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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.

2. OIATHO3 TA TEPANIA

2.1 ik 3axXBOpPIOBaAHHA AiarHOCTYIOTb?

Ha nigcTtaBi 03HaK 3aXBOPIOBAHHSA Y ANTUHW CNOYaTKY BCTAHOBJ/IIOIOTb
nonepepnHin giarHo3 DIRA. DIRA moxxe 6yTu nigTBEPOXKEHUIN TiNIbKU
LLUNAXOM FreHeTU4YHoro aHanisy. [iarHo3 DIRA BBa>Ka€eTbCH
NiATBEPOXKEHUM, AKLWLO NALLIEHT € HOCIEM OBOX MYTaLin, KOXXHa 3 AKUX
oTpuMMaHa Bif 0gHOro 3 6aTbKiB. [eHEeTUYHUN aHani3 He MoXXe byTn
30INCHEHUM Y KOXXHOMY NliKyBaJIbHOMY LIEHTPI.

2.2 flke 3Ha4YeHHA MalOTb ylabopaTopHi 0bcTe)xeHHA/-TecTn?
Taki gocnig»XeHHs, 9K WBUAKICTb ocigaHHA epuTtpouunTis (LLUOE), C-
peakTnBHUM 6inok (CPB), 3aranbHUK aHani3 KpoBi i hibpnHoreH
BM3Ha4aloTb Nig Yac Hanaay Aad Toro, wob BU3HAYNTU CTYMiHb
Ba>XKOCTIi 3anasieHHs.

AKWO Y ANTUHN 3HOBY HEMAE CUMNTOMIB, LLi TECTU NMOBTOPIOOTh, W06
BM3HA4YUTU, YN MOKA3HMKKN NOBEPHYNCSA 00 HOPpMalbHUX abo Manxe
HOPMaJibHNX 3HAY€EHb.

KpiMm Toro, HeobxiiHa HeBEJIMKA KiJIbKICTb KPOBI 419 NpOBeAEeHHS
reHeTM4YHoro aHanisy. itun, aki nepebyBatoTb Ha MOXXUTTEBIN Tepanii
aHaKIHPOO, MOBUHHI perynsapHoO 34aBaTu KPOB | 3pa3kun cedi ans
3abe3neyeHHs MOHITOPUHTY.
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2.3 Yu 3axXBOpPIOBaHHA NIIKYETbCA Ta MOXXe DyTU NOBHICTIO
BUJIIKYBaHUM?

DIRA HEBUNIKOBHE, afle MOro MOXKHa JlikyBaTun 3a A0OMNOMOrroto
MOXXUTTEBOIO 3aCTOCYBAHHSA aHaKIHPW.

2.4 5fike nikyBaHHAi BUKOPUCTOBYIOTb?

DIRA He MOoXXe ByTn HaneXxHUM YNHOM JliKkoBaHa NpoTu3anajbHUMU
npenapaTamun. BUCOKI 003N KOPTUKOCTEPOIiB MOXYTb YaCTKOBO
MPUrHiYyBaTM CMMNTOMU XBOPOOU, 0OOaHaK, K NpaBnio, NPU3BOLAATb 40
Heba)KaHMX NobiYHUX edekTiB. 3a3BMYan 3HeDONOKOYI cepeaHNKN
BUKOPUCTOBYIOTb A1 TOro, wob nogosnatu Binb B KiCTKax Ta 4o Yacy
rnoYyaTKky Ail aHaKiHpn. AHaKiHpa - ue WTYy4YHO cTBopeHa opma IL-1RA,
binka, akun BiacyTHIN y nauieHTiB 3 DIRA. LLloaeHHi iH'eKLii aHaKiHpW
BUABNNNCA eANHO edheKTMBHOW Tepanito npu DIRA. LLloaeHHT iH'ekuil
MOXXYTb KOMMEHCYBaTWU BIACYTHICTb npupogHoro IL-1-RA Ta
KOHTpOJ1toBaTn XBOPOOY. Y Takmm cnocib MmoxkHa 3anobirtu ii peynansy.
[licna Toro, ik BCTAHOBJIEHO AiarHO3, AUTUHa noTpebye BBeOEHHS
aHaKiHPW BNPOAOBX YCbOro XnUTT4. Npn WwogeHoMy BBeAEHHI
CUMMTOMM y OiNbWIOCTI NAUIEHTIB perpecytoTb. Ane y fesKuX NauieHTIB
Tepania He € B NOBHIN Mipi epeKTUBHOKW. baTbKN HE MOBUHHI
3MiHIOBaTM 003y 6e3 nonepenHbLOro y3rogXXeHHs 3 JIiKyI4uM NikapeM.
AKLLO NauieHT BiAMIHAE npenapaT, xBopoba noBepTaeTbCcsa. OCKiNbKN,
NnOeTbCsA NPO MNOTEHUINHO XXNTTEBOHEBEe3NeyHe 3axXBOPIOBAHHS, LIbOIO
cnig yHuUKaTu.

