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v Pegkume 6oaecmu kamo kauruyen u odwecmBenosgpaBen npodaem

v Enugemusma om mekkus ocmsp pecnupamopen cungpoM (TOPC) — egna 2oguna no-kbcro
v Cyb6cungpomen wu3odperen cnekmbp: wuzomakeud u nPogpoMu

v PuckoBu ¢pakmopu 3a pasumuemo Ha cpgoBume kaauupukamu npu 6oaxu Ha guasusa

v Ouenkama Ha geGeaunama Ha unmuMa-Megusama — Bs3mozxknocm 3a panna guaznocmuka
Ha amepockaepozama
v Poas na Notch-peuenmopume 8 mekgykaempuynama cuznasuszauus

OPUTTIHAAHI CTATIN

v Pasauuus 6 xapakmepucmukume u npozHo3ama no noA npu nayuexmu,
npexuBeau ocmbp Muokapgen undapkm

v [lepuonepamuBru npomenu 8 umynozaobyaunume u Hakou ocmpopazobu npomeunu npu
pa3auyHa no mexecm onepamuBna unmepBenuus u yBpega 8 nympumuBHusg cmamyc

v euenue ¢ epumponoemun npu 6bGpeuHomMpancnAaHmupaHu nauuenmu 6 panaud
nocmonepamuBen nepuog

v Edekm Ha cynaemenmayusma ¢ eceHuuasnu amusokuceaunu u mexsume kemoanaaosu
npu nauuenmu, aekyBanu ¢ konmunioupana ambysamopHa nepumoneasna guausa

v [lpurokenue na yoBewku aadymut 8 cnewnama mokcukoaoeuuna npakmuka

v Neuenue Ha xponuynama aumMpoyumua aeBkemus ¢ Bendamustine hydrochloride

» Hskou cepgeuno-crgoBu e¢pekmu na Catha edulis — ampemamuronogodHusm
pacmumeaen npogykm, wupoko paznpocmpanen 8 Viemen

v IIpoyuBanus Bppxy cepymuomo HuBo Ha Hakou naaueHmapHu aHeuo02eHHU NpomeuHu
npu npeekaamncus

PEQEPATII

+ Muuea-acouuupanuam npomeun 8 enoemunoBume npenapamu: pucko8 pakmop
32 UMyHOZeHHOCm?

B IIOMOII HA ITPAKTIEATA

v Neuenue Ha 6bOpeunama anemus

MEJHIIHHCKHU YHHUBEPCHTET — CO®H qu?i IHHEHTPAJHA MEJHUIITHMHCKA BUBTHOTEKA




MEOWUWMHCKW NPEMEAQ, 40, 2004, Ne 2 5

OB30PMU I

|
|
[
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Pe3tome: Penkute 6onecty moxe Haw-obuwo ga ce AedvHUpaT KaTo NaTtonorMyHu cbueTo-
AHWA C HUCKa 3abonaemocT U BonecTHocT. Beako oTAENHO 3abonAsaHe 3acqra
CpaBHWUTENHO Manka 4acT OT HaceneHWweTo, HO ako Bb,an CyMUpaHW KaTto uano,
nopagu ronemus 6p01,7l HO30NOrMYHKW eguHUUW, peakuTe 3abonasaHua npegc-
TaBNABAT CepWOo3eH npoﬁnem 3a Oﬁu.i.eCTBeHDTO 34paBeona3saHe 3a BCAKA
3apaBHa cuctema. uen'ra Ha CTaTuyTa e ﬁbnrapc:{aTa Hay4YHa W MedWuuWHCKa
obujecTBeHOCT Aa GbAe 3ano3Harta ¢ NO-BaXHUTE CbBpPEeMeHHW npobnemu Ha
nauneHTUTe C peaku 3abonasaHua u Ha TexHuTe nekapu. Obcwxaa ce Heobxo-
AVMOCTTa OT Cbh34aBaHe Ha HauwoHanHa nonutuka KeM peakuTe sabonsasaHusa

8 bvnrapus.
KnioyoBu aymu: penku BonecTtu, NekapcTea cupauu, obuecTBeHo 3apase
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MbHM, MeduyuHcku yHusepcumem, 6yn. Bacun Anpunos Ne 15a, 4000 lnos-
dus, e-mail: rumen.stefanov@email.it; daina@marionegri.it

