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1. NMpo CANDLE

1.1 UWlo ue o3Hauvae?

XPOHIYHNN aTUMOBUN HENTPOMISIBHUN OepMaTo3 3 NiNOANCTPOIEIO Ta
nigsuweHor TemnepaTypoto (Chronic Atypical Neutrophilic Dermatosis
with Lipodystrophy and Elevated temperature, CANDLE) € pigkicH1UM
reHeTUYHNM 3aXBOPIOBAHHSAM. PaHile Le 3aXBOpOBaHHSA BM3HAYas0Cca
B niTepatypi 9K cnHgpom Nakajo-Nishimura-cnHgpom abo Sk ANOHCbKUI
aBToO3anasibHUW cMHAPOM 3 ninoancTpodieto (JASL), abo sk cyrnobosa
nedopmauis, atpodia M'asie (po3nan M's3iB), MiKkpounTapHa aHeMid |
MaHHIKYNIT-iIHOYKOBaHa ninogucTpodia anta4oro Biky (JMP). Xsopi 4itu
CTpaXkhakwTb Big nepiognyHnUX Hanaais IMXOMaHKN, YParKeHHS LKipu,
AKi 36epiratoTbCa BNPOAOBXK AEKiIIbKOX AHIB/TUXHIB, 3aaMLWIA04YN Ha
LWKipi 3MiHM (hioN1eTOBOro KoJ1bopy, MaloTb aTpodito M'a3iB (po3nap
M'A3iB), MporpecmneHy AinogucTpodgito, 6inb y cyrnobax i cyrnobosi
nedopmadil. bes nikyBaHHA xBopoba Mo)xe NMpuU3BecTn 40 TAXKKOI
IHBaNIAHOCTI | HABITb CMEpPTI.

1.2 Ik 4acTOo 3yCTPiIiYaETLCA 3aXBOPIOBAHHA?

CANDLE € pigkicHMM 3axXBOptOBaHHAM. Ha CbOrogHiWHIN OeHb ONMUCaHO
61n3bKo 60 BUNAAKIB y NiTepaTypi, asie € BUCOKA NMOBIPHICTb iHLINX
HeadiarHOCTOBaHMX BMNaOKiB.

1.3 YU ue cnapkoBe 3aXBOpPIOBaHHA?
3axBOPOBAHHA YCMaAKOBYETbLCSH 3@ ayTOCOMHO-pPEeL,eCMBHUM TUMNOM
ycrnaakyBaHHS (LUe 0O3HavaE€, Wo BOHA He 3aJ1IeXXUTb Bif CTaTi | )KOAEH 3
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6aTbKiB HE Ma€e CMMMNTOMIB XBopobu). Mpun LuboMy TUNi yCNaaKyBaHHSA
noanHa notpebye ABa MyTaHTHI FeHW, OAVH Big MaTepi i aopyrun Big
baTbka, Wwob 3axsopiTn Ha CANDLE. Takmm 4nHoM, 06o€ 6aTbKiB €
HOCISIMK (HOCiI Ma€ TiNIbKN OAHY MYTaHTHY KOMito, ane He XxBopoby),
ane He € xBopuMun. [Ing baTbKiB, AKi BXXe MatoTb AnTuHY 3 CANDLE
ICHYE NMMOBIPHICTb, WO Y HUX Apyra ANTUHA HAPOAUTbCA 3i
3aXBOPIOBAHHAM CTAHOBUTb 25%. € MOXMBICTb AiarHOCTYBaTH
xBopoby B yTpobi MmaTepi.

1.4 YoMy MO AMTUHA CTPaXApa€ Big XxBopobu? Ym MoXxHa
3anoOirtn?

Bawa gntmnHa Mae 3axBoptoBaHHSA, 60 Hapoauaacsa 3 MyTaUi€l y reHax,
AKi BuknukatoTe CANDLE.

1.5 YUm ue 3axBOplOBaHHA € 3apa3HUM?
Hi, CANDLE € He3apa3HumM.

1.6 ki € ronoBHi cuMnTOMM?

