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BpoxaeHHasa aTpaHcceppuHeMus

Homep ctatbu: ORPHA 1195

Pe3lome
BpO)K,D,eHHaﬂ anaHCCbeppVIHeMVIﬂ - O4eHb pepgkoe remartolfiorn4yeckoe 3a60neBaHme, KOTOpoe

Bbi3biBaeTCa gAeduuutom TpaHcdeppuHa (TP) n xapakTtepusyeTcsi MUKPOLMTApPHOW TMMOXPOMHOW
aHemuven (nposiBnsetcsa B Buae GnegHOCTW, YCTanocTW M 3afepXKu pocTa) U neperpys3kon opraHusma
xene3oM. MoxeT 6bITb haTanbHbIM NPU OTCYTCTBUN NEYEHNS.

PacnpocTtpaHeHHOCTb 3aboneBaHnst Hem3BecTHa. Ha cerogHALWHMI AeHb 3aperncTpupoBaHo 16 cnyyaes
B 14 cembsix.

Bone3Hb OObLIMHO MaHWdEeCTMpyeT B MIageH4YecKOM WM B paHHeM [eTcTBe. TOnMbko OJHOMY U3
nauneHTOB AaHHbIV AnarHo3 6bin noctaeneH B Bo3pacte 20 neT. OCHOBHbIMM CMMNTOMaMW SBMSAOTCA
NPOSIBNIEHUST aHEMWUW, B TOM YWCIE: YCTanocTb, NOTepsl anneTuTa, pPasgpaXUTENbHOCTb, TaxMKapaus,
CMCTONMYECKUA LWyM 1 brnegHocTb. [pyrue vacTtble NposiBNeHns atoro 3abonesBaHus - 3agepxka pocTa,
renatomeranus n peuuaveupylolime nHdeKUMn. Y HeamarHOCTUPOBaHHLIX MWL, neperpyska opraHvama
XKEene3oM MOXeT NPUBOAUTL K LMPPO3Y NeYeHn, cepaeyHon HeQoCTaTOYHOCTM U 3aboneBaHNsiM CyCTaBOB.
Kpome TOro, B ABYX M30MMPOBaHHbIX Crydasix MO OTAenbHOCTM Habnwganucb rMNoTupeos w
cnneHomeranus. JleTanbHblA  UCXOO MOXET HacTynaTb B CBA3M C  3aCTOMHOW  cepaeyHowm
HeQOCTaTOYHOCTBLIO UMM MHEBMOHUEN.

BpoxgeHHas aTpaHcdeppuHeMus Bbi3biBaeTca  MyTaumsmm B reHe TF  (3g21), kogupytowem
TpaHcdeppuH, - 6enok KpoBM, HEOOXOOUMBIN AN NepeHoca Xene3a K NevYeHu, Cene3eHKe U KOCTHOMY
mo3ry. be3 cuHTe3a TpaHcdeppuHa NPOUCXOOUT CHUXEHWE [0CTaBKM XKernesa K pasBuBalowumcs
npelwecTBEHHNKaM 3PUTPOUIHLIX KIETOK B KOCTHOM MO3re, Y4TO, B CBOK Ovepedb, BeAET K CHUDKEHUIO
CMHTE3a remornobuHa u nocregylowen aHeMMM U HaKOMMNEHMIO Xerne3a B nepudepuyecknx TKaHAX
(BTOPUYHBIN reMoXpomMaToas).

[narHo3 cTtaBuMTCH Ha OCHOBaHUM NabopaTOpHbLIX UCCNEAOBaHWMA, BbISBMASIOWMUX aHEMUIO, @ Takke npu
ypoBHe TpaHcdeppurHa B CbiBOPOTKE HMxe 35 Mr/an. B HekoTopbIx cnyvasax knMHuyeckoe obcrnegoBaHve
MOXEeT yKasaTb Ha YBenu4yeHue nevyeHn B CBA3N C remocuaepo3oM. MonekynspHo-reHeTnyeckoe
nccneaoBaHne MOXeT BbISIBUTb MyTauuio reHa TF, 4To noaTBepXaaeT AaHHbIN AMarHos.

CnekTp guddepeHLManbHON AMarHoCTUKK BKNoYaeT B cebs apyrue HapyLleHus, KoTopble NPOosBASOTCS
Kak runoTpaHcdeppurHemMusi, Hanpumep metabonuyeckuin cuHapom GRACILE v HedpoTudeckuii cuHapom
(cm. onpegeneHus) a Takke, y B3pOCHbIX NOAEN, - XPOHNYECKNI arkoronmnsam.

MpeHaTanbHas AuarHocTvka y 6epeMeHHbIX C BbICOKOW CTeneHbio pucka TpebyeT npenBapuTernbHOW
naeHTUdMKaLmMnM MyTaLuii, Bbl3blBaloLWLMX AaHHOe 3aboneBaHune, B ceMbe OyayLmnx pogutenen.
BpoxgeHHas aTpaHcdeppyvHeMns HacregyeTcs no ayTOCOMHO-PELLeCCMBHOMY TUMY; CEMbSM AOCTYMHO

reHeT4eCcKoe KOHCynbTUpoBaHue.
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BpoxaeHHas aTtpaHcheppuHeMus Heusneumma. JleyeHne OObIMHO BKMOYAET B CeBS EXEMECSUHYHO
nebotoMuio ¢ nocrnefylowyMn  MHGY3UAMU  MNasmbl  LEMbHON  KPOBU UMM OYULLEHHOTO
anoTpaHcdeppuHa, KoTopble YAansioT W3ObITOK 3Kenesa W BOCMOSHSAT YPOBHU TpaHcheppuHa,
obecneuvBas Heobxogumoe ¢opMupoBaHMe remornobuHa. JledyeHne ABRSETCA  MOXWU3HEHHbLIM,;
nauMeHTaMm pekoMeHayeTcst perynspHoe HabnwopeHve.

Mpn NpaBUIIbLHOM NEYEeHUM MPOrHO3 XOPOLLUMIA, OOHAKO M3-3a Maroro Yvcria nauMeHTOB OTCPOYEHHbIE

OCJTO)KHEHUA OCTaloTCA HEN3BECTHbIMW.

PeueH3eHT gokymeHTa opurnHana: [-p Maiika CaHdec

MocneaHee obHoBMNEHME: HOA6PL 2013 T.

MepeBeneHo: b® «HacTtoswee dyayliee»
PeueH3eHT gokymeHTa nepesoga: CemeHoBa H.A.

MepeBeaeHo: aekabpb 2014 .

LHaHHas cmambsi 6bina nepesedeHa rnpu ¢puHaHcosol noddepxke 3A0 «Pow-Mockea» u
MexpeauoHanbHol brnazomeopumeribHoU obujecmeeHHOU opeaHu3ayuu uHeanudos «Cor3
nayueHmos U nayueHmcKux opaaHudayuli no pedkum 3abonesaHusim»

HacTtoAwmnn JOKYMEHT NpeAcTaBneH WCKMIYUMTENbHO B MHMOPMaLUOHHBLIX uensax. MaTtepuan
HVKOMM o6pa3omM He npedHasHavyeH Ans 3ameHbl npodeccrMoHanbHOW MeAWMLMHCKON NOMOLLM
KBanMuLUMPOBaHHLIMK CrleunanucTaMmm U He AoSkeH GbiTb MCMONb3oBaH B KayecTBE OCHOBBI
ONs ANarHoCTUKW UMK feYveHns.
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