Summary: Generally, rare diseases could be defined as pathological conditions with low
prevalence and incidence. Each disease affects comparatively small part of the
population, but summed as a total, because of the huge number of nosological
units, rare diseases emerge as a serious public health problem for the health
systems worldwide. The aim of the article is to introduce to the Bulgarian scien-
tific and medical community the most important contemporary problems of pa-
tients with rare diseases and their doctors. The necessity of establishment of a
national policy in Bulgaria towards the rare diseases is discussed.
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KAKBO NMPEQCTABNABAT
PEOKWUTE 3ABONABAHUA

Pegkute Bonectu (PB) moxe Han-obwo pa ce
AeduHUpaT KaTto NaTonormyHK CbCTOAHMA C HUCKA
3abonsemocT M BonecTtHocT. MNoHaTUeTo ,pagkocT”
e TBbpAE OTHOCUTENHO. YecTtoTaTa Ha Bb3HUKBaHE
W perucTpauusa Ha 3abonasanuaTa ce NPoOMeHs aun-
HaMW4yHO W 3aBUCKM OT MHOro chaxkTopu — BpeMe,
reorpachCcKko pasnonoXeHue, HUBO Ha passuvTUE Ha
MeauumHcKkaTa Hayka, opraHusauus Ha 3fpasHaTta
cucrema v gp. BuamoxHo e gageHo 3abonseade,
KOBTO € BUNo paAKo B AafeH MOMerT, fa npuaobue
enuaemu4eH xapakrep u obpatHoto. Uma Bonecty,
KOUTO Ce OTKpWBaT NpW HaceneHWeTo Ha JafeH re-
orpatckyt pervoH 1 NpakTU4eckn He Ce OTKpUBaT Ha
apyr mecta. C pa3suTUeTo Ha mMeauuuHaTa u re-
HeTUKaTa CTaBa Bb3MOXHO Aa ObAaT AWarHocTuym-
paHu 1 perucTpupaHy HOBW HEeNo3HaTu Natonoruy-
HU cbCTOAHUA. ETO 3allo ¢ yen Aa ce Bbeefe no-
TOMHO OnpeAeneHue, NOAXOAsWO 3a npakTukaTta,
PaboTtHaTa rpyna no peaku 3abonssBaHua kem EB.-
ponevickata obwnocT (EO) npeanara 3a “pagxo” aa
ce npyema 3abonaeaHe ¢ 6ONECTHOCT, NO-Manka ot
5 Ha 10 000 gywu B EO [2].

Bcako ortpenHo 3abonagaHe 3acara cpasHu-
TEMNHO Manka 4Yact OT HaceneHweTo, HO ako 6vgar
CyMUpaHu KaTo Usno, nopagu ronemvis Bpoi Ho3o-
NoruyHu eauHuyM, pepkute 3abongsanus npeac-
TaenAsar cepuoseH npobnem 3a 06WECTBEHOTO
3[paseona3saHe 3a BCAKA 34paBHA cucTeMa.

3a no-ronamMarta 4acT OT Te3au CbCTOAHWS Nunc-
BaT eNWAeMUONOTUMHW LaHHW, BBNPEKN Y& 33 HAKOW
CblLecTByBaT PErMCTPY Ha HaUMOHaNHO UAnu Mexay-
HapoAHO HWUBO. OCHOBEH M3TOYHWMK Ha MHOpMaums
33 NauveHTu ¢ peakd 3abonasanqsa (Bpon, AvarHosa,
KNWHWUYHa XapakTepuctuka, Tepanuss U NporHosa)
ocrasar nybnukauyunTe B HayyHaTa nuTepartypa.

MPOBNEMU NPU MAUMEHTUTE
C PEOKW 3AEONABAHUA

Hai-o6wo npobnemMuTe Ha nauuveHTUTe U Tex-
HUTE CemelcTBa MOXe Aa ce rpynupaTt B Tpu oc-
HOBHU HAaCOKW:

¢ 3aKbCHeHWe B NOCTaBAHETO Ha AuarHosa

e Hepoctur uny nunca Ha uHgopmauus 3a 3a-
BonsgaHeTo

e Jlunca Ha cneyuuyHa Tepanus.

