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NLRP1l2-acouinoBaHa nepioanyHa JIMXOMaHKa
Bepcia 2016

NMpo NLRP12-acouinoBaHy nepioguyHy JIMXOMaHKY

1.1 LLlo ue o3Ha4ae€?

NLRP12-acouinioBaHa nepiogmyHa JIMXOMAaHKa € FTEHETUYHUNM
3axBOpOBaHHAM. BignosiganbHUM reH Ha3mBaeTbcsa NLRP12 (abo
NALP12). BiH Bigirpa€ Ba>xanBy poJib y 3anasbHUX CUTHAJNIbHUX
wnaxax. NauieHTn ckap>XaTbCA Ha NepioaAnNYHI Hanagu TNXOMaHKKN, sKa
CYNpPOBOOKYE Pi3HOMAHITHI cMMNTOMK, Taki, SK Binb ronosu, Binb abo
npunyxnictb cyrnobis i Bucun. CnmnToMun, MMOBIPHO, MPOBOKYIOTbLCS
xononoM. bes nikyeaHHA xBopoba MoXKe Npu3BecTn 40 Ba)KKOI
iIHBaNiAHOCTI; ogHaK XxBopoba He Ma€e cMepTeNbHUX HAaCNiOKiB.

1.2 SIK 4acTOo 3yCTPIYAETLCA 3aXBOPIOBAHHA?
3axBOPIOBAHHA € AyXe pigKicHUM. [10 CbOroaHi y CBiTi €
ineHTngikosaHMMM MmeHwe 10 nauieHTIB.

1.3 LLlo € NpUYUHOIO 3aXBOPIOBaHHA?

NLRP12-acouinoBaHa nepiognvHa JIMXOMaHKa € reHEeTUYHNM
3axBOptoBaHHAM. BignosiganbHMin reH HasmBaeTbcs NLRP12 (abo
NALP12). FleHeTn4YHO MOAUPIKOBAHNI FeH CIPUYNHAE NOPYLLUEHHS
3anajibHOI peakuii opraHiaMy. TOYHUN MeXaHi3M LbOro 3aXBOPIOBAHHSA €
e HeaOCTaTHbO BUBYEHNM.

1.4 Yu 3axBOplOBaHHA € CNAagKOBUM?
NLRP12- acouinoBaHa nepiognyHa JiMXoMaHKa yCnagKOBYETbCSA 3a
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ayTOCOMHO-AOMIHAHTHMM TUMNOM yCnaaKyBaHH4. Lle o3Havae, Wwo oamnH
i3 6aTbKiB NoBUHEH XBOPiITM Ha NLRP12-acouinoBaHy IMXOMaHKYy, TOMY
XBOPI€ | AUTUHA. IHKOIM HEMAE XXOOHOro iHLOro YJeHa CiM'l, KoTpun
XBOPI€ Ha NepioanYHy NTNXOMaHKY. Y TakoMy BMNaaKy reH 6ys
MOLWKOAXEHUM Y MOMEHT 3a4aTTHa AUTUHK (Tak 3BaHa De-novo-
MyTauis) abo oguH i3 6aTbKiB, KOTPUIN € HOCIEM MyTalil, HE MaE€
XOOHUX KNIHIYHUX cnMnTOoMIB abo Ma€e ayxe nerkum nepebir
3aXBOPIOBAHHA (3MiHHA NMEHETPAHTHICTb)

1.5 YoMy mosa autuHa xBopi€ Ha NLRP12-acouinoBaHy
JIMXOMaHKY? Y MO>XXHa nonepeauTn XBopooy?

OnTnHa Mmae xBopoby, TOMy WO ycnagkKyBana ii Big ogHoro 3 6aTbKiB,
KOTPUW € HOCiEM MyTauil reHa NLRP12. BuHATOK, Ko yTBOpUIacs
HoBa MyTauiga (De-novo-myTauis). Ocoba, SKa € HOCIEM MyTauil, MOXe,
ane HeoboB'sA3KOBO, MaTn KAiHiI4YHI cumnTomMmn NLRP12-acouinoBaHoro
nepiognu4Hol NMxoMaHkn. CboroaHi xeopoby He MOXXHa nonepeanTwu.

1.6 YUu xBopoOa € 3apa3Hol0?
NLRP12-noB'si3aHa nepiogn4Ha IMXOMaHKa He € iHheKUinHNM
3aXBOPIOBAHHSAM. TiJIbKN FEHETUYHO CXWUJIbHI IO ON MOXXYTb 3aXBOPITU.

1.7 IKi CAMNTOMMU € OCHOBHUMMU?

OCHOBHUM CMMMTOMOM € NNXOMaHKa. JInxoMmaHka Tpuea€ 5-10 OHIB i
HeperynapHo (Yepexx TV KHI | Micsili) NnoBepTaeTbCA Ha3ad. 3 Hanagamu
JINXOMaHKN nos'sa3aHo 6e31i4 iHWNX CUMNTOMIB. BOHU MOXYTb
BKJIto4aTw Binb ronosu, 6inb y cyrnobax, Habpsak cyrnobis,
Kponue'sHKy, Binb y M'a3ax. Hanagn AMxoMaHkKu, AMOBIPHO,
MPOBOKYIOTbCSA X0N1040M. Ti/IbKM B OOHIN CiM'T cnocTepiranacs
HEeMpOCeHCOpPHa rnyxoTa.

1.8 Yun xBopoba y KOXKHOI AUTUHU Nnepebirae oaHaKoBO?
XBopoba He nepebirae y KOXKHOI ANTUHN 0AHAKOBO; nepebir moxxe
3MIHIOBATUCA Big Nerknux Ao Ba>Kkux popm. KpiMm Toro, Tum, TpuUBanicTb
| TAXKKICTb HanagiB y O4HIET | TIEI XK ANTUHN KOXXHUW pa3 MOXYTb
3MiHIOBaTUCA.
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1.9 Ym BiAapi3HAETLCA 3aXBOPIOBAHHA Yy AiTen Ta aopocnmx?

3i 36iNbLIEHHAM BiKYy MaLLIEHTa YaCToTa JIMXOMaHKW | TSXXKICTb Hanaais
3MeHLIYETbCA. Ane ansa 6inblWocCTi, SKLWO He AN BCiX XBOpUX, XxBopoba
3aJIMLIAETHCA A0 NEBHOI Mipy aKTUBHOIO.
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