Bik no4YaTKy 3axBOPIOBAHHS NpUnaga€e Mi>x ABOMa TUXKHAMMU i LWWICTbMa
MicALUAMMN NiCNa HAapoOXKEHHS. T0/I0BHI CUMNTOMU BKJIOYAOTh Y
ANTSAYOMY BiLli MOBTOPIOBAHY rapsyky i eputemy, To06TO KinbLEBUAHUN
BUCUM, SKUW MOXXe TPUBATU Bif KiJIbKOX OHIB 40 KiJIbKOX TUXKHIB i
3a/IMWLATN Ha WKIipi 3MiHK )ioNeTOBOro KosabLopy. TUNoBMMKU NposasamMm
€ Npunyxni pioneTosi NOBIKM i NOBHI rybu.

MNepudepunydHa ninognctpoddia (B OCHOBHOMY Ha 061M44i | BEPXHIX
KiHUiBKaXx), 9K npaBwuo, BiabyBa€eTbCs Y BCiX NAUIEHTIB B Mi3HbOMY
AUTUHCTBI | YaCTO aCOLIETBLCSA 3 HU3bKOPOCJICTHO PI3HOrO CTYyNeH4
Ba>XKOCTI.

Y OinbLIOCTI NAUIEHTIB cnocTepiratoTb apTpanrii (binb y cyrnobax) 6e3
apTpUTYy, a 3 HaCOM PO3BMBAOTbLCS 3HaYHI agedopmauil cyrnobis. 1o
IHLUMX MEeHLU YaCTUX CUMMNTOMIB HaJIeXXUTb KOH'IOHKTUBIT, HOOYAPHUI
enicKNepuT, BY3/I0BUN XOHOPUT (3anmaneHHa xpsLwa) y ByCi i HOCI, a
TaKoXX eni3oan acenTU4YHOro MeHiHriTy. Jlinogncrtpodis €
MpOrpecyr4oto i HE3BOPOTHLOIO.
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1.7 SAKi yCKNapHeHHA MOXYTb 3ycTpiyaTuca?

Y HemoBNAT i ManeHbkux giten 3 CANDLE ngetbca npo 36inblieHHs
MeyvyiHKW | Nporpecyoyy BTpaTy nepugepnyHol XMpoBOoI TKAHUHW Ta
M'A30BOI Macu. IHWI Nnpobnemun, Taki K 30iNbLIEHHSA cepueBoro Mm's3a,
cepuesi apuTMii i cyrnobosi gedopmauii, MOXXYTb PO3BUBATUCS Y
noganblLlOMy XWUTTI.

1.8 Y xBopoba nepebirae y KoO>xHOi AMTUHUN OOHAKOBO?

Bci nocTpaxkgani gitn € cepnosHo xsopumMu. OfHaAK CUMMTOMN Y Pi3HUX
niTen He € 0oAHaKOBMMIW. HaBiTb B OAHIN CiM'T BaXKKICTb CTaHy OAHIEl
ONTUHW BIAPI3HAETLCA Bif iHLWOI.

1.9 Ym Biapi3HAETLCA 3aXBOPIOBAHHA Y AiTen Ta aopocnmx?
Mporpecyto4nn nepebir 3axXxBOPOBaHHSA 03HAYAE, WO KNiHIYHa KapTUHa
y OiTen 4aCTKOBO BiAPI3HAETLCA Big AOpOoCAuX. Y OiTen BAHUKAOTh B
OCHOBHOMY MepioanYHi Hanagu rapsaykuy, NopyLweHHs pocTy, ocobnumsi
CUMMTOMMN Ha 06MY44a | Ha WKipi, M'a30Ba aTpoddida (BTpaTa M's30BOI
Macu), cyrnobosi gedopmauii Ta nepudepuydHa ninogncTpodia, 9K
npaBwso, PO3BMBAETLCA Y Ni3HbOMY OUTUHCTBI abo B 3pisioMy Biui. Y
AOPOC/INX MOXYTb OYyTN NOPYLLUEHHS CEPLEBOro pUTMy i 30iSbLLUEHHS
cepueBoro Mm'sasa.

