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HAYYEH KOMWTET

Ya.kop. npod. [paza ToHueBa
Mpod. Avacmac bamanoB
Mpod. BareHmuHa MagxkoBa
Mpog. lfeopau MuxaiiroB
Mpod. EaucaBema HaymoBa
Mpod. XaHem IpygeBa
Mpog. 11Ba CmoeBa

Mpod. NBaiiro TopHeB
Mpo@. NBaH BaHoB

Mpod. Alogmuaa MameBa
Mpod. Mapaapuma leHoBa
Mpo¢. MapuaHa MypgkeBa
Mpogd. NMemko CanveB

Mpo¢. Pagka TunueBa

Mpod. Pocen MagxkoB
Mpo¢. Pymen CmedanoB
Mpo¢. Cmedan lopaHoB
Mpo¢. TamaHa beHuweBa
Mpo¢. PaHu MapmuHoBa
Hou. Arekceld CaBoB

[lou. Banepus KaneBa

Hou. do6puaHa CugkumoBa
Nou. NBeAuna opgaqoBa

Hou. NauaHa MaveBa

Hou. Kpacumupa YygomupoBa
Hou. Mapzapuma CmegaHoBa
Jou. Mapusa CnacoBa

Hou. Pycka XpucmoBa

Hou. CBemaaH [epmeHgkueB
Hou. l0AuaH PaliHoB

I-p Bacua AbaaHcku

[-p Becena CmedaHoBa

[-p Beceauna lopaHoBa

[-p Bapa LLymHaaueBa

[-p Dumumpuna KoHcmasmuHoBa
N-p Kama CanyHapoBa

[-p AuaaHa po3gaHoBa

[-p Mapuema lNedyeBa

[-p Hukoaall bBomywaro8
N-p MaBea banabaHoB

[-p NMems baaz2oeBa

[-p Pagka CmoeBa

[-p Pagocmuna CumeoHoBa
[-p Pycka LLymHanueBa

[-p Xpucmo LLunkoB

[-p Lonka MumeBa

OPTAHW3ALUWNOHEH KOMWTET

Mpod. Pymen CmedanoB
Baagumup TomoB

I-p Beceaa CmedaHoBa
[-p EreoHopa XpucmoBa
[-p PagocmuHa CumeoHoBa
[-p Llonka MumeBa
EBeauna MonoBa

leopau VickpoB

11Ban AmaHnacoB
Beneauna [lygynoBa

luna CmodkoBa
AnekcaHgpa NasapoBa
Teogopa [1BaHoBa
lepaaHa N\eHz2epoBa

bopana YagagapoBa
Mapuema MeukapoBa
PeHu 02082
Nobomup KoxkyxapoB
Mapusa NambpeBa
Teogop AnekcueB
BeceauH lMonoB
Togop lopanoB
Hukonad HukonoB
CeBganeHa leopaueBa
KpucmuHa [JaHueBa
KocmaguH KocmaguHoB
Anekcangpa TogopoBa
Anzen benoB



YBAXXAEMW KOJIET U TIPUATETIN,

Pedkume 6onecmu u nekapcmeama cupauu ce
acouyuupam ¢ rnepcoHanu3upaH rnodxod u UHOBayuU.
MeduyuHckume crieyuanucmu 8uHasu ce cmpemsm
Oa npedocmassm Ha nayueHmume cu Hau-0o6pomo
peweHue, nodKperneHo om eKcriepmHu 3HaHus u onum. C
HarpedeaHemo Ha Haykama, Hue ece rnosedye pasbupave
3a crioxxHocmma Ha pedkume bonecmu u crieyuguyHume
Hy>0u Ha xopama ¢ me3u 3abosisieaHus.

Umam ydosoricmeuemo Oa Bu npusemcmeam Ha
Lllecma HauuoHanHa KoHgepeHuus 3a pedku borecmu u riekapcmea cupauu.
OcHosHa mema Ha cbbumuemo we 6s0am UMeHHO rnepcoHanu3upaHusim rnodxod
u uHosauyuume g8 obrnnacmma Ha pedkume 6onecmu. Cecuume Ha KOHghepeHyusima
we obxeaHam akmyasHU memMu Kamo eKcriepmHume ueHmpose u peghepeHmHu
MpeXu, peaucmpume u enudemMuosrioeaudyHo HabrrodeHue, oueHKama Ha 30pasHu
mexHoroauu 3a pedku bornecmu, nepcoHanu3upaHume epuxu 3a nayueHmu c
pedku borecmu.

Ha 0obbp wac u nonsomeopHo y4dacmue 6 Lllecma HayuoHarnHa
KOHgbepeHuus 3a pedku boriecmu u riekapcmea cupauyu.

lMpogp. PymeH CmeghaHos, Om
Om umemo Ha OpeaHu3ayuoHHUS Komumem
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PESHOMETA HA NAEHAPHIN JOKAALN

KAMNHYHA N TEHOMHA XAPAKTEPNCTIIKA HA KPAHWOCIIHOCTO3ATA

bosgxkueB C'%, KoHeBa P°, CumeoHoB E?

' KaaudopHulicku yHuBepcumem [edBuc, CALL
2 KauHuka no Meguampus, YMBAA ,ArekcaHgpoBcka“
® LleHmop no MoaekyaHa MeguuuHa, Kamegpa no Xumus u 6uoxumus, Meguuutcku yHuBepcumem — Codus

KpaHuocunocmosama (KC) e BpogeHa aHomaaus, 3acazawa 1 om 2 500 HoBopogeHu. Ta ce nposaBaBa B8 nopBama 20guHa
Ha »uBoma kamo cuHgpomua KC (CKC, okoro 20% om cayyaume), 8 pesyamam Ha MOHO2eHHU Mymauuu 8 noBeye om 10
2€Ha, U u3oAupaHa kpaHuocunocmosa (MKC), cuumana 3a myamudakmopHo 3a6oadBaHe. MpuyuHume 3a VIKC ca HeusAcHeHU
8 no-20AAMa Yacm om cAyyaume.

MexgyHapogHuam KoHcopuuym 3a Kpanuocurocmosa (MKK, genetics.ucdmc.ucdavis.edu) BkalouBa Hag 15 ueHmbpa 6
CALL u 6 mexkgyHapogHu ueHmbpa, BkalouumeaHo bbazapus. Hag 850 3acezHamu cemelicmBa ca BkaloueHu B8 mo3u HayueH
npoekm, QuHaHcupaH om HauuoHaAHuA MHecmumym no JleHmaaHu u KpaHuopauuaaHu 3a6oaaBaHusa Ha CALLL

Kamo pesyamam om avaau3a Ha 2pyna om 130 cemelicmBa cvc cazumaaHa VKC, Hue ycmaHoBuxmve cmamucmuyecku
3Hayumu kopeaauuu ¢ 2eHume BMP2 u BBS9 u cb3gagoxme >kuBomuHcku Mogea, goka3Baw, cmumyAupawia poAs Ha Heko-
gupaw, AHK Bapuaim 8 6auzocm go BMP2. B moBa coobuieHue Hue we guckymupame 2eHOMHUME Memogu 3a ugeHmudu-
uupaHe Ha 2eHume, cBop3adu ¢ VIKC, u kAuHUYHUA NOgXog 3a guazHo3a U AeyeHue Ha masu BpogeHa aHOMaAud. feHemuyHo
koHcyamamuBHume acnekmu Ha KGC cowo maka we 6bgam 06CbgeHu.

KAMHW4EH CNEKTHP HA BOAECTTA HA NIEMANN PICK C. Bb3MOXHOCTI 3A ANATHOCTIIKA
N AEMEHWNE B BbATAPUA

YamoBa T', [epeerveBa B?, KupoB A%, TogopoB T¢, XensskoBa C', Camyen ', PaguoHoBa M', CapagoB C', YepHurkoBa C,
KpvcmeB C°, TogopoBa A%, TopHeB U

' Kautuka no HepBHu 6oaecmu, YMBAA ,AnekcaHgpoBcka”

2 KauHuka no HeBpoaozus, YMBAA ,Codusmeg

% Kamegpa no MeguuuHcka xumus u buoxumus, MeguuuHcku yHuBepcumem — Codus
4 TeHemuuHa meguko-guagHocmuyHa Aabopamopus ,leHuka“

% KauHuka no Meuxuampus, YMBAA ,ArekcaHgpoBcka®

6 NlenapmameHm no KozHumuBHa Hayka u ncuxoaoaus, HBY

Borecmma Ha Niemann-Pick mun C (NPC) e pagko, 2eHemuy4HO, AU3030MHO 3aboaABaHe ¢ aBM030MHO-peuecuBeH mun Ha
yHacAegABaHe, goakawo ce Ha mymauuu 8 NPC1 uau NPC2-2eHume, 06ycaaBawu yBpegeH UHMpaueAyAapeH mpaHcnopm Ha
€Hg02EHHUs XOAECMEPOA U HampynBaHe Ha XOAeCMEpPOA U 2AaukochuHaoAunugu B Auso3oMume B Mo3byHUME cmpykmypume
U gpyau mbkaHu.

KAuHUYHO ce xapakmepusupa C NOAUOP2AHHO 3acA2aHe — HeBPOAO2UYHO, NCUXUAMPUYHO U CUMNMOMU OM CmpaHa Ha
BompewHume op2aHu. Haauue e uskalouumeAHa kauHuyHa BapuabuAHOCcm om (amaAHu HeoHamaAHu dopmu, Bka. mekko
YepHOgPOBHO 3acsAzaHe, go KoCHu Gopmu ¢ Havano B 3panama Bv3pacm ¢ Bogewa HeBPOAO2UYHA UAU NCUXUAMPUYHA CUMNMO-
mamuka. HeBpoaozuyHume npoaBu npu NPC BkalouBam BepmukaaHa U XOpusoHMaAHa no2AegHa napesa, anpakcus Ha no2aega,
amakcus, gusapmpus, gucdaaus, gucmoHus, 2eAacmuyHa kamanaekcus, enuAenmuYyHU npucmMbNu, NPo2pecupawia gemeHuus,
HeBPOCEH30PHO HaMaAeHUe Ha cAyxa. McuxuampuyHume nposBu BkalouBam ncuxo3u, genpecus, BunoAdapHo adekmuBHO uAu
obcecuBHo-komnyacuBHO pascmpolicmBa, peppakmepHu Ha mepanud. Xenamo- U CNAEHOMEe2aAuAma ce cpewlam Yecmo, HO
Auncama um 0co6eHo npu gopmume ¢ kbCHO Havano He uskalouBa guazHozama NPC.

BapuabuaHama Bb3pacm Ha Havano u ckopocm Ha npozpecus, kakmo u wupokama gudepeHuuaHa guazHosa ca 0CHOB-
HU NpuYUHU 32 kbcHama guagHo3a. Mpu moBa 3aboAABaHe e HaAuue namo2eHemuyHa mepanus, cneuuduyHa 3a 6oaecmma,
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nomuckawa cuHmesa Ha 2aukocunzoaunugume (Miglustat, uHxubumop Ha 2alokouepamug-cuHmemasama) ¢ gokasaH epekm
N0 OMHOWEHUE HA CMABUAU3UPaHE CbCMOAHUEMO HA 6oAHUME. [lpyau mepaneBmuyHu cmpameauu ca 8 eman Ha KAUHUYHO
usnumaue.

B BvA2apusa go mo3u moMeHm ca Haauue 11 6oaHu ¢ goka3aHa NPC upe3 2eHemuyHo uscaegBaHe u GpuAaunuHoBo ouBems-
BaHe Ha kokHu dubpobracmu: 2 ¢ kocHa gemcka, 5 ¢ loBeHuAHa u 4 ¢ kbcHa Gopma Ha 3ab0AABaHemo, npu koumo 0CHOBHUME
nposABu ca om cmpaxa Ha ueHmpaAHama HepBHa cucmema — HeBpoao2uyHu (BepmukaAHa no2AegHa napesa, guCMOHHU Xunep-
kuHesu, amakcus, gusapmpus, gucdazus, enuAenmuyHu npucmonu, kamanaekcus, kogHumuBeH geguuum) u ncuxuampuyHu
(napaHougHu ugeu, acouuaaHo noBegeHue).

Co3gageH e peaucmbp 3a nauueHmu ¢ NPC kom YMBAA ,ArekcaHgpoBceka®, koimo e yacm om 2r06aAHuA pesucmop 3a
3aboaaBaHemo u npegBurkga npocaegaBaHe Ha CbCMOAHUEMO Ha BoAHUME 2 nbmu B 20guHama. B npouec cmve Ha peaucmpu-
paHemo Ha EkcnepmeH ueHmbp 3a NPC 8 YMBAA ,AnekcaHgpoBeka“.

KnalouoBu gymu: borecm Ha Nieman-Pick mun C (NPC), kauHuuHa BapuabuaHocm, peaucmbp, Mu2aycmam

TPAHCTUPETNHOBA (DAMIUIAHA MOAVHEBPOMATUA (TTP (DAM) B BbATAPUA. CEAEKTIIBHA
CKPWUHINHIOBA MPOrPAMA 3A W3CAEABAHE HA HOCUTEACTBO B 3ACETHATUTE GAMUNAIN
N NPOCAEAABAHE HA HOCUTEAUTE

TopHeB U2, CapagoB C', locnoguHoBa M, KupoB A%, [epeenyeBa B?, YamoBa T', TogopoB T°, TogopoBa A4,5

" KauHuka no HepBHu 6oaecmu, YMBAA ,AnekcangpoBcka“

2 NlenapmameHm no KozHumuBHa Hayka u ncuxoaoaus, HBY

¥ KauHuka no Kapguoaoaus, MeguuuHcku uncmumym Ha MBP — Codus

* Kamegpa no MeguuuHcka xumus u buoxumus, MeguuuHcku yHuBepcumem — Codus
® TeHemuuHa mMeguko-guazHocmuyHa Aabopamopus ,feHuka“

® KauHuka no HeBponoaus, YMBAA ,Coduameg”

TpaHcmupemuHoBama damuAHa noauteBponamus (TTP (DAM) e »uBomosacmpawaBawo HaccegcmBeHo 3aboasBaHe ¢
aBmo30MHO-gOMUHAHMEH mun Ha yHacAegaBaHe, koemo ce goAku Ha amuAougHu omaaz2aHusa BvbB Bcuuku mukaHu, HO Hal-
MHO020 8 nepudepHume HepBu, Copuemo u cmomawHoupeBHuA mpakm. 3a6oAAaBaHemo e onucaHo 3a NbpBu Nom om nopmy-
2anckua HeBponoz Mario Corino da Costa Andrade npe3 1952 2. kamo exgemuyHo 8 CeBepHa Mopmyaaaus. feHbm, omaoBopeH
3a Hezo, e cekBeHupaH npe3 1985 2. u kogupa naa3ameHusa 6eamok mpaHcmupemun, kodmo uupkyAaupa kamo mempamep om 4
ugeHmuyHu cybeguHuuu. Cunmesupa ce 2AaBHo B vyepHuA gpob u geticmBa kamo mpaHcnopmer Geambk Ha mupokcuHa (cBobp-
3a 20% om Hea0) U pemuHoA (Bumamut A). TTP (AT ce xapakmepu3upa ¢ 02pOMHa 26HEMUYHA U KAUHUYHA XEMepo2eHHOCM
B8 ueaus cBam. OnucaHu ca Hag 130 pa3auyHu Mymauuu. PaszbpHamama kauHuuHa kapmuHa BkalouBa akcoHaaHa HeBponamus
¢ kbCHO Hayano, pecmpukmuBHa kapguomMuonamus UAu NPpoBogHU HapyWeHUA, 2aCMPOUHMECMUHaAHU U @BMOHOMHU npoABu.
MepudepHoHepBHOMO 3acA2aHe Yecmo € NbpBOHAYaAeH CUMNMOM Ha 3ab6oAABaHemo ¢ pa3Bumue Ha CEH30MOMOPHA NOAU-
HeBponamus. XapakmepHu ca xunepaa2esuama U HapyweHuam ycem 3a memnepamypa. Yecma e u BezemamuBHama guc-
¢yHkuus, npoABaBaHa kamo cekcyaaHu UAU ypuHapHU HapyweHusa. Omaaz2aHemo B cybeHgomeaa Ha nepudepHume kpoBOHOCHU
cbgoBe moxke ga goBege go mexka opmocmamuyHa xunomoHus. lMauueHmume ¢ omaaz2aHe Ha amuAoug B8 copuemo umam
CUMNMOMU 0mM 3acmoiiHa CbpgeyHa HegocmambvyHOCM (M.e. UCNHEA NPU YCUAUE, NepuGepHU 0mouu) U/uAu apummuu (m.e.
copuebueHe, 3amaaHocm, cuHkon). MauueHmumMe CbC CMOMalWHO-4YpeBHU omAazaHuA ce onAakBam om guapus u/uAu 3anek.
Cpewam ce cbWwo 2ageHe U noBpbuwiaHe, mexecm 8 kopema, pagko 6oAka. B HanpegHaaume cmaguu ce HabalogaBa CuHgpoMm
Ha Manabcopbuusd, 3HaYumeAHa 3a2yba Ha meaao, acmeHus u kaxekcua. Yecm e ColW0 CUHGPOMLM Ha kapnaaHuA myHea, kol-
mo noHakoza npegwecmBa gpyaume kauHu4HU npoABu ¢ noBeye om 20 20guHu. B egHa mpema om cAyyaume npu HanpegBaHe
Ha 3ab0AABaHemo Bob3HukBa 6bbpeuHo 3acA2aHe, BKA. HE(pPO3eH CUHGPOM U npozpecupawia 6bbpeyHa HegocmamubyHocm.
Mozam ga ce ycmaHoBam u 04HU NpoABU — 0mAazaHe Ha amuaoug 8 cmbkAOBUGHOMO MAAO U pemuHama.

Mpoepecusma Ha TTP (AN o6ukHoBeHo e nocmosHHa. MauueHmume 8 kpaeH cmaguil Ha TTP (AN ca mexko uHBaAuguau-
paHu, HegoxpaHeHu, cmpagam om kaxekcus, umMam ypuHapHa u gekaaHa uHkoHmuHeHuuA, npukoBaHu ca Ha Ae2A0 UAU kbM uHBa-
AugHa koauuka u ca HecnocobHu ga ce 2pukam camu 3a cebe cu. Npozpecuama Ha 6oaecmma MoXke ga 6bge cmagupaHa cnopeg
kpumepuume 3a ceH30pHa/MOmMOopHa yBpega, cnocobHocmma 3a npugBuXkBaHe u cmeneHma Ha yBpexkgaHemo 8 mpu cmagus.

Cv3gageH e cBemoBeH peaucmop — THAOS 3a AOH2UMYQUHAAHO npocAegAaBaHe ecmecmBeHOMO pa3Bumue Ha CbCcmoa-
HUEMO Ha 6oAHUME U acumMnmoMHUmMe HocumeAu 3a 10 2oguweH nepuog. Lleama Ha pezucmbpa e ga ce npoyyam Bapuabua-
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HOCMMA, Npo2pecuAma, 2eHomun/dpeHomun kopeaauuume U pe2uoHaAHUme pasauyusA 8 npomuvaHemo Ha 3aboaaBaHemo, ga
Ce nogobpu MeguuuHckomo 0bcAykBaHe Ha nauueHmume, ga ce Cb3gage MeXgyHapogHa obwHocm om ekcnepmu u ga ce
pa3Buam gobpu npakmuku 3a AeyeHue u 2puku 3a nauueHmume ¢ TTP (AN, ga ce ougHam edpekmume om npoBeXgaHomo
AeyeHue. boazapckuam ekun cmana uaeH Ha THAOS peaucmbpa npe3 2014 2.

3a ceaa nbpBa u eguHcmBeHa MegukameHmosHa BbamokHocm 3a noBausBate Ha TTP (AN e npogykmbm BuHgakea (ma-
(Gamuguc), kamo nokasaHuemo My € ,AeYeHUe Ha mpaHcmupemuHoBa amMuAougo3a npu Bov3pacmHuU NAUUEHMU CbC CUMNMO-
MamuyHa noAuHeBponamus cmagul 1 3a omaazaHe Ha nepudepHo HeBpoAo2uuHO yBpexkgaHe®. \eyeHuemo ¢ npogykma cnupa
npozpecusama Ha HeBponamusama npu 60% om nauueHmume caeg 18 MeceuHo AeyeHue, kamo He ce HabAlogaBa npozpecus Ha
3aboaaBaremo npu Hag 50% om nauueHmume caeg 30 meceua (Coelho T, Neurology 2010). AeyeHuemo ¢ BuHgakea noggobp-
Xa kauecmBomo Ha »uBom u nogobpaBa xpaHumeAHus cmamyc. [puema ce nepopaAHo, eguH nbm gHeBHo. Mo cowecmBo
npegcmaBaaBa HOB cneuuduyeH cmabuAuzamop Ha mpaHcmupemuHoBama MoAekyAa, npegHasHaueH ga npegomBpamsABa
06pa3syBaHemo Ha HenpaBUAHO HagbHaMUME NPOMEUHU U NOCAegBaWOmMO UM OmAazaHe nog Gopmama Ha amMmuAOugHU Gubpu-
AU. B MomeHma ce npoBexkgam U gBe KAUHUYHU usnumaHus ¢ gpyau g8e MoAekyAu 3a AedeHue Ha (DAN. Bbazapckuam ekun
yyacmBa u 8 gBeme KAUHUYHU U3NUMAHUA.

