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2. ANATHOCTUKA U JIEMEHUE

2.1 Kak guarHocTtupyeTcs naHHoe 3aboneBaHue?

OunarHoctmnka KAIC ocHOBaHa Ha KJIMHNYECKUX CUMIMTOMaXx rnepemn Tewm,
Kak byneT reHeTmyeckoe noatTeepxxaeHune. OuddepeHunanbHas
anarHoctunka mexny FCAS n MWS nam MWS n CINCA/NOMID moxeT
ObITb 3aTpyAHEHA MU3-3a Ha/IN4YNSA NepeKpPeCcTHbIX CUMANTOMOB. lMarHo3s
CTaBAT Ha OCHOBAHUWN KJIMHNYECKUX CUMNTOMOB U nctopum 6onesHn
nayuneHTa. OcdbTanbMonornyeckoe obcnenoBaHme (B HaCTHOCTWN,
nccnegoBaHme rna3Horo AHa), aHasm3 CMHHOMO3I0OBOWM XXUOKOCTU
(ntombanbHaa NyHKUNUSA), peHTreHonornyeckoe obcnenoBaHme mMoryT
OKa3aTb NMoMoLUb Npu npoBegeHUn gndpdepeHumanbHOro gnarHosa.

2.2 MO>XXHO Nn NeYnTb UK U3NedYuTb 3To 3aboneBaHue?

bonesHun rpynnbl KAMNC HEBO3MOXXHO U3JIeYNTb, TaK KakK OHW ABJIAKOTCA
reHeTn4yecknmm 3abonesaHnamun. Tem He meHee, bnarogaps
3HAYUTENbHOMY NPOrpeccy B NOHMMaHUM 3TUX HapYyLWEHNA, Tenepb
CTann OOCTYMHbI HOBblE MEePCNeKTMBHbIE npenapaTbl 414 J1Ie4eHUs
KAIC, KoTopble B HacTosLee BpeMS U3y4alTCs C Lesbio onpeneneHuns
NX OONTrOCPOYHOro adpekTa.

2.3 KakoBbl MeTOAbI NleyeHuna?
NMocnegHne paboTbl NoO reHeTuke 1 natodunsnonormm KAMC
MnoKa3bIBaloT, 4TO Npu 3aboneBaHUAX 3TON rpynnbl MOLWHbIA LMTOKNH

