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1. MPO CUHAPOM BJIAY/CAPKOIOO03 Y AUTAYOMY TA
nanaiTKkoBOMY BiLI

1.1 Lo ue o3Hauvae?

CnHppom bnay € reHeTUYHNM 3aXBOPIOBAHHAM. [aUieHTV MalOTb
KoMbiHOBaHi 3MiHM TaKi AK: BUCUNKa, 3ananeHHs cyrnobis (apTpuT) i
3anafieHHda o4en (yBeiT). MoXyTb ByTr NOWKOAXKEHUMW iHLWI OPraHu, |
Lle MO)Xe NMPU3BOAUTM 00 NOBTOPIOBaIbLHOI IMXOMaHKWN. Ha3Ba bnay
(Blau) cmnHOpOM BUKOPUCTOBYETHLCSA AN CiMenHUX oopM xBopobu, ane
xBopoba Mo)Ke TaKo)X PO3BMBATMUCA CNOHTAHHO. Y UKMX BUNagKax,
rOBOPATb NPO TaK 3BaHUW paHHIin anTtadmin capkoigos (Early onset
sarcoidosis, EOS).

1.2 K 4acTo 3yCTPIiYaAETHLCA Le 3aXBOPIOBaHHA?

CTaTUCTMKa L€l XBOpobu € HeBigomot. aeTbcs Npo ayxKe pigkicHe
3aXBOPIOBAHHS, AKe MNOYNHAETLCA Y ANTUHCTBI (9K npasnio, 0o 5 poky
XNTTA). AKWwo XxBopoby He fikyBaTW, TO BOHa Habupae arpecmsHoOro
nepebiry. 3 MOMEHTY BiAKPUTTSA OCHOBHOIO FeHY, 3aXBOPIOBAHHS
noYasn AiarHOCTyBaTW YacTiwe, oTXKe CTajla MOXJIMBOI BiNlbl TOYHa
OouiHKa YacToTun i nepebiry.

1.3. LLlO € NPUYUHOIO 3aXBOPIOBaHHA?
CuHgpoM bnay € reHeTUYHUM 3axXBOPIOBAHHAM. [[eH, KOTpuUii BiANoBiAa€E
3a HbOro no3Ha4vyaeTbcsa NOD2 ( cnHoOHIM € CARD15), akuin koaye 6inok,
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O Bigirpa€e posib y 3anasjibHUX peakuisax B opraHiami. AKLWwo uen reH
Ma€ MyTauito (Hanpuknag, gk ue € y sunagky cuHgpomy Blau), 6inok
HenpaBUbHO PYHKLIOHYE, i, Le NpU3BOANTb 00 XPOHIYHOro 3anajeHHs
Yy NAUIEHTIB i3 YTBOPEHHSM FPaHyJ/IbOM B Pi3HNX TKAHWUHAX i opraHax
opraHismy. [Ing rpaHy/1IbOM € XapaKTepHi TpuBani BYy3J10Bi
HOBOYTBOPEHHS, WO CKAaAaloTbCs i3 3anasibHUX KNITUH, SAKi MOXYTb
3pyVHYBaATN HOPMaJsibHY CTPYKTYPY i MOWKOOUTU PYHKLIIO PiI3HUX
TKAHWHW Ta OpraHiB B OpraHismi.

1.4 YUm ue 3axXBOpPIOBaAHHA € CNAAKOBUM?

3axBOPOBAHHSA YCMNaAKOBYETbCS 3@ ayTOCOMHO-AOMIHAHTHUM TUMOM
(Lue o3HayvaE, Wo BOHO He 3aNeXWUTb Big cTaTi i NPUHANMHI OAWH 3
6aTbKiB NOBMHEH MaTN CUMNTOMM 3aXBOPOBaAHHA). Mpn LbOMY TUMI
ycnagkyBaHH4A, JIOANHA NOBUHHA MaTU inwe OgUH MYTaAaHTHUW reH,
oTpuMaHun Big MaTepi abo baTbka, Wo6 3axBopiTK Ha cnHOpoM bnay.
Mpwn EOS, MOXYTb BUHUKATU CNOHTAHHI dOPMU 3aXBOPOBAHHSA Y
BUMagKy, KoM ABOE BaTbKiB, AK NpaBn0,E 340POBUMU. AKLLO JOANHA
€ HOCIEM reHa, y Hel NposaBuTbCcsa xBopoba. AKLo oanH 3 6aTbKIiB Ma€
cuHOpom briay, MMOBIPHICTb TOro, WO ANTUHA TAaKOXX Ha HbOIrO 3aXBOPIi€E
CcTaHoBUTL' 50%.

