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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.

2. AIATHO3 TA TEPANIA

2.1 SIK MOXXHa 3axXBOpIOBaHHA AiarHoCcTyBaTun?

Jlikap BCTaHoOBJIOE nonepenHin giarHo3 NLRP12-acouinosaHol
nepioanyHOl IMXOMAHKKM Ha NigcTaBi KJIHIYHUX CUMMTOMIB, SKi
BUSABNAOTb NPU KAiHIYHOMY Orn4a4i, i Ha niacTasi 3iIbpaHoOro aHamHesy.
ICHYIOTb pPi3Hi 06CTEXEHHSA KPOBI, SKi AOMOMaralTb BUSABUTH
3anaJieHHsa nNig Yac 3arocTtpeHHs. [iarHo3 Mo)ke byTu niaTBepa>XKeHum
TiNIbKN Ha MiacTaBi BUSBJIEHHSA BigNOBiAHOI MyTauii y reHi. Kpim Toro,
CNig BUKJIIOHATU 3axXBOPIOBaHHA, AKi MOB'A3aHi 3 peungnByr4voto
JINXOMaHKOI0, TaKi, K KpionipnH-acoLinoBaHNN NMepiognyHnUm CUMHOPOM.

2.2 flke 3Ha4YeHHA MalOTb slabopaTopHi 0bCcTe)XXeHHA/-TecTn?

AK y>xe 3ragysasiocs Buule, 1abopaTopHi TECTU € BaXXJINBUMN AN
niarHocTtnkn NLRP12-acouinoBaHol nepiogn4Hol TIMXOMaHKWN. TaKki
AOoCNigXeHHs, K Bu3HavyeHHsa C-peakTumBHoro binka (CPb), 6inka
aminoigy A (SAA) y cmpoBaTLUi KPOBI Ta aHasi3 KpOBi MOXXHa
30iNCHIOBATY Nig Yac Hanaady A1 BU3HAYEeHHS CTYMeHs 3anajlbHoro
npouecy.

AKWo AnTuUHa € 3HoBY 6e3 ckapr, Ui 0bCcTe)xeHHs cnifg NoBTOpUTK, WOo6
nepekoHaTucH, Wo NoKa3HUKK 3HOBY HOopMaisyBannuca abo mamxe
HopManidyBanncs. KpimMm uboro, noTpibHO HEBENNKY KiNbKICTb KPOBI ANS
NnpPOBeLEHHS FreHeTUYHOro aHaslisy.

2.3 Yun 3axBOploBaHHA BUJIIKOBYETbCA Ta NIKYETbCA?
NLRP12-noB'sa3aHa nepiognyHa JIMXOMaHKa € HEBUIKOBHOLO. He icHYE
ehekTnBHUX MeToaiB nonepen)XeHHa Hanagis. JIikyBaHHA MOXXe
nonerwysaTu CUMNTOMMN 3ananeHHsa i 6000, B gaHnin 4ac y KNiHIYHNX
OOCNIOXKEHHAX BUBYAOTLCA OesKi HOBI npenapaTu 419 NPUrHivYeHHs
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CUMMTOMIB 3anasieHH4.

2.4 5sIKe iCHY€ nikyBaHHA?

Ona nikysaHHAa NLRP12-noB'dA3aHOl nepioaAnYHOT JINXOMaHKN
BMKOPUCTOBYIOTb HECTEPOIAHI NpOoTM3anasibHi npenapaTtun, Taki 9K
iIHOOMEeTauWH, KOPTUKOCTEPOIaN, TaKi 9K NpeaHi30JI0H, MOXXJIMBE
npu3HayvyeHHs 6iosorivHUX npenapaTiB, TakKNX K aHakKiHpa. XKogeH 3
LUMX NnpenapaTiB € HeAOCTaTHLO e(PEKTUBHUM, asie BOHN MOXKYTb
AOMNOMOrTN AesakuM nauieHTaM. [lokas IXHbOI e(peKTUBHOCTI Ta be3nekn
npun NLRP12-noB'sa3aHin nepiogu4Hin 1MXoMaHLUi LWe BUBYAETbCA.

