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AKTyaJbHOCTb. CHHIPOM HCTOLICHUS] MUTOXOHIPUATIEHON
JHK — penkas rpynmna 3a005eBaHuiA, CBSI3aHHAsL C HAPYILICHUEM
9HEPreTUUECKOro OajlaHca BO BCeX TKaHSIX opranusMa. Myrarus
B reHe MPV-17 xapaxrepusyeTcs MaHU(ecTanuel B HEOHATAIb-
HOM IIEpHOJIE U CTEPTHIMU KIMHHUYECKUMH MIPOSBICHUAMH, YTO 3a-
TPYIHSIET CBOEBPEMEHHYIO TUATHOCTHKY U JI€UEHHE.

Onucanue Knunuueckozo ciayuas. JleBouka ., ot 1-it oc-
JIOKHEHHON OepeMEHHOCTH (TOKCUKO3, yIpo3a MPephIBaHUs, MHO-
roBozaue), 1-x pornoB Ha 38,5 Henene recTalyy y Matepu 25 JieT.
IIpu poxxnenun macca tena 2770 1, muHa Tena 47 cM, OlleHKa
o mkaie Anrap 8/9 6amios. C poxICHUS OTMEUAJICS CHHAPOM
Bsutoro pedénka. [Ipu ocMoTpe B Bo3pacte 1 Mec 0TMEUAINCh JKell-
TyxXa, MBIIIICYHAs] TUIIOTOHMS, ipruOaBka 3a mecsi 530 1. Crycrs
MecsL COCTOSTHUE YXYALIMIOCh: OTMEUANI0Ch HAPACTAHUE JKEITY-
XU Y MBIIIEYHOH TMIOTOHUH, BbIsiBIeHa runorpodus II-1II cre-
neHy, peOEHOK ObUI TOCHUTAIU3UPOBAH C IOJ03PCHUEM Ha BU-
pycHblii renatut. [Ipu mocTyniaeHnu BhISABIEHBI CHHAPOM XOJIe-
CTa3a, HUTOJH3a, YBEIMUCHUE pa3MepoB nedenu. O6cnenoBanne
Ha TORCH-uHbekiuu 1 Mapkepbl BUPYCHBIX TE€NATHTOB OTPHIIA-
TCJIbHBIC. HpOBOZ[I/IJ'IaCb CUMIITOMAaTU4YCCKas Tepamnus renatura
HESCHOH 9THOJIO0TUH, a TAKKE YaCTUYHOE MapeHTepaIbHOE IIUTa-
nue. [IporpeccuBHOE CHIXKEHHE MACCHI Tea, a TAKKE pa3BUTUE
OTEYHOTO CHHAPOMa 00YCIIOBHIJIM TIEPEBO PeOEHKA B OTHEIICHHE
B Bo3pacte 3 mec 10 cyt. Macca Tena npu HOCTyIJIEHUH COCTaB-
nsina 2820 r. OTMeqanuch KIMHUYECKHUE U yIBTPa3ByKOBBIE MPH-
3HaKU nupposa nedeHu. OcoOOro BHUMAHUS 3aCITyKUBAIH Me-
TaboNMYecKue HapyleHus B Buje runepriakraremun (18 MM/m)
u ranorikemMud (2,4 MM/i). [Ipu npoBeeHIH 9K30MHOTO CEKBe-
HUpPOBaHUs ObLIa 0OHApY)KEHA NTATOreHHAst MyTalus rena MPV17
Y BBICTABJIEH JMArHO3: CUHAPOM HUCTOLEHUS MUTOXOHAPHAIbHOM
JHK, renaronepedpanbaas ¢popma (tum 6). HecMoTtpst Ha nmpoBo-
JUMYIO TEPaIo, COCTOsSHIE peO&HKa yXyaIanochk: Ha GpoHe mpo-
IPeccUpOBaHMs OTEUHOIO CHHIPOMA Pa3BUIIUCh INPU3HAKU Jbl-
XaTeJIbHOU HEJOCTaTOYHOCTU U B BO3pacTe 4 Mec AeBOYKa OblLIa
TepeBe/ieHa B CIIEHUATU3UPOBAHHOE YUPEXKICHUE [UIS PEIICHHUs
BOIPOCA O TPAHCIIJIAHTAI[MH TIEYESHU.

3axuouenue. CHHAPOM KcToIIeHNsT MUTOXOHApHanbHOH JITHK,
accOLIMMPOBAaHHBIN ¢ MyTauueil B rene MPV17, xapakTepusyercs
paHHeill MaHudecTalue ¢ pa3BUTHEM IEYEHOUHON HEAOCTATOUHO-
CTH B 1-M moOJyroauu *u3Hu O60JbHOTO. B npencraBieHHOM city-
Yae y peOEHKa OTMeYanoch CTEPTOE HAvasIo, YTO OMIMOOYHO OBLTO
pacIeHeHO Kak THUIOKCHYecKas dHIedanonaTrs 1 KenTyxa rpya-
HOT'O MOJIOKa. Y JieTelt ¢ HeOOBsICHUMOW TMIIOTOHUEH, OBICTPOIt TTO-
Tepei Macchl Teja, renaronaTiuei ¢ SMU30JaMH METa0OIMYECKUX
HapylLIeHUH TOJDKHA OBITh 3aI10[J03peHa FeHeTHYeCKas TaTOJIOTUsl.
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