1.5 YoMy Mo AMTUHA CTpaXXpa€ Big xBopodbu? Ym MoxkHa ii
nonepeanTun?

ONTNHa Ma€ 3axXxBOPIOBAHHS, TOMY BOHA € HOCIEM reHy, SKUN BUKJINKAE
cuHapom bnay. B paHuin 4ac ue 3axBOPIOBAaHHA HE MOXXe By Twu
rnonepeaxeHo, asie MoXXHa NlikyBaTu CUMMTOMMU.

1.6 Y BOHO 3apa3He?
Hi, cuHgpomoM bnay He MO)XHa 3apa3nTucs

1.7 AAKi € ronoBHi cMMNTOMMU?

€ TpY OCHOBHI CUMNTOMW 3aXBOPIOBAHHA: apTPUTU (3ananeHHs
cyrnoba), aepmaTtuT (3anaseHHs WKipKW) i yBeiT (3anasieHHs o4en).
[No4YaTKOBI CMMMTOMU BKOYAOTb TUMOBUIA BUCUM 3 MaJIEHbKNUMU
KPYTIMMUN LWWKIPHUMUN 3MiHAMWN, AKi MOXYTb MOXKYTb MaTu KONip Big,

2/8



61i00-p0oXKeBOro A0 CBIT/I0-KOPUYHEBOIO i aX A0 CUJIbHOIO
MOYEepPBOHIHHSA LWKipWn. BNpoaoB»X HACTYMHUX POKIiB BUCUM CTa€
BOCKOBUM i 3HUKAE. APTPUT € HaWYaCTilLMM NPOSABOM, LLLO PO3BUBAETHLCS
B NepLli AecsaTb POKiB XUTTSA. Lle nposaBnAAeTbCA Habpsakom cyrnoby,
X04a PyXJMBICTb cyrnoby Ha novyaTky 36epiraeTbCs. 3 4acoMm
NOSABNAETLCA 0OMeXXeHHs pyXiB, AedopMalLlil Ta epo3il (YparkeHHS
LKipKn). YBeIT (3ananeHHsa panny>xHol 060/10HKHK, ipic) € HanbinbL
Hebe3neyHNM CMMNTOMOM, KU YacTOo MNOB'A3aHUN 3 PO3BUTKOM
yCKNnagHeHb (KaTapakTa, NigBULEHHSA BHYTPILLHBOOYHOI O TUCKY), | B
HeNiKoBaHMX BUMNagKaX MOXXe NMpuU3BecTn 00 MOPYyLUEHHS 30pY.

KpiM Toro, rpaHysniemMaTo3He 3anasieHHA MOXXKe PO3BUHYTUCA Y baraTbox
IHLUMX OpraHax i BKJIKOYAE iHWI CMMNTOMUN, TaKi AK NOPYLUEHHS
nereHesol abo HUPKOBOT ANCKhYHKUIT, NiABULLEHUN KPOB'AHUN TUCK i
MOBTOPHa JINXOMaHKa.

1.8 YM y KO>XHOI AUTUHM XBOpOOa nepebirae ogHaKoBO?

Hi, nepebir He 3aBXAn € ogHaKoBMM. KpiM TOro, TUn i Ba)XKiCTb
CUMMTOMIB i3 BIKOM OUTUHW MOXXe 3MiHIOBaTUCA. AKLLIO XBOpOoDy He
NiKyBaTKn, BOHa Nporpecye, i CAMNTOMN YTPUMYIOTbCH, BiANOBIOHO,
nani.

