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[narHocTnka cmHgpomMma MHOXeCTBEHHOU 3HAOKPUHHOU Heonna3un 1 Tuna y nauMeHTK ¢ no3aHen maHudgecrtaumem nepBUYHOro runepnapartmpeoasa.

Im: 183

MATEPUAJIbl U METObI: onncaHne KNMHNYECKOro cryyas reHeTUYeCKn NoaTBepPKAEHHOIo CUMHAPOMa MHOXKXECTBEHHOU SHOOKPUHHON g
Heonnasun 1 TMna y naynMeHTKN B Bo3pacTe 65 neT ¢ no3gHen maHugecrtaumen nepBUYHOro rmnepnapaTtupeosa.

PE3Y/bTATHI. .

BBEOEHUE.
[na HacnegcTtBeHHbIX popm I TIT xapaktepHa maHudecTauus B monoagom Bodpacte: aebtot MNI'TIT npu cnHapome MOH1 B bonblUMHCTBE
cny4yaeB npuxoamTca Ha Bo3pacT go 30 net, ogHako 3abonesaHve MOXeT pa3BuBaTbcsd U no3xe. B nogo3dputenbHbix cnyvaax MNITIT OQOKT/KT
onpeneneHnto agnarHosa u Bblbopy onTuMaribHOM TakKTUKU XUPYPrmyeckoro nevyeHnsa crnocodbcTByeET NpoBedeHne MOSIEKYIAPHO-FreHETUYECKOW wx 2 OKOJTOWUMOBUOHbIX
ANArHoCTUKWN. orovzss n , . JKeries.
f \

N3 cemMenHoro aHamHe3a M3BECTHO, YTO Yy CTapLleU cecTpbl NAUMEHTKM OblT AMArHOCTUPOBaH MNEPBUYHBLIA TUMNepPnapaTtupeosd C TAXenbiM
OCTEOrNnopo30M, a Takke Oblna npoBedeHa pes3eKumsa MnoapKenyaqovYHon xenesbl (TOYHbIM guMarHo3 HeussecTeH). B 2015 r. B Bo3pacte 59 net PO |

naumeHTke Obina BbINONHEHA MPaBOCTOPOHHAS agpeHana3KToMUsA MO MOBOAY CBETMNO-KNETOYHOM afeHOMbl HaaMno4YeyHMKa U pe3eKums XBOCTa —

noaXenyao4YHON enesbl Mo Mooy NEPBUYHO-MHOXECTBEHHbLIX BblcokoanddepeHumpoBaHHbix HOO nomkenynouHon xernesbl (Grade 1 u ObpazosaHue /16020 Ha0MoYe4HUKa.
Grade 2). B Tom xe rogy no gaHHbIM MeOULMHCKOW OOKYMEHTaLUMM BNepBble 3apernctpupoBaHa runepkanbumemusa. B 2018-2019 r no mecty

XUTENbCTBa NOATBEPXKAEH AMArHo3 nepBUYHOro rmnepnapartupeosa (Kanbuumn oowmm — 2.95 mmone/n, MNTI — 12 nmone/n (1.6-6.9), kKanbuun B
CYyTOYHOU MoYe — 2.95 mmonb/cyT (0.6-2.5), no AaHHbLIM TONMUYECKON ANarHOCTUKU (CcumnHTUrpadpums ¢ Tc-99m — TexHeTpunom) AMarHoCTUPOBaHO
oOpa3oBaHMe neBou okonowutToBugHon xenesbl. B 2020 r. BbINOMHEHO yaaneHWne obOpa3oBaHUA, TUCTOMONMYEcKasas KapTuHa
cooTBeTcTBOoBana ageHome. OgHako B 2020 r noareepxaeHa nepcucteHumna MNIMAT: napatropmoH 70.2 nr/mn (15-65), kanbunn obuw. — 2.87
MMOJb/I1.

