PeHOBaCKynApHaa runepteH3ua y aeten ¢ 6onesHoblo

MounaMomna: 0630p autepaTypbl U CAYyHYaU N3 NPAKTUKM
Kpbinosa-Onedupenko A.B.1, Yunuko A.M.!, Bawnakosa A.H.2, BoctbiHer A.A.3
1- 1-as kagpedpa demckux bonesHell YO 6IMY 2- 2-aa kaghedpa demckux bonesHel YO 6IMY 3-Y3 2 ITKb

bonesHb MonaMouna —
peaKoe nporpeccumpyoLlee LepebpoBackynapHoe
3aboseBaHMe, XapaKkTepusytoweecsa ABYCTOPOHHUM
CTEHO3UPOBAHMEM MPOKCUMAIbHOM YAaCTU BHYTPEHHUX
COHHbIX apTepun (BCA) n HayanbHbIX CErMEHTOB NepeaHen ey _
M cpeaHeN MO3roBbIX apTeEPUN CONPOBOXKAatoLLeecs B epeBOAE C ANOHCKOTO A3bIKa HA3BaHME BONE3HM 03HAYAET CHEUTO, MOAOBHOE CHTApETHOMY
AbIMY M/IbIBYLLEMY B BO3AYXE». TEPMUH ONMUCbIBAET XapakTepHble KT-aHrnorpaduyeckue

pa3 BUTUEM 6a3af| bH Oﬁ ceT! daHaCTOMO30B N3MEHEeHWA, Koraa BU3yasIM3npyeTca aHOMaibHasA COCYAUCTaA CeTb B apTepuasibHOM dase n3-3a

bOPMUPOBAHMA MHOFOUYMC/IEHHbIX KONI1aTepaien

Hanbonee yacto 6onesHo MoraMora BcTpeyaeTca B asuaTtckon nonyasumn. Y aetei 3aboneBaHMe Yalle BCero
HaYMHAETCA C TPAH3UTOPHbIX ULLEMUYECKUX aTaK, NPOoABAAIOLWMNXCA B BUAE OCTPOro MOHO- MU remunapesa, HapyLleHus
peyYun, HapyLleHMA 3peHUs, SNUNPMUNALAKOB C NOCTENEHHbIM CHUKEHUEM KOTHUTUBHbIX GYHKL M.

3Tnonorma 3aboneBaHnsa octaeTca HesacHoW. B nocnegHee Bpema nonmmopdusm reHa Ring Finger Protein 213 (RFP213),
PACNONOXEHHOro Ha AJIMHHOM nnede 17 xpomocombl (17925.3), onmncbiBaeTca Kak OAMH M3 Ba*KHeEUWUX (PAKTOPOB,
npeapacnonaratoWmx K passBuTMio 3aboneBaHmA. Tem He meHee, Ponb APYIMX FEHOB TaKXe ABAAEeTCA NpeameTom
NPUCTANIbHOIO BHUMaHMUA. TaK, y>Ke N3BecTHO 16 reHoB, KOTOPble MOryT ObITb BOB/AI€YEHbI B NaToreHe3 3aboneBaHusA.

Ha cerogHAWHMN AeHb O4EBUAHO, YTO HEBPOOTUYECKME NPOABAEHUNA ABNAIOTCA NNLLb BEPXYLLIKOM ancbepra.

BeposaTHO, B OocHOBe 3ab60/1€BaHMA NIEXKUT CUCTEMHAS BACKYN0OMaTUA, YTO NOATBEPKAAETCA YBENNUYMNBAOLLMMCSA YNC/IOM
nybanMKaumMm O nopaXeHUM COoCyAoB MOYeK (CTEHO3 MOYEYHbIX apTepui), NEerkux (neroyHaa rmnepteHsus) n Apyrux
OpPraHoB y NaumneHToB ¢ bonesHbto Mona-MoKna B aHamHe3e, a TaKKe HocuTenem noaMmopdHbIX BapmaHTos reHa RFP213.

CornacHo pa3Hbim aBtopam, Ao 10% naumeHToB ¢ 6onesHbto MonaMomna cTpaaatoT apTepuanbHON TMNEPTEH3NEN, NPU
3TOM Y 5-8% BbIABNAOT MU3MEHEHUA NOYEYHbIX apTEPUIN. B paae cnydyaeB peHOBACKY/IAPHAA rMnepTeH3na pa3smBasiacb A0
NOSAABAEHUA TUMUYHbIX HEBPONOTMYECKUX CUMNTOMOB. B oagHOM 13 UccneaoBaHU NPOAEMOHCTPUPOBAHO, YTO Y NALMEHTOB
c 6onesHbto MomaMomna cTeHO3 MoYeyHbIX apTepun passuaca de novo B M3HAYa/ZIbHO HOPMaAJIbHbIX COCYAAX, YTO
NnoATBEPXAA/10Cb pe3ynbTaTamm NoBTopHOoU KT-aHrnorpadumm cocyaoB noyekx.

