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IOnarHocTtuka cmHgpomMa MHOXeCTBEHHOU 3HAOKPMHHOM Heonnasum 1 Tuna y nauyueHTKu ¢ no3gHen MaHudgectauuen nepBMYHOro runepnaparmpeosa

BeedeHue: []ns1 HacnnedcmeeHHbIx ¢popm lNI'TIT xapakmepHa MmaHugecmauusi 8
Mosio0om eo3pacme: debrom II'TIT npu cuHopome MAH1 e 6osibLWUUHCMEBe criy4Yaes
npuxooumcsi Ha so3pacm 0o 30 siem, oOHakKo 3abosieeaHuUe Mo)xem pa3eueambCsi U
nos>xe. B nodo3pumenbHbix cny4dasix [MI'TIT onpederneHuro duazcHo3a u ebibopy
onmumMasibHOU maKmuKu xupypau4yecKko20 sie4eHusi cnocobcmeyem npoeedeHue

MOJIeKYISIPHO-2eHemu4ecKou dua2zHOCMuUuKuU.

MaTepuanbl U MeTOAbI: ONUCaHUEe KIMTMHUYEeCKOro criydyas reHeTU4eCKku
noaoTBepPXAeHHOro CMHAPOMa MHOXXeCTBEHHOU 3HAOKPMHHOU Heonna3mn 1 Tuna y
naumMeHTKU B Bo3pacTe 65 net ¢ no3aHen maHndgectaumen nepBUYHOro

rmnepnaparmpeosa.

3aknrovyeHue: [No30HsIs1I MaHUecmayusi nepesuY4YHO20 a2urneprapamupeo3a He
UCKJTroYaem HacsieOCmMeeHHbIU 2eHe3 3abosiesaHusi. [ns1 onpeodesieHuUst
onmumMa’sibHOU maKmuKu Xupypau4yecKo20 Jie4eHusl, yry4weHus rnpo2Ho3a
3abosiesaHusi u Kadyecmea XXU3HuU nayueHmoes Heob6xooumMo rposiesieHue
KJITUHUYEeCKOU HacmopoXxXeHHoCcmu, muwiameJsibHbilU c60p aHaMHe3a U KOMIJIeKCHoe
obcrsiedosaHue ¢ ucrnosib308aHUeM Memodadoe siabopamopHoU, UHCMPYMEeHMmMasibHoU

U MOJIEKYIISIPHO-2eHemu4ecKou duacHOCMUKuU.

KOH®EPEHLIUS NO OHKO3HAOKPUHOJIOTMU U AYTOUMMYHHBIM

JHAOKPUHOJIOTMYECKUM 3ABOJIEBAHUAM

PesynbTaTtbl: U3 ceMeMHOro aHamMmHe3a U3BeCTHO, YTO Yy CTapLlen cecTpbl NauMeHTKN ObIn AnarHoCcTUpoBaH
NepBUYHbLIN rUNepnapaTMpeos C TAXKesrbiM OCTEONOPO30M, a TaKXKe Obina npoBeAeHa pe3eKkunsa nogxenyago4yHou
Xene3bl (TOYHbIN AnarHo3 Hen3BecTeH). B 2015 r. B Bo3pacTe 59 neT nauueHTKe Obifia BbINoJsIHEHA NPaBOCTOPOHHSAS
aApeHan3kKToMusa no noBoAy CBeTNO-KNeTOYHOU afeHOMbI Haano4Ye4YHUKa U pe3eKkuus XBocTa noaxenyaoyHoun
Xene3bl N0 NOBOAY NepBUYHO-MHOXECTBEHHbIX BblicokoanddepeHumpoBaHHbiX HOO noaxenyno4yHou xenesbl
(Grade 1 u Grade 2). B TomMm Xxe roay no AaHHbIM MeOULUHCKON AOKYMEeHTauuu BrnepBbie 3aperncTtpmpoBaHa
runepkanbumnemusa. B 2018-2019 r no MmecTy XutenbcTBa NOATBEPXAEH ANarHo3 NnepBUYHOro rmnepnaparupeosa
(kanbuumn oobwmm — 2.95 mmons/n, NTI — 12 nmonb/n (1.6-6.9), KanbUunMn B cyTO4YHOU MoYe — 2.95 mmonb/cyT (0.6-2.5),
No AaHHbIM TONMN4YeCKON ANAarHoCTuKM (cuuHTurpadma c Tc-99m — TexHeTpunom) AMarHocTMpoBaHoO obpa3oBaHue
neBoun okonowutosuaHoum xenesbl. B 2020 r. BbINONHEHO yaarneHne obpasoBaHus, rMCToNoOrMm4eckasa KapTuHa
cooTBeTcTBOBana ageHome. OgHako B 2020 r noarBepxaeHa nepcucteHuus MNIMT: napatropmoH 70.2 nr/mn (15-65),
Kanbuumn oowy. — 2.87 mmonb/n.

B 2021 r npu rocnutanusauum B ®IrbyY “HMUL SHaokpuHonorun” M3 PP BBnay Hannuma apyx MOH1-
accouunpoBaHHbIX 0Opa3oBaHUUN N OTAMOLEHHOro HacrieACTBEHHOro aHamMHe3a nauyueHTKe KIUHN4YeCKU noctaBneH
cuHgpom MOH1. lNMpun npoBeaeHnn obcnepgosaHna Ha npeameTt ocnoxHeHuun MIMT agnarHocTnpoBaH 0CTEONOpPoO3 C
MakcumanbHbIM cHMXeHunem MIIK - 4,8 SD no T-kKputepuro B ny4yeBOU KOCTU U ABYCTOPOHHUU HedbponuTuas. lNo
AaHHbIM cuuHTUrpadum ¢ OOIKT/KT BbisiBrNeHbl 06pa3zoBaHusa ABYX aTUMNYHO rIyb0KO pacrnosioXXeHHbIX
(peTpoa3ograrearibHO) OKONOLWMTOBUAOHbIX Xene3 padmepamum 4x3x7 mm cnpaBsa u 7x3x14 mm cneBa. B pamkax
obcneaoBaHusa Ha npegmMmeT KomnoHeHToB cuHapoma M3AH 1 npoBegeHo MPT ronoBHOro Mmo3sra, no pesyribTatam
KOTOpPOro BnepBblie BU3yanninposaHa MmakpoagaeHoma runodpusa ¢ uHdpacennsapHbIM pacnpoctpaHeHnem. C uenbio
YTOYHEeHUA gunarHo3a peKkomeHAoOBaHO npoBeAaeHne cekBeHnpoBaHuda reHa MEN1, no pe3ynbTatam KOTOporo
oOHapyxeHa 3amMeHa B 4 3k30He ¢.658T>C (p.Trp220Arg) B retepo3urotHomMm coctosasHun. B 2022 r. BbinonHeHa
bunnarepanbHasa peBU3nsa, yganeHme oopasoBaHMu NpaBou BEpPXHEU U HUXKHEU OKOJTOLWMTOBUOHDbIX Xese3. YPOBeHb

MNTI ao onepaunn coctaun 59.88 nr/mn, cnycta 15 muH - 9.16 nr/mn.
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