2. OIATHO3 TA TEPANIA

2.1 Ak xBOpOoOy MO>XHa giarHoctyBaTtu?

MonepegHin niarHo3 CANDLE Mo>XHa BCTaHOBUTM Ha nNiacTasi
XapaKTepHUX o3HaK xBopobu y antuHu. CANDLE moxe byTu

nigTBEpPA >XEHUM TiJIbKW 32 AOMOMOrol reHHOro aHanisy. [iarHos
CANDLE € nigTBepa>XeHnMm Toai, AKLWO MaLIEHT € HOCIEM OBOX MyTaliu,
KOXXHa 3 AKUX € y baTbKiB. [eHEeTUYHNI aHaNi3 He MoXe ByTun
30iINCHEHUN B KOXKHOMY J1iKyBaJIbHOMY LLEHTPI.

2.2 flke 3Ha4YeHHA MalOTb slabopaTopHi 0bcTe)xeHHA/-TecTn?
HJocnig)xeHHsA, Taki AK WBNAKICTb ocigaHHA epuTpounTie (LUOE), C-
peakTuBHUK Binok (CPB), 3aranbHWUM aHani3 KpoBi i pibpuHoreH
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NpOoBOAATL MNif 4aC HanagiB 3 MEeTOK BM3HAYEHHSA CTYMEHIO 3amnasieHHS
Ta ON8 BU3HAYeHHA aHeMil (Manokpis's). lNedviHKOBI hepMeHTN
AOCNIOXKY0Tb, WOO OLIHUTY NOLWKOAXEHHS MEeYiHKW.

LLi gocnig>XeHHSA NOBTOPIOTL Yepes pPiBHI NPOMiIXKKIK Hacy, wob
BU3HAYUTUN, YN NOKA3HUKWN MOBEPHYINCA 00 HOpManbHUX abo Manxe
HOPMasibHUX piBHIB. KpiM Toro, byne HeobxigHOO HeBeNnKa KiNlbKiCTb
KPOBI /19 MpOoBeOeHHsS FreHeTUYHOro aHanisy.

2.3 Yu xBOopoOy MO>KHa nikKyBaTu Ta BUJNiKyBaTu?
CANDLE He MOXXHa BUNiKYBaTWU, OCKIJIbKU Lie € reHeTU4He
3aXBOpPOBAHHSA.

2.4 5sike nikyBaHHAA BUKOPUCTOBYIOTb?

Hemae epekTnBHOi cxemun nikysaHHs gnsg CANDLE. byso nokasaHo, Lo
BMCOKI 0o3un ctepoiniB (1 - 2 Mr / Kr / oeHb) Nnpn3BoaaTb 40
MONINWeHHA CAMNTOMIB, TaKUX 9K BUCUM, IMXOMaHKa i 6oni B cyrnobax.
Ane sK TinbKM O03a UNX MEeANKAMEHTIB PeAYyKYETbCA (3HUXKYETbLCS),
CUMMTOMM 4aCTO NOBepPTalTbLCA Ha3an. IHribiTopu hakTopa HEKPO3Y
nyxaumH -a (PHIM-anba) npusoannm B AeAKNUX NaLIEHTIB 00
TUMYACOBOIrO NOJIIMWEHHS, ajfe B iHWMNX XBOPUX — L0 3arOCTPEHHS.
IMyHOCYynpecnBHUM npenapaT Tounnizymab nokasas obmMexeHy
e(peKTUBHICTb. Y AaHMN YacC NpoBOOATbCA eKCrepMMeHTasbHi
AOCNiaXeHHS 3 BUKOPUCTaHHA iHribiTopiB JAK- kiHa3u (Tofacitinib).

2.5 ki noOi4yHi epekT Mae MeguKaMeHTO3Ha Tepania?
3aCTOCYyBaHHSA KOPTUKOCTEPOIAiB NOB'A3aHO 3 MOXJMBMMU NOBIYHNMN
ehbeKkTaMmn, TakuMK, 9K HagMmipHa Maca Tina, Habpakm obnn44ys i
rnepenagn HacTpor. AKLO CTepoian nprsHayaTb Ha TPMBAJIUN Nepios
4yacy, Lue MoXXe NpM3BecTn A0 YNOBiJIbHEHHS POCTY, OCTEOMNOpPo3y,
rinepToHiIl i LykKpoBoro aiabety.