YecTo AnarHosaTta ce NoCTaBRs CbC 3HAYUTENHO
3aKbCHEHWE, NOHEXE AWarHoCTULUMpPaAHETO Ha PAAKo
3abonsgaHe e TpyaHO. 3aKbLCHEHWUETO e 3Ha4YuTen-
HO U HEepAAKO MepyuoabLT OT MosABaTa Ha NbLPBUTE
CUMNTOMU A0 NOCTABSAHETO Ha OKOHYaTenwa auar-
HO3a HagxBbpna 4-5 roanHn. CbOTBETHO nekapsar,
6e3 3HaveHne ganu e obulonpakTukysall, unu cne-
LuanucT, MoXxe [0 TO3U MOMEHT Aa He e cpeuwjan

ananoruyen cnyvai B CBOATa NPakTuka, a € MHOoro
BEPOSTHO U Aa He BUAWN APYTU.

Oopwu korato gwarHosaTa e nocraseHa Haspe-
Me, NauWeHTUTE WU TexHUTEe cemencTea U3NUTeaT
OFPOMHUW 3aTpyAHeHus Aa nonyyar no-nogpobHa
wHbopmauna 3a 3abonsBaHeTo, KbM KOTO ga ce
obbpHaT 3a NOMOLW, Bb3MOXHOCTU 32 NedveHwe u
nporHo3a. 3a HAKOM OT peakuTe BonecTu ce cbhina-
BAT rpynu 3a B3aMMQNOMOLL WMAW acouuauun Ha
nauueHTH, KOUTO HOCAT MIKMHOYUTENHA nonsa He
camo B NpefoCTaBAHETO Ha NonesHa WHpopmayusa
Ha BonHuTe, HO U Ha NeKkyBaWnTe Nekapu.

3a OCHOBHa 4acT oT peakuTe 3abonssaHusa nun-
cea cneuuduyHa tepanua [3], sbnpexn 4Ye cuvepe-
MEHHaTa MeauuuHa U BUOTEXHOmNOrMKM ca Ha HWBO,
no3sonAsallo ga bbAe OTKPUTO M OCUIYPEHO nNe-
YyeHue Ha MHoro ot Tax. HeobxogumuTe nexkapcrea
3a nauweHtute ¢ PB (T. Hap. nekapcTea cupauu)
AUNCBaT rNasHo nopagw dakTa, 4Ye TaxHata pas-
paboTka ¥ BHeApsBaHe HAMAaT MOMNOXWATENEH WKOo-
HOMUYECKU edeKT U He HOCST nedanba 3a dapma-
uesTMYHaTa uHAYCTpUsa. PapMayesTMYHUTE hrpmu
NpeanoYnTaT aa hoKycupaT cBosiTa NPOAYKUMA KbM
23a00naBaHusa, 3acaraliy rongma Y4act OT HaceneHu-
eto (MBC, anabeT, azseHa BonecT u 4p.) [8].

MPUHOC HA PEOKUTE 3ABONABAHWUA
3A PA3BBUTUETO HA MEOVULIMHATA

OcBseH 0 YUCTO coyuanHa, KMMHUYHA U eTU4Ha
rnefiHa To4ka nornef Hasaj KbM UCTOpUATa Ha Me-
AvyuHarta tpabea focTaTb4yHO Aa CTUMynMpa ycu-
nusATa Ha nekapwuTe 3a No-3aagbnboyveHo ulyvasaHe
Ha pepxute 3abonasanugd. Undopmauuata oT uay-
4YaBaHeTO Ha HAKOM OT TAX B MUHANOTO € gana cu-
NeH TNAacbK 33 OTKpPUBAHE He CaMo Ha eTuonorusaTa
W naroreHesara Ha MHoOro apyrv odwm 3abonssa-
HWA, HO CbUO Taka Ha peavua OU3NONOTUYHU Me-
xaruamu [7]. Hanpumep vacneapBaHuaTa Ha Xemo-
dunuaTa ca NOMOrHanu ga ce paskpue B nogpob-
HOCTU MPOLECHLT Ha xemMocTrasara U ca LOoBenu Ao
ronAm rporpec npyv nevyeHWeTo Ha TPOMBOTUYHUTE
3abonasanHua. UMacneaBaHuaTa Ha EHWIKETOHY-
pusiTa ca No3BONWNW Aa CE OUEHAT pPonaTa Ha de-
HWManaHuHa U ecbekTbT OT HErOBOTO HaTpynsaHe B
opraHuama. OcobeHo MHTEPECEH e CnyYasaT ¢ Bpo-
feHata HepoCTaTbYHOCT Ha eH3uMa afeHo3uH ae-
amuHasza — PAAKO KNWHUYHO CbCTOSAHUE, XapakTe-
py3avpaL}o Ce CbC CEPWO3HW TPOMEHN B MMyHHAaTa
3awuta. Tosa 3abonABaHe e NbPBOTO, 3a KOETO B
CALL e papeHo paspeweHue 3a NPUIOXeHWe Ha
reHHa Tepanua.