2. OIATHO3 TA JIIKYBAHHSA

2.1 SIK MO>XXHa AiarHoCcTyBaTu 3aXBOpPIOBaHHA?

IOna giarHOCTUKK cMHApoMmy bnay, K nNpasBunao, OTPUMYIOTbCS
HaCcTynHOro nigxony:

a) KniHi4He nigo3pa: Ba)xnmeo nogymMmaTu npo cmHOpom bnay, koniu
ANTUHa Ma€ KOMDiHaLito 3 TPbOX TUMOBUX KJIHIYHNX CUMMNTOMIB
(cyrnobis, wkipwn, oven). HeobxigHo npoBecTn goknagHuin 36ip
CiIMeMHOro aHaMHe3sy, OCKiJIbKU Lie 3aXBOPIOBaHHSA € Ay)Xe PIAKICHUM i
yCNagKOBYETbLCA 3a ayTOCOMHO-AOMIHAHTHUM TUNoM. O) BKa3iBKa Ha
rpaHynboMmy: Ona giarHoCTUKM cnHgpomy bnay / EOS HeobxigHa
HasABHICTb TUMNOBUX FPAaHYJIbOM B YPa>K€HUX TKAaHNHHUX CTPYKTYypax.
[paHyN1bOMX MOXXHa NiATBEPANTN 3a AONOMOrow bioncii (B3a1Ta npobn
TKAHMHWN) 3 ypa>KeHol AinsaHKn wkipu abo 3i 3ananeHoro cyrnoba. IHLWiI
MPUYNHN FPaHYIbOMATO3HOro 3anajseHHa (Hanpukniag, aK
Tybepkynbo3, iMmyHoaediunTn Ta iHWI 3anasibHi 3aXBOPIOBAHHS, TakKi fK,
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Hanpuknag, Aeski BaCcKyniTn) NOBUHHI ByTU BUKIOYEHUMW LLIAXOM
peTenbHOro KJiHiYHOro obcTe)xeHHs Ta BiANOBIAHOIro0 06CTEXXEeHHS
KPOBIi Ta MeTofiB Bi3yani3auil Y1 iHWNX TeCTiB. B) [eHeTUYHUN aHanis:
BrnpoaoBX KiflbKOX POKiB CTa/10 MOXJIMBMM NPOBOOUTU FrEHETUYHE
AOCNiA)XeHHS NMauienHTiB, Wwob niaTBepaAnTMN HasaABHICTb MyTalin, AKi
rMoB'A3aHi 3 pO3BUTKOM cnHgpomy bnay / EOS.

2.2 flke 3Ha4YeHHA MalOTb slabopaTopHi 0bcTe)XeHHA/-TecTn?

a) bionciga wkipu: npwn 6ioncii Wkipn 6epyTb MasieHbKUN LLUMATO4YOK
TKaHHW. Lle oy>xe npocTa npoueaypa. Akwo B 6ioncil WKipn BUSBNEHI
rPaHyJ/IbOMMN, TO BUCTAB/IAKTb AiarHo3 cnHapomy bnay nicnsa
BUKJIIOYEHHSA BCiX iHWNX 3aXBOPIOBaHb, 3 AKUMUN MOB'sA3aHi YTBOPEHHSAM
rpaHynbommn. 6) O6cTe)xeHHs KPOoBi. [loCNiaXeHHS KPOBi Ba>kKnBi Ans
BUKJTIOYEHHS iHWNX 3aXBOPIOBaHb, AKi MOXXYTb OyTK NoB'A3aHNUMK 3
BUKJIIOYEHHAM rpaHy/IbOMAaTO3HOrr0 3anasieHHs (Hanpuknag,
imyHOZediunTn abo xBopoba KpoHa). KpiM LbOro, € Ba)KJIMBUM TaKOoX
BU3HAYMUTU CTYMiHb 3anajieHHs Ta 3aJly4eHHS iHWKWX OpraHiB
(Hanpuknan, HUPKK abo neviHka). B) FleHeTUYHe 0DCTEXEHHS: Le
€EQVHE OOCNIOXXEHHS, W0 MO>XXe A0CTOBIPHO NiaTBEPAUTN AiarHo3
cuHgpoMmy bnay, ue TecT 3 BusaBNeHHAM MyTauii reHy NOD2.

2.3 Yu 3axBOplOBaHHA NIiKYyeETbCA? YU BOHO BUJIIKOBHE?

XBopoba He MoXe ByTn BMAiKyBaHOO, ane Moxe byTu
MeONKaMEeHTO3HO KOHTPOJIbOBAHOK npenapataMu aas sikyBaHHSA
3ananeHHa y cyrnobax, o4ax Ta iHWKUX NOWKOOXKEHNX OpraHax.
MeaonkamMeHTO3He NlikyBaHHSA CnpsAMoBaHe Ha 3abe3nevyeHHs KOHTPOI0
Had CMMMTOMaMU i 4N 3YyNMUHKW NMporpecyBaHHS XBopobu.