TTP (AN 3a nbpBu nbm ce guazHocmuuupa 8 bbazapus npes 2008 2. 8 KauHukama no HepBHu 6orecmu Ha YMBAA ,Anek-
caHgpoBcka“. Mpe3 2010 2. ekun om KauHukama usnoAHABa uscaegoBamencku npoekm 3a kauHuko-2eHemuyHomo u3caegBane
Ha (DAN B Boazapus, ¢puHaHcupad om MY-Codus, kamo no Bpeme Ha npoekma ce omkpuBam MHo20 HoBU 6oAHu. Mpe3 2013 2.
e nogeomBeH KoHceHeyc 3a guazHocmuka u AeveHue Ha (A ¢ yuacmuemo Ha HeBpoAo3U, kapguoAo3u, 2acmpOeHMepoAo3U U
2eHemuuu. Mpe3 2013 2. 3ano4Ba peumbypcupaHemo Ha AeueHuemo ¢ Bungakea 8 Bbacapua u 8 momeHma 30 60AHU B8 nbpBu
cmagud ca Ha moBa AeyeHue.

MoHacmoAweM ca ugeHmuduuupaHu 60 3acezHamu cemedcmBa ¢ Yemupu pasAUYHU Mymauuu, NpuyuHABaWU 3a00Aa-
Banemo: Glu89GIn — 48 dpamuauu ¢ 71 3acezHamu and 54 acumnmoMHu Hocumeau; Val30Met — 6 pamuAuu coc 7 3ace2Hamu
and 15 acumnmomHuU HocumeAu; Ser77Phe — 5 damuauu ¢ 4 3acezHamu and 1 acumnmomeH Hocumen; Ser52Pro — 1 damuaus
¢ 1 3acezHam. Glu89GIn e Hali-uecmama TTP mymauusa 8 bbazapus u ce cpewa npu 86% om 6oAHUMe. Tasu Mymauus e cne-
uuduyHa 3a barkaHcko-cpeguseMHomopckua padoH. B BoA2apusa eHgemuyHU 06Aacmu 3a masu Mymauua ca baazoeBzpagcka
u Klocmenguacka obaacmu. KauHuuHUAM GpeHomun, cBbp3aH ¢ Hed, e gobpe geduHupaH: cpegHa Bo3pacm Ha Hayaromo 51.7
2. ¢ Manku pasauyua mMeXxgy mokeme u XkeHume; noBeye om 2/3 om nauueHmume umam Hauano mexgy 45-60 2.; cayyau ¢
Hayano npegu 45 2. u caeg 60 2. ca omHocumMeAHo pegku.

Mpe3 2014 2. 3anoyHaxme npoBeXkgaHemo Ha cearekmuBHa ckpuHuH208a npozpama 3a uscaegBave Ha HocumeacmBo Ha
Mymauuu 8 TTP 2eHa cpeg puckoBume cemelicmBa ¢ 02Aeg ycmaHoBABaHe Ha HOCUMEAUME, gUHAMUYHOMO UM npocAegaBaHe
U paHHO 3ano4BaHe Ha AeveHue Ha kauHuuHO npoABeHume Hocumeau. LieneBama npoepamva Ha ckpuHuHzoB8ama npozpama ca
npekume pogcmBeHuuU Ha guagHocmuuupaHume 6oAHU om 60 3acezHamu cemelicmBa: bpama, cecmpu, geua u bpamoByegu,
3a koumo cvwecmByBa puck ga pa3Buam 3aboadBaHemo. CkpuHuHeoBama npozpama cmapmupa ¢ UHGopMauuoHHa kamna-
HuA: a/ 3ano3HaBaHe Ha puckoBume cemelicmBa ¢ ugAume Ha npozpamama. MoceuwleHue Ha puckoBume cemeticmBa no Mecma
U 06xBawaHe coC 3gpaBHo obpa3oBaHue Bcuuku YaeHOBe Ha pamuAuume, a UMEHHO: gaBaHe Ha nogpobHU pasAcHeHua kakBo
npegcmaBaaBa borecmma, 3awo ce noABABa, kak moxke ga ce yHacaegu, kakBo npegcmaBaaBa 2eHemuyHOMO u3cAegBaHe,
kakBo 03HayaBa ga cu Hocumea, koako yecmo mpAbBa ga ce npocAaegaBa eguH Hocumea, koza ce npegnpuema AeveHue; 6/
UHhopMupaHe Ha meguuuHckua nepcoHaA no mecma 3a 3aboadaBaHemo — obwonpakmukyBawu Aekapu, HeBpoao3u, kapgu-
0AO3U, 2aCMpOeHMepOoA03U; B/uHdopmupaHe Ha nauueHmckama op2aHudauus 3a 2paduka Ha nocewleHuama u cbBmMecmHo
Op2aHu3upaHe Ha npeaaegume nNo Mecma.

MpoBegoxme ckpuHuHe B peguua HaceaeHu mecma: baazoeBzpag, KlocmeHgua, ¢. HeBecmuHo, OynHuua, c. AxuHoBo,
CaHgaHcku, c¢. CyzapeBo, ¢. BoAkoBo, ¢. lenepaa TogopoBo, ¢. CkaaBe, ¢. MapukocmuHoBo, Mempuy, baHcko, BuguH, ¢. Madop
Y3yHoBo, BapHa, LLlymeH, Top2oBuLueg, ¢. Mpobyga, Top2oBule, Beauko TopHoBo, ¢. Mueauwe, EaeHa, CMoadH, c. Teaa, ¢. LLu-
poka Avka, CmoaaH. Om Bcuuku >keraewu yaeHoBe Ha 3acezHamume damuauu e B3ema kpoB 3a [JHK aHaau3 caeg gaBate Ha
NUCMEHO Cbaracue. CbbpaHuAM 2eHemuyeH Mamepuaa e uscaegBaH 8 Aabopamopus ,feHuka“. Ha ycmanoBeHume Hocumeau
e npoBegeHo Meguko-2eHemuyHO koHcyamupaHe u ca BkaloueHu 8 peaucmbp 3a KAUHUYHO npocAegABaHe. [1o MoMeHma ca
uscaegBaHu 281 gywu, kamo mymauuu 8 TTP 2eHa ca omkpumu npu 136 om msx.

KAuHu4HOMO npocAegAaBaHe Ha omkpumume HocumeAu BkalouBa: 1/ kauHuyHa oueHka: CHeMaHe Ha aHamHesa, BKA. da-
MUAHA aHamHe3a; pusukarHo u HeBpoAoz2uyHo uscAegBane; usmepBare Ha pbem u meano, modified body mass index; BumaaHu
NPU3HAUU — CUCMOAHO/QUAcMOAHO KpbBHO HaaszaHe, nyac, OV, memnepamypa. HocumeAume Ha Mymauuu, acouuupaHu
¢ TTP QAN ce oueHsiBam u ¢ pasaudHu ckaau: a/NIS-LL — oueHaBa myckyaHa cuaa, pedaekcu u cemuBHocm, u gudepet-
uupa nayueHmume B pasAuYHU cMaguu U HocumeAume om nauueHmume; 6/KoauyecmBeHo ceH3opHo mecmyBane (QST).
KomnlomopusupaHo ce u3caegBam mpu MogaaHocmu: gonup-Hamuck, BubpauuoHeH ycem, memnepamypeH u 60AkoB ycem.
ABmonoMHUmMe (pyHKuuu ce uscaegBam ¢ nocmypaAeH XunomeH3uoHeH mecm. MpocaegaBasemo Ha Hocumeaume BkalouBa u
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nepuoguyHo erekmpoHeBpozpadcko uscaegBaHe Ha nepoHeaAHUMe, MubuaAHUME, YAHapHUME U MeguaHHume HepBu, kakmo
U cypaaHume HepBu. NabopamopHume u3caegBaHus BkalouBam nbAHa kpobBHa kapmuHa, cepymHa buoXumus, mMupeougHu
¢yHkuuu, uscaegBaHe Ha ypuHama. CopgeyHama cmpykmypa u ¢yHkuuu ce ougHABam upes: a/ 12-kaHaaHo ECG. CaegHume
enekmpodu3uoAr02u4HU napamMempu mpAabBa ga ce oueHaBam: pumom, PR uimepBaa, QRS npogbmkumeaxocm, u QT uHmep-
Ban; 6/ exokapguozpadus; 8/ buomapkepu 3a copgeuHama dyHkuua: NT —proBNP and troponin I.

Yecmomama Ha npeaaegume Ha acCUMNMOMHUME HocumeAu Ha TTP mymauuu e: BegHbX Ha 5 2ogusu om 30 go 35 u 35
g0 40 2.; BegHoXk Ha 2 20guHu om 40 go 45 2.; BegHbxk Bcaka 2oguHa om 45 go 50 2.; gBa nbmu 20guwHo cAeg 50 209. VK-
mepgucuunAuHapeH ekun, CoCmoAw, ce om HeBpoAo3u, kapguoaoz, 2aCMpoeHMePoAs2, 0PMaAMOAO2, HEDPOAD2, NPOCAEgsABa
nauueHmume u Hocumeaume. B npouec cve Ha peeucmpupasemo Ha Ekcnepmen ueHmop 3a QAN 8 YMBAA ,AnekcaHgpoBceka®,

OXKEQPU MOOEA MPEXA OT LLEHTPOBE 3A MbPBNYHIN UMYHHU QEQULATIA

HaymoBa E
KauHuka no KauHuuHa umyHoao2us ¢ baska 3a cmBonoBu kaemku, YMBAA ,AnekcaHgpoBcka*

AwmepukaHckama oHgauua ,[hkedpu Mogen® (Jeffrey Modell, JM) e 2r06aaHa opeaHu3auus, cb3gageHa npe3 90-me 20-
QUHU OM POgUMEAU Ha geme, NOYUHAA0 om NnopBuyeH umyHed geduuum (MAS) ¢ wupoka pasHocmpanHa geliHocm u goopu
duHaHcoBu BvamoxkHocmu. OcHOBHUME [ UEAU U 3agayu ca GyHgamMmeHMaAHU U KAUHUYHU npoyyBaHus, obyyeHue Ha Aekapu,
nogkpena Ha nauueHmu, uHGopMupaHe Ha obwiecmBomo u 3acmunHuvecmBo. Cb3gageHa € MeXgyHapogHa mpexka om 125
guazHoCmuyHu u uscAaegoBameacku ueHmpoBe Ha peauoHaAeH npuHuun, 8 koumo yyacmBam 600 aekapu, ML ekcnepmu om
248 akagemuyHu uHcmumyuuu 8 206 yacmu Ha cBema, 79 cmpaHu om 6 koHmuHeHma. CneuuduyeH uHMepec npegema-
BAABa paspabomBaHe Ha npaBuaa 3a gobpa meguuuHcka npakmuka, ougHka Ha pesyamamume, noggbpXkaHe Ha pe2ucmubp,
pa3pabomBaHe Ha HOBU mepaneBmuyHuU nogxogu, HayyHouscaegoBamencka npozpama u gpyau. Ipe3 nocaegHume 5 20guHu
(Gokycom e HacouyeH kom cmpaHume om LieHmpaaHa u A3mouna EBpona B8 nocoka Ha cv3gaBaHemo Ha mpexka om JM ueH-
mpoBe. BbB Bpb3ska ¢ moBa 8 YMBAA ,AnekcaHgpoBeka“ Hackopo Gewe nognucaH go2o8op 3a cnoHcopcmBo Ha npoekm 3a
0by4eHuUe U NogobpaBaHe Ha MeguuuHckume 2pwku Ha nauueHmu ¢ NbpBUYHU UMYHOgeduUUMHU 3a60AaBaHuA. PaskpuBaHemo
Ha dyHkuuoHaneH ekcnepmeH JM ugHMop Y Hac ueAu 0byuveHue, pasBumue u nogobpaBaHe Ha guazHocmukama, Ae4YeHUemo
u 0bcaykBaHemo Ha nauueHmu ¢ nopBuyHu umyHogeduuumu. LLle ce pabomu u B8 nocoka Ha 0by4yeHue Ha 06uwecmBomo u
UHcMumyuuume 3a omkpuBaHe Ha me3u pegku boaecmu u AgueHuemo um. EgHa no-ganeyHa 3agava we 6vbge BoBexkgaHe Ha
HeoHamaAeH ckpuHuHz 3a nbpBuyHU uMyHogeduuumu, koemo usuckBa opaaHu3auua Ha HauuoHaAHO HUBo. Bcuuko moBa we
nogobpu kauecmBomo Ha »kuBom Ha nauugHmume ¢ NbpBUYHU UMYHOGeUUUMHU 3a60AABaHUA U WE UMa Couuo-ukoHoMu-
yecku epekm.

ATAKCUA HA QPULPANX - NPEAN3BNKATENCTBO 3A (ON3NKAAHATA 1N
PEXABNANTALLNOHHATA MEQWLIAHA (CAYHAIN OT NMPAKTIIKATA)

TpoeB T, TogopoB I, 3aparueBa A, MunaHoBa X, leopeueBa M
Kautuka no QuaukaAHa u pexabuAumauuoHHa MeguuuHa, BoeHHomeguuuHcka akagemus — Codus

Amakcuama Ha Qpugpaix (Friedreich’s ataxia, FRDA) e aBmo30mMHO peuecuBHo HeBpogeaeHepamuBHO 3aboasBaHe, xa-
pakmepu3upawo Ce C npozpecupawa myckyaHa cAabocm Ha gOAHUME U 20pHUME kpadHuuu, NpobAEMU C XOgeHemo U
208opa. MH020 yecmo 3aboaaBaHemo ce ¢Bobp3Ba ¢ pa3Bumue Ha ckoAuosa, gepopmauuu Ha cmbnaromo, guabem u kap-
guomuonamus. FRDA e Hali-uecmama HacAegcmBeHa amakcusa 8 6anama paca, ¢ yecmoma 1 Ha 50 000. [I8ama noaa ca
egHakBo 3ace2Hamu.

MpegcmaBame kauHuyeH cayyad — nauuedm [. A., Mok Ha 30 2. ¢ guaegHo3a FRDA, nocmbnBaw, 8 KauHukama 3a nopBu
nbm ¢ onAakBaHuA om 3ampygHeHa noxogka, HECMABUAHOCM U 3aAuMaHe, Bogewu go HeBb3MoKHOCM 3a CaMOCMOAMEAHO
npugBukBaHe Ha pascmoaAHuA, no-2oneMu om 20 mempa. Caeg npoBegeH 15-gHeBeH pexabuAumauuoHeH Kypc Ha AeYeHue,
BkalouBaw, MazHumomepanus u akmuBHa kuHesumepanus, Ce omyeme 3Ha4YUMEAHO N0gobpeHue Ha cyoekmuBHUME onAak-
BaHusA u 0bekmuBHOmMO cocmosHue. MocmuzgHa ce NOAOKUMEAEH pesyamam CnpAMO Xunompoduama Ha goAHume kpalHuuu.
Moxogkama e cmabuAu3upaHa u camocmoAmeAHa 6e3 NOMOWHU cpegemBa. 3aAumaHemo U HecmabuAHOCMMA HaMaAAXa,
nocmuzHa ce no-gobpa onopa npu X0geHe.
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MpenopwyBa ce cbcmaBaHe Ha UHguBugyaAHa pexabuAumauuoHHa npozpama 3a nauueHmume ¢ FRDA ¢ uea 3a6aBaHe
pa3Bumuemo Ha 6OAECMHUA NPOUEC, NOggopKaHe Ha CaMOCMOAMEAHOMO X0geHe U nogobpABaHe kayuecmBomo Ha XkuBom.

KalouoBu gymu: Amakcus Ha Qpugpaix, pexabuaumayuoHHa npozpama, MazHumomepanus, akmuBHa kunesumepanust

HETPAHC(Y3NOHHO-3ABICIIMA TAAACEMIA

KaneBa B
KauHuka no [lemcka xemamoaozausa u oHkoaozusd, YMBAA ,CB8. MapuHa®

MauueHmume ¢ HempaHcdy3uoHHo-3aBucuma manacemus (HT3T) umam aeHemuyeH gedekm uau kombuHauus om gede-
kmu, koumo B8 cpaBHeHue ¢ mpaHcdy3uoHHO-3aBucumama maaacemusa BAauAaAm no-cAabo BopXy cuHme3ama Ha XeMo2A0bUHa
U He ce Hykgasm om pegoBHu kpbBonpeauBaHusa. Yecmomama Ha HocumeAcmBo Ha 2eHu 3a HT3T e Bucoka (go 80% 8 Hakou
yacmu Ha cBema), kamo pasnpocmpareHuemo Ha cuMnmomMamuyHume nauueHmu Bapupa 8 saBucumocm om 2eogpadckomo
pasnorokenue om 1 Ha 100 000 go 1 Ha 100.

KaunuyHama usaBa Ha HT3T e pasHoobpasHa, kosmo BkalouBa aeka go mexkka aHemusi, CnAeHO-/xenamomezaaus, cke-
ABMHU gedopmMauuu, 3abaBatqe Ha pacmexka, NoBULLEH cepyMeH GepumuH U XkeaasHo cBpbxHampynBate (KCH). Dakmopume,
koumo gonpuHacAm 3a pa3Bumuemo Ha 6oaecmma, ca HeedekmuBHa epumponoesa u noBuweHa XxemoAu3a, koamo Bogu go
XPOHUYHA aHemus. lMopagu HaAu4uemo Ha NocmoAHHO akmuBupaHa epumponoe3a Yecmo ca HabalogaBa ekcnaH3us Ha kocm-
HUA MO3bk ¢ npoABu Ha ekcmpamegyaapHa Xxemonoesa.

JuazHo3ama Ha HT3T e go 2onama cmeneH KauHuuHa, HO MoXe ga 6bge nomBvbpgeHa upe3 2eHemuyeH aHaaus. HT3T
mpA6Ba ga ce paszpaHuvaBa om gpyau aHemuu kamo cugepobAacmHa aHemus, napokcu3maAaHa HOWHA XeMO2A0BUHYpUSA,
BpogeHa gucepumponoemuyHa aHemMus, MUEAOgUCNAACMUYEH CUHGPOM U XKeAAa30-gepuuumua aHemus. MoBegeHuemo Ha HT3T
3aBucu om Bogewume cumnmomu u Moxke ga BkalouBa kpbBonpeauBaHe, AeueHue ¢ xugpokcuypes, XeAa30-xeramupawia me-
panus u noHakoza cnaeHekmomua. Tpo2Ho3ama 3a gobpe AekyBaHume nauueHmu e gobpa, kamo noBeuemo om msax Bogam
HopmaAeH XkuBom. Tod kamo HT3T ocHoBHO npeobaagaBa 8 cybmponuyeckume palioHu, nauueHmume om gpyaume Yacmu Ha
cBema moz2am ga He bbgam kopekmHo pa3no3Hamu u ga ce npuemam kamo pegku 3a6oAaBaHuA. OcobeHo BakHO e nauueH-
mume ga Ce ugeHmuduuupam U guazHocmuuupam paHo ¢ uea npegomBpamsaBaHe Ha YCAOXKHEHUA.

noaxoaALL AN CA CTAHOAPTHUTE NoAXo4n 3A OLLEHKA HA 3APABHUTE TEXHOAOT N
(03T) NP NAEKAPCTBA CIPALLN

CanveB [, boegaHoBa A
HauuoHaneH ueHMbp No 0bwecmBeHo 3gpabe u aHaAu3u

B3emaHemo Ha peweHusa 3a peumbypcupade Ha AekapcmBa e mpygeH u 0m20B0opeH NPoUEC, 3acsawl pasAudHU UHMepecU
Ha nauueHmume, Ha Npou3BogumeAume, Ha OCU2YPUMEAHUME UHCMUMyuuu. Ypes npurazaHemo Ha Memogume 3a OueHka
Ha 3gpaBHume mexHoaozuu (O3T) mo3u npouec ce obekmuBusupa u € npo3payeH 3a uanomo obwecmBo. Ho gaau moi e
nogxogaw, npu AekapcmBama cupauu?

Bonpeku ye cmangapmHume mMemogu 3a 03T (HTA) uepasam BakHa poAd npu onmumu3supasemo Ha epekmuBHocmma npu
oueHka Ha 3gpaBHume ycAyeu, ako me 6bgam caegBaHu npu AekapcmBama cupauu, mo cbwecmByBa peaaHa onacHocm om
02paHuYeHus U HecnpaBegAuB gocmun go Cobluume mepanuu.

3awo cmaHgapmHume memogu 3a 03T He ca nogxogawu npu AekapcmBa cupauu?