2.5 flki noOi4yHi edpekT Mae MeguKaMeHTO3Ha Tepania?
MobivHi echeKkTn 3anexaTb Big MEANKAMEHTY, L0 BUKOPUCTOBYETbLCS.
HM3M MOXXYTb BUKAUKATWU Bifib r0N10BU, BUPA3KU LLJTYHKY i
MOLIKOOXKEHHS HUPOK. KopTukocTepoian Ta 6iosoriyHi npenapaTu
MNiABULLYIOTb CNPUWHATAMBICTL A0 iHdeKuin. Kpim Toro,
KOPTUKOCTEPOIAN MOXXYTb BUKJIMKATU pag iHWKUX NobivHNX edekTiB.

2.6 ik TpMBaaoO HeOOXiAHO NPOBOAUTMN NIKYBAHHA?

He iCHY€ XXOOHUX KOHKPETHUX OaHUX, WO NiATBEPAXYIOTb NoTpeby y
MOXXUTTEBIN Tepanii. BpaxoByoun Ton hakT, WO CUMITOMU, AK
MpPaBn0, 3MEHLLUYIOTbLCS 3 BIKOM, € BUCOKA MMOBIPHICTb TOro, WO
xBopoba byae y cTaHi pewmicii, i Toai MmoxxHa 6yne cnpobysaTtu
BIiAMIHUTN MeaNKAMEHTMN.

2.7 Ym icHy€e anbTepHaTMBHA/popaTKoBa Tepania?
He icHy€e »XoaHUX onybnikoBaHUX NOBIOOMJIEHb MPO €PEKTUBHICTb
A00aTKOBOI Tepanil.

2.8 ik 4acTo HeoOXiAHO NPOBOAUTUN KOHTPOJIbHI 0OCTE)XeHHA?
Ona piten, aki xeopitoTb Ha NLRP12-acouinoBaHy nepioanyny
JINXOMaHKy, HeobxigHO NpoBoANTN 06CTEXEHHSA, MPUHAWMHI ABiYi Ha
PiK, KPOBI i ceui.
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2.9 ik poBro TpuBae xgsopoba?
Lle NoXXNTTEBE 3aXBOPIOBAHHSA, MPU SKOMY CUMIMTOMW 3MEHLYIOTbCA 3i
36iNblLUEHHAM BiKY MaLieHTa.

2.10 Sk Burnapac€ sippasieHU NporHos (Hacnipkm Ta nepebir)
3aXBOpPIOBaAHHA?

NLRP12-noB'sa3aHa nepiognyHa IMXOMaHKa € NOXXNTTEBUM
3aXBOPIOBAHHSAM, NPU SKOMY CUMMNTOMU 3MEHLYIOTbCS 3i 36iNbLlUEHHAM
BiKy NauieHTa. Ockinbkn xBopoba € piaKiCHOW, TO He iICHYE XXOOHOI
iHbopMaLil Npo BigoaneHUn NPOrHo3.

3. MNoBcAKAEHHEe XUTTA

3.1 fik BnauBa€E XxBOpoba Ha NOBCAKAEHHEe XXUTTA AUTUHM Ta ii
OTOYEeHHA?

AKICTb XXUTTA MOoXXe ByTn obMe)xeHO NOBTOPOBaHUMK eni3ogamMun
JINXOMaHKW. Lle 4acTo npur3BoaUTb 40 3aTPUMKMN BYaCHOI NpaBUJIbHOI
NiarHOCTUKM, WO YTPUMYE BaTbKIiB y CTpaxy i MOXXe 3yMOBJIIOBATH
npoBeneHHS HENOTPIBHNX MegNnYHUX BTPY4aHb.