2.5 ki noOi4yHi edpekT Mae MeguKaMeHTO3Ha Tepania?
Hanbinbw HenpneMHmMM NobivyHNUM eheKTOM aHaKiHpu € BostoYa
peakuid B MicLi iH'€KLIT, AKY MO>XHa MOPIBHATN 3 YKYCOM KOMaXxMW.
Oco61BO BNPOOOBXK NEpLUNX MICALIB JIKyBaHHSA Le MoxXe ByTu ayxe
6on04MM. Y Naui€eHTIB, AKi OTPUMYBANN NiKyBaHHA aHaKiHPOIO 3
npMBOAY IHWNX 3aXBOPIOBaHb, YacTille po3BMBaINCS iHpekuil. Yn Taki
cami Hacniokm 6yanyTb y nauieHTiB 3 DIRA HeBigomo. [leski 4iTun, fAKi
OTPMMYBaJZIM aHaKIiHPY 3 NPUBOAY iHLWNX 3aXBOPOBaHb, Mann Heba)kaHe
36inbweHHs Macu Tina. Ha gaHMM MOMEHT MU He 3HaEMO, 4un ue byae
cTtocyBaTucsa xsopux 3 DIRA. AHaKiHpa BUKOPUCTOBYETbLCA TiJIbKU 3
noYyaTKy 21-ro cToniTTa y NlikyBaHHI giten. TakKMM YAHOM, HEMAE




XOOHUX AaHUX WO a0 BignaneHmx nobiyHMX HacnigKiB.

2.6 K pOBro HeobXiAHO BUKOPUCTOBYBATMU JIiKyBaHHA?
JlikyBaHHA Ma€ ByTn NOXKUTTEBUM.

2.7 Ym icHy€e anbTepHaTUBHe/popaTKOBe NiKyBaHHA?
Mpn LbOMY 3aXBOPIOBAHHI HEMAE IHWNX BapiaHTIB JliKyBaHHS.

2.8 Ik perynspHoO cnig NnpoBOAUTU KOHTPOJIbHIi 00CTEe)XeHHA?
Y piTen, ki oTpUMyOTb NliKyBaHHS, HEOBXiAHO LOHaNMeHLe ABiYi Ha
PiK NpoBOANTN OOCTEXXEHHS KPOBI Ta ceui.

2.9 SIK pOoBro TpMBa€ 3axXBOPIOBaHHA?
NoeTbCa Npo 3aXBOPOBAHHSA Ha BCE XUTTA.

2.10 Sk BUrnapac€ BiapaneHm NPorHos?

AKLLO0 NiKyBaHHA aHaKIHPOK PO3MOYMHATK PaHO i MPOAOBXYBaTK yce
XUTTH, 4iTn 3 DIRA , weuawe 3a Bce, byayTb XUTU HOPMasbHUM
XUTTAM. AKLWO AiarHO3 NocTaBJieHUI Ni3HO abo NauieHT He MoXe
OOTPUMYBATUCA NIKAPCbKNX peKoMeHaauin (BiaCyTHA NMPUXMUIbHICTb A0
Tepanii) 3pocTa€e pu3nk Toro, wo xsopoba dbyae nporpecysaTtun. B
pe3ynbTaTi LbOro, 3aXBOPOBAHHS MOXKE MPU3BECTU 00 NOPYLUEHHS
POCTY, BaXXKUX KiCTKOBUX gedopMaLin, napaniyis Ta yTBOpeHHS pybuis
Ha WKipi, B pe3ynbTaTi - 40 CMepTaJZibHOro Hacnigky.