* [TpoyyBaHusama Ha AekapcmBa cupauu ca 02paHuyeHu om Xemepo2eHHU nonyAauuu

* [poyyBanusma npu AekapcmBa cupauu 4ecmo ca C 02paHuUYeH nepuog Ha npocaegaBaHe
* (2paHuUYeHO HayyHa pasbupaHe NO OMHOLWEHUE Ha kpadHume mouku 8 npoyyBaHusma

* HecuaypHocm B8 ougHkama Ha epekmuBHocmma Ha pasxogume

e Tun cmotiHocm, 2eHepupaHa om AekapcmBama cupauu

Bcuuko moBa Bogu go mpygHocmu npu gokasBase Ha cmolHOCM U 3Ha4umocm, a cAegoBameAro u go Bucok puck no
OMHOWEHUE Ha 3gpaBHu noA3u u blogkemHu pa3xogu.

EguH om nogxogume 3a npeogoAaBaHe Ha mesu mpygHocmu e npuAazaHemo MCDA — Multi-Criteria Decision Analysis,
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kolimo BkalouBa cucmeMHO onpegeAaHe Ha kpumepuume, OMHACAWU Ce O PeLeHUemO U OnpegeAaHemo Ha meXkecmma um
Npu U3NbAHEHUEMO Ha usgAOCMHama oueHka u no3BoadBa NpPO3payYHO U cuCMEMHO pasaaekgaHe Ha MHOXecmBo kpumepuu,
koumo yaecHaBam 03T, upe3 oueHka HagxBbpadwa pasxog-epekmuBHocm u B3umawa 8 npegBug paBHua gocmbn, Yecmoma
Ha 3aboAreBaemocm, meXkecm Ha 60AeCmMMa, NOA3U 3a DOAHO2AEgaYUME U gpyau.

3AKOHOOATEAHI NPOMEHI B BbATAPIAA OT HOHI 2015 I. OTHOCHO OLLEHKA HA 3PABHI
TEXHOAOI N

beruweBa-LumumpoBa T, CugkumoBa [
Kamegpa no 3gpaBHa noaumuka u meHugkMoHm, Meguuuncku yHuBepcumem — Cogus

Mo cowecmBo OueHkama Ha 3gpaBHu mexHoAo2uu (03T) e MyamugucuunAuHapeH npouec, Bb3 ocHoBa Ha kodmo Mmo-
2am ga ce B3emam Hay4yHO 060CHOBaHU U basupaHu Ha gokazameAacmBa pelwieHua 8 obaacmma Ha 3gpaBHama noaumuka,
kauHuyHama npakmuka, kakmo u ouenkama Ha HoBu AekapcmBa, kozamo caegBa ga ce 3anAawam € nybAuyHU cpegcmBa.
03T obobwaBa uHhopmauuama om HayyHu HanpaBaeHus kamo MeguuuHa, enugemuono2us, buocmamucmuka, ukoHomuka,
MeguuuHcka emuka, npaBo u gpyau. HapacmBawama poaa Ha 03T MoxXke ga ce npocaegu Ype3 HenpekbCHamo Cb3gaBawu ce
HauuoHaAHU op2aHu, kakmo u uHmepHauuoHaAHu op2adusauuu, kamo International Network of Agencies for Health Technology
Assessment (INAHTA), koamo e ocHoBaHa npes 1993 2. u e 0GeguHeHUe OmM azeHuuu U opz2aHusauuu, kamo International
Society for Pharmacoeconomics and Outcomes Research (ISPOR) u MH020 gpyau HauuoHaAHU Op2aHu, koumo ce 3aHumaBam
B HanpaBaeHusa B Hacoka O3T.

B boazapua 3a 03T 3a nbpBu nbm ce BbBexkgam 3akoHogameAHu usuckBaHua om 27 lonu 2015 2, 1B 48, upe3 3akoHa
32 AekapcmBeHume npogykmu B8 xymaxHama meguuuHa (3AMXM). AekapcmBeHume npogykmu 8 MosumuBHus AekapcmBeH
cnucok ce nogbupam cbobpasHo gokazameacmBa 3a edukacHocm, mepaneBmuyHa epekmuBHocm, 6e30nacHOCM U aHaAu3
Ha (apmako-ukoHomuyecku nokasameau, kamo 3a AekapcmBeHume npogykmu ¢ HOB0 MeXgyHapogHO HENAMEHMHO HAUMEHO-
BaHue we ce u3BopwBa u HOBoBvBegeHama oueHka Ha 3gpaBHume mexHoArozuu om loHu 2015 2. 03T we ce u3BopwBa npu
ycAoBuA U NO peg, onpegeAeHu ¢ Hapegba Ha MuHUCMbpa Ha 3gpaBeona3BaHemo, koAamo caegBa ga ce uszomBu B onpegeneH
cpok om 3 meceua om nbpBama nybaukauus 8 1B, 26 loHu 2015 2. BuBegeH e u epamuceH nepuog, npe3 kodmo mozam ga
ce nogaBam me3u 03T 3a HoBu AekapcmBeHu BewecmBa.

MpegBug kpamkume cpokoBe Ha uszomBaHemo Ha nogobHa Hapegba 3a 03T, e uskalouumeAaHo omzoBopHo kakBu Hop-
MamuBHU u3uckBaHua we bbgam 3anoxkeHu, mbi kamo makaBa Hapegba nogaeku Ha agmuHucmpamuBHO—HakazameAHu
pasnopegbu npu HeliHomo Hecna3BaHe. KakBu ca npomeHume 8 3AMXM u gaau we ca peaaucmuyHo npuaokumu u kak mosu
npouec ce oyakBa ga 3apabomu y Hac € npegMem Ha HaCMOAWUA aHaAu3.

B pasauuHume eBponeiicku gopkaBu ce HabAlogaBam uHguUBUGyaAHU peweHUA OMHOCHO UHCMUMYUUOHAAU3UPAHEMO Ha
03T. BuB Beaukobpumarus opzaHbm, kodmo ocbwecmBaBa 03T, e National Institute for Health and Care Excellence (NICE),
8 Womaaxgua — Scottish Medicines Consortium (SMC), 8 Tepmanus — Der Gemeinsame Bundesausschuss (G-BA), 8 LLBe-
uus — Dental and Pharmaceutical Benefits Board (TLV), 8b8 ()paHuus — Haute Autorité de Santé (HAS). B Moawa om 2005
2. € 0CcHOBaHa AceHuus 3a oueHka Ha 3gpaBHu mexHoaozuu (AOTM), a npes 2009 2. B XopBamcka — Agency for Quality
and Accreditation in Health Care and Social Welfare. Om 2011 2. 8 YHeapusa ¢yHkuuoHupa National Institute for Quality and
Organizational Development in Healthcare and Medicines (GYEMSZI). B cmamusama ce obo6waBam npakmukume 8 peguua
cmpaHu, Bb3 ocHoBa Ha koumo ce uzzomBam npaBuaama 3a 03T, maxHomMo 3akoHOBO peanameHmupaHe, pbkoBogemBa uu
npenopbku, koumo pasauyHume gopxkaBu ca Bo3npueau.

B HacmoAuwiua aHaau3 ce npaBu 0630p Ha npakmukume 3a npuaokeHue Ha O3T y Hac u B Hakou cmpau om EC.

3HAYEHINE HA QN3NOTEPAMIATA 11 PAHHATA QATHOCTIKA B BOPBATA C XEMOQUAHATA
APTPOIMATWNA

CumeoHoBa P
MeguuuHcku ueHmop ,Papeguc’ — MaoBguB

BvBegeHue. XemoduaHama apmponamua e mexkka nocaeguua Ha 3aboaaBaHemo u Bogu go 6oaka u ozpaHuvaBaHe Ha
obema Ha gBukeHue Ha cmaBume. PaHHama guazHo3a u npaBuAHUA mepaneBmuyeH NOgxog UMam ONPegeAaLLo 3HaueHue 3a
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Npo2Ho3ama Ha nauueHma.

3nokenue. YaAmpasBykoBama guazHocmuka e eBmuH Memog 3a paHHo omkpuBaHe u npocAegaBaHe Ha npozpecusma Ha
3aboAaBaHemo, a 3a no-npeuusHa oueHka moXe ga ce u3noA3Ba u AgPeHO-MazHUMHUA pe3oHaHc. [18ama memoga Moz2am
YCNEeWHo ga Ce u3noA3Bam 3a nepcoHaAu3upaHe Ha npoduAakmuyHume peXumu U pexabuAumauuoHHUME MeponpuAamus.
(Dusuomepanusma u cnopmHUMe 3aHuMaHus uzpaam BakHa poAs 8 npeBeHuuama u npocaegaBaHemo Ha cmaBHomo 3abo-
AdBaHe npu boAHUMe ¢ xemoQuAud. Te ca ycneweH HavyuH 3a 6opba ¢ xeMapmpo3ume U 3a no-6up3o Bv3cmanoBABaHe cAeg
HacmbnuAu makuBa, kakmo u 3a HamaaABaHe Ha yecmomama Ha BompecmaBHomo kbpBeHe.

3aknloueHue. MpeBeHuuAMa U pexadbuAumauuama npu xeModuAaHama apmponamus u3uckBa uHmepguCUUNAUHapeH Nogxog
u komMbuHUpaHe Ha yMeHUAMa Ha pa3AuyHU cneuuaaucmu. 13noa3Banemo Ha yampasByka 3a guagHocmuka e Bucoko ceHumu-
BeH Mmemog, a ckanama 3a oueHka Ha cmeneHma Ha apmponamusma e o6ewlatau HavyuH 3a 6bp3a opueHmMauus 8 nogbopa Ha
mepaneBmuyHume cpegcmBa. (Dusuomepanusma u cnopmHama mepanus ce okazBam 2AaBHume onopHu mMoyku 3a npeBeH-
uusa u cnpaBsane kakmo 8 ocmpama, maka u 8 xpoHu4yHama (a3a Ha apmponamusama, kamo ce npegaaza UHguBugyaausupaHa
mepaneBmuyHa npogpama 3a Bceku eguH nauueHm.

MEHUOXMDBHT HA CMELLIHATA MOMOLL, 3A NALLMEHTI C BPOAEHI KOATYAONATIN —
OPTAHN3ALNA, NPOBAEMI, BbAELLE

MapmuroBa @, LLlypaueBa E
OmgenaeHue no TpaHcdysuoHHa xemamonaoaus, YMBAACM LH. . MupozoB*

BpogeHume koazyronamuu ce xapakmepusupam C enu3ogu Ha pasAudHu no cmeneH kpoBousauBu (CNOHMAHHU UAU CAE]
mpaBmu) — Aeku, mexku go »kuBomosacmpawaBawu. MauueHmume ¢ BpogeHa koazyronamua pymuHHo ce AekyBam B go-
MaluHU ycAoBus, nog HabAlogeHue om cneuuaaucmu no KAUHUYHA Xemamoao2usd 8 omgeAeHus/KAUHUKU UAU cneuuaAu3upaHu
ueHmpoBe. lMpu cnewHu cumyayuu me nocmbnBam B cnewHu npueMHU omgeAeHus, kbgemo guazHocmukama u MeHUgXMbH-
ma Ha me3u cbCmosAHuA e npegu3BukameacmBo 3a nepcoHaa, kolmo pAgko ce cpewa ¢ maAx.

EdekmuBHusam cneweH MeHUgKMBHM Ha xemopuAuama ce ocHoBaBa Ha cBoeBpemeHHOMO npuAoXkeHue Ha Bucoku gosu
koHueHmpamu Ha koaz2ynauuoHHu Gakmopu 3a kopekuusa Ha coomBemnusa geduuum (VIII, IX, dakmopu Ha npompombuHoBuA
komnaekc u gp.). i3noa3Banemo Ha kpbBHU KoMNOHEHMU U HA gpyau XeMOCMAmuYHU a2eHmu CbW0 UMa UeHMpaAHa poaa B
mepanuama Ha kpbBousauBume, npu u3BopwBaHemo Ha XupypauuHu uHmepBeHuuU UAU uHBa3uBHU npouegypu. CnewHume
nauueHmu ¢ XeMoQuAUA ¢ UHXUbUMopu cpeuly cneuuduuHume dakmopu Ha kpobBocobcupBaHe usuckBam cneuuduyHo AeueHue
¢ b6adinac npogykmu (FEIBA uau rFVlla) 3a cnupane Ha kbpBeHemo.

MeHugkMoHMbM Ha xemoduauama e komnaekceH npouec, 0cobeHo npu meXkkume GopMu U CNEWHUME CbCMOAHUSA, U €
noBeue om 3amecmBawo AeueHue Ha kopBeHemo ¢ koazyaauuoHHU dakmopu. Had-8akHO e cnewHo 6oAHUME ¢ XeMOQuAUA ga
umam AeceH gocmbn go omgeAeHus/ueHmpoBe, koumo ocuzypsaBam uHmepgucuunAuHapeH ekun om cneuuaaucmu (KAUHUYEH
U mpaHcdy3UOHeH XemMamoAo2, AabopamopeH Aekap, xupype, mpaBmamonoe, neguambp U gpyau cneuuaaucmu, cBbp3aHu ¢
XemMopazuyHume ycAoXHeHus), ¢ koumo ga ce usBopwam paHHu cneuuduyHu koHcyamauuu u guagHocmuka. KoHcyamauuume
CbC Cneyuaaucmume ocuzypAaBam paHHO ymOouHABaHe Ha CbcmOAHUEMO, Hall-gobpus an20pumbM Ha NoBegeHue U baazonpu-
AMEH u3X0g.

MpegcmaBer e onumom Ha LieHmopa 3a cnewHo AeyeHue Ha 60AHU ¢ BpogeHa koazyaonamus, cb3gageH 8 YMBAACM H.
1. Mupoz2oB* EAL (Ha dyHKUuUOHAAEH NpUHUUN, C UHMEPQUCUUNAUHAPEH ekun om cneuuaaucmu, pabomewu 8 kauHukume u
omgeAeHuAMa Ha 6oAHuuama). Cb3gageHu ca lMpaBuaa 3a geGHocmume, cBbp3aHu C xocnumaausauuama, KoHcyamauuume,
guazHocmukama u AeYeHUEMO Ha CnewHo 6oAHU ¢ BpogeHa koazyaonamus, kakmo u pega 3a cHabgaBaHe, CbxpaHABaHe u
npegocmaBsHe Ha AekapcmBeHume npogykmu u kpbBHUME koMNOHEHMU 3a GOAHUYHOMO AEYeHUe.

CUHAPOM HA WILKIE

MagxoB P, ApHaygoB 1, YepHononcku [, boxkkoB B, YayweB [
Bmopa kauHuka no Xupypausa, YMBAA ,C8. Mapuna”

CuHgpoMbmM Ha 20pHamMa Me3eHmepuaAHa apmepus (aopmo-mMe3eHmepuareH komnpecuoHeH cukgpom, Wilkie's disease) e
cpaBHUMeAHO pAgko 3aboAaBaHe — yecmoma no AumepamypHu gaHHu om 0.1-0.3%. Hali-uecmo ce cpewa 8 maaga Bb3apacm,
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0C06eHO cAeg 6bp30 omcaabBatxe.

MpuyuHABa ce om uskalouumeAHo koc lig. Treizi uAu om HeobuyalHO HUCKO OmMgeAaHe Ha 20pHama Me3eHmepuaAHa ap-
mepus, npegu3BukBawo pegykuua Ha vebAa, GopmMupaH om Hed u aopmama. ToBa Bogu go komnpecus Ha XOPU30HMAAHUA
Ce2MEHM Ha gyogeHyma.

MponABaBa ce kauHuyHo kamo ocmpa, Bucoka moHkoupeBHa HENPOXOGUMOCM UAU kamo uHmepMumeHmHa komnpecus ¢
XPOHUYHA cuMnmomamonoaus. Kaacuyeckama kauHuyHa kapmuHa e: peuuguBupawia nocmnpaHguaaHa 6oaka, 2agete, noBpo-
WaHe, abgomuHaneH guckomdopm u 60Ae3HeHOCM. To3u CUHgPOM Yecmo ce cbobwaBa B acouuauus ¢ naHkpeamum, nenmuy-
Ha A3Ba u/uAu 'V HoBoobpasyBaHua. Cumnmomume ce noBausBam om npomAHama B XpaHUMeAHUA PeXXum U NOAOXKEHUEMO
Ha MAAOMO.

C Hali-eonama cmolHoCcm 3a guazHo3ama ca: koHmpacmHo ycuaeHama KT, 2acmpogyogeHockonuama, XunomoHu4Hama
gyogeHozpadus. Vskatouumenno BakHa e eksakmHama guazHo3a Ha cuHgpoma Ha Wilkie, mvd kamo edpekmuBHomo AeyeHue
Ha moBa 3abonaBaHe Bogu go cueHuukaHmHo nogobpABaHe Ha CbecmoAHuemo. KoHcepBamuBHOMO AgueHUe ce cbcmou B
NapeHMEPaAHO XpaHeHe, XpaHumeAeH pexkum, MegukameHmu, nogobpsaBawiu YpeBHuA MomuAumem. XupypauyHomo AeyeHue
ce npenopvyBa npu Heycnex om koHcepBamuBHume mepku.

KnloyoBu gymu: Cungpom Ha Wilkie, Superior mesenteric artery syndrome, CuHgpOM Ha 20pHa Me3eHmepuaAHa apmepus,
Intestinal obstruction

KAWHWYEH CAYYAI C TYMOP HA GRUBER-FRANTZ — KAUHNYHI N PAQVOAOTIYHNI
ACNEKTIA

MagxoBa B', MagxoB P

T Kamegpa no 06wa meguuuHa u kauHuuyHa Aabopamopus, MeguuuHcku yHuBepcumem — BapHa
2 Kamegpa no Xupypauuecku 6oaecmu, Meguuutcku yHuBepcumem — BapHa

Tymopbm Ha Gruber-Frantz npuragaeXku kom coaugHume nceBgonanuaapHu mymopu (SPT) Ha nankpeaca, koumo ca us-
kalouumenro pegku (1-2%) cpeg nopBuyHume naHkpeacHu HoBoobpasoBaHuA. MpegcmaBeH e KAuHUYeH CAyyall Ha keHa Ha
25 2., HacoyeHa caeg Y31 8 ambyaamopHu ycaoBus ¢ ockbgHu cybekmuBHu onaakBaHua — mexecm 8 AeBua enuzacmpuym
¢ upaguauus kom kpbecma, guckpemHu omouu no Auuemo u poueme, HekoakokpamHo cybgpebpuaHa memnepamypa. MopBo-
HavyaAnHama guazHo3a om TAB nog KT e HeBpoeHgokpuHeH mymop Ha navkpeaca. lNpu 6oaHama e u3BopuweHa pesekuusa Ha
navkpeaca, naHkpeamo-2acmpo aHacmomo3sa u e nocmaBeH cmeHm. iIHmpaonepamuBHama buoncus, Bepuduuupaqa xucmo-
NamOAO2UYHO U UMYHO-XUCMOAO2UYHO goka3Ba mymop Ha Gruber-Frantz. B gudepeHuuarHo-guazHocmuyeH acnekm ca 06Ccoxk-
gaHu: HeBpoeHgokpuHeH mymop, gykmaaeH ageHokapuuHom, kucmoseH mymop Ha naHkpeaca, naHkpeacHa nceBgokucma u
naHkpeamobaacmonm.

PaguorozuuHomo gokasBaHe Ha mymopa Ha Gruber-Frantz He e mpygHo. Mopagu 6aBHus xog Ha 3aboaaBaHemo, SPT
06ukHOBeHO gocmuza 20AeMU pa3Mepu U ce gokasBa exozpadeku u komnlombp-momozpadcku. BaemaHemo Ha uumoao2uyeH
mamepuaa ype3 TABb nog Y3 uau KT koHmpoa e no-aecHo, omkoAkomo nocmaBaHemo Ha moyHa Xucmo-namoAo2u4Ha guazHo-
33, koAamo u3uckBa 2oaaM kauHuyeH onum. Had-BakHo e omgudepeHuupaHemo Ha SPT om HeBpoeHgokpuHume mymopu u
gykmaaHus ageHokapuuHom, nopagu moBa, Ye pasauyHama npo2Ho3a npu mesu mymopu Bogu go pasauyHo noBegeHue. Tol
kamo SPT e ¢ Hucobk 3r0kauecmBeH nomeHuuaA u gobpa npozHo3a, mod e pagukaAHo AeYUM XUPYP2UYHO.

KnlowoBu gymu: kauHuueH cayuad, coaugeH nceBgonanuaapeH mymop (SPT), nankpeac, Gruber-Frantz, guazgHo3a, AeveHue
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PESHOMETA HA NOCTEPIA

3AKOHOZATEAHU NPOMEHI NP (PAPMALLEBTIIMHOTO OBCAYXBAHE HA NALINEHTI C
PEAKI 3ABOAABAHNA B BbATAPIAA

KamyweBa M', MopgaroBa C', [MemkoBa B', leapaueBa C%*, lMempoBa I

" PapmaueBmuueH pakyamem, Meguuutcku yHuBepcumem — Codus
2 MeguuuHcku koaex, Meguuutcku yHuBepcumem — Codus
® YMBAA ,AnekcaHgpoBcka“

BvBegeHue. Heobxogumocmma om komnaekcHa 2puxka 3a nauueHmume ¢ pegku 6oaecmu (PB) usuckBa npuAazaHemo u
Ha komMnemeHmMHo (papmaueBmuyHo koHCyAmupaHe.