3.2 Lo i3 HaBYaHHAM Yy LWUKONI?

Hy>xe Ba>KnumBo, W06 WKinbHa oCBiTa y AiTen i3 XPOHIYHUMMN
3axXBOPIOBaAHHSAMU He nepepmuBasacs. € Kinlbka akTopiB, SKi MOXYTb
BUKJMKATK NpobsiemMn B WKOAi. TOMY Ba)knBo, Wob y4dmnTteni bynn
iIHbOpMOBaHIi NPO NMOTEHUINHI NoTpebn AnTMHU. baTbKn Ta BYMTENI
MOBWHHI 3pobuTKn BCe, L0 B IXHiIX cnnax, wob xsopa AnTuHa bpana
y4acCTb Y WKINIbHUX 3ax04aX He TiNbKU ONs OOCATHEHHS WKiNbHUX
YCniXiB, @ TaKoX, MO MOXJIMBOCTI, ANA 3000yTTA BU3HAHHSA Ta OUIHKUK
CBOIX O0OHONITKIB i gopocaux. lMiaroToBka Mosaoanx rnayieHTIB OO0
ManbyTHBLOIO XUTTSH € AY>KE Ba)KJIMBOK | OAHIEI i3 3arasbHUX Uinen
NiKYBaHHS Y XPOHIYHO XBOPUX.

3.3 K w000 3aHATb CIOPTOM?
CnopTuBHI 3axX04MN € OOHIEIO i3 3BUYHUX peyven y NOBCAKLEHHOMY XUTTI

5/6



KOXHOT ANTUHN. MeToto Tepanil € AaTU MOXXJIUBICTb OANTUHI XXUTK
HOPMaJIbHUM XUTTAM, TakKUM, LLO HE Aa€ NiacTaB novysaTun cebe
ayTcangepoM. Takum 4YMHOM, cnig BunpobysaTn BCi BUAN aKTUBHOCTEN
Ta BUbpaTtun Ti, KOTpi Aobpe niginayte AUTUHI. MpoTe cnig 3a3HadynTuy,
O pi3nYHa aKTUBHICTb NOBUHHA ByTn obmMexxeHa B nepioa rocTpoi
da3n i AUTUHaA Ma€E OOTPUMYBATUCS CMNOKOILO.

3.4 Ik Wop0 XapuyyBaHHA?

HeMa€e KOHKpPeTHUX peKoMeHaaLuin wono Aietn. 9k npasnio, ANTUHA
MOBMHHA OTpuUMyBaTK 30anaHCOBaHY AOIETY, IKa € HOPMaJIbHOIO i
BiAMNoBiAa€ BiKy. [lieTa 3poCTaly0i ANTUHMN Ma€E ByTn 340POBOIO i
30anaHCOBAaHOO Ta 34aTHOW 3abe3ne4ynTn OOCTAaTHE HAAXOO)KEHHS
binka, Kanbuito i BiTaMiHiB. [aUiEHTN, 9Ki OTPUMYIOTb JliKyBaHHS
KOPTUCTEpOigaMun, NOBMHHI CTapaTuncsa He iIcTn baraTto, OCKiJIbKN Ui
MeONnKaMeHTU 36inbLlyloTb aneTuT.

3.5 Yu MoXxe KniMaT BNJaMBaTHU Ha nepebir xsopoobu?
CMMNTOMU MOXKYTb MPOBOKYBATMUCSA XOJ1040M.

3.6 U4 AMTUHY MOXXHa BaKUUHyBaTnU?

Tak, ANTUHa Moxxe ByTn BakuMHOBaHOW. OAHaK NiKYy4Yn Nikap Mae€
OyTn NnoiHhopMoBaHMM NPO 3aCTOCYBaHHS XXNUBUX BaKLUWH, W06 B
OKpeMUX BUMagKax rnpaBusibHO NMPOBOAUTUN NiKYBaHHS.

3.7 SKi € peKkoMeHaauil Woao ceKCyasibHOro XXUTTA, BariTHOCTI
Ta KOHTpauenuii?

B naHMim 4Yac HeMa€e XX0OHOT iH(hopMauil 3 UbOro NUTaHHA B NiTepaTypi.
3arasiom, Tak camo, SK i Mpu iHWNX aBTo3anaJibHUX 3aXBOPIOBAHHAX,
Kpalue 34iNCHI0BATM NMJlaHyBaHHA BariTHOCTI Ansa Toro, wob
3a3ganerigb 3anobirt MoXXanMBuM NobiYHMM BNAMBaM 6ioorivHNX
npenapaTiB Ha NAig.
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