Pa3s1uTveTo Ha reHHOTO WMHXEHEePCTBO A0 rons-
Ma CTerneH e NoANOMOrHaTo OT 3agbnboveHara us-
cneposaTencka U ekcnepuMeHTanHa paborta Bbpxy
redeTuyHuTe 3abonasaHuA. Takbe e npumepsT C
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Fibrodysplasia ossificans progressiva (FOP) - 3a-
BonssaHe ¢ vectota 1 Ha 2 000 000 aywwu [5, 6].
AHanuWauWTe Ha Tasu reHeTU4Ha aHomanus npu na-
uuenTn ¢ FOP ca nomorHanu ga ce pasbepar no-
nobpe MexaHuamuTe Ha dpopMupaHe U pacTex Ha
KOCTWUTE W Cca CTaHanw npejnocTaska 3a Cb3jasa-
HETO Ha noTeHUvanHa Tepanus KakTo 3a peaku
BPOAEHU CKeneTHW aedeKTH, Taka 1 3a NeYeHue Ha
MO-YeCTW KOCTHK 3aBonaBaHua.

METOOONOrMYHU 3ATPYOHEHUA
NnPUY NPOYYBAHE HA PEOKWUTE 3ABOJTABAHUA

3a ga ce npoydvat edwkacHoctTa U Gesspen-
HOCTTa Ha eQHO HOBO TEPANeBTUYHO CPEACTEBO Cpe-
Ly XMNepTOHUA UNU 3a neveHve Ha UHAAapKT, He e
ocobeH npobneMm Aa ce opraHv3vpa W nposeae
KNUHWUYHO NPOoYyYBaHE BBPXY CTOTULUM WUNKU AOPU XU-
NAOWM nayveHTu. Takuea Npoy4ysBaHwWs nasar sced
OTroBOpP Ha NOCTaBEHWTE U3CNEeAQ0BATENCKM 3a4a4u
3a CpaBHWUTENHO KpaTKK CpOKOBE.

AKO NpeaMeT Ha NMpoyYBaHe e efHO PAAKo 3a-
donsagaHe, HabupaHeTo Ha NayuveHTW € MHOoro no-
TpyaHa 3apgada. Mma sabonssaHus, KouTo ca Ton-
KOBa peaky, Ye Aopu TeopeTuyHo aa 6bvaat cvbpa-
HV BCUYKU NAUMEHTU, TEXHUAT Bpon Bu Bun Tonko-
Ba Manbk, Ye Uie € TPYAHO Aa Ce NpUnoxar cTaH-
LapTHUTE METoAW Ha CbBPEMEHHaTa enuaemMuono-
A U MEAUUWHCKA CTaTUCTViKA.

MpuHUunUTe 3a Aodpa KNUHWYHA MpakTuka He
Aonyckar nauueHTuTe C peaxkv 3abonssaHua A3
6baaT TPETUpaHW C No-mManko BHUMAHWE W OTro-
BOPHOCT OT ocTtaHanute. [pe3 nocnegHUTe rogvHu
YyCUNUATa Ha MHOro cneuwanucTi No ceeTa ca Ha-
COMEHW KbM pa3paboTBaHETO Ha anTepHaTMBHU
PELEHUS, NOAXOAALM 38 NPOYHBAHUA HA EAUHWYHK
nauueHTH npu cvbniofgasaHe Ha NpuHLUNUTE Ha
MeauuMHCKaTa eTuka. .