Liea. Lleama Ha Hacmosaw,omo npoyyBaHe e ga ce uscaegBa BAusHuemo Ha 3akoHogameAHUmMe NPOMEHU Npu omnyckasemo
Ha AekapcmBama cupauu Bbpxy Bo3moXkHOCMUME 3a NnpuAazaHemo Ha GapmaueBmuyHo KoHcyAmupaHe.

Mamepuan u memogu. MpoBegeH e 3akoHogameAeH npeaneg Ha Hapegba 38/2003, Hapegba 4/2009, Hapegba 34/2005,
Kogekc 3a npodecuoHarHa emuka Ha Ma2ucmbp-GapmaueBma (2007), YmBopgeHu npaBuaa 3a [dobpa dapmaueBmuyHa
npakmuka (2009). MpeaaegaHu ca yyebHUME nAaHoBe, npozpamMume U CheuuaAHoCmume 3a CAegguNAOMHOMO 0byYeHue Ha
Mazucmbp-papmaue8mume.

Pesynmamu. OcHoBHume u3meHeHua B 3akoHogameaHus peXum 3a Pb e B u3mecmBaHemo Ha 3anAawaHemo
om M3 kom H30K. ToBa npomeHu pexkuma Ha omnyckaHe om 60AHUYHU anmeku koM anmeku 3a amMbyaamopHO GOAHU.
Camo Hsakou aekapcmBeHu npogykmu 3a pegku oHkoaoz2uyHu Goaecmu ce omnyckam om 60AHUYHU anmeku. MbmaAm Ha
nauueHma go noayyaBaHe Ha AekapcmBama ce ycAoXkHABa: npomokoaume ce npegnucBam B AeyebHume 3aBegeHus, a
obwonpakmukyBawume Aekapu npegnucBam aekapcmBama. OcHoBHama 3agaya Ha apmaueBmume e ga koHcyamupam,
koemo e 0cobeHo BakHO 3a cneuuduyHu 2pynu 3aboaaBaHua kakBumo ca PB. B ocHoBHuA kypc Ha 0byyeHue AuncBa
3agbAbOYEHO U3yuaBaHe Ha xapakmepucmukume u dapmakomepanuama Ha Pb, koemo ga no3BoaaBa agekBamHo
koncyamupane. ToBa nopax¥ga cobmHeHue 3a Bb3mokHocmma Ha Bcuuku dapmaueBmu B8 omgargueHume HaceAeHu Mecma
ga koHcyamupam agekBamHo 6oAHume ¢ Pb.

3aknloueHue. 3akoHogameaHume npomeHu He o6xBawam Bcuuku eBeHmyaaHu puckoBe 3a nauueHmume, a camo
HamanAaBam duHaHcoBama mexkecm 3a M3. Mpobaem ce ABABa HegocmambyHOMO 06yueHUe Ha dapmauedmume OMHOCHO
PB, koemo 6u 3ampygHUAO NpuAa2aHemo Ha cneuuaAusupaHo GpapmaueBmuyHo koHcyamupaHe. [lJonbAHUMEAHU NpoyyBaHuA ca
Heobxogumu 3a moBa gaau 6oaHume ¢ Pb umam no-gobbp gocmon go AekapcmBa.

KaloyoBu gymu: GpapmaueBmuyHo koHcyamupate, pegku 6oaecmu, aekapcmBa cupauu, boa2apus

HALNIOHAAEH PETACTHP 3A AMLLEB AHOMAAIIA 1 KOOPOWNHALNA HA
MYATUANCLWNANHAPHOTO AEYEHWNE B CNELMAAN3NPAHA LIEHTBP 1 N0 MECTOXIIBEEHE

AHacmacoB 10", luzo8 K2, Xamwp P'2, BeaukoBa P°, [oaeB A*, KazakoBa M, XvwoBa H?, bokuHoB MF, LibpByraHoBa P

T Kamegpa MponegeBmuka Ha xupypauyeckume 6oaecmu, Cekuus MaacmuyHa u kpaHuodauuaaHa xupypaus, MeguuuHcku
yHuBepcumem — AoBguB

2 YMBAA ,C8. leopau”

® Kamegpa OpmogoHmus, MeguuuHcku yHuBepcumem — MaoBguB

*Kautuka no YHT, boatuua Moamveg

S Acouyuauus Ha geuama ¢ BpogeHu AUUEBU aHOMaAUU U mexHume pogumenau, ,ANA

BvBegeHue. Pecucmopbm dyHkuuoHupa om 2013 2. u go momeHma BkalouBa gaHHu 3a Hag 500 nauueHma ¢ AuueBu aHo-
MaAuu. 3aceea yyacmBam 51 cneuuaaucma. MauueHmobm u3bupa cBoume cneuuaaucmu u e cobecmBeHuk Ha UHpopMauuAMa,
kosamo 20 kacae. XpoHoao2uuHo ce kauBam mekcmoBu, cHumkoBu, Bugeo u PDF ¢ataoBe, ¢ koemo ce omyuma getiHocmma
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0m cb3gageHume mpeXu no mecmoXuBeeHe 32 NOMOW, Npu XpaHeHe, Aozonegu, YHI cneuuaaucmu u opmogoHmu, koumo
u3noAHABam npoekmu 3a gopuHacupaHe Ha Ae4yeHuemo Ha pogumeackama acouuauus ,ANA”

Mamepuan u memogu. Cb3gageHa e yeb 6asupaHa komnlomopHa npozpama, kosmo no3BoaaBa Ha ekuna, nauueHma u
cneuuaaucmume no MmecmoxkuBeeHe ga npocaegaBam u gonbaBam BbB Bpememo uHGOpMauuAMa 3a gageHusa nauueHm, npu
cnasBaHe Ha npaBurama 3a koHPUGEHUUAAHOCM U CbXPaHEHUE HA AUYHUME gaHHU.

Pesyamamu. IMpu 61 774 »uBopogeHu 3a 2013 2. pecucmpupaxme 62 geua ¢ UeNHamuHU Ha ycmHama u Heéuemo (BLIYH),
koemo e 70% om 88 cayyaa npu yecmoma om 1 Ha 700 (uecmoma Ha BLIYH cnopeg C30). Ako npuemem yecmoma om 1 Ha
950 (gaHHu 32 1993-1996 2. 3a bvAzapus), mozaBa obwuam 6pod 3a 2013 2. e 65 u obxBawame 95% om cayuaume. 22%
uau 114 nauueHma-pogumeau ca cAykKebHO pezucmpupaHu, cnpamo 517, koumo noa3Bam co6ecmBe enekmpoHeH agpec. Om
0bwo 2 711 nocma B peaucmopa, 102 (3.90%) ca nocmoBeme Ha POGUMEAU UAU NAuueHmuU.

Duckycusa. NaxHume 3a 2013 u 2014 2. omeoBapAm Ha yecmomama om Aumepamypama, koemo 03Ha4yaBa, ye 06xBa-
wame Hag 90% om cAayyaume B8 cmpaHama. [JaHHUME umam enugemuoAO2UYHa cmoldHOCM U ueHmMbpbm B MA0BguB uma
GyHkuuu Ha ekcnepmeH ugHMbP.

KaloyoBu gymu: AuueBu aHoMaAuu, UBNHAMUHU Ha YCmHama u Hebuemo, peaucmop

KAUHWYEH CAYYAN C TEHNTONATEAAPEH CUHOPOM

PageBa b
MeguuuHcku ugHmbp ,Jemcko 3gpaBe“ — Codus

BvBegeHue. leHUMonameAapHUAM cuHgpom e pAgka BpogeHa aHomaaus, koamo ce HabAlogaBa usoAupaHo uAu kamo yacm
om gBa pasAuYHU 2eHemuyHU cuHgpomu Ha Goldblatt u Ohdo. Tod ce npuyuHABa om mymauuu Ha KAT6B 2eHa, koumo Bogam
0O HapyWweH CUHME3 Ha eH3UMa XUCMoHa uemuAmpaHcepasa.

Llea. Lilenma Ha HacmoAwama paboma e ga 6bge npegcmaBeH KauHuueH cayyai CoC CUHgpoM Ha Goldblatt.

Mamepuan u memogu. /13n0A3BaHu ca KAUHUYHU U AaBOpamOopHU u3cAegBaHuA: uumozeHemuyeH, mum. HK u mema6o-
AUMEH aHaAu3u, komntomopHu npozpamu LND (London Neurogenetics Database) u LDD (London dysmorphology database).
HanpaBeHu ca koHcyamauuu ¢ gemcku HeBpoAo2, paguoAo2 U gemcku NnCuxoAoz.

Onucadue Ha knuHu4HuAa cayyad. Momuye Ha 6 2. ¢ gusmopguyeH dauuec, Mukpouedaaus, ALUM — cvmeceHa Gopma u
mexkka cmeneH Ha ymcmBeHa usocmaxarocm. (DamuaHama aHamHesa ycmaHoBsBa gaHHU 3a gBu2ameAHU HapyuweHus u
gBycmpaHHa xunonAasus Ha nameAume npu madkama. Pesyamamume om npoBegeHama KAT Ha 2aaBa npu nauueHmkama
nokasBam BvbmpewHa xugpouedaaus u ampodus/azeHe3us Ha kopnyc kanosym, a om npoBegeHama peHmzeHoz2padusA Ha
koAeHa — gaHHU 3a gBycmpaHHa XunonAasus.

Juckycuda. Bvb3 ocHoBa Ha npoBegeHume uscAegBaHua u komnlomobpHuA aHaAu3 Ha KAUHUYHUME cumMnmoMu kamo
Hal-BepoAmHa guazHo3a ce gonycHa [eHumonameaapeH cuHgpoM Ha Goldblatt ¢ aBmo30MHO-gOMUHAHMHO YHAcAegsABaHe.
MAaHupaHo e uscaegBaHe Ha KATGB 2eHa 3a HelHOmO nomBbpXkgaBaHe u npoBeXkgaHe Ha 2eHemuyHa KOHCyAmauus Ha
cemedcmBomo.

ArPECBHA (DBPOMATO3A NP MAALA XEHA

HaueBa M', [ipericka P', MapmuroBa (?

' Na6opamopus no myHoaozus, YMBAACM ,Mupo2oB”
20mgeneHue no TpaHcdyauoHHa xemamoaozus, YMBAACM ,Mupo2oB*

AzpecuBHama ¢ubpomamosa (AQ) e pAgko cpewlaHa HEONAa3ua om 2pynama Ha geamougHume mymopu. deguHupa ce
kamo MoHOKAOHaAHA npoAudepauua Ha MuogubpobracmHume kaemku. XucmoAao2u4yHo mymopume ca gobpokayecmBeHu, He
Memacmasupam, Ho umam Bucok nomeHuuaa 3a AokaaHa uxBasuBHocm. WHduampupaHemo u komnpecuama Ha >KU3HEHO
BakHu op2aHu, pa3noroxkeHu B cocegemBo, Bogam go HapywaBaHe Ha mexHume 0CHOBHU (GyHKuuu.

Emuonozusima Ha AQ) He e HanbAHO u3scHeHa. MoBeyemo cAyuau ca cnopaguuHu. Ha moaekyAspHO HUBO ca ycmaHoBeHu
comamuyHu mymauuu 8 APC u CTNNB1 2eHume. Mpu yacm om 6oaHume ¢ mymauuu 8 APC 2eHa 3aboaaBaHemo acouuupa ¢
damuAHa noaunoaa Ha koaoHa (FAP). Tevom CTNNB1 kogupa cuHmes Ha MyamudyHKUUOHaAeH NPOMEUH, HapeyeH B-kameHuH,
kolmo yyacmBa B8 WNT mpaHcgykuUOHHUA cuHaaeH nom. Caeg npemuHaBaHe 8 kaemouHomo sAgpomo Pf-kameHuHom ce
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akmuBupa, B3aumogedcmBa ¢ mpaHckpunuuoHHu Gakmopu u Bogu go nocmoAHHa kaembyHa npoaudepauud. Mpu 85% om
BoAHUME cbe cnopaguyta AQ ce yemanoBaBam mMymauuu 8 CTNNB1 2eHa.

MpegcmaBame ucmopusama Ha 47-2oguwHa dkeHa ¢ AQ u mymop Bopxy AdBama kaaBukyra ¢ 20AeMUHA Ha AGWHUK.
MocmonepamuBHo npoBexkga mepanus ¢ TamokcudeH. Caeg 12 meceua HacmbnBa peuuguB B8 AeBua cmepHokaeligomacmo-
ugeH patoH. lMpu Bmopama onepamuBHama uHmepBeHuuA e HanpaBeHa ekcuusua HAa mpu pedpa, cmepHym U kaaBukyaa.
Nanapomomus u omeHmonaacmuka.

Tuckymupam ce guagH03ama, HauyuHa Ha AeYeHue U npo2Ho3ama npu 6oAHU ¢ AQ.

KAUHUYHama u 6uorozuyHa xemepozeHHocm Ha A(QD usuckBa nepcoHaAu3upaH MyAmMuMOgaAeH mepaneBmuyeH nogxog,
CobobpaseH ¢ kayuecmBomo Ha XkuBom Ha nauueHmume.

CUHXPOHEH OEBHOT HA OBE MbPBUIYHN MAANTHEHI 3ABOAABAHIA — HEXOOXXKNHOB
AMM@OM 11 AQEHOKAPLLIHOM HA CTOMAXA

Iono8 B', HeHoBa W, AnekcueB T', [pygeBa-onoBa X?

" MeguuuHcku yHuBepcumem — MaoBguB
2Kamegpa no KauHuuHa oHkoaozus, Meguuuxcku yHuBepcumem — MaoBguB

BvBegeHue. MopBuyHo MHOXKecmBeHume mymopu Mo2am ga ce kaacuduuupam cnopeg XpoHoAO2UYHAMa um nposBa:
CUHXPOHHUME Cce pa3BuBam egHOBPEMEHHO UAU QO Wecm Meceua CAeg NbpBus mMymop; MEmaxpoHHUME uMam noHe
wecmmeceyeH uHmepBaa nomexkgy cu. Yecmomama Ha CUHXPOHEH MaAU2HEH NPOUEC, CbyemaH C KapuuHoM Ha cmomaxa,
e okono 3.4%. B 85% om nauueHmume CbC CUHXPOHHU 3a60AABaHUA U 45% om me3u ¢ MemMaxpoHHO NpomuYaHe 3ab0oAA-
Baxemo ce omkpuBa cayyadHo u 0buyaliHoO € acumMnmMOMHO. CUHXPOHHOMO NPOMUYAHE € NO-4ECMO CPEWaHo Npu MoXke u
nywauu.

KauHuueH cayyad. Kacae ce 3a 72-20guwleH, $amuAHO HEOBPEMEHEH NAUUEHM C gua2HOCMUUUPAH CUHXPOHEH geblom Ha
g8e HeonAasmu — B-gpe6HokaemoueH Aumdouumed Aumdom (IVB ka.cm.) u ageHokapuuHom Ha cmomax (T3N1MO, G, stage
[IB). Cumnmomamuka ce nposaBaBa npes ecenma Ha 2014 2. ¢ npozpecupaw, koHcymamuBeH CUHgPOM, aguHamus, U3paseHo
HOWHO u3nomsBaHe, 20PEH GUCNENMUYEH CUHGPOM, OMOUU NO gOoAHU KpadHuuu, 2eHepaAusupaHa AuMdageHomezaaud. Ju-
azHo3ama e nocmaBeHa no kaacuuecku kpumepuu: FGS (Tu dpopmauus, aHeakupawa aHmpaaHama yacm Ha cmomaxa); CT
MeguacmuHyMm, abgomeH u Marok mas; mueaozpama. buoncusa ¢ XX, Bka. peBu3sus 68 pedepeHmHo 38eH0. Cmomax — ymepeHo
g0 Hucko gudepeHuupaH ageHokapuuHOM Ha CmMoMaxa — UHMECMUHAaAeH mun, npopacmBaw usAama gebeauHa Ha cmeHama
0e3 cepo3ama, uspaseHa nepuHeBpaHa u cbgoBa UHGUAMPAUUA; peauoHaAHu (26) A.8. — MopdoAo2uA U uMyHOGEHUMUN 32
B-gpe6HokaembueH AumpouumeH AUMGOMm, ¢ yuacmbuu Ha egpokaemoyHa mpaHchopmauua (CUHgpoM Ha Puxmep).

Huckycus. Mpu nauyueHmu CbC CUHXPOHEH pak Ha cmomaxa Had-yecmo 3ace2Hamume Op2aHu ca 2AaBa u wuA, XpaHo-
npoBog, 6ar gpob, bvbpeuu. CouemaHuemo ¢ HexogkkuHoB Aumpom e uskatouumeaHo pAgko. Mpu MeMaxpoHHO CoyemaHue
Hall-yecmo apekmupaHume op2aHu ca koAoH, pekmym, wumoBugHa Xae3a, 6aA gpob, 6bbpek u 2bpga.

BOAECT HA WALDENSTROM B CbYETAHUE C (EHOTIM HA NAPOKCU3MAAHA HOLLHA
XEMOBAOBUHYPINA

Iono8 B', AnekcueB T, LloHeB X', BaHoB W', AeneepoBa I, beneBa E?, pygeBa-MonoBa X2

! MeguuuHcku yHuBepcumem — MaoBguB
2Kamegpa no KauHuyHa oHkoAozus, MeguuuHcku yHuBepcumem — MaoBguB

BuvBegeHue. MakpoarobyauHemus Ha Waldenstrom (MW) e B-kaembuHa Heonaasus ¢ npoAudepauus Ha kaoHaaHu IgM-
npogyuupawu AumdonaasmouumHu kaemku. Kacae ce 3a pagko 3aboadaBave ¢ yecmoma okono 3 Ha 1 000 000 HaceaeHue
(CALL). MapokcuamarHama HowHa xemozrobuHypus (PNH) e npugobumo kaoHaAHO HapyweHue, koemo ce xapakmepusupa ¢
geduuum/omcocmBue Ha glycosylphosphatidylinositol (GPI) — gokasBa ce upe3 ekcnpecua Ha CD55 u CD59 no noBbpxHocmma
Ha 3acezHamume kaemku.

KauHuuen cayvail. Kacae ce 3a nauueHm Ha 73 2. ¢ onaakBaHusa om AecHa ymopa npu obuvadHu duauyecku ycuaus, koHey-
MamuBeH CUHgPOM U HapyweHo 3peHue. Om okoro gBe 20guHu UMa HeboAe3HeHa mymopHa Gopmauua npeaypukyaapHo Bgs-
CHO, koamo He HapacmBa. V3kAloueH MaaugHeH npouec cAaeg napomugekmomus U XUCMOAO2UYHO u3cAegBaHe — nAeoMopdeH
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ageHom. JuagHozama MW e nocmaBeHa no kaacuuecku kpumepuu: cnaeHomezaaus, gokasBaue Ha M-2pagueHm, IgM 10.37 g/,
mpenaHobuoncus ¢ XX — ganHu 32 k.M. aHzakupade om MW ¢ komneHcamopHa epumpobAacmHa xunepnaasus (Xemoausa?).
CoyemaHuemo Ha naHuumoneHua ¢ Coombs-HezamuBHa xeMoAu3a HanoXu u3AcHABaHe upe3 FCM Ha nepudepHa kpbB — go-
kasa ce Haauyue Ha PNH-kaoHoBe 8 2paHyrouumHama (CD59 geduuum — mun II-Ill u CD55 — mun 1), epumpouumnama (CD59
geduuum — vacmuyes mun Il u noaed mun I, CD55 — yacmuyed mun Il u nbaed mun lll) u MoHouumHa (geduuum Ha CD59
— mun II-lll, 6e3 geduuum Ha CD55 u CD14) nonyaauuu, 6e3 gaHHu 3a AeBkemusauusa. AeveHuemo ce npoBexkga ¢ Rituximab
C omAuYeH mepaneBmuyer omzoBop.

Obcwkgane. Hal-uecmume kauHuyHU nposABu Ha PNH ca naHuumoneHus, uHmpaBa3aAHa xeMoAu3a u puck om BeHo3Hu
mpom603u. PNH-nogobeH deHomun MoXke ga Ce Cbyemae ¢ pasAudHU XeMamoAO2UYHU 3a00AABaHUA kamo anaacmuyHa aHe-
musa, MIC, kakmo u aumdo-npoaudepamuBHu npouecu. bogewu uscaegBaHus mpAabBa ga ymoyHAM MexaHu3ma U KAUHUYHO-
MO 3HAYEHUE Ha MO3u (GeHomun.