B 2021 r npu rocnutanusauun B ®I'bY “HMWUL OHpokpuHonorun™ M3 P® Beuay Hanndma asyx MOHI1-accoummnpoBaHHbIX 0bOpa3oBaHUU WK
OTArOLEHHOro HacreacTBEHHOro aHaMHe3a, MauuMeHTKe KIUHUYecKu noctaBrieH cuHppom MOHI1. [lpn npoBegeHun obcrnegoBaHust Ha
npegmet ocnoxHeHun [1I'TTT, anarHocTMpoBaH ocTeonopo3d ¢ MakcumanbHbiM cHUXeHnem MIIK - 4,8 SD no T-kKpuTeputo B Ny4eBOWU KOCTU U
OBYCTOPOHHUN Hedponutnas. o aaHHbIM cumHTUrpadoum ¢ OPIKT/KT BbisiBNieHbl obpa3oBaHUA ABYX aTUMUYHO rMyOOKO pacnonoXeHHbIX
(peTpo3a3odareanbHO) OKONOWMUTOBUAHLIX XKene3 pa3Mmepamn 4x3x7 mMm cnpaBa U 7x3x14 mm cnea. B pamkax obcrnegoBaHus Ha npegmeT
komnoHeHTOB cuHagpoma MOH1 nposegeHo MPT ronoBHOro mosra, no pesynsrataM KOTOPOro, BNeEpBble BU3yanun3mpoBaHa MaKpoageHoma
runodunsa c nHppacennapHelM pacrnpoctpaHeHuem. Npn MCKT: B neBoM Hagno4ve4yHUKe onpenenaetTcs obpasoBaHue HenpaBUIIbHOM OKPYIion
doopMbl, C YHETKUMU, HEPOBHbLIMU KOHTYpamMun pasmepamun 30x23x34 MM, NIOTHOCTbLIO B HAaTUBHYO dpasy ao 12-26 HU. (go 85 HU/ 110/HU/50 HU,
B apT., BEH., OTCPOYEHHYIO dPa3bl), FOPMOHaribHasaA aKkTUBHOCTbL 0Opa3oBaHUA UCKMOYEHA.

C uenblo YTOYHEHUNA AnarHo3a pekoMeHOoBaHO npoBeaeHne cekBeHnpoBaHusa reHa MEN1, no pesynestatam KOTOpoOro obHapy»xeHa 3ameHa B
4 3Kk30He c.658T>C (p.Trp220Arg) B retepo3nrotTHomMm coctosiHuu. B 2022 r. BbinorniHeHa bunartepanbHasa peBU3UsA, yaganeHne obpasoBaHnm
NpaBoN BEPXHEN N HMXKHEN OKONOLLMTOBUAOHBLIX XXene3. YpoBeHb [Tl go onepauun coctasun 59.88 nr/mn, cnycta 15 MuH - 9.16 nr/mn.

MP-kapmuHa makpoaOeHOMbI ¢ UHpacessapHbIM pacrnpocmpaHeHUem

SAKIMIOYEHUE. KOHTAKTDI.

[To30HAA MaHudecTaunsa NepBUYHOIO rmnepnapaTtnpeosa He UCKIMIoYaeT HacneacTBeHHbIM reHe3 3aboneBaHud. [ns onpegeneHnsa ontTMManbHOM

TaKTUKU XUPYPrUYECKOro fieYeHuns, yny4dlleHuns nporHo3a 3aboneBaHns U KadecTBa XXU3HMN NaumMeHToB HEODXOOAMMO NPOABIEHNE KITMHUYECKON OTaeneHne NaTtororMm OKonNoLMTOBUAOHbBIX Xeres
HACTOPOXXEHHOCTU, TWATENMbHbLIN COOP aHaMHEe3a U KOMIMIIEKCHOE 0bcneaoBaHmMe ¢ UCNoSib30BaHMEM METOOO0B flabopaTopHOW, N HapyLLeHW MUHEpParnbHOro obmMeHa

MHCTPYMEHTarNIbHOU U MONEKYNAPHO-reHETUYECKOU ANArHOCTUKN.




