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I'IonwrnaHp,ynﬂpHoe NnopaXeHne OKOJIOLLMNTOBUAOHDbLIX XeJe3 Y NdauneHTa C OCINOXHEeHHbIM HacneaACTBeHHbIM dHAMHE3OM

BBepneHue: [llonurnaHgynspHoe nopaXxeHue  OKONMOLWUTOBUOHbLIX Xene3 ABNAETCS
XapaKTepHON 4yepTouM 3aboneBaHMsi B paMKax CMHAPOMA MHOXECTBEHHbIX 3HAOKPUHHBbIX MaTtepumanbl UM MeTOAbl: OMNUCaHWE KIMHMYECKOro criyyas NoOnurnaHaynspHoOro rnopakeHus

Heonnasun 1 TUna, oAHAaKO peaKo BCTpevaeTcs Npu CMopaguyveckom runepnapatupeose.  okoroLMTOBUAHLIX Xenes npu NepBMYHOM runeprnapatupeose y nauueHta 56 net 6e3 mytauum B reHe

NMMpuunHon pas3sutna cuHapoma MOH1 saBnAawTCA reHetu4vyeckume wmytauumm reHa MENI. MEN1,c noaTeepxaeHHbIM cuHapomMom MAH1 y pogHoro chbiHa.
OCHOBHble KOMMOHEHTbl AaHHOro CuHAPOMA - TMepBUYHbLIM  TrunepnapaTupeos,

HeMpPO3HAOKPMHHbIE 0Opa3oBaHMS NOAXENYyAO4YHOMN Xerne3bl U afeHOMbI rmnocdun3sa.

Pe3ynbTaTthbl: Y cbiHa nauneHTa P. reHeTu4ecku noareepxaeH cnHapom MOH1 (BapuaHT ¢.1673 1675del, p.Met558del B 10 3k3oHe). [launeHTy P. Obifo TpuXabl NpoBeOEHO reHETUYECKOE
TeCcTUpoBaHue, BKo4vas npuuenbHoe nccrnegoBaHne myTtaumm, paHee BbiABNEHHOW Y CblHA, @ TakKe NoJiHoe cekBeHnpoBaHue reHa MEN1 v gpyrmx reHoB, CBA3aHHbIX C pa3BUTUEM
runepnapatupeosa (RET,CDC73, CASRwu gp.), ogHako myTauun He BbISABEHO.

B 2021 r. B Bo3pacTte 55 net y nauneHTta P. anarHoctupoBaH NepBUYHbLIX rMnepnapaTtupeons: napatropMmoH 216 nr/mn (15-65), kanbunn obwmnn - 2,73 mmons/n (2,15-2,55). o pesynbtatam Y3WU,
cumHTUrpadpum ¢ OCGIKT/KT okonownMToBMAHbLIX XXENE3 BbisIBNEHO 00pa3oBaHMe NEBON BEPXHEN OKOoNnoLuToBnaHou xenesbl p. 1,2x0,6x2,0 cm. B anpene 2022 r. npoBeaeHo yaaneHne obpasoBaHug,
OQHaKo pemuccmmn 3aboneBaHns He OOCTUTHYTO (MapaTropMoH Ao onepauun 173.5 nr/mn, Yyepe3 15 muHyT nocne - 163.7 nr/mn). ['lo gaHHLIM TMCTONOMMYeCKOro 3akniyYeHna gnarHocTupoBaHa
aTmnnyeckas ageHoma.

[1o pe3ynbTatam nabopaTtopHbIX nccnegosaHun B utone 2022 r. noaTBepXaeHa nepcmucteHums nepBUYHOro rmnepnapaTtnpeonsa: rmnepkanbumnemMmsa (Kanbumm, CKOPppeKTUPOBAHHbLIN HA anbOyMUH 2,66
MMOSb/), HopMoKanbunypusa (2,9 Mmornb/cyT) Ha poHe noBbILLEHUA napaTropmoHa oo 141,4 nr/mn. o pe3ynbtatam Tonnyeckon anarHoctuku (Y3W, cunHturpadoma ¢ OPIKT/KT) Bu3yanmsmpoBaHo
obpa3oBaHue npaBon BEpPXHEN OKONoLMTOBUAHOM Xeneabl p. 1.7x1.0x0.6¢cM. [1pn NnOBTOPHOM NPOBEAEHUN XUPYPIrMYECKOro fievyeHns B obbeme yaaneHuns obpasoBaHuns npaBon BEPXHEN
OKOJOLLMTOBUOHOM Xenesbl U BU3yanbHO runepnnasnpoBaHHON NpaBov HUXKHEW OKONOLWLMUTOBUAHOW Xenes3bl AOCTUrHyTa pemmccunsa 3abonesaHus (mapaTtropMoH 4o onepauumn 226,4 nr/mn, yepes 15
MWUHYT nocne - 47,08 nr/mn). o pe3ynbTatam rmctofIorM4eckoro nccnegoBaHus nocreonepaumoHHOro Mmatepmana gmarHoctupoBaHbl aaeHOMbl MpaBon BEPXHEU U HUXKHEWN OKONOLLUTOBUAOHbIX XKenes.
YuunTbiBasg OCNOXHEHHbIN CEMEUHBIN aHaMHEe3, NoONUrnaHaynaApHoe nopaxeHmne oKoNMoLWMTOBUOHBLIX Xenes3, npoBeaeHo obcrnegoBaHmne Ha npegMeTt KoMmnoHeHToB cuHgpoma MOH1. I'lo gaHHbIM MPT
rOfTIOBHOro Mo3ra BblisiBNIEHa MUKpoadeHoMa rmnoduaa p. 6,7x5,7x6mm. ['lo gaHHbIM ropMOHarsbHbIX UCCeaoBaHUN - rTMnepnponakTMuHeMmna (nponaktnH onoaktneHbin 2090 mEA/n). MNauneHTy
MHUUMMpOBaHa Tepanus kabepronnHom 0,25 mr 2 pasa B Hegento. Takke oTMmedeHo nosblilleHne ractpmHa go 881.0 nr/mn (13-115). o pesynbtatam KT opraHoB OptoLLHOW NMOMNOCTU AAaHHbIX 3a
obOpa3oBaHUs NOOXKENYAO4YHOU XKeNe3abl, XXenyago4HO-KULLEYHOro Tpakta He nony4yeHo. PekomeHgoBaHO AMHamMuyeckoe HabnoaeHume.

[lypHuasosa Paucart

3aknroJveHue: lpu BbiaBneHun mytauum B reHe MEN1 HeobOxoaMmo npoBegeHuMe obOcrneaoBaHUA KPOBHbLIX POACTBEHHUKOB. YUYMUTbIBas CeMEWHbIN CanutonnaesHa, Bpau-
aHaMHe3, KNMHn4yecKkune nposBneHna cuHgpoma MOHI1, oTpuuatenbHble pe3ynbTaTbl FeHETUYECKOM AMArHOCTUKU Yy Hawero nauMmeHtTa He No3BONAIOT aHA0KpUuHoror, Mocksa,
UCKIMIOYUTb HacneaCcTBeHHbIN reHe3 runepnaparmpeosa. Poccus.
TeneoH: +7 (928)-961-41-37
E-mail:

raiska.magomedova@mail.ru
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