2.4 5sike nikyBaHHA € AOCTYNHUM?

Ha paHun 4yac HemMa€e nokasiB, ki 6 gonoMornm BU3Ha4YnTK, ke
NliKyBaHHS € Hankpawmm gnga cmHapomy Blau / EOS. Cyrnobosi
npobsiemMm 4acTo MOXKHa NikyBaTK 3a gornomoroto HM3MM i
MeToTpekcaTy. [Mpo meToTpekcaT BiAOMO, WO BiH e(peKTUBHO
BUKOPUCTOBYETLCA Y BaraTbox AiTen i3 IOBEHINbHUM igionaTUYHNM
apTPUTOM 3 METOID KOHTPOJIIO 3aXBOptoBaHHSA. [pu cmHapomi bnay, uen
eheKT MoXe ByTU MeHL BUpa)KeHNM. YBeIT Ay)Xe BaXKKO
KOHTpoJ1toBaTU. JIoKanbHO AitoYi npenapaTu (CTepoifAoBMICHI OYHI
Kpannai, abo MicueBi cTepoigHUN iH'EKLIT) MOXXYTb He ByTn gocTaTHIMU
ONa Aefaknx nauieHTiB. EQQeKTUBHICTE MeToTpeKcaTy 15 KOHTPOJIIO
YBEITY € HEAOCTATHbLOID, | MALIEHTY, MOXNNBO, byae NoTpibHO
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NPUNMaTN opasibHi KOpTUKOCTepoian, Wwob B3ATM Nig KOHTPOJb
cepuno3He 3arnajlieHHsA o4en.

Ona nikyBaHHA NaUIEHTIB i3 3ananeHHaM o4ven/cyrnobis, sAKi Ba)KKo
KOHTPOJ1IOBATW, @ TAaKOX MALIEHTIB 3 YPa>KeHHAM BHYTPILWHIX OpraHis
MOXXe ByTN eheKTUBHUM BUKOPUCTAHHSA iHFIBITOPIB LMTOKIHIB, TAKNX SK
TNF-a iHri6iTopu (iHdbnikcimab, ananimymab).

2.5 ki noOi4yHi epekT Mae MeguKaMeHTO3Ha Tepania?

o Hanbinbw nowmpeHnx nobivHUX ehekTiB METOTPEKCATY HANIEXNTb
HygoTa i 6inb Yy )KUBOTI Yy A€Hb MPUNHATTS MiKiB. AHai3n KPOBI
HeobxiaHi ana Toro, wWob KoOHTpoOBaTN PYHKLIO MEYIHKWN | KiNbKICTb
Binnx KNiTNH KpoBi. B)XMBaHHSA KOPTUKOCTEPOIAiB NOB'A3aHe 3
MOXXJIMBUMU NMOBIYHNMU eheKTaMn, TaKUMN 9K HaAMipHe HabupaHHSA
Macu Tina, Habpsak obnmyy4a i nepenaan HacTpPol. AKLLO cTepoian
Mnpu3HavaloTb Ha TpUBaAUKM Nepiod, TO Le MoXXe NMPU3BecTn 4o
CMNOBiINIbHEHHS TEMMIB POCTY, OCTEOMNOPO3y, NiABULLEHHS apTepiajibHOro
TUCKY i LyKpoBoro aiabety.

IHriBiTOpK ®HI-00 HegaBHO 3anpoBaaXXeHi Ha dapMaLEBTUYHOMY PUHKY
Ta NoB'A3aHi 3 NiABULWEHNM PU3NKOM PO3BUTKY IHEKLUIN, aKkTUBaLIEIO
TybepKyb0o3y Ta MOXJ/IMBUM PO3BUTKOM HEBPOJIONiYHUX 3aXBOPIOBaHb
abo iIMyHHUX 3axBOpOBaHb. by10 NOBIAOMNEHO MPO MOXJIUBUW PU3NK
PO3BUTKY 3NI0AKICHUX NMYyXJNH. OgHaK Ha AaHUW YaC HEMAE HiAKNX
OOCTOBIPHUX OaHUX, KOTPi A4OBOAATL Te, WO Ui npenapaTn rnoB'sa3aHi 3
NigBULLEHNM PU3NKOM PO3BUTKY 3/109KICHUX HOBOYTBOPEHb.