OCOBEHOCTIN B MPOTWUYAHETO, AMATHOCTKATA 11 AEYEHNETO HA MEANKAMEHTO3HO
NHAYLUNPAHNA AHTOEQEM 1 HA AHTIOEQEMA NP XXEHIA

[epmergxkueB C', TogopoBa A", LepmergkueB T', HeneBa [T, CumeoHoBa P?

' MeguuuHcku yHuBepcumem — MaoBguB
2 MeguuuHcku ugHmop ,Papeguc” — MaoBguB

Mpe3 nocAegHUME 20QUHU 3HAYUMEAHO HapacHa 6poAm Ha npuAa2aHume AekapcmBa u cbomBemHo Ha mesu, koumo
omkalouBam gupekmHo uAu Henpsko ca cBbp3aHu ¢ pasBumuemo Ha aHeuoegem. Om gokaagBaHume go MOMeEHMA CAy4au
wie pasaaegame mesu, koumo ca cBop3aHu ¢ ynompebama Ha HecmepougHU npomuBoBb3naaumeAHu cpegemBa, uHxubumo-
pume Ha aHauomeH3UH-koHBepmupawlua eH3uM, aH2UOMEH3UH 2-PeuenmopHU a2oHUCmU, aHmuéuomuuu U ecmpozeHoBu
npenapamu.

Mpu eHume ¢ HacAegcmBeH aHauoegeM 3aboAAaBaHemo ce omauyaBa ¢ no-mexko npomuuaHe, koemo cnopeg Hakou
aBmopu ce goaku Ha BrowaBaHe om Nepuogume Ha XOPMOHAAHU NPOMEHU B ope2aHu3Ma — ny6epmem, 6peMeHHOCM, MeH-
cmpyauua. Cnopeg gpyeu, moBa BaowaBaHe ce HabalogaBa u npu gobaBaHe Ha »keHcku noaoBu xopmoHU B pamkume Ha
XOpPMOHO3aMecmumeAHa mepanus uAu kamo mMemog 3a koHmpauenuus.

KaloyoBu gymu: MegukameHmO3HO UHgyuupaH aHauoegem, HacaegcmBeH aHauoegem npu XeHu

CAYYAIN HA TEXXbK ALLETABYAAPEH OEQULINT, KOMBNHNPAH C ObABOKA NHQEKLNA NPN
TA30BEJPEHA APTPOMNAACTUKA

KapamumeB C', KoxkyxapoB8 /2, [0208a P?

' Kamegpa no Opmonegus u mpaBmamonaoaus, MeguuuHcku yHuBepcumem — MaoBguB
2 MeguuuHcku yHuBepcumem — MaoBguB

LLea. MpegcmaBame mogeA 3a noBegeHue npu cAyyad Ha meXok auemabyAapeH geduuum u HacAoXkeHa gbAboka uHdekuua
npu masobegpeHa apmponAacmuka.

Mamepuana u memogu. 54-20guwHa >keHa nocmvnBa npe3 2012 2. 8 KauHukama no noBog cuaHa 6oaka B gacHama ma-
300egpeHa cmaBa, HeBb3mokHOCM 3a camMocmoAameAHo npegBukBaHe U HaAuvue Ha Gucmyaa no xoga Ha onepamuBHuA uu-
kampukc. Om HanpaBeHume peHmaeHo2paduu ca NOAYYEHU gaHHU 3a auemabyaapeH gedguuum I mun no Paprosky u muepauus
Ha 6egpeHomo cmebAo 8 koasHHama cmaBa. Qucmyaozpaduama nokasBa goaboka uHdekuus.

Ha nopBu eman ce u3Bvbpwu omcmpaHABaHe Ha peBu3uoHHama npomesa, ocmeonAacmuka Ha auematyaapHua gedekm ¢
aBmonpucagok om kpuaomo Ha xoAbouHama kocm u BpemeHeH cnedcbp. Ha Bmopu eman, caeg cmuxBaHe Ha uHdekuuama,
ce nocmaBu auemabyaapeH kedigxk u 6e3uumeHmHo peBu3uoHHO 6egpeHo cmebAo, koemo gucmanHo ce 3akaloyu ¢ gBa BuHma
upes ,free hand“ mexHuka.

Pesyamamu. lMauueHmom e npocAegeH peHmaeHozpadceku u dyHkuuoHaAHo. MpegonepamuBHua Harris Hip Score (HHS) e
no-manko om 70 mouku. Ha kpaa Ha wecmus mMeceu caeg nbpBama uHmepBeHuus HHS e 78 mouku, a 6 meceua caeg Bmopa-
ma onepauua HHS e 89 mouku. MocmuzHam e go6op pe3yamam — cAeg okoHYameAHama uHmepBeHuus 6oAkume ca HamaneAu
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u 06emom Ha gBukeHue 8 cmaBama e nogobpeH.
3aknloueHue. PewaBaHemo Ha kasyc ¢ meXok auemabyaapeH geguuum, HacAOXKeH ¢ gbAboka UHdekuua Ha masobegpeHa-
ma eHgonpomesa, npegcmabBaaBa cepuosHa u omzoBopHa 3agaya npeg Beeku opmoneg-mpaBmamonoa.

KnalouoBu gymu: auemabyaapeH geduuum, ocmeonaacmuka, ma3obegpeHa apmponaacmuka

Aumepamypa
1. Comba F, Buttaro M, Pusso R, et al. Acetabular revision surgery with impacted bone allografts and cemented cups in patients younger than 55
years. Int Orthop. 2009 Jun;33(3):611-6.

KPUTEPUI 3A B3EMAHE HA PELLUEHWNE NP OLEHKA HA AEKAPCTBA CUPALIIA -
NMPEABAPUTEAHU PE3YATATIA OT CMECEHO MPOYYBAHE 3A CEAEKTWIPAHE HA KPUTEPUN

UckpoB I, CmepaHoB P
Kamegpa no CouuaaHa MeguuuHa u obwecmBeHo 3gpaBe, MeguuuHcku yHuBepcumem — MaoBguB

BvBegeHue. B3emaHemo Ha peweHue 3a peumbypcupane Ha AekapcmBa cupauu e gebam Ha noaumuyecku npuopumemu,
0cobeHocmU Ha 3gpaBHama cucmema u obwecmBeHu Haeaacu. OueHkama Ha 3gpaBHU mMexHOAO2UU Ce NpuAaza, 3a ga ce
ONpegeAu gaAu onpegeAeHa 3gpaBHa mexHOoAO2UA 2eHepupa noBeye 3gpaBHu noAsu, m.e. noBeye cmodHocm 3a BAoXkeHUme
pecypcu, omkoAkomo gpyau 3gpaBHu mexHoAo2uu, koumo ce koHkypupam 3a cbulume o02paHuyeHu cpegcmBa. HesaBucumo
om moBa, B3emaHemo Ha pelweHue 3a 3anAawaHe e komnaekceHn npouec, npu kotimo e HeBuHa2u e AeCHO ga Ce nocmuzHe
komnpomuc meXgy pasaudHume uHmepecu. Tesu cbobpakeHusa obAcHABam Bce no-HaBAu3awomo UgHO0bpasyBaHe u peum-
OypcupaHe, ocHoBaHU Ha cmotHocmma. MHoz2okpumepudHuAm aHaAu3 3a B3eMaHe Ha peweHue uzpae BakHa poAaa B8 masu
npomaHa B 3gpaBHama noaumuka, gaBaiku Bb3moXkHoCm 32 NPo3pavyHOCM U NOCAEgOBameAHOCM Npu PeweHuAma 3a 3anAa-
WaHe ¢ nybAuyHU cpegecmea.

LLea. MpoyyBaHemo uma 3a uea ga ceaekmupa kpumepuu 3a B3emaHe Ha peweHue npu oueHka Ha AekapcmBa cupauu.

Mamepuan u memogu. /138opweH e AumepamypeH 0630p, Ha 6asama Ha kodmo e u3zomBeH cnucok ¢ kpumepuu,
U3noA3BaHu 3a B3emaHe Ha pewleHue 3a 3anAawaHe ¢ nybAuyHU cpegecmBa B8 cdepama Ha 3gpaBeonasBaHemo. KoM Bceku
kpumepui e gobaBeHa geduHuuuA, 3a ga ce 2apaHmupa nocaegoBameAHo u koxepeHmHo pasbupaHe. Caeg moBa e npoBegeHa
3amBopeHa aHkema cpeg npegcmaBumeAu Ha 3gpaBHu Baacmu, MeguuuHcku cneuuaaucmu, nauueHmcku npegcmaBumeau u
npegcmaBumeau Ha papmaueBmuyHama uHgycmpus, 3a ga ce usBege cmened Ha NnpegnovumaHue u cvaaacue 3a Beeku eguH
kpumepud. Mo Bpeme Ha 3akalouumenHa Gpokyc 2pyna Ha yyacmHuuume e gageHa Bb3amoXkHocm 3a 06CbkgaHe U NpOMAHA Ha
kpumepuume.

Pesynmamu. 11 kpumepuu 32 83emane Ha peweHue (3gpaBHu noA3u, kauHudHa epekmuBHocm, XkuBomocnacaBau xapak-
mep, 6e3onacHocm, aamepHamuBa, kauHuuHa mexkecm Ha 3aboaaBaHemo, couuaaHo-ukoHomuyecka mexkecm Ha 3aboaABa-
Hemo, blogkemHo Bb3gelicmBue, pasxogHa edekmuBHocm, HayuHU gokasameacmBa u yasBumu 2pynu) ca ceaekmupaHu 3a
u3BopwBaHe Ha oueHka Ha AekapcmBa cupauu.

3aknloueHue. lMpoy4BaHemo no3BoAu u32omBAHeMO Ha 6aAaHcupaH Habop om kpumepuu 3a B3emaHe Ha peweHue npu
oueHka Ha AekapcmBa cupauu. M3noa3BaHama MemogoAo2uA 6u Mo2Aa ga boge npuAoxkeHa npu oueHkama Ha wupok kpoe
uHoBamuBHU 3gpaBHu mexHoAo2UU.

KnloyoBu gymu: ouenka Ha 3gpaBHu mexHoAaozuu, ukoHomuka Ha 3gpaBeona3BaHemo, MHO20KpumepueH aHaAu3 3a B3ema-
He Ha pelweHue, AekapcmBa cupauu, MemogoAo2us

Aumepamypa

1. Iskrov G, Raycheva R, Stefanov. et al. Insight into reimbursement decision-making criteria in Bulgaria: implications for orphan drugs. Folia Med
(Plovdiv). 2013 Jul-Dec;55(3-4):80-6.

2. Iskrov G, Stefanov R. Criteria for drug reimbursement decesion-making: an emerging public health challenge in Bulgaria. Balkan Med J 2015.
[Accepted for publication].

3. Iskrov G, Kuncheva R, Stefanov R. Incorporation of Multi-criteria decision analysis into health technology assessment: experiences and challenges
from Bulgaria. In: Jakovljevic M, editor. Health Economics and Policy Challenges in Global Emerging Markets. New York: Nova Science Publishers;
2015. [In press].
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KPUTEPUIN 3A B3EMAHE HA PELLUEHWNE NP OLEHKA HA AEKAPCTBA CUPALIIA -
NMPEABAPUTEAHI PE3YATATIA OT CMECEHO MPOYYBAHE 3A N3BEXOAHE HA OTHOCWTEAHA
TEXECT 1 CTOMHOCTI HA KPUTEPUN

WckpoB I, CmepaHoB P
Kamegpa no CouuaAnHa MeguuuHa u obuiecmBeHo 3gpaBe, MeguuuHcku yHUBepcumem — MaoBguB

BvBegenue. MemogonozuyHama pamvka Ha MHoz2okpumepulHuA aHaAu3 3a B3emMaHe Ha peweHue BkalouBa pasAuyHu aa-
mepHamuBu, koumo ga 6bgam oueHABaHu, kpumepuu, cnpAamMo koumo aamepHamuBume ca cpaBHABaHu, cmolHocmu, ompa-
3A6awu pasAudHOMO u3nbAHeHUe Ha Beeku kpumepul 3a ougHka, u mexkecmu, koumo cbomBemcmBam Ha OMHOCUMeAHama
Baknocm Ha Bceku kpumepu.

LLen. MpoyyBanemo uma 3a uea ga usBege omHocumeAHa mekecm u cmodHocmu Ha kpumepuu 3a B3eMaHe Ha pewleHue
npu oueHka Ha AekapcmBa cupauu.

Mamepuan u memogu. [poBegeHa e omBopeHa aHkema 3a onpegeAsHe Ha OMHOCUMEAHA MeXecm u cmodHocmu 3a
12 kpumepus, omaoBapAwu 3a xapakmepucmukume Ha 3gpaBHume pesyamamu, xapakmepucmukume Ha 3a6oAaBaHemo u
obuwecmBeHo3gpaBHume acnekmu. PecnoHgeHmume BkalouBam npegcmaBumeAu Ha 3gpaBHu Baacmu, MeguuuHcku cneuua-
Aucmu, nauueHmceku npegcmaBumeau u npegcmaBumenu Ha dapmaueBmuyHama uHgycmpus, 3a ga ce pasbepam cneuuduy-
HUMe npegnoyYumaHusa u 3aMeHu Ha Bcaka 3aceaHama 2pyna. Mo Bpeme Ha 3akalouumeana @okyc epyna Ha yyacmHuuume e
gageHa BbamokHOCM 32 06CKgaHe U NPOMAHA Ha OMHOCUMeAHama meecm u cmolHocmume Ha kpumepuume.

Pesyamamu. Kamo 2pyna kpumepuu, xapakmepucmukume Ha 3gpaBHume pesyamamu (3gpaBHu noAsu, KAuHu4Ha edek-
muBHocm, »kuBomocnacaBaw, xapakmep, 6e3onacHocm u aamepHamuBa) noAyyaBam Hai-20AAMa OMHOCUMeAHa meXkecm
—44 + 13 mouku om 100-moukoB mogen 3a oueHka. Kamo uHguBugyaneH kpumepui obave, kauHudHama mexkecm Ha 3a60Aa-
BaHemo uma Hai-20AaMa omHocumeAHa mexkecm — 17 + 2 mouku. Cmamucmuyecku 3Ha4yuMu pasauyua MeXxgy vyemupume
2pynu aHkemupaxu ca omyemeHu npu kpumepuume >kuBomocnacaBaul xapakmep, Hay4yHu gokasameacmBa u ya3Bumu 2pynu.
Mo Bpeme Ha GuHarHama Gokyc 2pyna, yyacmHuuume nocmu2am KOHCEHCYC 3a NpOMAHA cmolHocmume u meXkecmma Ha
mpu kpumepusa — kKAuHUYHa edpekmuBHocm, kAuHUYHA mexkecm Ha 3a6oAaBaHemo u yA3Bumu 2pynu. Egud kpumepud — nony-
AAUUOHEH eekm — e npemaxHam om MogeAa 3a oueHka.

3aknloueHue. EKcnauuumeH mogea 3a B3emaHe Ha pewleHue 3a peumoypcupaHe HacbpyaBa gocmona Ha nauueHmu go UHo-
BamuBHO AeueHue, omyumaiiku o6aye u obewcmBeHo3gpaBHUmMe npuopumemu u blogXkemHu o2paHuyeHud. Hawuam mogea
32 oueHka, ocHoBaH Ha MHO20kpumepueH aHaAu3 3a B3eMaHe Ha peleHue, npegaaza npo3payHocm u nocaegoBameaHocm B
peweHuAmMa 3a peumbypcupaHe u AecHo MoXe ga bbge aganmupaH 3a gpyau 3gpaBHu mexHOAO2UU.

KaloyoBu gymu: ouetka Ha 3gpaBHu mexHoao2uu, ukoHomuka Ha 3gpaBeona3BaHemo, MHO20KpumepueH aHaAu3 3a B3ema-
He Ha pelueHue, AekapcmBa cupauu, MemogoAoaus

Aumepamypa

1. Iskrov G, Raycheva R, Stefanov. et al. Insight into reimbursement decision-making criteria in Bulgaria: implications for orphan drugs. Folia Med
(Plovdiv). 2013 Jul-Dec;55(3-4):80-6.

2. Iskrov G, Stefanov R. Criteria for drug reimbursement decesion-making: an emerging public health challenge in Bulgaria. Balkan Med J 2015.
[Accepted for publication].

3. Iskrov G, Kuncheva R, Stefanov R. Incorporation of Multi-criteria decision analysis into health technology assessment: experiences and challenges
from Bulgaria. In: Jakovljevic M, editor. Health Economics and Policy Challenges in Global Emerging Markets. New York: Nova Science Publishers;
2015. [In press].

BOAECT HA WILSON Y 11-FTOQLIHO AETE C NPUHOC HA EQUH KAMHYEH CAYYAI

NopgaroB N, MameBa B', 1BarHo8 W', PaueBa ¥, ManatomoBa M°

"Tpakuticku yHuBepcumem
2 MeguuuHcku pakyamem, CY ,C8. Kaumenm Oxpugcku”
®Kamegpa no Meguampus, Tpakulicku yHuBepcumem

Boaecmma Ha Wilson (WD) e pAgko aBmo30MHO-peuecuBHO HapyweHue Ha MegHUA MemaboAusbM ¢ yecmoma 1 Ha 30 000.
lerom ATP7B, omzoBopeH 3a 3aboaaBaHemo, e pa3norokeH Bobpxy gbA2omo pamo Ha 13-ma xpomosoma (13q14.3). Kacae
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ce 3a cBpoxHampynBaHe Ha meg B8 uepHua gpob, LIHC, 6vbpeuume, kopHeama, kocmume u gpyau opeaHu B pesyamam Ha
cmymeHa buauapHa ekckpeuud. KauHuuHume nposBu ca cBop3aHu 06ukHoBeHO ¢ yepHogpobHo u LIHC BbBauvaHe. Mozam
ga ce HabalogaBam Colo 04HU, 6bbpeyHU, cmaBHU u penpogykmuBHu yBpeXkgaHus, aMuHOauUgypus, XeMOAUMUYHA aHeMUA.
Jua2Ho3ama ce basupa Ha Huckume cepyMHU HUBa Ha uepyAonAasmuHa, 24-yacoBa npoBokupaHa kynpuypusa u [JHK aHaaus.
3nameH cmaHgapm 8 guagHocmukama ocmaBa yepHogpobHama Guoncus.

MpegcmaBamve cayyal Ha 11-20guwHo Momuye, AekyBaHo B8 KauHuka no Meguampua Ha MBAA ,Mpod. KupkoBuy® — 2p.
Cmapa 3azopa npe3 2014 2. Mpu gememo no noBog Ha BupycHa uHekuus ce ycmaHoBABa xenamomezaAus U noBulieHU
amuHompaxcepasu. poBegeHume ceporozuyHU u3caegBaHusa 3a HAV, HBV, HCV, EBV ca HezamuBHu, eguHcmBeHo anti CMV
IgM e nonoXkumeneH 6e3 Bpvska ¢ xenamouumoausama. OmxBvpAaam ce aBmoumyHeH xenamum U a1 — aHmumpuncuHoB
geduuum. V3cregBaHemo Ha uepyaonAasmuHa nokas3Ba noHukeHa cepymHa koHueHmpauua — 0.18 2/a. MpoBokupaHama
24-yacoBa kynpuypua nokasBa — 25.9 pmon/A, kamo He ce omkpuBa npbcmeH Ha Kaiser — Fleischer u moBa Hanoxku AHK
aHaAu3. YcmaHoBaBa ce xomosuzomuocm no mymauusma H1069Q — eksoH 14. 3anoysamomo AeveHue ¢ Cuprenil, 8
kombuHauus ¢ Vit. B1, B6 u Ursofalk ocuaypABa HopmaAu3upaHe Ha amMuHompaHc(epasume 3a nepuog om egHa 20guHa u
MH020 gobpo (u3uyecko pa3Bumue Ha gememo.

ABmopume npenopbyBam npoBexkgaHemo Ha memaboaumeH ckpuHude 3a WD npu Bcako geme ¢ bescumnmomHa
Xenamome2aAua U 0mpuuameAHu BupycoAO2UYHU u3cAegBaHuA ¢ ueA paHHO omkpuBaHe Ha 3aboAaBaHemo. OkoHuameAaHama
guazHo3a ce nomBvpxkgaBa ¢ npoBexkgaHemo Ha npoBokupana kynpuypusa u OHK aHaAus.

AHTIOHEBPOTWYEH OTOK C KOMBUHINPAHA ETNOAOTNA — KAMHYEH CAYYAIN

HepmergxkueB C, BeaeB B, TogopoBa A, lNeHueB b, CmoureBa-IackareBa 3, [eneBa 1
Cekuus no MpodecuoHaaHu 3ab6oaaBaHuAa u mokcukonozus, MeguuuHcku yHuBepcumem — MAoBguB

BvBegeHue. AHzuoHEBpomMuUYHUAM OMOK € Yyecmo cpewaHo 3aboaaBaHe (15-20% om HaceaeHuemo), npegu3BukBawio
ce om MHOXkecmBo emuoAo2uyHU Gakmopu. KAUHUYHO ce MaHudecmupa ¢ egeM Ha goAGOKUME gepMaAHU U CyBgepmanHu
cA0eBe, noHsakoza conbmemBaH om copoeX.

