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22/10/2022 OHNaliH-KoHbepeHUUs No MUHepanbHOMY 06MeHY \

YU NaTonoriih OKONowmnToBUAOHDbIX XeJje3

[MTonurnaHaynspHoe nopaxeHne OKONOLWUTOBUAHbIX XKene3 Yy nauueHTa ¢ OCrioXXHeHHbIM HacneacTBeHHbIM aHAMHE30M.

BBEOEHUE. NMonurnaHaynsapHoe nopaeHne oKosNowWUTOBUAOHbLIX XXefne3 ABMNAETCA XapaKTepHoOUu 4YepTon MATEPUAIbI U METOObI. OnuncaHne KNUMHNYECKOro crny4vas nonuvrnaHaynsapHoro nopaxeHms oKonownToBUAHbIX Xere3
3aboneBaHusA B paMKax CUHAPOMA MHOXeCTBEHHbIX 3HAOKPUHHbIX Heonna3nmu 1 Tuna, ogHaKko peako npu nepBMYHOM runepnaparvpeose y nauymeHTta 56 net 6e3 mytaumm B reHe MEN1,c noaTBepXA€HHbIM CUHOPOMOM
BCTpe4yaeTcd npu cnopaguyveckom runepnapartupeose. NpnunHoun passutma cmigpoma MOH1 MOH1 y poaHoro cblHa.

ABNAOTCA reHeTuvyeckne mytaumm reHa MEN1. OCHOBHble KOMMOHEHTbI 4aHHOro CUHApPOMaA -
nepBUYHbLIN rUnepnapaTupeos, HeMPOIHAOKPUHHBbIEe 00pa3oBaHUA NOAXKENYAO0O4YHOU XKene3bl W
ageHoMbl runodu3sa.

PE3YINIbTATbI. Y cbiHa nauueHTa P. reHeTn4yecku noarsepxaeH cnigpom MOH1 (BapuaHT ¢.1673 1675del, p.Met558del B 10 ak30He). [NauneHTy P. ObIN1O TPUXAObI NPOBeAEeHO reHeTU4YeCcKoe TeCTMpoBaHue, BKNOYada npuueribHoe
nccriegoBaHve MmyTtauuum, paHee BbISIBJIEHHOU Y CblHA, a TaKXe nosyiHoe ceKkBeHupoBaHue reHa MEN1 v agpyrnx reHoB, CBfi3aHHbIX C pa3BuTuem runepnapartupeosa (RET,CDC73, CASRu ap.), ogHako myTaumMn He BbISABNEHO.

B 2021 r. B Bo3pacTe 55 net y nauueHTa P. guarHoCcTMpoBaH nepBUYHbLIN runepnapaTtupeos. napartropmoH 216 nr/mn (15-65), kanbuun odwmn - 2,73 mmonb/n (2,15-2,55). Mo pesynbTatam Y3WU, cunmHTurpacdmm ¢ OPIKT/KT
OKOJNOLWMTOBUAHLIX XXerie3 BbIABIeHO 0Opa3oBaHMe neBOU BepxHeu oKkonowutoBuaHou xenesbl p. 1,2x0,6x2,0 cm. B anpene 2022 r. npoBeaeHo yaaneHue obpasoBaHusa, ogHaKoO peMuccumn saboneBaHus He AOCTUTHYTO
(mapaTtropmMmoH Ao onepauuun 173.5 nr/mn, yepe3 15 muHyT nocne - 163.7 nr/mn). lNo AaHHbLIM MMCTONOrM4YeCKOro 3aknr4YeHUs AMarHocTUupoBaHa aTunuyeckasa ageHoma.

