMm3anroTHOM COCTOAHUK , BKtovarowmm 15
9K30H reHa PHEX.

C 10 mec Bo3pacTa MHUUMMpOBaHa Tepanus npenapaTtomMm docdopHOro oydepa -kannm AByXOCHOBHbLIN dpocdaT/HaTpun 0gHOOCHOBHLIN doocdaT gnrngpar.

bnarogapsa doHay "Kpyr oobpa”, ¢ 1 r 5 mec pebeHok ctan nony4yaTtb Tepanuto npenapatomMm bypocymad n3 pacyeta 0,8 Mr/kr Maccbl Tena KaXkable ABe Heaenu (nepopanbHble dpocdaThl N aHANorm
BUTaMMHA D OTMEHEHHI).

Ha gaHHbI MOMeHT Tepanua gnutces 1r 6 mec. OTMedaeTca 3Ha4YnTenbHoe ynydleHne ABuratesribHom akTUBHOCTU pebeHka, ocobeHHOo B nepsBblie 10 AHEN Nocne UHBEKUNN, YMEHbLLEHUE
necboplvlaumm HUXHUX KOHeLIHOCTeI/I HopManu3auunsa nokasatena gpocdoopa KpoBMu.
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KOHTAKTDbI.

3AKJ1l0‘-IEHI/IE CBoeBpeMeHHOe reHeTu4YecKoe nccriegoBsaHue gaHHomMy pedeHky noarsepauno amarHo3 X-cuenneHHbin runodocdgareMmyecKknm
BapnamoBa TaTtbaHa BaneHTUHOBHa,

paxuT B Bo3pacTte 10 mecaueB. bnaroaapsa ¢poHay "Kpyr noopa” gaHHbIU NaUuMeHT nony4yaeT natoreHeTu4Yeckoe rie4YeHme ¢ XOpoLUM KITMHNYECKUM
| pe3ynbTaToM.
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E-mall: varlamova@sampo.ru
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