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1. Mpo DIRA

1.1 Lllo ue Take?

HediunT aHTaroHicTa peuenTopa iHTepsnenkiHy 1 € pigKiCHUM
reHeTUYHNM 3axXBOPOBAHHAM. XBOPI OITN CKap>XXaTbCH Ha Ba)KKe
3analieHHS WKipK Ta KiCTOK. MoXXyTb By TV MOLWIKOOXKEHUMN iHLLI
opraHu, Hanpuknag nereHi. bes nposeneHHA NiKkyBaHHSA 3aXBOPOBAHHA
NMPM3BOOUTbL OO0 Ba>KKOI iHBanigm3auii Ta MoOXe NpuBeCcTn 40 CMepTi.

1.2 SIK 4acTOo 3yCTPIYAETLCA 3aXBOPIOBAHHA?
DIRA 3ycTpivya€ETbCA Haa3BUYanMHO piako. Ha cborogHi y cBiTi 6yno
ineHTngikosaHo MmeHwe 10 Bunagkis.

1.3 flka € npuYMHa 3aXBOPIOBAHHA?

DIRA € reHeTUYHMM 3axBOpPOBaHHAM. BignosiganbHUM reH Ha3mMBalTb
ILLRN. BiH npoaykye oanH 6inokK, aHTaroHicT peuenTtopa 4as
iHTepnenkiny 1 (IL-1RA), KoTpuin Bigirpa€e Kjao4oBY poJib Y
NPUPOLAHbOMY 3aBepLUeHHI 3anasbHOro npouecy. IL-1RA HenTpanisye
NnpoTelH iHTepnenkiH -1 (IL-1), KoTpuin € NPUYHNHOIO Ha[3BUYAWNHO
CWJIbHOI 0 3amMaJibHOro npouecy y AiacbKoMy opraHiami. dkwo IL1RN-
reH € HocieM MyTaduil, 9K i npu DIRA, opraHiam He MoXe DinbLue
npoaykyeaTtu IL-1RA. Y uboMy BUNagkKy HeMae binblue »Xo04HOro
CynpoTuBHUKA N4 IL-1, i 3ananbHUM Npouec 3anyCKaeTbCS B OpPraHi3mi
navuieHTa.
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1.4 YU 3axBOpIOBaHHA € CNagKOBUM?

3axBOPOBAHHSA YCMNaAKOBYETbCS aBTOCOMHO-pPELLECUBHO (L1 O3HayYaE,
IO HEMAE 3a/1€XKHOCTI Bif CcTaTi i XKoAHUN 3 6aTbKiB HE MA€E CUMMTOMIB
XBopobu). Y uboMy BMNaaKy ansa ycnaakyBaHHs ocobi HeobxiagHO MaTu
ABa MYTaHTHI reHW, oAuH Big MaTepi Ta oauH Big 6baTbka, wob
3axBopiTn Ha DIRA. O6o€ 6aTbKiB AINCHO € HOCIAMUN (TiNIbKKU OANH HOCIN
Ma€ MyTaHTHY Konito, asie He XxBopoby), ane He nauieHTaMn. Y baTbKiB,
AKiI MaloTb ANTUHY 3 DIRA, IMOBIpPHICTb, WO Apyra ANTUHA HAPOAUTbLCA 3
LM 3aXBOPIOBAHHAM CTaHOBUTb 25%. ICHY€E NMOBIPHICTb
AiarHoCcTyBaTu XBOpoby y MaTepUHCLKIN yTpobi.

1.5. YoMy MOA AMTUHA CTpa)XAaE€ Big ui€ei xBopoou? Ym MoXxHa
Oyno nonepeamTn 3aXBOPIOBAHHA?

Balwla ANTMHa CTpa)K4a€ Bif 3aXBOPIOBAHHSA, OCKIJIbKN BOHa
Hapogwuiacsa 3 MyTaHTHUMWU reHaMu, sKi BUKInKatoTb DIRA.

1.6 Ym ue 3apasHo?
Hi, DIRA He € 3apa3Holo.

1.7 IKi CAMNTOMMU € OCHOBHUMMU?

OCHOBHUMMK NMPOsABaMMN 3aXBOPIOBAHHSA € 3aMajlieHHSA LWKipW Ta KICTOK.
3ananbHUI NPOLLEC Ha LWKIipi MPOSABASETLCA NOYEPBOHIHHAM, NYCTYyJ1aMK
Ta NyweHHAM. Taki 3MiHM MOXYTb PO3BUBATUCS Y ByOb-AKOMY MicCLi
Tina. WWKipHi 3MiHM pO3BMBaKOTbLCA CNOHTAHHO, asie MOXYTb
BUKJIMKATUCH JIOKAJIbHUM MOLIKOOXXEHHAM WKipwn. o npuknaay,
BHYTPILWHbOBEHHI KaTeTepn MOXXYTb MPUBOANTU A0 JIOKAJSIbHOIO
3anafieHHA. 3anafeHHa y KiCTKax nposaBaseTbCca 6ono4nmMmmn Habpakamum
KICTOK, WO 4aCTO CYNpoOBOOXKYETbLCHA NOYEPBOHIHHAM Ta NiABULLEHHAM
TeMnepaTypu NOBEPXHEBUX AINSAHOK LUKIpW.

BaraTto KiCTOK MOXXYTb OYTU MOLWKOOXKEHNUMUN, B TOMY HYUCAI KIHLIBKK Ta
pebpa. TuNoBmMM € 3anajieHHs NepioCTy - 30BHILLHbLOT 0O0OHKK KICTKW.
MepioCT € ayxe 4yTamemm ao 6onto. Tomy XBOpi AiTK € APaTIBANBUMMN
Ta NJakcueuMK. Lle moxxe Npmn3BoaUTM A0 NOraHol BiAXXNBWU Ta
obMeXXeHHSA pocTy. 3anaseHHs cyrio060BOro NpocTopy €, Wweuawe
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BCbOro, Hetunosum ansa DIRA. HirTi nauieHTiB 3 DIRA MOXYTb MaTu
nedopmaluil.

1.8 Y xBopoba nepebirae y KoO>XHOro naui€eHta ogHaKoBo?
Bci xBopi AiTN € Ba)XKO XBOpPUMU. HaBiTb Y Tin CaMin CiM'I BaXKICTb
3aXBOPIOBAHHSA Y AITEN € Pi3HOIO.

1.9 Yn xBopobOa BippisHAETLCA V¥ AiTen Ta popocnux?

DIRA 6yB notenep onucaHun TiNIbKW y AiTen. PaHiwe, Koy He 6yno
ehekTMBHOI Tepanil, ui 4iTn NnoMmnpanun, He AOCArHyBLUN MOBHONITTA.
Taknm 4nmHom, Hemace iHpopmauii npo DIRA B 3pisioMy BiLi.
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