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Axmyanvrnocms. HacnencTBeHHas MyKOSITUTETHATbHAS TUCIUIA-
3ua (HM/I) — peaxuii ayToCOMHO-TOMMHAHTHBII T€HOIEPMATO3, Xa-
PaKTePHU3YIOINICS 1eOI0TOM B MIIaJIeHYECTBE MTAaHATHTEINAIBHOTO JIe-
(hexTa, MOPaXKAIOIIETO CIM3UCTBIE 00OIOUKH TOJIOCTH PTa, HOCA, KOHB-
IOHKTHBBI, IPOMEXKHOCTH, YPETPbI K MOYEBOIO Iy3bIpsi. Y Mal[leHTOB
pa3BHBAIOTCS KaTapakTa, CIENOTa, HepyOI[oBas aJoNenus, ICopHa-
30110/100HbIE TOPAKEHHS TPOMEXHOCTH M (OJUTMKYIISIPHBIH KepaTo3.
CuHIIpOM accoLMMUpOBaH ¢ MyTauusiMu B rene SREBF 1. Ha ceroausiii-
HUI IeHb onucanbl 20 ceMeHbIX Win cropaaunyeckux cirygaeB HM/I.

Onucanue KIMHHYecKOro cayyvast. [Taiment U., 2 roxa. Poaui-
sl HeZIOHOIIIEHHBIM Ha 29-if Henene rerammu (Amnrap 5/6/6), macca Te-

na 1320 1, yinHa Tena 36 ¢M), OT 2-i NaToJOrHYeCKH MPOTEKaBIICH
OGepeMeHHOCTH J[BOifHEH (Ha (oHEe yrpo3sl MPephIBaHMs, KPOBOTEUE-
Hust ¢ 11-i mo 19-10 Hexemto, Bropoit mioa 3amepiuuii). C pokaeHus
HaOuronacst ¢ OpOHXOIErOYHON UCIUIa3Kel, YaCTHIMHI THEBMOHUSI-
MU, MHOKECTBEHHBIMU F'eMaHTHOMaMH. PeOEHOK cOCcTOUT Ha yuére y
HEBPOJIOra ¢ MOCIEACTBUSAMHU [IEPUHATAIIEHOIO TUIIOKCUYECKOTrO HO-
paxxenus [IHC u y Hedponora — ¢ 1eBOCTOPOHHEH IMUEII0IKTAZUCH.
[Ipu ocMoTpe obparatoT Ha cedst BHUMaHue Anddy3Has agonermws,
JUTMHHBIC BBIOIINECS PECHUIBI, OTTOIIBIPCHHBIE YIIIN, BOPOHKOOOpPa3-
Has TpyAHas KJIEeTKa, CIab0CTh MyMOYHOTO KOJbLA, JIUHHBIE Mallb-
LBl CTOIIB, TPe3yOell, yJbHapHas MONTUAAKTHINS CIIeBa, TeMaHTHOMBI
JICBOH JIOKTEBOH 00IAaCTH M MPaBOH SATOAMILIBI, BaJbrycHast Aedopma-
s crorl. [Ipyu MoTHOM CeKBEHHPOBAHUHM BBISBIICH ITaTOTCHHBIN Ba-
puanT rera SREBF1 u iporpeccupytomniast occupuimpyomas Gpuopo-
nucnnasusg — rereposurora ACVRI. lpu cexBenuposanuu o Cau-
repy MyTauu B rene SREBF1 n ACVRI nonTeep kaeHs! y IpodaHaa
u ero otua. [IpoBoguiaocs Xxupypriudeckoe Je4eHne: HCCeUeHUE Te-
MaHTHOM U JJ0OABOYHOTO Hasiblia (IIaTOrMCTOIOTHYECKOE 3aKIIoYe-
HHE: PParMEeHT KOXKH OOBITHOTO TUCTOJIOTHIECKOTO CTPOCHNS). Y UH-
TBIBas OTATONMIEHHBII TeHEATOTMIECKHii aHaMHe3 (J100aBOYHBIN Masiell
y Ae/ia 0 OTIOBCKOI JINHUH, CITydaH CMEPTH JIeTel B paHHEM BO3pac-
T€), pe3y/IbTaThl TEHETHUECKOTO HCCIIEJOBAHMS, HATMYKE B aHAMHE3e
OPOHXOJIETOYHOM TUCIIIA3HH, TTNET0IKTA3H!, MHOXXECTBEHHBIX FeMaH-
THOM, KOJKHOTO JI0OBeCKa, BblcTaBieH auarnos: HMJI. Yrpoxaem no
Pa3BUTHIO IPOTPECCHUPYIOIIeH occuumpyromeil GpuoponucIasum.

3aknioyenue. B TaHHOM KIMHHYECKOM CITydae y MaJIBIMKa JHa-
THOCTHPOBAaHBI CHMITOMBI, Xapaktepusbie st HM/I: nuddysnas ano-
nenyst, OpOHXONErOYHAs ANCIUIA3HSL, PELHIUBUPYIOIIIE THEBMOHUH.
Omnncanye KIMHAYECKNX CTy4daeB JOMONHIET NMEIONNECs CBEACHUS
0 PE/IKUX FeHEeTHYECKUX CHHAPOMAX.