1/3



(benok) BocnaneHns WUI-1B BbiaBageTCa B U3ObITOYHOM KOJIMYECTBE U
UrpaeT Ba)XHYIO poJib B BO3HUKHOBEHUM 3aboneBaHns. B HacTosLwee
BpeMs 3HauYnTesIbHOE KOIMYECTBO NpenapaToB, KOTOPblE UHIMOUPYOT
NN-1B (6bnokaTopbl NJI-1), HaxoANUTCA Ha pa3/INYHbIX CTaaAnaX
pa3paboTkun. MNepBbIM NpenapaToM, NCMNOJIb3YEMbIM B JIeYEHUN STUX
3aboneBaHun, bbina aHakMHpa. bbIJ1I0 MOKa3aHoO, 4TO 3TOT NpenapaT
no3sonseT 6bICTPO N 3P PEKTUBHO KYNMpPoBaTb BOCNasieHMe, CbiMb,
numxopagky, 60sb 1 yToMAaeMocTb Npu Bcex 3aboneBaHnax rpynnol
KATIC. 2T0 nniedeHne Takxxe 3pPeKTUBHO yNy4yllaeT HeBpOJIornyeckme
paccTpoucTBa. [Npn HEKOTOPLIX YCOBUAX MpernapaT MOXKEeT CHUXXaTb
FNYXOTY N KOHTPONMPOBaTbL aMuionnos. K coxkaneHuto, 3ToT npenapaT
He aBnaeTCcsa 3(pPeKTUBHLIM CPeaCTBOM NPU rMnNepTPpodnyHecKon
apTponaTun. Heobxognmble 003bl 3aBUCAT OT TA)KeCTU 3abosieBaHus.
JledeHne po/mKHO BbITb Ha4YaToO B paHHEM BO3pacTe, 40 TOro, Kak
XPOHMYeCcKoe BocnasieHmne npuBeneT K HeobpaTUMbIM MOBPEXXAEHUNAM
OpPraHoOB, TAaKUM KaK rayxota nam ammnonaos. 3T1o Tpebyert
eXXeHEeBHbIX MOAKOXHbIX MUHbEKUMIN. HaCcTo oTMeYasinCb peakumm B
MecTe MHBbEeKLUN, HO CO BpeMeHeM OHU npoxoadaT. Elwe ogHUM
npenapaTtom, nogasnsawowmnm NJ1-1, asndetca PunoHauenT. 9TOT
npenapaT ofobpeH YnpasaeHneM No CaHUTaAapHOMY Ha430py 3a
KayeCTBOM MULLEBbLIX MPOAYKTOB U JiekapCTBeHHbIX cpencts CLUA (FDA)
nns 6onbHbIX cTapwe 11 net, ctpagatowmnx FCAS nan MWS.
Heobxoanmbl exxeHepeslibHble MOOKOXHbIE MUHBbeKUNX. KaHaknHymab
SIBNSIeTCS elle ogHMM npenapaTtoMm, nogasnsatowmm NJ1-1, koTopbin 6bin
HedaBHO o4o0bpeH YnpaBsaeHMeM NO CaHUTAapPHOMY HaA30py 3a
Ka4eCTBOM MNULLEBbLIX NMPOAYKTOB 1N siekapCcTBeHHbIX cpencts CLUA (FDA)
n EBpONEnNCcKUM areHTCTBOM MO JIeKapCTBEHHbIM cpencTteaM (EMA) ons
nedvenunsa 6onbHbIX KATC B BO3pacTe oT 4 neT. HenasHO ObINO
MoKa3aHo, YTO 3TOT npenapaT No3sBondeT 3PPEeKTUBHO
KOHTPOJINPOBaTb BOCMaanTeNbHble nposassieHnsa npun MWS, ecnun ero
BBOAUTb NOCPenCTBOM MOOKOXHOW MHBbeKLUUN OAVH pa3 B 4 - 8 Hepesb.
BBuAay reHeTU4eCKOro xapakrtepa 3aboneBaHnss MOXXHO
NnpeanonoXnTb, 4TO (hapMakonormnyeckasa 6siokaga NJ1-1 posnxxHa
noofepXmnBaTbCA B Te4YeHne OJINTeNIbHOro BpeMeHun, ecsiv He BCIo
XKU3Hb.

2.4 Kak ponro bypet npoposkKaTtbCca 00nesHb?
3aboneBaHunsa rpynnbl KAIMNC 9BAAOTCA NOXKU3HEHHBLIMN.
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2.5 KakoB A0NrocpoY4Hbin NPOrHo3 3abonesauua?
Honrocpo4Hbin nporHo3s FCAS xopoLmnin, HO Ha Ka4yeCcTBe XXWU3HN MOryT
CKa3blBaTbCA MOBTOpPAOLLMECH 3Nn304bl inxopanku. MNMpu cnHgpome
MWS Ha O0/IrOCPOYHbIN MPOrHO3 MOXXET MNOBJINATbL aMUIONA03 U
HapyLweHne QyHKUMN noYvek. [(NyXxoTa TakXXe aBNdeTCA 3Ha4YUTESIbHbIM
AONroCpoYHbIM ocnoxxHeHneM. Y 6onbHbIXx CINCA/NOMID B Xoae
bonesHnm MoXeT HapyLlwaTbcsa cnocobHOoCTb K pocTy. MNMpu CINCA/NOMID
NOJITOCPOYHbIN MPOrHO3 3aBUCUT OT TAXKECTU HEBPOJIOrNYECKUX,
HEeMPOCEHCOPHbIX N CYCTaBHbIX NMopa)keHnin. M'mnepTpoduryeckue
apTponaTun MOryT NPUBOAUTb K CEpbe3HON MHBanuan3saumn. Y
TsHKeNbIX BONbHbIX HE UCKJTIIOYEHA NpeXXAeBpPeEMEHHasa CMepPTb.
JledyeHune 6nokatopamu WUI-1 3Ha4YMTENbHO yay4dllaeT NPoOrHo3 npu
KATC.
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