2.6 K poBro NnoTpidbHO NpoAoOB)XXYyBaTU NiKyBaHHA?

Ha naHWM Yac HeMa€ XXOOHUX OaHUX WOO0 peKoMeHOauin 3
OMTUMaJIbHOI TPUBAIOCTI 3aCTOCYBaHHA NiKyBaHHSA. Baxnmeo
yTpUMyBaTW 3anasieHHA Nig KoHTposeM, wob 3anobirtv NowKogXXEeHH0
cyrnobis, BTpaTi 30py abo NOLWKOOKEHHIO IHLLMX OpraHiB.

2.7 Yn € anbTepHaTUBHI abo popaTKoBi MeToaAM NiKyBaHHA?
He iCHY€ )XOOHMX BKa3iBOK MPO Ui BUAW JliKyBaHHSA NPU CUHAPOMI
bnay/EOS.
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2.8. Kk 4HacToO CANip KOHTPONIOBATU 3aXBOPIOBAHHA?

LLi 8iT NOBUHHI perynspHo (MpUHaMMHI, TP pa3n Ha pPikK) ornagaTucs
ONTAYMM peEBMATOI0roM, Wob BU3HaA4YMUTK 4 xBopoba € nobpe
KOHTPOJIbOBAHOO, i, MOXK/IMBO, NOTPIOHO BiAKOPUryBaTU NiKyBaHHS.
KpiM TOro, Ba)xJIMBO perysigspHo BigBigysaTun nikapa-opTanbMosora,
YacToTa Bi3UTIB Byae 3asexxaTu Bif CTyneHs Ba>XKoCTi Ta nepebiry
3anaJibHOro npouecy B o4ax. [Mpu npoBeneHHi NiKkyBaHHSA Ccnifg
30INCHIOBATU WOHaAMMeHLLe ABa pa3n Ha PiK KOHTPOJ1b 3araslbHOro
aHani3y KpoBi Ta 3arasibHOro aHasisy ceui.

2.9. ik poBro TpuBa€e xgsopoba?
Lle 3axBoploBaHHA, dKe TpMBaAE BNPOLOBX BCbOro XnUTT4. [1poTe
AKTUBHICTb 3aXBOPIOBAHHA MO>XXe 3MIHIOBAaTUCA 3 HaCoM.

2.10. Sk BUrnapaloThb BigpaneHi Hacnigku ( nepepbavyyBaHuM#
nepebir Ta pesynbTaT) 3aXBOPIOBAHHA?

ICHYIOTb TiJlIbKM MOOAMHOKI AaHi NPO OOBrOCTPOKOBUW NPOrHO3
3axBOplOBaHHA. [lesKki fiTn Bxe crnocTepiratoTbca 6isibw HiXX 20 poKiB.
Mpwn pobpe nigibpaHin Tepanii y HUX BUABNSAIOTb Mal>Xe HOpPMasibHUW
3pIiCT, HOPMaJIbHUN MCUXOMOTOPHUN PO3BUTOK i 40OPY AKICTb XNTTA.

2.11. Yn MOXXYTb NaALIEHTU NOBHICTIO BUJNIIKYBaTUCA?

Hi, TOMYy L0 Le reHeTUYHe 3axXBOPIOBaHHA. Asie 3 HaleXXHUM MeANYHUM
CynpoBOAOM i NiKyBaHHAM BifibWICTb NAUIEHTIB MOXKYTb AOCAraTH
no6poi AKOCTI XUTTA. MiXK NnauieHTamMn 3i cuHOPOMOM bnay iCHYOTb
BiAMIHHOCTI B CTYrMeHi Ba)XKOCTI i NporpecyBaHHs 3aXBOPOBaHHSA. B
OaHWW HYac € HEMOXXNMBUM nepenbadnTn nepebir 3axBopoBaHHA AN
KOHKPETHOro nauieHTa.

3. NOBCAKAEHHE XUTTH

3.1 ik xBopoOa BnN/siMBa€ Ha NOBCAKAEHHE XXUTTA AUTUHM Ta ii
poAuHU?