HacaegcmBeHusm aHzuoegem (HAE) e pagko 3aboaaBaHe (1 Ha 50 000), koemo e ¢peHomuneH u3pas Ha HacregecmBeH
geduuum Ha G1-ecmepasHua uHxubumop 3aboadBaHemo ce yHacAegAaBa no aBmo3oMHO goMuHaHmeH mun. AkmuBupaHe
Ha npomeasume om cucmemama Ha komnaemenma Bogu go obpasyBaHe Ha meguamopu, koumo yBeauyaBam cbgoBama
nponyckauBocm ¢ kauHuka Ha omok no koxkama, mekume mbkaHu u BbmpewHume op2aHu. Mpu nbpBa u3aBa Ha omoka
He3aBucumo om HezoBama emuonozus, BuHazu mpAGBa ga ce uma npegBug u HAE. ToBa Haraza He2080mo u3skalouBaHe ¢
ymBbpgeHume 3a UeAma UMyHOAORUYHU U3CAegBaHus.

Hepagko B8 npakmukama aHzuogembm e Bmopuyen, a emuoAo2usama my e komnaekcHa. B mesu cayyau caegBa ga ce umam
npegBug peguua dakmopu, koumo egHOBpeMeHHO UAU nocAegoBameAHO Guxa moz2au ga omkalouam kAauHuyHama u3aBa Ha
3aboraBaHemo. TakoB e npegcmaBeHuAam om Hac cayuad.

Mamepuan u memogu. MauueHm Ha 68 2., xocnumaausupaH 3a nopBu Nbm B OMgeAeHUEeMo N0 CNEWUHOCM C KAUHUYHO
npoABeH aH2uoHeBpomuyeH omok. AAep20A02UYHA aHaMHE3a: Ha4yanomo Ha onAakBaHuama e gBa meceua npegu xocnumaausa-
uuama. HekoakokpamHo nocewaBaa cnewHu kabusemu, 8 koumo My e npuaazaHa mepanus ¢ epekm Ha BpemMeHHO nogobpeHUe.
MpegnucaHo AeveHue 8 goma ¢ H1- baokepu. [uagHocmuuupaHu npugpyaBawu 3a60AABaHUA; apmepuaAHa XunepmoHus U He-
UHCYAUHO3aBucum 3axapeH guabem. MpoBeXkga AeueHue Ha cbnomemBawume 3aboaaBaHuA ¢ ACE-urxubumopu u CYIT. AuncBam
aHaMHECMUYHU U gokyMeHMaAHU gaHHU 3a XpaHumeAHa, uHcekm-aaepaua U gpyau dakmopu, obuvatiHo omkalouBawu aHauoege-
ma. DamuaHa aHaMHe3a — HeoBPEeMEHeHa 3a UMYHO-aAepaUYHU 3a60AABaHUA. AAEP20A02UYEH CMAamyC — egem no Mekume mbkaHu
Ha Auuemo ¢ npeguaekuua 8 obracmma Ha yemHume. Omokom ce npugpyaBa om copbex u ,usmpbnBaHe” Ha e3uka.

Pesynmamu. Ha ocHoBaHue gaHHUMe 0m aHamHe3ama, KAuHUYHama kapmuHa, aAep2oA02UYHUA CMamyc U pesyamamume
om napakAuHUYHUME u3cAegBaHus ce npue, Ye ce kacae 3a AHeuoHeBpomuyeH omok ¢ kombuHupaHa emuoaozuf. CAaeg npu-
A0KeHO AeveHue ¢ H1, H2- 6aokepu u cucmemHu kopmukocmepougu, 0mokbm npemupnsa NbAHO 06pamHo pa3Bumue. baxa
gageHu npenopbku go AuYHUA Aekap Ha nauueHma ACE-uHxubumopbm ga 6bge 3aMeHeH ¢ aHmuxunepmeH3uBeH MegukameHm
om gpyea Gpapmakoro2uyHa 2pyna.

Duckycus. MpegcmaBeHua om Hac cAyyad e uHmMepeceH npegBug cbyemaHuemo om hpakmopu, 06ycAaBawu emuoao2uama
Ha aH2UOHeBPOMUYHUA 0MOK, a UMEHHO:

* MegukameHmume HasHauyeHU 3a KOHMPOA Ha apmepuaAHama xunepmoHus. /138ecmHo e, ye ACE-uHxubumopume ca
Hal-yecmo coyeHume B8 aumepamypama AekapcmBeHu cpegcmBa, 3a koumo aHauoegembm ce ABaABa HeXkeraHa AekapcmBeHa
peakuus;
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* [lpye Bb3amoxkeH dakmop, 06ACHABAW emuoAO2UAMA HA aH2UOegeMa € He3agoBoAUMEAHUAM MemadoAumeH KOHMPOA
npu 3axapHus guabem, kolmo uma omHoweHue kom omkalouBaHe Ha enusoga npu nauueHma;

* He Moxe ga ce omxBobpAu HaNbAHO HaMecama U Ha gpyau Bce owe HeguagHOCMUUUPaHU Npu NauueHma 3aboasBaHus,
koumo 8 aumepamypama ce cBbp3Bam c Il (¢pyHkuuonanen) mun Ha HAE. B masu Bpu3ska caegBa ga ce paswupu guagHocmuy-
HUAM aA20pUMbM C U3BobpwBaHe Ha JONLAHUMEAHU 00U U cneuuduYHU UMYHOAORUYHU U3cAegBaHuA.

3aknloueHue. pegcmaBeHua om Hac cayuad nokasBa, ye aH2uoHeBpomuyHuAm omok Moxke ga uma komouHupaHa emu-
onozuA. MexaHusmume, no koumo ce pa3BuBa aHeuoegemMom, Mo2am ga 6bgam kakmo anepeuyHu, maka u HeaaepauyHU.
JuazHocmukama Ha aHz2uoHeBpomuyHuA omok e mpygHa u cAoKHA 3agaya, u noHakoza Hanaz2a paswupABaHe obema om
QUAZHOCMUYHU NPoOUegypu.

Aumepamypa

1. Kulthanan K, Jiamton S, Boochangkool K, et al. Angioedema: clinical and etiological aspects. Clin Dev Immunol. 2007;2007:26438.

2. Leznoff A. Urticaria and angioedema. Asian Pac J Allergy Immunol. 1984 Dec;2(2):272-8.

3. Mathews KP Urticaria and angioedema. J Allergy Clin Immunol. 1983 Jul;72(1):1-14.

4. Greaves M, Lawlor F. Angioedema: manifestations and management. J Am Acad Dermatol. 1991 Jul;25(1-2):155-65.

5. Cohen EG, Soliman AM. Changing trends in angioedema. Ann Otol Rhinol Laryngol. 2001 Aug;110(8):701-6.

6. Rees RS, Bergman J, Ramirez-Alexander R. Angioedema associated with lisinopril. Am J Emerg Med. 1992 Jul;10(4):321-2.

7. Megerian CA, Arnold JE, Berger M. Angioedema: 5 years’ experience, with a review of the disorder’s presentation and treatment. Laryngoscope.

1992 Mar;102(3):256-60.

CAYYAIN HA XNNEPCEH3NTNBEH BACKYAUT C MHOXXECTBEHA ETNOAOINA

HepmergxkueB C, TogopoBa A, lNeHueB b, Beneb B, CmoureBa-lackareBa 3, eneBa 1
Cekuua no MpodecuoHarHu 3aboaaBanua u mokcukoaozud, MeguuuHcku yHuBepcumem — lMaoBguB

Peslome. Backyaumbm e cucmemHO 3ab0AABaHe CbC 3acA2aHe cmeHume Ha kpoBOHOCHUME CbgoBe om Bb3naAumeneH
npouec. Emuonozuama e Hall-4ecmo UMyHO-aAepauyHa, Ho omkAlouBawume (akmopu u namozeHemuyHU MeXaHusMu ca
pa3Ho0bpasHu U He BuHazu Mo2am ga 6bgam ymouHeHu. [luagHocmuuupaHemo gonbAHUMEAHO Ce 3ampygHABa om Nbcmpama
XUCMOAO2UYHA kapmuHa, xapakmepa Ha UHGuUAMPama u muna Ha 3acezHamume CbgoBe. Mopagu me3u npuyuHu AuncBa u
eguHHa obwonpuema kaacudukauua Ha Backyaumume. 3a pa3Hoobpasuemo 8 emuoAo2uyHUME (GOPMU Ha 3aboAABaHemo
cBugemeacmBa npegcmaBeHusam om Hac KAUHUYEH cAyvadl.

Mamepuaau u memogu. XeHa Ha 54 2., xocnumaausupaHa B omgeAeHuemo 3a Qua2HOCMUYHO ymOuHABaHe u
AeveHue. OnaakBaHusma geblomupam npegu 20guHa cAeg ocmpo BupyCHO 3aboadBaHe u nepcucmupam. CvobwaBa 3a
gpedHo-nemHucm, cbpbAw 06puB, AokaausupaH nbpBoHA4YaAHO NO 2Ae3eHa Ha gecHua kpak. BnocaegecmBue ekaaHmenmom
0bxBauwia goaHume kpaidiHuuu, 2bpgume u kopema. ConbmemBawu 06puBa onaakBaHua om 6oaku B8 cmaBume, Myckyaume
u cybdebpuaumem. (DamuaHa aHaMHe3a HEOGpPEMEHEHA NO OMHOWEHUE UMYHOAAep2UYHU Goaecmu. [luagHocmuuupaHu
conbmemBawu 3ab0AABaHUA — apmepuaAHa XUNepmOoHUs, XPOHUYEH UUCMUM, XPOHUYEH 2acmpum U mupeougum Ha
Xawumomo. AAepeonozudveH cmamyc — MakyAo-nanyaoseH ek3aHmem no gBeme nogbegpuuu, Ha mMecma C u3paseHa
epumemo-AuBugHa komnoHeHma.

Pesyamamu. Ha ocHoBaHue aHaMHECMUYHUME gaHHU, KAUHUYHama kapmuHa, aAep20A02UYHUA CMamyc U pesyamamume
om npoBegeHume napakAUHUYHU Uu3CAegBaHus Ce npue guazHo3ama UMyHO-aAepauyeH Backyaum C OCMpo Havano u
3ameaHamo npomuyaHe. Caeg npurokenuemo Ha H1, H2-6aokepu u cucmemHu kopmukocmepougu no cxema BackyaumHama
cumnmomamukama ce 08Aagsa u nauueHmkama be usnucaHa acuMNMOMHa.

Duckycus. MNMpegcmaBeHua om Hac cAyyal e uHmepeceH npegBug coyemanuemo om MHoXkecmBo dpakmopu, 0bycaaBawu
emuoao2usama Ha Backyauma:

* geblom Ha cumnmomume cAeg npekapaHama BupycHa uHdekuus;

* npoBekgaHomo AgveHue Ha ConbmemBawume 3a60AdBaHus ¢ MegukameHmu, 3a HAkou om koumo BackyaumHume
nposBu ce ABaBam HexkeaaHu nekapcmBeHu peakuuu;

* gpyau npuemaHu om nauueHmkama MegukameHmu Moz2am ga 6bgam nogo3upaHu kamo uHgyuupawiu uau ko-dpakmopu
npu omkalouBaHe Ha Backyauma. TaxHama poas cAegBa ga ce nomBopgu UAU uskaloyu ¢ paswupABaHe Ha UMYHOAO2UYHAMA
guazHocmuka.

3akaloueHue. Backyaumom e 3aboaaBaHe, YuAMO emuoAO2UA U Namo2eHe3a ce omauvyaBam ¢ 20AAMO pa3HO0bpasue.
lpu onpegeAaHe emuoaozuama, 0cBeH uHdekuuosHusa dakmop, cAegBa ga ce omyuma poAsma Ha peguua megukameHnmu.
[pyau cvbCmoAHUA, CbobLWeHU B npoyvyeHama om Hac Aumepamypa, koumo umam omHoweHue koM Bov3HukBaHemo Ha
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3aboadaBaHemo, BkalouBam (amuaHa npegucno3uuus, CeHcubuAudauud Kom anepeeHu om BompewHama U BoHWHA
cpega, ekcnosuua Ha XUMUYHU a2eHmu, paguauus, MemaboAUmHU OMKAOHEHUs U gpyau. foaemusm 6pod emuoAO2UYHU
¢Gakmopu noHskoza usuckBam npogbAKUMEAHO, NOEMANHO guagHOCMUYHO ymoyHsABaHe Ha Backyauma om cbomBemHume
CNeuuaAucCmu — aAep20A03U U UMYHOAO3U C u3nOA3BaHe Ha agekBameH naHeA om 06wWU U cheuuduyHu UMYHOAORUYHU
uscaegBaHus.

Aumepamypa

1. Nikol S, Huehns TY, Pilz G, et al. Inmune-complex allergic vasculitis in association with the development of transverse myelitis. A case report.
Angiology. 1996 Nov;47(11):1107-10.

2. Kauffmann RH, Herrmann WA, Meijer CJ, et al. Circulating and tissue-bound immune complexes in allergic vasculitis: relationship between
immunoglobulin class and clinical features. Clin Exp Immunol. 1980 Sep;41(3):459-70.

3. Giangiacomo J, Tsai CC. Dermal and glomerular deposition of IgA in anaphylactoid purpura. Am J Dis Child. 1977 Sep;131(9):981-3.

4. Mackel SE, Tappeiner G, Brumfield H, et al. Circulating immune complexes in cutaneous vasculitis. Detection with C1q and monoclonal rheumatoid
factor. J Clin Invest. 1979 Dec;64(6):1652-60

5. Sams WM, Thorne EG, Small P, et al. Leukocytoclastic vasculitis. Arch Dermatol. 1976 Feb;112(2):219-26.

6. Wolff HH, Maciejewski W, Scherer R, et al. Immunoelectronmicroscopic examination of early lesions in histamine induced immune complex
vasculitis in man. Br J Dermatol. 1978 Jul;99(1):13-24.

TAPNQN 3A KAYECTBO HA XWBOT B EbATAPIA — MPEQBAPNTEAHI PE3YATATI OT
HALIOHAAHO PENPE3EHTATVIBHO MPOYYBAHE C EQ-5D

UckpoB I, XpucmoBa E, CmegaHoB P
Kamegpa no CouuaaHa MeguuuHa u obwecmBeHo 3gpaBe, MeguuuHcku yHuBepcumem — MaoBguB

BvBegenue. OcHoBeH eman om ougHkama Ha 3gpaBHuUmMe mexHOAO2UU € UgeHmuduuupaHemo U uamepBaHe Ha 3gpaBHume
pasxogu u 3gpaBHume pe3yamamu. 3a no-AeCHO u3MepBaHe U cpaBHABaHe Ha 3gpaBHUMe pesyamamu UAU NOA3U CE U3NOA3-
Bam peguua 2eHepuYHU uHcMpymeHmu, Had-uzBecmHuam om koumo e BonpocHukbm EQ-5D Ha EuroQol Foundation. Camomo
usmepBaHe Ha 3gpaBHume pesyamamu e komnaekCHo — noAsume 6uBam oueHABaHU koauvecmBeHo (Had-4ecmo npogbAkKu-
MeAHOCM Ha 3gpaBHus peayamam) u kauecmBeHo (kakBo e npegnoyumaHuemo Ha obuiecmBomo 3a noAyyaBaHe Ha 3gpaBHus
pesyamam). KpaliHama oueHka Ha pe3ayamama e komnaekcHa — npou3BegeHue om koaudecmBo u kavecmeo.

LLea. MpoyuBaHemo uma 3a UeA Ha ycmaHoBu npegnoyumaxuAma om obuiecmBeHa aaegHa mouka 3a 3gpaBHU CbemOAHUA
no EQ-5D, m.e. ga u3Bege 3a nopBu nom B boAzapua mapudu 3a kauecmBo Ha XuBom.

Mamepuaa u memogu. MpoyyBaHemo e pa3peLeHo u npoBegeHo No AuugH3upaHa memogoAao2usa Ha EuroQol Foundation.
06yueHu aHkembopu npoBegoxa gupekmHu uHmepBloma ¢ penpe3eHmamuBHa 3a obwama nonyaauusa 8 boa2apusa usBagka
om 450 pecnoHgeHmu, cmpamuduuupanu no Bvb3pacm u noA. /3noasBadku memoga Ha BpemeBa pasmaHa, Bceku uHmMep-
Bloupan panXupa u oueHABa 7 3gpaBHu cbcmoaHuA, gepuHupadu no EQ-5D. MoayveHume uHguBUgyaAHU U azpeaupaHu
NpegnoyumaHus ca usnoA3BaHu 3a mogeaupaHe u usBexkgade Ha mapudu 3a Bcuuku 243 3gpaBHuU CbCMOAHUA, ONPEgeAeHU
no EQ-5D.

Pesyamamu. (Dakmopume nogBukHocm u camoo6eaykBare okasBam Hail-20Aamo Bb3gedicmBue npu paHXkupae Ha npeg-
noYyumaxuama 3a 3gpaBHu noasu. OmyemHa e cmamucmuyecku 3Ha4yuma no-20Aama amnaumyga mexkgy mapugume 3a no-aeku
u no-mexku cbcmosaHua 8 cpaBHeHue ¢ mapudu om gpyau eBponedcku cmpaHu. Tosu gakm 6u BHeCbA 3HaUUMeAHU kopekuuu
Npu oueHABaHemo Ha 3gpaBHume pesyAmamu U usAocmHomo npoBexkgaHe Ha oueHka Ha 3gpaBHu mexHoAozuu B Bbazapus.

3aknloueHue. 3a nbpBu nom ca u3BegeHu 8 boazapua mapudu 3a kauecmBo Ha »kuBom, koumo ga ompa3aBam aaegHama
mouka u Hazaacu Ha 6ba2apckomo obwecmBo. BkalouBaHemo Ha me3u mapudu 8 oueHkama Ha 3gpaBHu mexHoAo2uu B8 cmpa-
Hama e BaXkHo, 3aWomOo N0 MO3U Ha4uH gupekmHO ce omyumam Ha2aacume U keaaHuAma Ha Gbazapckume nompedbumeAume
Ha MeguuuHcku u 3gpaBHu ycayau.

KnloyoBu gymu: kauecmBo Ha »uBom, EQ-5D, mapudu, 3gpaBHu noA3u, ougHka Ha 3gpaBHuU mexHoAO2UU

Aumepamypa

1. Chuang LH, Kind P. The effect of health state selection on the valuation of EQ-5D. Med Decis Making. 2011 Jan-Feb;31(1):186-94.

2. Golicki D, Jakubczyk M, Niewada M, et al. Valuation of EQ-5D health states in Poland: first TTO-based social value set in Central and Eastern Europe.
Value Health. 2010 Mar-Apr;13(2):289-97.

3. Ferreira LN, Ferreira PL, Pereira LN, et al. The valuation of the EQ-5D in Portugal. Qual Life Res. 2014 Mar;23(2):413-23.
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MOMYAALNOHHIN HOPMI 3A KAYECTBO HA XWNBOT B BbATAPNA — NPEABAPVUTEAHI
PE3YATATIA OT HALLNOHAAHO PEMPE3EHTATIIBHO NPOYYBAHE C EQ-5D

WckpoB I, XpucmoBa E, CmegaroB P
Kamegpa no CouuaanHa MeguuuHa u obwecmBeHo 3gpaBe, MeguuuHcku yHuBepcumem — MaoBguB

BvBegeHue. BonpocHukom EQ-5D Ha EuroQol Foundation e Hal-wupoko usnoA3BaHusm 2eHepuyeH UHCMPYMeHm 3a
usmepBaHe u oueHka Ha kayecmBo Ha »kuBom, cBop3aHo cve 3gpaBemo. MonyaauuoHHUME HopMu 3a kayecmBo Ha XkuBom
ca BakeH uHgukamop npu aHaAusupaHe Ha 3gpaBHUmMe pesyAmamu U NOA3U, OnpegeAsHe Ha CouuaaHo-ukoHomuuveckama
meXkecm om gageHo 3aboAdBaHe U u3BopwBaHe Ha cpaBHeHUA MeXkgy pasAauyHU 3gpaBHu cucmemu. TakuBa pedepeHmHU
nokasameau ca u3BegeHu 3a 20AAM 6pod cmpaHu om udA ¢BaAm u ce u3noa3Bam akmuBHo npu oueHkama Ha 3gpaBHu mex-
HOAO2UU.

LLen. MpoyuBaHemo uma 3a uea ga ycmanoBu 3a nbpBu nom B bbAzapua nonyAauuoHHU Hopmu 32 kayecmBo Ha >kuBom.