IHFiBiTOPU haKTOpa HEKPO3Y MYXJINH-O HELABHO 3'ABUJINCA Ha
(hapMaLLeBTUHHOMY PUHKY. IX BUKOPUCTaHHA NOB’A3aHe 3 NigBULLLEHNM
PU3NKOM PO3BUTKY iIHPEKLINHNX XBOPODO, akTmnBauLi€to TybepKynbLo3y,
MO>XJINBMM PO3BUTKOM HEBPOJIONiYHNX 3aXBOPIOBaAHHAM abo
iIMYHONOriYHMX XBOPO6. [OBIAOMAAITL MPO MOXJNBUN PU3NK
BUHUKHEHHS 3/109KICHUX NyXAnH. OQHaK, He iCHYE XXOOHUNX




CTATUCTUYHUX OAaHUX, AKiI 4OBOAATH, WO LI MegUKAaMeHTM NoB’a3aHi 3
PU3NKOM PO3BUTKY 3/10KICHUX NYXJIUH.

2.6 SIK nOBro Ma€ NPOBOAMUTUCA JIIKYBaHHA?
JIiKyBaHHS c/lif, NpoBOANTU BMNPOOOBXK YCbOro XUTTS.

2.7 Ym icHye anbTepHaTUBHE/AOoAaTKOBE J1IKyBaHHA?
He icCHy€ »XOAHUX OOCTOBIPHUX OaHUX NPO iHWIi BUAWM Tepanii npu
CANDLE- cnHaopom.

2.8 KM perynfipHMu KOHTPOJNb NOTPIOHUNK?

LLi 4iTn NOBUHHI perynsapHo (NpUHaANMHI TpW pa3un Ha PiK)
obCcTe)xxyBaTUCA AUTAYMM peBMaTos1I0rom, Wwob Bnu3Ha4mTm 4m xsopoba €
nobpe KOHTPOJIbOBAHOMD, i, MOXKJIMBO, CKOPUIryBaTW JlikyBaHHSA. Y aiTen,
AKi OTPUMYIOTb JliKyBaHHS, HEOOXiAHO NPOBOANTU NMPUHAWMHI ABa pa3u
Ha PiK 3arasibHU aHani3 KPOBi | 3arasibHUN aHasi3 ceui.

2.9 Sk pOBro TpMBa€E xgsopoba?
CANDLE € xBopoboto Ha Bce XUTTHa. O4HaK, akTUBHICTb XBOpobu
BMPOLAOBX XXUTTHA MOXKE 3MiHIOBaTUCS.

2.10 iKun BOBroCTPOKOBMMA NPOrHO3 (NPOrHo3yBaHHA nepeoiry i
pe3ysibTaTy) 3aXBOPIOBAHHA?

TpuBaNiCTb XNTTHA MOXKe OYTN 3HMXKEHOID, OCKIJIbKN CMEepPTb 4acTo
HacCTa€E Yyepe3 3ananeHHsa 6araTtbox OpraHiB. AKICTb XXUTTS € CEPUO3HO
obMeXXeHol10, MauieHTN € 0OOMEXXEHNMMN Y CBOIN aKTUBHOCTI |
CTpaXkaatloTb Big IMXoMaHKK, 6010 | MOBTOPOBAHUX €Mni304iB BaXXKOro
3anaJieHHs.

2.11 Yn Mo>Xe Naui€HT CTaTU NOBHICTIO 34,0POBUM?
Hi, TOMYy W0 noeTbcsa Nnpo reHeTUu4YHe 3aXBOPIOBAHHA.
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3. LLOAHA

3.1 ik BN/IMBA€E 3aXBOPIOBAHHA HA WOAEHHE XXUTTA AUTUHMU Ta il
OTOYeHHA?

OnTnHa Ta i poanHa 6opeTbcsa 3 Nnpobiemamun Wwe Ao 4acy
BCTAHOBJIEHHSA AiarHo3y.

Y nesakux gitenm 3'aBns0TbCA KiICTKOBI gedopmauil, AKi MOXKYTb 3HA4YHO
BMNIMBATM Ha MOBCAKAEHHY AiANbHICTb. LLloAeHHI iH'eEKLIT MOXYTb DyTH
TArapem, i He TiNIbKM 4Yepe3 HEe3PYYHOCTI, afle TakKoX 4Yepes BUMOrU
oo 3bepiraHHA aHaKIHPU, SKUX BaXXKO AO0TPUMATUCS Mig Yac
MoOoopPOXKEN.