OnTnHa Ta il poanHa 6optoTbca 3 6baraTbMa npobnemamm we o
BCTaHOBJIEHHA fAiarHo3y. llicnga Toro, 9K AiarHo3 BCTaHOBJIEHUN,
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ONTUHY MOBUHHI perynapHo ornagaTtv nikapi (AMta4min pesmMaTonor |
oTanbMoor), wob MOHITOPpYBaTU aKTUBHICTb 3aXBOPIOBAHHS i
KoperyBaTu flikyBaHHSA. [iTN 3 BaXXKNUM MOLIKOAXXEHHAM cyrnobis,
MOXX/INBO, ByayTb NnoTpebyBaTn NpoBeaeHHA gisioTepanil.

3.2. ik wono BiaBiAyBaHHA LWKONKU?

XpOHi4YHUN nepebir 3axBOpPOBaHHA MOXXe NPU3BOONTWN A0 NMPOMNYCKIiB Yy
LIKOi Ta obMe)xeHHA eheKTUBHOCTI HaBYaHH4. Lle ay>ke Ba)x/imBo,
o6 xBopoba 6ysno nobpe KOHTPOSILOBAHOO, | XBOPI AiTN perynsipHo
BiABiAYBa/IN WKIiJIbHI 3aHATTSA. € KOPUCHUM NPOIHGOPMYBaTU LLUKOJY
npo xBopoby, B TOMY 4YMCI, 30KPEMaA, BCiX Y4aCHUKIB OCBITHbOIO
npouecy npo Te, Wwo podbuTtn y pasi BAHUKHEHHSA CUMMTOMIB.

3.3. K w000 3aHATbL CNOPTOM?

MauieHTiB 3i cMHOpPOMOM bnay cnig 3aoxo4yBaTu 3aMMaTUCA CNOPTOM.
ObMe)xeHHS 3anexaTb Bifl TOro, HacKiNbkKn gobpe akTUBHICTb
3aXBOPIOBAHHA € KOHTPOJIbOBAHOIO.

3.4. Ik OyTn 3 xapuyBaHHAM?

He icHye cneuianbHOI gieTn. TUM He MeHLe, OiTAM, AKi OTPUMYIOTb
NiKyBaHHS KOPTUKOCTepoigamMm, cnig skomora binblue yTpuMmyBaTUCS
Big BXXMBaAHHSA CONOAOLLIB i COJTOHNX MPOAYKTIB.

3.5. Yn MmoXxe KniMaT BnNJaiMBaTHU Ha nepebdir 3axBoproBaHHA?
Hi, ue HeMoXXNnBo.

3.6. ik aAuTMHA Mae€ OyTU BaKLMHOBAHOI0?

AnTnHa Mae 6yTn BaKUMHOBAHOKW. EANHNN BUHATOK CKIa4aloTh XKUBI
BaKUWHWN, KON OANTUHA OTPUMYE NiKYBaHHSA KOPTUKOCTEpPOigaMu,
MeToTpekcaToM abo iHribiTopamn OHII.

3.7 SAK W0A00 CEeKCYaJsZIbHOro XXUTTA, BariTHOCTIi Ta KOHTPOJIIO 3a
HapPoO A >XYBaHICTIO?
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CuvHapoM bnay He NpM3BOANTbL Y XBOpUX Ao npobsnem 3 hpepTubHOCTI.
AKLLO NPOBOONTLCA NIKYBaHHA MeTOTpPeKCaToM, TO Chif
BUKOPUCTOBYBATN e(PEKTUBHUN MEeTOL KOHTpaLenuil, ToMy Lo
rnpenapaTt MOXXe BIMJIMBaTU Ha e HEHapoO>XeHY ANTUHY. He icHye
XXOOHUX OaHUX Wono 6e3nekn BUKOPUCTaHHSA iHribiTopie ®HIM-a nig
4Yac BariTHOCTI. TAKNM YNHOM, MALLIEHTU NOBUHHI NPUMUHATY NPUNAOM
LMX npenapaTiB, AKLWO X04yTb 3aBariTHITU. 3arasiomM, Kpalle rnjaHymnTe
BariTHICTb, 3a34aserigb KOpUrymnTe JiikyBaHHA i MpoBoabTe
BiANOBIAHWW MOHITOPUHT.
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