Mamepuaa u memogu. lpoy4BaHemo e pa3pelueHo u npoBegeHo no AuueH3upaHa Memogoao2usa Ha EuroQol Foundation.
06yyeHu aHkembopu npoBegoxa gupekmHu uHmepBloma ¢ penpe3eHmamuBHa 3a obwama nonyAauua 8 boA2apusa u3Bagka
om 1 500 pecnoHgeHmu, cmpamuduuupaHu no Bb3pacm, NOA U peauoH Ha mecmoxkuBeere. M3noasBatku geckpunmuBHama
cucmema Ha EQ-5D Bceku uHmepBloupat oueHABa cobecmBeHomo cu kavyecmBo Ha »kuBom 8 nem HanpaBaeHuA, kakmo u gaBa
gupekmHa koauvecmBeHa ougHka nocpegcmBom BusyaaHo-aHan0208a ckaaa om 0 go 100. iHmepBloupaHemo e npoBegeHo ¢
nomowma Ha Acouuauuama Ha cmygeHmu Meguuu 8 Bbazapus.

Pesyamamu. 3gpaBHuam cmamyc A02UYHO HamarABa ¢ HapacmBaHe Ha Bb3pacmma. XeHume kamo udno CoobwaBam
3a no-Hucko kauecmBo Ha »kuBom B cpaBHeHue ¢ Mbkeme, HO He ce HabalogaBa 2oaAamama pasAuka no noa, gokaagBaHa om
npoyyBanus B gpyau cmpanu. OmyemeHu ca cmamucmuyecku 3Hayumu pasauku 8 Hopmume 3a kayecmBo Ha XkuBom no noa,
Bov3pacm u mpygoB cmamyc.

3aknloueHue. 3a nbpBu nbm ca u3BegeHu 8 Bbazapua nonyAauuoHHU HOpMU 3a kayecmBo Ha xuBom. Tesu pedepeHmHu
nokasameAu ca Om 20AAMO 3HaYeHUe, 3aWomo ompasAam no 0bekmuBeH u HayyHO 060CHOBAH HayuH 3gpaBHus cmamyc Ha
doazapckomo o6wecmBo. MonyaauuoHHUME HOPMU 3a kauecmBo Ha XuBom mo2am ga bbgam u3noA3BaHu om 3gpaBHu Baa-
Cmu, MeguuuHcku cneuuaaucmu u uscAegoBameau npu NAaHUpaHe u B3emMaHe Ha UHOPMUPAHU peweHus 3a npegocmabaHe
Ha gocmbn go MeguuuHcku u 3gpaBHuU ycAyau 3a bbAzapckume nauueHmu.

KnloyoBu gymu: kauecmBo Ha »uBom, EQ-5D, nonyaauuoHHU Hopmu, ougHka Ha 3gpaBHU mexHoAo2uU

Aumepamypa

1. Serensen J, Davidsen M, Gudex C, et al. Danish EQ-5D population norms. Scand J Public Health. 2009 Jul;37(5):467-74.

2. Ferreira LN, Ferreira PL, Pereira LN, et al. EQ-5D Portuguese population norms. Qual Life Res. 2014 Mar;23(2):425-30.

3. Golicki D, Dudzinska M, Zwolak A, et al. Quality of life in patients with type 2 diabetes in Poland - comparison with the general population using the
EQ-5D questionnaire. Adv Clin Exp Med. 2015 Jan-Feb;24(1):139-46.

KAUHYHO ONUCAHNE HA CEMEINCTBO C BOAECT HA STEINERT

MeaueBa M', ManmapoBa C'%, BacureBa T'#

' Kautuka no HepBHu 6oaecmu, YMBAA ,C8. Teopau”
2 Kamegpa no HeBpoaoaus, MeguuuHcku YHuBepcumem — MAoBguB

Borecmma Ha Steinert (MuomoHuyHa gucmpodus) e aBMO30MHO gOMUHAHMHO 3a00AABaHe B pesyamam Ha guHamuyHu
mMymauuu 8 DMPK 2eHa, aokaausupad 8 19g13.32 xpomo3oma. XapakmepHa e noAoBo-gudepeHuupaHa ekcnpecus Ha 2eHa.
3aboraBaHemo e MyamucucmemHo, kamo 3acAza ckeaemHama u 2aagkama myckyaamypa, o4ume, Copuemo, eHgokpuHHama
cucmema U ueHmpaAHama HepBHa cucmema. PasauyaBam ce mpu ocHOBHU Gopmu: koHeeHumaaHa, B8 paHHo gemcmBo u
knacuuyecka ¢ BapuabuaHocm B8 kauHuyHama cumnmomamuka.

MpegcmaBamve cemelicmBo, cmpagawio 0m MUOMOHUYHA gucmpodua — XkeHa Ha 57 2. u mpume @ geua (g6e Momuyema
u egHo momuye). [ledlomobm Ha boaecmma npu Malkama e Ha 30-20guwHa Bb3pacm ¢ kaacuuecku CUMNMOMU — MUOMOHUSA,
xunompodus 3a AuueBa myckyaamypa, 0c06eH0 3a gbBkameAHU MyCKyAU, U3pa3eHa Xxunompodus Ha gucmaaHume Myckyaume
Ha pbueme U nogoegpuuume. Haauue ca u munuyHOMO 3acA2aHe U Ha gpyau cucmemu — kamapakma, eHgOKPUHHU CMYyUIEHUA,
NPOAANC Ha NPEgHO MUMPAAHO NAAMHO C MUMPAAHA pe2ypaumauus npu cumyc uHBep3yc momaauc. HacouyeHa 3a guazHoc-

21




LLECTA HALIMOHAAHA KOHMEPEHLINA 3A PELIKIN BOAECTI 11 AEKAPCTBA CUPALIN
11-12 CEMTEMBPI 2015 - NMAOBANB

MUYHO YyMOYHABaHe Om AUYHUS Aekap, Nopagu CUAHO 02paHUYeHuUe Ha dusudeckume 0 cnocobHOoCMU (3ampygHeHo uskauBane
Ha CMbAGU, AECHA YMOpa, U3paseH MUOMOHUYeH peHoMeH). YecmanoBsaBa ce aHmuuunauus 3a Beako caegBawio geme — Hauano
Ha cumnmomume 6 loHowecka u gemcka Bb3pacm, kamo npu Bmopomo u mpemomo ca HaAuue kamapakma u ymcmeBeHa pe-
mapgauusa. 3aBucumu om yykga nomoul. EAekmpomuozpaduama e munuyHa ¢ MUOMOHUYHU (PEHOMEHU U Muo2eHHa yBpega.
KOK e ¢ noBuweHu cmodHocmu. HacoueHu 3a 2eHeMUYHO U3cAegBaHe.

Cayyaam e nokasameneH 3a kbCHO nocmaBaHe HA guagHO3a HA MUNUYHO NPOMUYALLO, HAacAegCMBeHO 3aboaaBaHe (27
20QUHU CAEQ HAYaAOMO Ha CUMNMOMUME) U AUNCa Ha gocmambyHa UHGOPMUPAHOCM Ha Aekapume 3a Bb3mokHocmume 3a
npeHamaaHa guazHocmuka.

PEAKI NCUXWATPUYHIA CUHAPOMIA: CUHAPOM HA MAPAJJOKCAAHA NPUBBLP3AHOCT

XagausHuc A’, ApabagxkueB 3

" MeguuuHcku yHuBepcumem — IaoBguB
2 KauHuka no Meuxuampus u MeguuuHcka ncuxoaoaus, YMBAA ,CB. leopau®

CuHgpombm Ha napagokcaaHa npuBop3aHocm e pAagobk ncuxoAozuyeH GpeHoMeH, koimo moxke ga ce cpewHe kakmo npu
ncuxuyHo 3gpaBu, maka u npu nauueHmu ¢ gyweBHu pascmpotcmBa. B cBoama cbwHocm npegcmaBaaBa komnaekceH CuHg-
pom, kolimo BkalouBa Cmokxoam, Auma u Ocao cybeungpomu. Te npegcmaBaaBam pegku u CAOKHU NCUXOAO2UYHU GEHOMEHU,
npu koumo e Haauue napagokcaaHa npuBop3aHocm MeXgy NOXumumeA U NOXUmeH, HO npu Bceku eguH om msAx nocokama
Ha napagokcaaHama npuBbp3aHocm e pasaudHa. Had-usBecmuus om msax e Cmokxoamckuam cuHgpom, npu kodmo 3aAn0xk-
Hukom ce npuBobp3Ba koM noxumumeas cu u usnumBa cbuyyBcmBue u cumnamus KoM He20, yecmo go makaBa cmenex, e
ga 20 3awumaBa u ga ce ugeHmuduuupa ¢ Hezo. Te3u yyBecmBa 06ukHOBeHO ce cyumam 3a upauuoHaAHU B8 cBemauHama Ha
onacHocmma uAu pucka, noHeceHu om >kepmBume, koumo 6bpkam Auncama Ha 3A0ynompeba om noxumumeAume cu kamo
akm Ha gobpoma. Haauug e ,CuAHa eMouuoHaAHa Bpb3aka mMexgy gBe Auua, 8 koumo eguHuAm e NepuoguyHO MOPMO3eH, bum,
3anAawBaH u m.H.”. ,KogHUmMuBHUAM gucoHaHc” 06AcHABa kak u 3awio xopama npomeHAm cBoume ugeu u MHeHus 8 nogkpena
Ha cumyauuu, koumo He ca 3gpaBocAoBHu, nosumuBHU UAU HopmaAaHu. B meopemuyen acnekm, uHguBugbm ce cmpemu ga
HaMaAu UHpopmauusma uAu MHeHuama, koumo 20 kapam ga ce 4yBcmBa HeygoGHo.

PEOK NCUXWATPUYHI CUHAPOMIA: CUHAPOM HA MOTPELLHO HAAYOHO
WAEHTU QUL NPAHE

ApabagxueB 3
KauHuka no Mcuxuampus u meguuuHcka ncuxonozuq, YMBAA ,CB8. leopau®

Moremo Ha HeBpoHaykume npe3 nocAegHUMe gecemuaemus npugobu HoBu mawabu, 8 koumo Bpb3akume MeXgy NCUXoAo-
2us, ncuxuampus U buoro2us cmaBam Bce no-maAcHU. 3a Hakou om Hawume npexuBaBaHua umame HayyHo, npaBgonogooHo
00fACHEHUE, HO UMa pegku NCUXOAO2UYHU CUHEPOMU, 32 YUAMO guazHOCMUyYHa BaaugHocm MokeM ga cnekyAupame camo
Ha npeXKuBeAuLHO-eMOUUOHAAHO HUBO, HO Bce owe HAMAM pPauuoHaAHO-OUOAO2UYHO 0bAcHeHue. ToBa ca pegku CUHgpOMU,
koumo ce noABaBam B koHmekcma Ha peguua ncuxuampuyHu pascmpoticmBa u op2aHuYHU 3a60AABaHuA, 3a koumo ce npeg-
NoAa2a, Ye UMam pasAuYHU kaHgugam 2eHu, HeBPOHHU Bepuau, MO3b4HU 0bAacMu, HeBpoMeguamopu, HO CX0geH ncuxocuuua-
AeH koHmekcem. MH020 om maAx ca KyAmypaAHO cneuuduyHu U HAkou ca Heno3Hamu, gopu 3a ncuxuampume 8 pasBumume
UHgYCMPUAAHU CMpaHu U cbomBemHo gpyau ca Heno3Hamu 3a Adpuka u KkHa Avepuka.

CuHgpoMbm Ha NO2PEWHO HaAygHO ugeHmuduuupare npegecmataaBa komnaekc om ncuxomuyHu peHomeHu. BoBegeH e
8 ncuxuampuyHama aumepamupa om Xpucmogyao npe3 1986 2. Cnopeg He20 mo3u CUHGPOM € COOPHO NOHAMUE 3a 2pyna
cybcuHgpomu, koumo uMam CX0gHa emuonamo2eHesa, Ho pasauyHa KAuHUYHa npeseHmauus. XapakmepHomo 3a masu apyna
cybcuHgpomu e, ye npu Bcuuku ca Haauue xaatouuHauuu, koumo ca 8 koHmekcma Ha NCUXUYHO UAU HEBPOAO2UYHO 3ab0AA-
BaHe, uHmokcukauuu, abcmuHeHuusA, uHpekuuu, eHgokpuHHU 3aboaaBaHuA. Mpu Beuuku e Haauue HanygHo BApBaHe, Ye Hewo
e npomeHeHo. Moxke ga ce omHaca go xopa, go camuA uHguBug, obekmu, obkpbkaBawama cpega, gomawHu Alobumuu,
Bpememo, cbbumus u gp. Mpu Beeku egud om mesu Cy6CUHgPOMU Ce 3acA2a CaMo egHa mema — me ca MOHOMEMamuyHu.
XapakmepHOmO 3a mo3u CUHZPOM € HaAuyuemo Ha gBa ocHOBHU deHoMeHa: HanygHocm 3a HezamuBHU gBodHuuu (Kanepa-
CUHGPOM, XunougeHmudukauus) UAU HaAygHocm Ha nosumuBHu gBodHuuu (Dpe2oAu cuHgpom, XunepugeHmudukauus).

22




LLECTA HALIMOHAAHA KOHMEPEHLINA 3A PELIKIN BOAECTI 11 AEKAPCTBA CUPALIN
11-12 CEMTEMBPI 2015 - NMAOBANB

MEPCOHAANSNPAHA TEPANINA B OHKOAOTMATA — MbI' OT KAMHNYHOTO NPOYYBAHE KbM
FTEHETNYHOTO N3CAEBAHE

Mune8 M
CBANO3 - Codua obracm

Kozamo BbB BeaukobpumaHus ce npoBeau KAUHUYHU Npoyy4BaHus 3a onpegeAsHe AevebHuA edekm npu kapuuHoM Ha Beaus
gpob Ha map2emHomo cpegcmBo Iressa pesyamamume buau npomuBopeuuBu u HeobHageXkgaBauwiu. Mpu MHO20 om yyacm-
Bawume 8 npoyyBaHemo borecmma npozpecupanra. Camo mMaaka yacm uscaegBaHu ce noBausAu godpe om AeyeHuemo. KakBo
ouno obwomo mekgy max — me 6uAu XkeHu, Henywayku, Hal-yecmo om >kbAmama paca. AHaAU3 Ha masu uHGopmauusa u
gONMbAHUMEAHU U3CcAegBaHuA noMazam ga cmaxe AcHO koza mepanuama ¢ Iressa 6u buaa edpekmuBHa. Mpu XkeHu-Henywauku
€ No-4ecm ageHokauuHoMbm Ha Geaus gpob.

CneuuduyHu Mymauuu Ha 2eHa 3a peuenmopa 3a enugepmanrus pacmexeH ¢pakmop (EGFR) ca 8 ocHoBama Ha ycnewHo
AeyeHue ¢ npenapama. Mymauuama ce cpewa 8 30% om npegcmaBumeaume Ha Xkbamama paca. B kaBkaskama nonyaauus
yecmomama € He noBeye om 7% (HO 03Ha4aBa, ye u 7% om 6oAHUME, npu koumo e gokasaHa Mymauus, Mo2am ga noAyyam
MOQepHO U edekmuBHO AeyeHue).

BOAECT HA ROSAI-DORFMAN-DESTOMBES — NPEACTABAHE HA CAVYAN

[pvkaaHoB B, CnacoB E, lopaHoBa-MapuHoBa B, YoHoBa E, QukoB T, AeHeepoBa I, [opaHoB C
KauHuka no KauHuuHa xemamoaozus, YMBAA ,C8. leopau®

Borecmma Ha Rosai-Dorfman-Destombes (BPOJ) e 6eHugHeHo 3a6oadBane Ha xucmuouumume, koemo kaacuuecku ce
npegcmaBa ¢ macuBHa, Heboae3HeHa AuMdageHonamus, dedpuaumem, yckopeHo CYE u ¢ Hadl-uecmo ekcmpaHogaAHO aHza-
upaHre Ha LHC u kokama.

MpegcmaBame cayyal Ha »keHa Ha 59 2., koamo om Hayaromo Ha 2015 2. e ¢ onAakBaHua om (GebpuAumem u 2eHepaAuspa-
Ha nepudepHa AumpageHomezaaua. Om buoncua Ha UH2BUHAAEH AUMGEH Bb3eA — U3pa3eHa guAamauus Ha CUHYCOUgaAHUME
npocmpaHcmBa, UsnbAHEHU C YMepeHOo NAeoMopdeH kaembueH cbecmaB, gomMuHupaH om guckoxe3uBHu, 20AemMu N0 pasmep
knemku ¢ ekcueHMpUYHO AGPO U 06WUPHA, €03UHOGUAHA uumonAasma, emMnopuonoAesa. CD68(+) noa. Lysozyme (+) noa,
alAT (+) noA. S100(+) noA. Om HanpaBeHume napakAuHUHU U 06pa3Hu uscaegBaHus: CYE 68 mm/h, 2mg 5.88 mg/l, anby-
muH 33 g/l, U/L, XKeaaso 3.5 umol/l, IgG 14.2 g/l, IgA 2.15 g/I, IgM 0.44g/l, LDH 324 U/L,06w 6eambk 63g/l, 06w 6urupybuH
3.2 pmol/l, Mukoyna kuceauna 322 pmol/l, pubpuHozeH 4.54 g/l. BupycorozuuHu npobu: HBsAg (+) noa., anti-HCV (-) omp.,
Wassermann (-)omp., CMV IgM/IgG (-) omp., EBV IgM/G (-) omp., KT ganHu: NAB — 2eHepaAusupaHa AumpageHonamus, xena-
mocnAeHoMe2aauA. boaHama npoBexkga aeueHue ¢ Chlorambucil ¢ go6bp mepaneBmuyeH edekm.

3aboraBanemo npegcmaBaaBa uskalouumeaeH papumem, guagHo3ama 06ukHoBeHO ce nocmBsa kocHo. buoncusma Ha
AUM@EH Bb3eA C XUCMOAOZUYHO U UMYHOXUCMOXUMUYHO u3cAegBaHe 3a 3agbamkumeaHu. AuncBa koHCeHCyc 3a aeyeHue. Ham-
pynBaHemo Ha CAydyau e om 3HaueHue 3a uszpakgaHemo Ha eguHHHA guagHOCMUYHA U mepaneBmuyHa cmpameaus.

PALDBK CAYYAI HA PHT XPOMO30MA 13

MBaroB X', CmogHoBa B'# KpvemeB L%, [posgaHoBa A, AureB A2

' Kamegpa no Meguampus u MeguuuHcka 2eHemuka, MeguuuHcku yHuBepcumem — MaoBguB
2 OmgeneHue no MeguuuHcka 2eHemuka, YMBAA ,CB. leopau”

BuvBegeHue. MpbcmeHoBugHama (puHe) xpomosoma 13 e uskalouumeAHo pAagka xpomMo3oMHa abepauus. PuHz Xpomo3so-
Mume ce 0bpasyBam B pesyamam Ha geAeuuu B mepmuHaAHUME yyacmbuu Ha KbCOmo U gbA20mMO pamMo Ha XpoMO30MUme
u cBop3BaHe Ha gBeme pameHa Ha xpomosomama B8 mecmama Ha ckbcBaHemo. [eaeuuume 8 kbcomo pamo Ha XpoMo3oma
13 umam MuHUMaAHU KAuHUYHU nocaegecmBus. (DeHomunHama u3fBa 3aBucu om 20AeMUHAMA Ha geAemupaHus yyacmok 8
gbA20MO pamo U KAuHUYHama u3fABa e nogobHa Ha masu, HabalogaBaHa npu 13q gereUUOHHUA CUHgPOM. 13Q geAeUUOHHUAM
CUHgpoMm ce xapakmepusupa ¢ BpogeHu maadopmauuu u ymecmBeHo usocmaBane.

Mamepuan u memogu. lpegcmaBamve KAuHUYEH CAyyall HA MOMYE HA 4 Meceua, pOgeHo Om mpema nopegHa dpemeH-
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Hocm, npomekaa ¢ koHmpakuuu npe3 5-mu AyHapeH Mece, 3a8opuiura npexkgeBpemMeHHo no onepamuBeH MexaHu3oM nopagu
exozpadcku ycmaHoBeHo uHmpaymepuHHo usocmaBaHe. be3 gaHHu 3a nepuHamaaHa acukcus. [lememo e ¢ Mukpouedaaus,
¢ bpaxuuedanHa koHduzaypauua Ha 2naBama u ¢ kpaHuocuHocmosa. Ckopo caeg pakgaHemo ca ycmaHoBeHU ampe3us Ha
aHyca, Xunocnagus, acaHCbOpHU mecmucu u Gucmyaa MeXgy gedeao uepBo u ypempa. MpoBegeH e uumo2eHemuyeH aHaau3
Ha AumdouumHa kyamypa, BkatouBaw, GTG, CBG u Ag-NOR ouBemaBaHus.

Peaynmamu. LlumozeHemuyHuAm aHaAu3 Ha npobaHga nokasa 46, XY,r(13)(p13g32-33) 8 11 memada3sHu nAacmuHKu.

