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Pe3ome

BonesHb [luvpwnpyHra (BI) — 39TO BPOXAEHHOE HapylleHue KWULIEYHOW MOABUKHOCTU, KOTopoe
NPoSIBNSIETCA MNpU3HaKamMu HEernpoxXoAMMOCTW KWLIEYHUKa BCMeACTBUME HanMuMs B KOHLEBOM oOTaene
TOSICTON KMLLIKM araHrino3HOro CermeHTa pasnmMyHon NpoTSXKEHHOCTH.

PacnpocTtpaHéHHocTb BI" coctaenseTt 1 Ha 5000 HOBOPOXXAEHHbIX, Yalle BCTPeYaeTCs Y MYXUMH.

B 6onblmHcTBe cnyvaeB BT nposiBnAeTca nouTy cpasy nocne poXxaeHns CUMNTOMaMn HU3KON KULLIEYHOW
HEenpoXoAMMOCTU: HapyLleHne NpoXoAMMOCTU MEKOHWS B nepBble 48 4YacoB nocre poxaeHus, 6onu B
XWBOTE, 3anop, NporpeccupyloLiee B3ayTUE XMBOTa, pBOTA U MHoraa noHoc. B pepkmx cnyyvasx bl
NPoOSIBNSETCA NO3KEe CUMMTOMaMM CUNBbHOrO 3anopa W oTcTaBaHvem B passutun. BIL moxeT Takxe
accoummpoBaTbCd C  AOMNOMHUTENbHBIMW - @HOManNUAMW, TakUMKW KakK HENWPOCEHCOpPHas TyroyxocTb
(HeBponoruyeckun cuHgpom BaapeHGypra-llaxa), aHomanuu koHevHocTeln (cvHgopoMm bappe-buans),
YMCTBEHHas oTcTtanoctb (cvHapoMm MoyaT-BunbcoHa), LeHTpanbHas anbBeonspHas rmMnoBeHTMNAUMS
(cvHopom Xappaga) wnv MeQynnspHbIA pak  LWTOBUMOHOM enesbl (CMHOPOM  MHOXECTBEHHOW
9HOOKpPUHHOW Heornnasun 2B Tuna). Bl Takke accoummpyeTcss C XPOMOCOMHbIMW aHOManusMu, B

OCHOBHOM npu cuHapome [layHa (CM. 3T TEPMUHbI)

BI" aBnseTca HeWpokpucTonatuen BCrneacTBue gedekta pasBUTUSA KULWLEYHOW HepBHOW cucTembl. Bl
XapakTepuayetcsa OTCYTCTBMEM HEWPOraHrnno3HbIX KneTok (knetkum Kamgxkana) — araHrmMosom — B
TEPMUHANbHOM OTAene KuweyHuka. [lopakeHHbI KULWEYHbLI CErMEeHT COXpPaHSIeT COCTOSIHWME
TOHMYECKOrO  COKpalleHusi, B pe3ynbTaTe 4Yero pasBuBaeTca  (PyHKUMOHaNbHas  KueyHasi
HEeNpoxXoauMocCTb. Ha oOCHOBaHMM MPOTSXKEHHOCTU araHrnmos3a BblOEnsT Heckornbko dopm Bl MNpu
Knaccuyeckon opme (KOpoTkui cermeHT araHrnmosa; 80% Bcex cnydaeB bBIN) araHrnmos
OrpaHMYMBaETCH pekTocUrMomaanbHbiM OTAeNoM. OnuHHBIN cerMeHT araHrnuosa (15% Bcex crny4vaes
BlN) goxoguT OO CMIMOBMAHOWM KWLIKW, B TO BPeMSl Kak TOTarnbHbIA TONCTOKMLIEYHbIN araHrnvo3 (5%)
3axBaTbiBaeT BECb TOJNICTbIN KULEYHUK. TOTanbHbIN KALLIEYHLIM araHrnmo3 fABnseTcss camMon TshKenom
¢dopmon BI' n BcTpevaeTca kpanHe peako. B natoreHese BT urpatoT ponb reHeTuyeckue paktopbl U
dakTopbl okpyxatoLen cpedbl . C BI" accoummpoBaHO HECKOMBbKO reHOB, B YACTHOCTU: MPOTOOHKOreH ret
(RET), reH rnnanbHoro HewvipoTpodudeckoro dpakropa (GDNF), reH HenpTypuHa (NRTN), reH peuentopa
aHgoTtenuHa tuna (EDNRB), reH aHgotenuHa-3 (EDN3), reH aHgoTenuH-npespatatowero pepmeHTta 1

(ECE1) n ren L1 monekynbl knetouHon agreaum (L1CAM).