[lo pe3ynbTaTtamMm nabopatopHbiX uccnegosaHun B urone 2022 r. noaresepxxaeHa nepcucTeHUUs NepBUYHOro rmnepnapartmpeosa: runepkanbumemMms (Kanbummn, CKOppeKTUPOBaHHbIU Ha anNnboOyMuH 2,66 mmonb/n),
HopMoKanbunypus (2,9 mmonb/cyT) Ha hoHe noBbIWLeHnsa napaTtropmoHa Ao 141,4 nr/mn. No pe3aynbTatam Tonnyeckoun anarHoctuku (Y3WU, cunHturpadpuma ¢ OOIKT/KT) BusyanmampoBaHo obpasoBaHMe NpaBoOU BEPXHEWN
oKonowutoBnaHou xenesbl p. 1.7x1.0x0.6cm. INpn noBTOPHOM NpoBeAeHUN XUPYPrniecKoro rie4eHus B oobeme yaaneHus oopasoBaHMA npaBon BepXxHen OKONOLWNTOBUAHOM Xere3bl U BU3yarnibHO runepnnasvpoBaHHON
npaBoU HMXHEWU OKOJIOLWUTOBUOHOMW Xene3bl AOCTUITHYTa peMuccus 3adboneBaHusa (napatTropMmoH Ao onepauun 226,4 nr/mn, yepe3 15 MuHyT nocne - 47,08 nr/mn). lNo pe3ynbTatamMm ruCTosiormM4ecKoro nccriegoBaHus
nocrieonepauuoHHOro matepuana AgMarHocTupoBaHbl aAe€HOMbI NMPaBON BepPXHEN N HNXKHEU OKONOLWUTOBUAHDbIX Xeres.

YuyunTbiBasa OClOXHEHHbIU CeMEeUHbIU aHaMHe3, NoNuUrnaHaynsapHoe nopaxeHue OKONoOLWMTOBUAOHbIX Xere3, npoBeaeHo obcnegoBaHue Ha npegmMmeT KoMnoHeHToB cuHapoma MAH1. No gaHHbIM MPT ronoBHOro Mmo3ra BbisiBJfieHa
MUKpoageHoma runodpusa p. 6,7x5,7x6mm. No AgaHHBLIM ropMoOHanbHbIX UCCNeaoBaHUM - rMNepnposiakTuHemMus (NponakTuH ouoakTuBHbIn 2090 mEa/n). NMNauneHTy MHMUMMPOBaAHA Tepanua KabepronmHom 0,25 Mr 2 pasa B

Heaent. TakKe oTMeYyeHO noBbiweHue ractpuHa ao 881.0 nr/mn (13-115). No peaynbTatam KT opraHoB 6prOLWLIHON NONMOCTU AaHHbIX 32 0O0pa3oBaHUA NOOXKeNYAOYHOM Xere3bl, XXeNnyao4YHO-KUWEeYHOro TpakTa He Nosly4yeHo.
PekomMeHOooBaHO AMHaAMU4YeCcKoe HabrnogeHue.
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KOHTAKTDI.
[lypHuasoBa Paucar
CanutonnaeBHa, Bpau-
aHOokpuHonor, MockBa,

FCc/INES! /ED/MP/TRFIFSD 11Z512

Puc.1 MPT ronoBHOro mo3sra Puc.2 MPT ronoBHOro mo3ra Puc.3 CuunHturpacdpumna ¢ OOIKT/KT OLLXK Poccus.
3AKNKOYEHUE. lNpu BbisBNeHun mytaumm B reHe MEN1 HeoO6xoanmo npoBeaeHne odcrieaoBaHUA KPOBHbIX POACTBEHHUKOB. YYUTbIBas CEMEeNHbIN aHaMHe3, KNMMHN4YeCKue NposiBrieHns CMHApoma Teﬂed?OHi +7 (928)-961-41-37
MOH1, oTpuuaTenbHble pe3ynbTaTbl FreHeTUYeCKON ANAarHOCTUKM Y Hallero naumMeHTa He No3BONAIOT UCKIMKYUTL HacneaACTBEeHHbIU reHe3 rmnepnaparupeosa. E-mall:

raiska.magomedova@mail.ru