WHTepecHa e meToaukarta ,n = 1 paHdomusupa-
HO KoHMpornupaHo npoy4sade” (n-of-1 randomized
controlled trial), koaTO NpeacTasnNABa KIMHUYHO 13-
CNeABaHe Ha eAVHUYHU NayUMeHTy, paHaoMmuavpane
Ha TepanesTUYHMA NOAXOA W OUEHKa B HAKOMNKO
nocneposartenHu asm [1, 4]. MNpu Tasm metoguka
He ce cpasHsaBaT pasnu4yHu NauueHTy, nonyvasam
pasnuyHa Tepanus (Hanp. NexkapcTeo cpeuyy nna-
uebo), a ce cpaBHABAT pasnuYHUTE hasu Ha.efHo
npoyysaHe Npu 'eavH W Cbly nauueHT. MayueHTsT
nony4yaga B HAKOMNKO MNOCNeAoBaTenHW etana ne-
Kapcteo unv nnayebo 4pes paHgomMu3auus, 3a aa
ce oueHu 0BekTUBHO ecbvKacHOCTTa Ha Tepanes-
TUYHUSA NOAXOA CbINacHoO NPeaBapuTEnHo YCTaHo-
BEHW KpuTepuu. BbnpocuTe, Ha KOUTO Tasn meto-
Auka By morna fa oTroBopy, ca:

e Kakea e ecuKacHOCTTa Ha NevYeHJ eTo npu
AafeHUs NayueHT;

¢ Kaksa fja € NpoAbIKUTENHOCTTA Ha TepanuaTa;

e KakBa e onTumanHaTa A03UpoBKa Ha nekap-
CTBOTO. fne

CBETOBHUAT ONWUT NOKasea, Yye npunaraHeTo Ha
Tasu MeToauka gasa HadexaHu pesynrtaru npu
noyTtu 70% OT u3cneaeaHuTe cny4vau,

Pons HA ACOUMALIMUTE HA MALIMEHTU
C PEOKWU 3ABONABAHUA

AcouuayuuTe Ha nayueHTu ¢ pefkd sabonssa-
HUA WU TEXHUTE CEMEWCTBA UrPasiT CblLECTBEHA pona
3a pasnpocTpaHeHve Ha WHpopmauuaTa, ocuryps-
BaHe Ha oblUlecTBEHa NOAKPENa W CTUMYNUpaHe Ha
Hay4Hown3cnegosaTenckara paborta. OT MHOro rogu-
Hn B CAL cvuwecTteysa HauuoHanHa opraHwvsauus
3a pegkv Hapywenus (National Organization for Rare
Disorders (NORD) - hitp.//www.rarediseases.org/),
cb3flafleHa nbpBOHAYanHo Aa npeanara WHbop-
Mauua Ha nayueHTUuTe ¢ peakv 3abonssaHus. MNMoHa-
CTOsAILLIEM Ta3u opraHv3auva cvbupa B egHa cdepge-
pauus MHOXECTBO pasnu4yHW acouvaumu Ha nayu-
eHTU, Kato obefuHsBa ycunuaTa MM 3a Ccb3faea-
HE Ha no-ajeksaTtHa 3akoHoBa ypeaba Ha npobne-
Ma W MOAKPENSHE Ha Hay4yHou3cneposaTenckata
pabora.

Mo MHUUMaTrea Ha 4 peHCcKU acoynayum npes
M. centemepu 1997 r. ce cv3nasa Esponeickara
opraHusauuvs 3a pegkv Hapywexus (European Or-
ganisation for Rare Disorders (EURORDIS) -
hitp://www.eurordis.org/). KbMm gHewHa pata T4
Broyvea nosede ot 200 acouuauuun ot 14 espo-
nefickn ctpaHu. EURORDIS uma ocobeHo BaxHa
pons 3a npomouuATa Ha npueTuTe Hapeadw 3a
peakuTe 3abonsBaHUs W nekapcTeaTta cupaud oT
Esponelickusa napnameHT, KakTo v 3a obmMmaHaTta Ha
uHopMayma Mexay pasnuyHu W3cnegoBaTencku
rpynu B nofsa Ha nayveHTWTe ¢ pefky 3abonsAza-
HWUS W TEXHUTE CEMEICTBA.