2.11 Yun Mo>Xe Naui€HT CaMOCTIMHO CTaTu 340POBUM?

Hi, naeTbCca Npo reHeTUYHO AeTepMiHOBaHe 3axBoptoBaHHA. OQHaKk,
MOXXUTTEBA Tepanisa A€ MOXXIMBICTb NaLiEHTaM NPOBOAUTU 3BUYaNHE
XXNTTS, KOTPE HEe Ma€E XXOOHUX 0OMeXXeHb.

3. LLloaHsa
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3.1 ik BNIMBA€E 3aXBOPIOBAHHA Ha WOAEHHE XXUTTA AUTUHM i Ti
OTO4YeHHA?

OnTuHa iii cim'a bopeTbCa 3 BeNMKNMM npobnemMamu wie o
BCTAHOBJIEHHSA AiarHo3y. licnsg Toro, 9K giarHOo3 BCTaHOBIEHUN |
NiKyBaHHS 6ys10 po3no4aTo, 6iNbLWICTb AITEN MOXXE BECTU MalxKe
HOpMallbHE XUTTA. Y Oeakux giten 3'aBNsai0TbCA KiICTKOBI gedopmaldil,
AKI MOXXYTb 0bMe)XKyBaTu MOBCAKAEHHY AiANbHICTb. LLloaeHHI iH'ekuil
MOXXYTb BYTU TArapem, i He Ti/IbKN Yepe3 He3pYy4HOCTI, asie TakKoX i
TOMY, WO Ba)XKO O0TpMUMyBaTMCA yMOB 36epiraHHS aHaKiHpW nig 4ac
MoOoopPOXKEN.

LLle ogHa npobnema, KoTpa Moxxe 6yTn MaTn NCUXONOriYHUW BNJIMB - Lie
HeobXxiQHICTb NpoBedeHHS MOXXUTTEBOro JlikyBaHHSA. MMiag vac
HaBYaJIbHMUX Ta MPOCBITHULILKUX KYPCIiB A5 MaLIEHTIB i IXHiIX DaTbKIiB Ui
npobnemMuy MoXXyTb OYyTU BUPILLEHNMMN.

3.2 {K 3i wKonoi?

Akwo xsopoba He NpuBena A0 iHBaMIAHOCTI Ta 3HAXOAUTbLCS MOBHICTIO
Mig KOHTPOJIEM 3@ A0OMNOMOrroK TPMUBAJSIOr0o BUKOPUCTAHHSA iH'eKLLIN
aHaKIHPW, TO He ICHYE HiIAKNX 0OMeXeHb.

3.3 Ik € 3i cnopTOoM?

Ao xBopoba He Npu3Bena A0 iHBANIAHOCTI i € LLiNKOM
KOHTPOJIbOBAHOIO 3a 40MNOMOIO0 TPMBAJIOr0 BUKOPUCTAHHSA iH'eEKLIN
aHaKiHPW, TO He ICHYE HiFKNX obMe)xeHb. MNoWKOoOXKEHHSA KICTOK, SKi
BUHUKJIN Ha PaHHIN CTaAil 3aXBOPIOBaHHSA, MOXXYTb NPU3BECTU 00
obMeXeHb 3aHATb CNOPTOM, ane ue He 060B'A3KOBO Npusseae 4o
nogasnblnx obMexxeHsb.

3.4 flK € 3 Xap4yyBaHHAM?
He icHy€e )xoaHOI OieTu.

3.5 U1 MoXxe KJsiMaT BNJIMHYTU HA 3aXBOPIOBAHHA?
Hi, He moxe.
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3.6 YU MOXXHa AUTUHY BaKLMHYBaTKU?

Tak, AUTUHa NOBMHHa 6yTU BakUMHOBaHO. OfHaK Npu BakUMHaLLi
XXWUBUMW BaKLMHaMM 6aTbKN MOBUHHI MOPAAUTUCA 3 NIKYIOYUM NliKapeM.

3.7 AKnx peKoMeHpauin cnip oOTPMMYBATUCA Y CEKCYaJZIbHOMY
XKMTTI, nip yac BariTHOCTI Ta ANA KOHTPOJIO 3a
Hapo A >KyBaHICTIO?

B naHnm 4ac HeEMa€E aaHUX Npo Te, YM aHaKiHpa € be3ne4yHow Angd
BariTHUX XIHOK.
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