[OunarHo3 o6ocHOBbIBaeTCsi Ha OGMOMNCUMM CRAM3UCTOM W MOACNU3NCTON OOOMOYKM TONCTOW KULLKK, rae
obHapyxuBaeTca  araHrnvMos, rmMnepTpouMpoBaHHble HEpBHblE BOMIOKHA W rMNepnpoaykKuuns

aueTunxonuHacTepasbl. OueHka accouMmMpoBaHHbIX aHOMarnun No3BonseT onpeaennTb CUHOPOMHYIO BI.
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Wcknountb anbTepHaTUMBHblE AMArHo3bl MO3BOMSAIOT MpPOCTasi peHTreHorpadusi GPHOLWHOM NonocTu ¢

KOHTpacTupoBaHUeM HMXXHEro otaena xenygo4yHo-KMe4yHoro Tpakta 1 Y3W.

,D,McbcbepeHumaanaﬂ AnarHoCTrka npoBOAUTCA C MOPOKaMn pa3BUTUA Xenyao4YHO-KULWWEeYHOro TpakTa,
TakKMMMN KaK aHOpeKTalnibHaa aTtpe3nd, XpoHU4YecCKad nceBaoHenpoxoAMMOCTb KULLeYHUKa (CM. 3T

TepMVIHbI), MeKOHeanbHbIN mnneyc, aHOpeKTaJ'IbeIIZ CTEHO3 1 onyxonu Tasa.

MeTofoB npeHaTanbHOW AMArHOCTMKM B HacTOSALMW MOMEHT He cyllecTByeT. BagyTue xwuBoTa peako
0oBHapyxuBaeTcsa npu npeHatansHoMm Y3W nnoga ¢ BI' u He aBnsgeTca NporHOCTUYECKMM (haKToOpOM.
MexaHn3M HacnegoBaHWs onpefenuTb TPYAHO, MOCKonbKy BN ABnseTca pe3ynbTaToM MOMUreHHbIX

HapyLUEHWI C HEMOITHOW NEHETPAHTHOCTBLIO U BaprabenbHOM 3KCNPECCUBHOCTLIO.

JleyeHve Xupyprnyeckoe, coctoslwlee B pe3ekuunm araHrmmo3Horo cermMeHta C nocnenywlnm
HanoxeHmnem aHacTtoMo3a OT MPOCKMMAribHOro otaena KulleYHuKa OO0 aHallbHbIX KpaeB («onepau,vm
CI'IaCSHVIﬂ»). B cnyyvyasax TOTaNlbHOINO KUWEYHOro araHrnmosa MoXeT I'IOTpe6OBaTbC$| nepecagka

KnLe4vHukKa.

O6wmn nporHo3 6GnaronpuaTeH B OGOMbLUIMHCTBE CrydaeB, HECMOTPsi Ha Npobnembl, CBA3aHHble C
3anopomM M YHKUMEN COUHKTepa Aaxe Mnocne Xxupyprudeckon koppekuwmn. lMporHo3 ans geten ¢
TOTamnbHbIM KULLIEYHbIM araHrnnmo3oM HebnaronpusaTeH, XoTs nepecagka KuLeYHUKa MOXET MPUBECTM K
ONUTENbHOM BbDKMBaemMocTu. W3 ocnoxHeHne criegyeT YNOMsHYTb 3HTEpPOKOnuT  [umplinpyHra

(BocnanMTeanoe ocrnoxHeHue Bl B KVIUJe‘-IHVIKe), B psage cny4vaes I'IpeD,CTaBJ'Iﬂ}OLU,VIVI yrpogy Aansa >XU3Hu.

PeLeH3eHT JOKyMeHTa opurMHana:
o Dr. Simon Kenny

MNocnepneHee o6HosneHve: 09.2012
MepesegeHo: OO0 «duasiekt Cutn» U MPBOOU «CITUTIOP3»
Peu,eH3eHT OOKyMeHTa nepesoaa:

O K.M.H. benoea Hatanbst AnekcanHgpoBHa
MNepeBeaeHo: 06.2013

LHaHHass cmambsi 6bina nepesedeHa rnpu ¢huHaHcosol noddepxke [lpedcmasumernibcmea
«Ladep Qapmacbromukarl Konmpakmc Jlumumed» u MexpeauoHarnbHoU
6nazomeopumernbHOU 0bwecmeeHHOU opeaHu3ayuu uHeanudos «Cow3 nayueHmos u
nayueHmMcKuUx op2aHusayuti no pedkum 3abosiegaHusiM»

HacTosAwmn OOKYMEHT NpeacTaBrieH UCKYUTENBbHO B MHAOPMAUMOHHLIX Uensx. Matepuan
HUKOUM 0Opa3oM He npegHasHayeH Anis 3amMeHbl NPogeCcCUOHaNbHON MEANLMHCKON MOMOLLM
KBanMd1LUMpoOBaHHbIMK crieuranucTtaMmm 1 He AofmkKeH OblTb MCMONb30BaH B KayecTBE OCHOBbI
ONs AUarHOCTUKW UNW feYveHns.
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