CTUMYINUPAHE HA HAYYHO-
M3CNEOOBATENCKATA PABOTA

Mpes 1989 r. B CALl ce cb3gasa HaywoHanHa
KoMucusa No peakv zabonssanus. Ta waroTes cne-
uvaneH LOKYMEHT OTHOCHO cTaTyTa v npagara Ha
nayveHTuTe ¢ peaku 3abonssaHus, KakTo W npea-
NOXeHWs 3a HeoBXo4UMKU UHTEPBEHLMWU OT CTpaHa
Ha avpxasara [3].

B Espona Ha pegkuTe 3abonssBaHus 3anousa
fa ce obpbuwa cneunanHo BHUMaHUe ensa npes
nocnegHuTe roAvHW. EBPONERCKUAT nNapnameHT
npuema 3a nbvpsu NbT lNporpama 3a AelcTBUE Ha
ObwHocTTa cpelly peakute 3abonaBaHusa 3a nepu-
oaa 1999-2003 r. [2]. OcHOBHUTE UeNW Ha Tasu
nparpama ca;
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e [MopobpsasBaHe Ha NO3HaAHWETO 3a peakvTe 3a-
BonseaHua

e CTuMynupaHe cb3fasBaHeTo Ha rpynu 3a B3au-
Monomouy

e OpraHusunpaHe Ha edeKTvBHa cucTemMa 3a oT-
KpuBaHe, Npoy4ysaHe U NnevyeHue Ha peakute 3abo-
EEERTER

Mpeasna ocobeHaTa BaXHOCT Ha npodnema
peakuTe 3abonsBaHUs ca BKINKYEHU KaTo CamMoCTo-
ATenHa npuvoputeTHa obnact B Hosarta pamkosa
nporpama 3a obuwectseHo 3apase Ha EO 3a nepu-
ofa 2003-2008 r.*OTnycHaT ca 3Ha4YMTenHo nose-
Yye cpeactBa u ot Uectata pamkosa nporpama 3a
Hay4yHouscneposaTencka fgewHoct Ha EO, kbaeTto
Ce akUeHTMpa BbPXY CTUMYNUpaHe Ha reHeTUYHUTe
“sCneasaHnsa npu peakute sabonasaHust U OKpyn-
HABaHe Ha PeruoHanHUTe U HayWoHanHUTE WHULK-
atusu B oBL0EBPONECKM.

PEOKUTE 3ABONABAHUSA B BbNrAPUS

Ho 103 moMeHT B Bbnrapus Hama odbuumanHa
nonuTHKa oT cTpaHa Ha MuHWCTEpPCTBOTO Ha 3apa-
BEONa3BaHeTo KbM peakute 3abonasaHua. WMma
Cbh3hafeHn acoymayuy Ha NauueHTn ¢ peaku 3abo-
NnABaHWR, KOWTO Ce ONUTBAaT Aa 3awuTasar rnpasarta
Ha CBOUTE YNEHOBe, HO NUMCBA 3aKOHOBAaTa OCHOBA
3a nocruraHe Ha no-fo06pu pesynrarTu.

Manusa Ha npepen nnaH HeoBXoAMMOCTTa OT
OpraHuavipaHe Ha HauwoHanHa WHWYWMaTUsa no
npobnema 3a pegkute 3zabonsasaHus B Bvnrapus,
KOAITO 43 BKIKOYBA:!

* CTUMYNUpaHe Ha Hay4YHou3cneaoBaTenckata
pabota Ha 6onHuynTe 1 thapmauesTuyHUTe hupmu
W NpuemaHe Ha 3akoHoBa ypeaba 3a Tosa;

® rapaHTupaHe npasarta Ha 34paBHOOCUIYPEHU-
Te NauveHT ¢ pefkv 3abonasaHus 3a nonyyasaxe
Ha CbBpeMeHHO neveHue;

® NOBUUWIABaHe Ha KBanupukauusaTa v 3HaHmaTa
Ha obujonpaxkTukysawuTe nekapu B obnacrra Ha
peakuTe 3abonaBaHna 1 nekapcTeaTa cupaum;

* 34pasHa NpoMoUKS U 3apasHa npocaeTa.
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