LLle ogHielo npobnemMoto € NCUXONOriYHUIN TArap HeobXiaHOCTI
MOXXUTTEBOI0 NiKyBaHHSA. Y HaBYaJIbHUX Ta NPOCBITHULBLKUX KypCaX
ANns nayieHTiB i 6aTbKiB Ui NpobnemMmn MoXXyTb 06roBOpPOBATUCH.

3.2 fIK w000 HaBYaHHA y LWWKOAI?

Hy>xe Ba>knmBo, W06 WKisibHa oCBiTa y AiTen i3 XPOHIYHUMMN
3aXBOPIOBAHHAMU He nepepumBanacs. € Kilbka pakKTopiB, AKi MOXYTb
BUKIMKaTK npobsiemn B WKOJi. TOMYy € Ba>KnMBO, W06 BUnTeni dynu
iIHObOpMOBaHUMK NPO NOTEHUINHI NoTpebn anTuHW. baTbkn Ta BYMUTENI
MOBWUHHI 3pobuTKM BCe, WO B IXHiIX cnnax, wob xsopa AgnTtnuHa bpana
y4acCTb Y LWKINIbHUX 3ax04aX He TiNIbKU 015 OOCATHEHHS WKiNIbHUX
yCnixiB, a, TakKoXX, MO MOXXJINBOCTI, ANSA 3000yTTA BU3HAHHSA Ta OLIHKMK
CBOIX OAHONITKIB i gopocaux. lNigrotoBka A0 ManbyTHLOIro XUTTH Y
MOJIOANX MNALLIEHTIB € AY>Xe Ba>XKJINBOIO | € OOHIEID i3 3arasibHUX Uinen
NiKYBAHHSA Y XPOHIYHO XBOPUX.

3.3 K w080 3aHATb CMIOPTOM?

CnopTuBHI 3aXx04n € OOHUM 3 3BUYHUX peyen y NOBCAKOEHHOMY XUTTI
KOXXHOI AUTUHWN. MeTot Tepanii € 4aTU MOXJINBICTb OAUTUHI BECTU
HOpPMaJibHE XXUTTAM, Take, WO He Ja€ nigcTtas noyysaTn cebe
ayTcangepoMm. Takmm 4MHOM, cnif sunpobysaTn BCi BUON aKTUBHOCTEWN
Ta BubpaTtun Ti, KoTpi gobpe niginayTb AnTUHI. MNMpoTe, cnig 3a3HaynTy,
O Pi3nYHa aKTUBHICTb NOBUHHa ByTn obmMe)KeHa B nepion rocTpol
da3n i AnTHa Ma€e 4OTPUMYBATUCS CMOKOIO.
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3.4 SIK npaBMJZIbHO XapuyBaTucsa ?
He icHy€e )xoaHOI cneuianbHOI OIETN

3.5. Yu MoXe KaliMmaT BNJIMHYTU Ha nepebir 3axBoploBaHHA?
HacKinbkn HaMm BigoOMO, KJliMaT He BMNJIMBA€E Ha nepebir 3axBOpOBaHHSA.

3.6 YUn puTMHa MOXXe OyTU BaKLLMHOBAHOI0?
Tak, OUTNUHY MOXHa BakuuHyBaTn. O4HaK, WOoA0 3aCTOCYBaHHSA XUBUX
BaKUWH CNig NnopagnTucs 3 NiKyo4uMm sikapem.

3.7 AAKi peKkoMeHpaLil CTOCOBHO CEKCYaJZibHOro XXMUTTA, BariTHOCTI
Ta KOHTPOJIIO 32 HAPO A )KYBAHICTIO?

3 UbOro NMTaHHSA Ha JaHWIN Yac HEMAE XOOHOT iHhbopMauil y haxoBin
niTepaTypi WOA0 A0OpOoCaAUX NauieHTiB. B winomy, byane kpawe, SKLO,
TaK caMo, K Npu iHWKWX aBTO3anaJibLHUX CUHAPOMAaX, MPOBOAUNTW
nJaHyBaHHSA BaAriTHOCTI Ansa Toro, wob 3asganerigb BpaxyBaTu BMNMB
NiKyBaHHS Yyepe3 MoXXMBI NobBiIYHI edhekTn BiosorivHKUX nNnpenapaTiB Ha
e HEHapo4XXeHY OUTUHY.
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