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KoHdbepeHUMs no opdaHHbIM U AETCKNUM el AHupeeBa M.A., BOnMacoBa A B FIHap 3.A., MnxanuHa C.[., KonogknHa A.A.
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JHAOKPUHHAA opdaHeTHUKa:
JOCTU)XXEHUS U NepcneKTUBLI

BBEINEHWE. BpoxaeHHbIn runepuHcynvHmnam — a1o rpynna 3abonesaHuii, XxapakTepuayoLLMXCA HealeKkBaTHOM runepcekpeLmen NMHeynuHa 6eTta-kneTkamm nomKenyAo4HON Xenesbl, YTO MPUBOANUT K pasBuTmio runornvkemuun. B 7%
crnydaes npu4mHon passutnsa B moryT 6biTh akTMBMpyowme myTtaumm B reHe GCK, yyacTBYOLLEM B PErYMSALUN BHYTPUKIETOYHOrO MeTabonunama rioko3sbl. KnmHuyeckue nposiBneHns y naumMeHToB ¢ MyTauusMn B JAHHOM reHe

BAPbUPYIOT OT MATKMX 1 6ECCUMNTOMHbIX TMNOrMMKeMUIA A0 TshkelblX, HapMakopesNCTEHTHbIX CI 4aes C HeOHaTaJ'IbHOI/I MaHI/ICbeCTaLI,I/IeI/I

KMIMHUYECKUWUN CNYYAMWN. NaunenT M., poXaeH Ha 35 Hepene, nepBbIn N3 MOHOXOPUansLHON ABoHKU, Becom 3890r (SDS 2,85), anuHoi Tena 53
cMm (SDS 2,71). C nepBbIX YaCcoB XU3HW Yy NauneHTa oTMeYvanucb rmnornmkemmn oo 1,9 mmons/n, Kynupyemble BHYTPUBEHHLIM BEAEHUEM INHOKO3bI C
BbICOKOW CKOPOCTbIO yTuUnnaaumm oo 15 mr/kr/muH.

* B 1 mecsau yctaHOBMeH gnarHo3 « BpoXXaeHHbIN TMNePUHCYNMHU3M» (rnukemuna 2,1 mmons/n, MHeynuu-15,2 MmckME/mn), HasdHaveHa Tepanus
[1nasokcngom.

« B 6 mec. yctaHoBneH gnarHos «llepBuYHbIV TMMOTUPEO3», MHULMMPOBaHa Tepanus J1IEBOTUPOKCUHOM HaTpus. Y MaMbl NaLUMEHTA, TaKkKe
ONarHOCTMPOBAaH NepBUYHbIA TMNOTUPEODS.

* B 11 mec. BBUOY COXpaHSOLLNXCA 3NM3040B rMNOrnmkeMmnn, K tepanmm gobasneH OktpeoTna. B ganbHenwem naumeHT nepeBeneH Ha NHbLEKU NN
NporioHrMpoBaHHoro JlaHpeotuaa.

* B 3 r coxpaHsaeTca nabunbHoe TedeHne 3aborneBaHunsi, OoTMeYaeTcs 3agepka NCUXoMOTOPHOIro Pa3BUTUS.
* MonekynapHo-reHeTn4yecKkoe nccregoBaHue:
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Puc.1 lNatoreHes BI'1 npn myTtaumnax B reHe GCK

- Y nNauueHTa BblsiBfieHa natoreHHas myTtauusa B reHe GCK, B 6 3k30He 0OHapy)keHa 3aMeHa O04HOro Hykneortuaga B reTepo3nroTHOM COCTOAHUN
npueoaduliasa K 3ameHe aMMHOKUCIOThI €.641A&gt;G, p.Tyr214Cys. (cxema natoreHesa - Puc.1)

- Y 310pOBOIro MOHO3UIOTHOro bpaTta-6nn3Hela, BbigBrieHa Ta Xe mytauums B reHe GCK; HO anbTepHaTMBHbIW ansernb cocTaBnan Bcero okosio 13%.
[lpoBegeHO obcnenoBaHMe poauTenen nauneHTa - MytTauum He BbisiBNeHo. (doeHoTun nauneHTos Puc.2)

C y4yeToM Hann4uus peHoTunnyecknx ocobeHHOCTen y nauueHTa, 3agepKkm NCMXoMoTopHoOro pa3sutus (y 3agoposoro 6nmsHeda 3P BbipaxkeHa B
MEHbLLEW CTENEHN), HANN4YNSA BPOXOEHHOIO rmnoTMpeo3a ¢ 3000M y naumeHTa, NPoOBeAEHO NOJIHOE CEKBEHMPOBAHME 9K30Ma - MaTOreHHbIX BapMaHTOB He
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Puc.2 lNauneHTt M. (cneBa) n ero MOHO3UroTHbIN BpaT-06nn3Hel (

paBa) BT

AHOpeeBa Mapua AnekcaHapoBHa,
KIMMHUYECKNA OpANHATOP UHCTUTYTA
OeTCKoW aHAOoKpuHonorum OIrby ,
«HMWL SupokpuHonornm» Munuaspgpasal:
Poccun, Mockea, Poccus. |
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N 3AKJ'| |'0‘-|EH|/|E |_|pI/IBe,£I,eHHbII/I KIMUHWUYECKUI Criydan OeMOHCTPUPYET Tshkenoe, nabunbHoe TedeHne 3abonesaHms npy akTMBmpyowmnx Mytaumax reHa GCK. Hanvuune 340poBoro MOHO3MroTHOro 6rnvaHeua
YWY nLTepHaTUBHLIM annenem B 13% n oTcyTcTeMe aedekta GCK y poanTeneil, No3BonseT NpeanonoXnTb COMATUHECKUI XapakTep MyTaLn.

.
wriHanuune 3MP y 6paTbeB 1 BPOXAEHHOIO MMNOTUPEOD3a, Y OAHOIO U3 HUX, HanMuMe rmnoTupeosa y Matepu, MoXeT CBUAETENbCTBOBATh O HAaNUYMe eLle OAHOr0 MOHOTEHHOrO COCTOSIHUSI, KOTOPOE HaM BbISIBUTb He

{ynanocs.
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E-mail: marusya.andreeva@gmail.com
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