KnuHuueckuun cayyanm

EBa B., 2012 r.p., rocnutannsnpoBaHa B neamaTtpuyeckoe otaeneHme Ana Kapaumonormyeckux naymneHtos Y3 2 AIKb c
anobamu Ha ronoBHble 605K, nNosbliWeHUe apTepuanbHoro aasneHuna (oo 180/110 mm pT CT NPU CaMOCTOATENbHOM
M3MEPEHMM), CONPOBOKAAtoLLEECA TOLLHOTOW, PBOTOM, CUHKONAJIbHbIE COCTOAHMS.

N3 aHamHe3a M3BEeCTHO, YTO B BO3pacTe TpexX NeT AeBoYKe bObln ycTaHOBAEH AnarHo3 6one3Hb MonaMomna, nposeaeHa
PEHTIEH3HAOBACKYNAPHAA KOpPEKUMA CTEeHO3a BHYTPEHHMX COHHbIX apTtepun. Habntonaetca HeEBPO/AOrom, nJAaHOBO
noay4yaeT aueTUNCaNUULUNOBYIO KUCAOTY C aHTUarperaHTHoum uenbto. Coctout Ha [l-yyeTe B NCUXOHEBPOJOrMYECKOM
AncnaHcepe, No NOBOAY TPEBOXKHOIO PAacCTPOUCTBA NPUHMMAET TOPM3ONaM.

Co cnoB mambl, nosbiweHne A/l oTMe4asniocb Ha MPOTAXKEHUU NATU NeT, OAHAKO paHee aAna obcnenoBaHUA U NevYeHus
AeBOYKa He HanpaBaAnack. TeTa AeBOYKM NO NANMHOU NTMHUN YMEPSIa B MOJIOAOM BO3pacTe.

[Mpn 0ObEKTUBHOM UCCNeaoBaHMM OOHapyXKeHOo nosBbiweHne A/l Ha obenx pykax BO BCEX U3MEPEHUsaX, NMpu 3TOM
OTMeYeHa pa3Huua mexXay 3HadeHuamu ALl Ha pasHbix pykax. [lo pesynbtatam CMA/ 3adMKCUPOBAHA CUCTOJIO-
ANACTONMYECKana apTepunasbHaa rmnepTeH3nsa B AHEBHOE U HOYHOe Bpemsa. JlabopaTopHble aHann3bl 6€3 OTKAOHEHUN, YTO
NO3BOJ/INN10 UCKNKOYNUTb NOPaXKeHne cocyaoB BOCMNANINTENIbHOINO M aTepPOCKIepPoTUYEeCKOro reHesa.

KT-aHrmorpadma cocynos ronoBHoro mo3ra: KT-kapTuHa cyKeHusa obemx BCA u cocynos BunnmsmeBa Kpyra ¢
dopmmnpoBaHMem Konnatepaneu. NMoctnwiemmyeckme KUCTO3HO-I/IMO3HbIE U3MEHEHUA B NpaBon 1I06HOM aone.

YuntbiBaA Hannyme CTOMKOM BblpaKeHHoOU Al AnAa UCKAOYEeHMA NOYevYHOro reHesa nposeaeHa KT-aHruorpadua cocygos
noyek: KT-npmM3HaKkM HanM4uma 10KanbHbIX CTEHO30B MOYEYHbIX apTeEPMIN, bonblue cnpasa, TMMNonJaa3nusa NOYEYHbIX apTEPUM.
Ha3HayeHa cumnToMaTuyecKasa aHTUTUNepPTEH3UBHAA Tepanua: amaoamnuH 5 mr 1 pa3s B cyTkU, HUbeannmnH nnaHoso 10
Mr 2 pa3a B CYTKU, KOTOpaA No3B0/in1a HOpManmnsosaTb ALl

Bbina npeanpuHATa NONbITKA KOPPEKLMM CTEHO3a NOYEHYHOU apTepun nNytTem Katetepmsaumm U YyCTaAaHOBKM CTEHTa, OAHAKO

OHa OKa3aJiacb He ycneLHOoMN.
[na nanbHenwero HabAAEHUA U IeYeHNA AeBOYKa HanpaBaeHa B OTAeNEeHNEe COCYAUCTOM XUPYPTrUn.

3aKknuyYeHue

1. B npoaeMoOHCTPUPOBAHHOM C/lydae MMena MeCcTo HeJOOLEHKa TAXKEeCTU apTepuasibHOM rMNepTeH3nn, Aoiroe Bpems
NHTEepnpeTnposLLenca Kak B Ha ¢poHe nwemmnyeckn-runokcuyeckom sHuedanonatum scneacrsme 6onesnmn MomaMona.
2. B neTckom Bo3pacTe CTOMKanA apTepmanbHas runepTeH3sns Hambonee 4acto UMeeT BTOPUYHbIN reHes.

3. MNoBbilLeHNe HAaCTOPOIKEHHOCTN U 0bcnegoBaHWE A1 UCKHOYEHMNA CTEHO3a NOYeUYHbIX apTepuin Heobxoanmo Ans
CBOEBPEMEHHOMN ANArHOCTUKU N NeYeHUs
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