Duckycus. IMpu HocumeAume Ha pue 13 ce HabalogaBa BapuabuaHa GeHomunHa u3ABa, 3aBucewa om 20AeMUHama Ha
genemupaHua ceamedm. Cyumame, ye HabAlogaBaHama npu Hawus NAuUEHM ampesus Ha aHyca, xunocnagus u ducmyaa
meXgy gebeno uepBo u ypempa e cBop3aHa ¢ geaeuua 8 13g33.3—-q34, kbgemo e pa3nonroxkeH EFNB2 2eHa. lMpegnonaaza ce,
4e MO3U 26H € acouuupaH ¢ ypopekmaaHomo pasBumue u e kaHgugam 2eH npu aHOMaAuu Ha 2eHumaauume npu Mokeme. B
geAemupaHuA patoH Npu Hawus nauueHm ca pasnoroXkeHu u eeHume ARHGEF7, UPF3B u SOX1 — cBvp3aHu ¢ pa3Bumuemo Ha
Mo3bka. [lonycka ce, 4e XxanAouHcyQuUUEHUUA Ha HAkou om mesu 2eHu MoXe ga e npuyuHa 3a mukpouedaAus u aHomaauu 6
pa3Bumuemo Ha kopama Ha 2raBHuA mMo3bk. Ha mosu eman pogumeaume omkasaxa npoBexkgaHe Ha MOAeKYAApHO kapuomu-
nupaHe 3a NPeyusHomo ymouHaBaHe Ha koaudecmBeHUme npoMeHu B 2eHOMa Ha nauueHma.

3aknloueHue. MpegcmaBeHuam cayyaid nomBopkgaBa, ye npu Bcuuku cAyyau ¢ geua ¢ BpogeHu Maagopmauuu ca nokasa-
HU 2eHemUYHa KOHCyAmMauus U HasHavyaBaHe Ha nogxogaWo 2eHemuyYHo uscAegBane, koemo gaBa Bv3amoXkHocm 3a ymoyHaABa-
He Ha MOYHama guazHo3ama, NPO2HO3UpPaHe Ha xoga Ha 3a60AABaHemOo U NAaHUpaHe Ha agekBamHa mepanusa u npoduaakmuka
B 3acezHamume cemedcmBa.

TACTPONHTECTUHAAHI TYMOPI — CAYYAIR OT NPAKTUKATA 11 ANTEPATYPEH 0B30P

[umumpoBa B', CmosHoBa W', KanyeBa 0%, 6068 [T, aunko8 C'?

" MeguuuHcku yHuBepcumem — BapHa
2 Bmopo xupypauyHo omgeAeHue, KauHuka no KopemHa xupypaus, YMBAA ,C8. AHHa"

BuvBegeHue. [acmpouHmecmuHarHume cmpomaadu mymopu (MACT) ca Hal-yecmume Me3eHXUMHU MyMOpu Ha 2acmpo-
UHMecmuHaAHuA mpakm, kamo 2oguwHama 3aboasemocm e npubausumeAHo 1.5 Ha 100 000. CpegHama Bb3pacm Ha gua-
2Ho3ama e 58 2., kamo noBeyemo nauueHmu ca Mexgy 40 u 80-2oguwHa Bo3pacm. Had-yecmama Aokaausauus Ha TUCT e
cmomaxa — 60%, deloHyma u uaeyma — 30%, gyogeHym — 5%, pAagko ca ¢ koropekmaaHa uAu ekcmpauHmecmuHaAHa AokaAu-
3auuA — OMEHMYM, Me3eHMepUyM.

Mamepuan u memogu. [pegcmaBsa ce cayyal Ha 35-2oguweH Mok ¢ TUCT. Mpegu 2 20guHU nocmbnBa B boAHuua ¢ on-
AakBaHe om guckompopm B8 kopema u enu3oguyHu npobAemu Npu YpuHupaHe u gedekauusa. YemaHoBaABa ce 20AAM myMOpeH
npouec 8 masa, npousxoXkgaw, om cmeHama Ha mbHkomo uepBo Ha npexoga teloHym-uaeym, kakmo u gecemku no-maaku my-
MOPHU Macu ¢ pasAuyHU pasmepu. [TopBoHayaaHama XucmoAo2UYHA guazHo3a e MHOXecmBeHa AelioMuoMamo3sa B8 pasaudHu
(asu Ha pasBumue u meHgeHuua koM Maau2Hu3auua. Caeg 1 2oguHa npu noBmopHa Aanapomomus 8 kopemHama kyxuHa ce
ycmanoBaBa mymopHa Maca, 3aeMawa ueaus Maabk mas ¢ pasmepu 20x15¢cm, MHOXkecmBo mymopHU ¢popmMauuu 8 omentum
majus, mesocolon transversum u no napuemaaeH u BucuepareH nepumoHeym. CAeg usBopwiBaHe Ha UMYXUCMOXUMUYHO U3-
cAegBaHe Ha pesekmamume nopBoHavyarHama guazHo3a Aediomuocapkom e omxBopAeHa u e gokasad CT. 3anoyHamo e
MapaemHo AeyeHue ¢ MimamuHub, koemo He gaBa 3agoBoAaumeneH pesyamam. MauueHmom npemopnaBa pesekuus en block Ha
mymopHa Gopmauus, 06xBawawa pekmym u nukoyeH Mexyp. XucmoaozuuHusm pesyamam nokasBa [CT ¢ 2eHepaAusupaHo
pasnpocmpaHeHue u Hucka gudepeHuuauus.

Pesynmamu. [138bpuieHu ca mpukpamHo Xupyp2u4Hu UHmMepBeHuuU ¢ ueA pegykuus Ha mymopHama maca. [pegBug mMHo-
kecmBeHama Aokaausauus u meHgeHuuama kom peuuguBu e usBopweHa agloBaHmHa buoaozuyHa mepanus.

3aknloueHue. OCHOBHUME npuHUUNU Ha AeyeHUe BKalouBam XupypauuHo AeveHue. Lleama e nocmuzaHe Ha cBobogHu om
mymopHU kaemku pesekuuoHHU AuHUU U omcmpaHaBaHe Ha Bcuuku aokaausauuu. Mpu HeBo3moXkHocm 32 nocmuzaHe Ha RO
pe3ekUUOHHU AUHUU B cbobpaxkeHue BAuzam mupo3uH-KuHasHU uHxubumopu (AekapcmBa cupauu-imamurub), Abuemepanus,
xumuomepanus. lMpu pagukaaHa onepauua 5-zoguwHama npexkuBaemocm e 48-64%. KpalHume pesyamamu 3aBucam om
XUCMOAO2UYHUA BapuaHm, cmeneHma Ha azpecuBHocm Ha mymopa, pagukarHocmma Ha u3BbpuweHama pesekuua. Camoc-
moAmeAHU Gakmopu, 0bycAaBawu peuuguB ca 20AdM pa3mep Ha mymopa, Bucok MumomuyeH uHgekc, Aokaausauus u3BoH
cmomaxa, MoXKu noA.
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WAEHTNQNKALNA HA DE NOVO IDIC (15) — N30QMLEHTPUK N0 15 XPOMO30MA B MOMYE
C PE3NCTEHTHA HA AEYEHINE EMWAENCNA N TEXXKO YMCTBEHO N30CTABAHE

CmosHoBa M', AreenoBa A', XaumepusH M', L|BemkoBa M', PanueBa P?

T Kamegpa no Meguampus u MeguuuHcka 2eHemuka, MeguuuHcku yHuBepcumem — BapHa
2 Bmopa gemcka kauHuka, YMBAA ,C8. MapuHa”

BvBegenue. V13oguueHmpuk no 15 xpomo3oma UAU yacmuyHa mempasomua 15 cuHgpoMom e pAgka XpomMo30MHa 60-
Aecm, koAamo Bv3HukBa Had-yecmo de novo B pesyamam Ha uHBepmupaHa gynAukauus Ha Yacm Om goA20MO pamo Ha
Xpomo3oma 15. 3acesHamume geua ca ¢ MyckyAHa xunomoHus, mexko ymcmBeHo u3ocmaBaHe, enuAencus, aymucmuyHo
noBegeHue. Hama (UAU uma He3Ha4yumeAeH) AuueB gucMopdusbM U 20AeMU BbmpeLWwHU aHOMaAUU.

Mamepuan u memogu. OnucBame cAyyal Ha 7-20gUWHO MOMYE C MpygHa 3a KOHMPOAUPaHe enuAencust (Ha4ao OKOAO
1-20guwHa Bv3pacm), usocmaBade B8 pasBumuemo, Aunca Ha ekcnpecuBHa pey, aymucmuyHo noBegeHue, xunepakmuBHocm
U geduuum Ha BHumaHuemo. flememo e Haco4yeHo Kom Aabopamopuama no MeguuuHcka 2eHemuka — BapHa npegu 3 2. no
noBog mexkomo ymcmBeHo uzocmaBaHe u 3a6aBeHomo gBuzameAaHo pa3Bumue. Bonpeku omcbcmBuemo Ha 3Ha4uMu guc-
MOpP@UYHU GeAe3U U aHOMaAuu Ha BbmpeluHUMe 0p2aHu € NpeugHeHa Heobxogumocmma om UUMO2EHEMUYHO u3cAegBate.

Pesynmamu u guckycua. Om npoBegeHus uumozeHemuyeH aHaau3s npes 2012 2. ce omkpuBa xpomo3oMHa aHoMaAus 6
MO3auyeH BapuaHm — gonbAHUMEAHa MapkepHa XpoMo30Ma, NpeugHeHa moz2aBa kamo YacmuyHa npokcumasHa mempasomus
no xpomo3soma 21. KapuomunupaHu ca g8amama pogumeAu U 6pama Ha npobaHga, kamo npu max He ce omkpuBa Xpomo-
30MHO HapyweHue. [Mo npeuenka Ha aekyBawusa Aekap u 2eHeMUYHUA KOHCYAMAHmM, mpu 20gUHU NO-KbCHO € 0CbuwecmBeHo
NOBMOPHO UUMO2EHEMUYHO U3cAegBaHe Ha 6OAHOMO MoMYe ¢ HOBO mbkaHHO kyamuBupaHe. KapuomunHo-deHomunHama
kopeaauus, npocaegeHa 8 pazBumuemo Ha gememo, cbBnaga ¢ XxpOMO30MHa boaecm, B8 pesyamam om yacmuyHa mempaso-
MuA no xpomo3oma 15 B8 mo3auueH BapuaHm ¢ Bucok npougHm Ha abepaHmHama kaembuHa AuHUA:  mos47, XY, +idic(15)
(pter—q12::q12—pter)[47]/46,XY[3].

3a nomBbpkgaBaHe npousxoga Ha goNbAHUMEAHUS Mamepuaa (xpomosoma 15) u HezoBama 20AeMUHa € YgauHo ga ce
npegnpueme moAekyaspHo kapuomunupade upes FISH uau arrayCGH. Bsema e kpbB 3a aHaaus om nauueHma u Hez2oBume
poguMeAU U e op2aHu3upaHa Bv3MoXkHOCM 3a 6e3nAamHo uscaegBaHe B yykbuHa.

OnucaHuam om Hac cayyad paskpuBa pAgko UUMO2EHEMUYHO HapyweHue kamo npuyuHa 3a pe3ucmeHmHa Ha AeYeHue
enuaencua u mexko ymcmBeHo usocmaBaHe. PaHHOMO nocmaBaHe Ha guazHo3ama bu cnoMO2HAAO 3a nogxogAawa u HaBpe-
MEHHa Hameca Ypes 0c0beHo BHuMaHUe koM pasBumuemo Ha enuAencus U aymusoM.

AKBATEHHA YPTIKAPINA

KoHgapeBa P, bamanoB 3, CmaBpakeB T
MeguuuHcku yHuBepcumem — AoBguB

AkBazeHHama ypmukapus e pAgko cbcmosAHue, xapakmepusupalo ce ¢ 60Ae3HeHU CbpBAWU Ae3uu, koumo ce obpasyBam
npu kovmakm Ha kokama ¢ Boga. Had-uecmo 3aceaHamume Mecma 0m aAepauyHama peakuus ca 20pHama yacm Ha mopca
u kpadHuuume. Hakou om nauueHmume peazupam HezamuBHoO Ha BcakakuB Bug Boga, gpyau He. Temnepamypama Ha Bogama
CblLUIO He & 0m 3HayeHue. YcmaHoBeHo e, Ye npu noumu noAoBuHama om mesu cAyvau Mexkgy nauueHmume uma pogcmBeHa
Bpoaska.

MpegcmaBenu ca gBa kauHuuHU cAyyas Ha 19-20guweH MbX U 4-20guUWHO MOMYE ¢ noBmapAwu ce npucmbnu Ha ak-
BazeHHa ypmukapua. Mpu koHmakm ¢ Boga ce npoBokupa nosaBama Ha kpamkompalHu moukoobpasHu GpoAukyAHU 06puBu,
conomcmBaHu om 3a4epBaBane Ha kokama. Peayamamume om AabopamopHume uscaegBanusa He nokazBam omkAOHeHUA om
Hopmama. AeueHuemo Ha 19-zoguwHus MbX ¢ (DekcopeHagud u Ha 4-20guwHOMO Momye ¢ KemomudeH e ycnewHo. Mpu
npocAegaBaHe Ha cAyqaume HAMA gaHHU 3a noBmopHa npoABa Ha cuMnmomume.

Cumnmomume Ha akBazeHHa ypmukapusa Mozam ga ce npoaBam cAeg konaHe, nayBaHe uAu pasxogka 8 gwkga. B Hakou
cayyau kokama moxe ga 6bge pasgpasHeHa om co6cmBeHUMe CbA3U HA NAUUEHMa UAU Npu u3nomaBaHe.

MamozeHe3ama Ha 3aboAABaHemo He e HanbAHO u3BecmHa. MpegnoAazam ce HAkoAko Bo3mMoXKHU MexaHu3Ma 3a nosBama
my. BaaumogelicmBuemo Ha Bogama ¢ komnoHeHm Ha po2oBus cAol Ha koxkama uau cebyma, Bogewo go GpopmupaHemo Ha
mokcuuHo BewecmBo, e egHa om npegroXkeHume xunomesu. [lpyea xunomesa npegnoraza collecmByBaHemo Ha BogHopas-
mBopum aHmuzeH B8 noBbpXxHOCMHUA CAOD HA enugepmMuca.

KoM momeHma HAma gokasaHo AeueHue Ha akBazeHHama ypokapus. Bonpeku moBa ca onucaHu memogu  3a obaekuaBane
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Ha cumnmomume. TakuBa ca aHmuxucmamuHoBume npenapamu, AokarHume kopmukocmepougu, agpeHaAuH, yampaBuoemo-
Bo 0bAvYBaHe U gpyau.

MANOTEH NPOEKT HA AATOPUTBM 3A NMAAHWPAHE, Cb3AABAHE 1 YIIPABAEHWNE HA
ENMNAEMNOAOTNYEH PETNCTHP 3A PEAKI BOAECTI

MumeBa-KampargxkueBa L%, Cme¢aHoB P2

" MHemumym no pegku 6orecmu — MaoBguB
2 Kamegpa no CouuaAHa MeguuuHa u obuwecmBeHo 3gpaBe, MeguuuHcku yHuBepcumem — MaoBguB

EnugemuonozuyHume peaucmpu npegcmaBaaBam BakeH UHCMPYMeHM 3a 0CbwecmBABaHe Ha HAUUOHAAHU U 2A00aAHU
cmpameauu B8 obaacmma Ha pegkume 3ab6oAaBaHus. Llea Ha npoyuBaHemo e aHaAu3 Ha enugemMuOAO2UYHUME pesucmpu 3a
pegku 6orecmu u u3pabomBaHe Ha aA20pUMbM 32 MAXHOMO Cb3gaBaHe U ynpaBaeHue

B nepuoga 2008-2015 2. 6e npoBegeHo npoyyBaHe Ha 79 enugemMuOAO2UYHU peaucmpu 3a pegku 6oaecmu, koumo ca
cumyupaHu kakmo 8 eBponetickus cvlo3, maka u u3BoH Hez20. B cowiua nepuog B8 boAzapua 6Axa 0CbeCMBeHU U CAegHUME
npoekmu 3a cb3gaBaHe Ha peaucmpu 3a pegku 3aboaaBaHus:

1. HauuoHaaed pezucmop Ha nauueHmu Hag 18 2. Bb3pacm ¢ xpoHuyHa mueaougHa AeBkemus (XMA);

HauuoHaaeH peaucmbp Ha nauueHmu ¢ 6oaecm Ha lowe;
HauuoHaaeH peaucmbp Ha nauueHmu ¢ 6oaecm Ha KpoH;
HauuoHaneH peaucmbp Ha nauueHmu ¢ 6oAecm Ha YUACoH;
HauuoHaneH peaucmbp Ha nauueHmu ¢ HeBpoeHgoKPUHHU mymopu;
HauuoHaaeH peaucmbp Ha nauueHmu ¢ maaacemus Matop;

. HauuoHaneH pezucmop Ha nauueHmu ¢ Mueaodubposa.

I'Iocoquume npoekmu ca pe3yamam Ha YacmHu uHuyuamuBu u koaabopauua mexkgy boazapcka Acouuauus 3a npomouus
Ha 0bpa3oBaHue u Hayka (BAMOH), HayuHu gpykecmBa (bvA2apcko HayuHO gpykecmBo no xemamoaoaus, boazapckomo gpy-
xecmBo no 2acmpoeHmepoAoaus, boazapcko xupypauuHo gpyecmBo) u nauueHmcku op2aHusauuu (HauuoHaAHa acouuauus
Ha 6oAHUMe om lowe, Op2aHu3auuA Ha maaacemuuume 8 boazapus, boAzapcka Acouuauus boaecm Ha YUACoH).

B3 ocHoBa Ha npoyyeHume gobpu npakmuku 3a enugemMuoA02U4HU peaucmpu 3a pegku 6oaecmu, kakmo u Ha HampynaHus
AUYEH Onum, & NPegAOKeH ar20pUMbM 32 NAAHUPAHE, Cb3gaBaHe U ynpaBaeHue Ha enugeMuoAO2UYHUME pesucmpu 3a pegku
oorecmu. OcHoBHUMe emanu, BkaloueHu B anzopumobMa, ca mpu: 1) nAaHUpaHe 2) peaAusauus Ha NAAHUPAHUA peaucmbup
3) ynpaBAeHue Ha peaucmbpa. Beeku egud om emanume ce cbcmou om MHOXecmB0o nogemanu uAu @asu. MpegaoxkeHuam
an2opumbm e npakmuyecku npuroXkum npu cb3gaBaHemo U noggopXkaHemo Ha Bceku eguH enugemMuoAO2UYEH peaucmbp
He3aBucumo om Buga Ha pagkomo 3aboAABaHe.

No ok wd

Kalo4oBu gymu: enugemMuoA02uYeH pesucmbp, areopumobM, pagko 3abordaBaHe

TPAHYNOMATO3A HA BETEHEP — KAVIHUYEH CAYYAI

CmosHoBa W', QumumpoBa B!, 3xameBa B'?

" MeguuuHcku yHuBepcumem — BapHa
2 KauHuka no MMponegeBmuka Ha BompewHume 6oaecmu, YMBAA ,C8. MapuHa“

BvBegeHue. [paHynomamosama Ha BezeHep UAU 2paHyAOMamosa C NOAUaH2UUM € CUCMEMHO 3aboAABaHe, koemo ce
uspasaBa BvB Bv3nareHue B pesyamam Ha 06pa3yBaHe Ha aHmMumMeAa, nopasAaBawu cmeHume Ha kpbBoHOCHUME CbgoBe U
3a06ukanawume 2u opaaHu, ¢ GopMupaHe Ha 2paHyAOMU U HekpomuyHu o2HUWA. To 3acAea kakmo 20pHUMe (CUHycu U Hoc),
maka u goAHume (6eau gpoboBe) omgeau Ha guxameAHama cucmema. Yecmo ca nopaseHu U 6bbpeuume, ouume, ywume,
kokama u gpyau op2aHu. 3acAza egHakBo u gBama noaa, kamo Hal-yecmo ce omkalouBa mexkgy yemBopmomo u nemomo
gecemuAemue.

Mamepuan u memogu. PasaaegaH e kauHuYeH cayyal Ha 44-2oguwleH Mo, kolimo e guazHocmuuupaH ¢ 2paHyAoMamosa
Ha BezaeHep.

JHuckycua. MauueHmbm nocmonBa 3a nbpBu nom 8 KauHukama ¢ onaakBaHua om AecHa ymopsaemocm, 3agyx npu MuHu-
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MaAHU dusuyecku ycuausa, enusogu Ha kawauua ¢ xemonmusa, cy6gedpuaumem. MauueHmMom € cbe 3aBuwieHu cmolHocmu
Ha kpeamuHuHa — 150 MkmOA/A, npomeuHypua ++ U HeppumeH ceguMeHm B ypuHama. lMpu npez2aega ce ycmaHoBaABa Be-
3ukyAapHO guluaHe B gAcHa 2pbgHa NoA0BUHA U bPOHX0-Be3ukyrapHo guwaHe 8 AAaBa 2pogHa NnoA0BUHA CbC Cyxu cBupkawiu
xpunoBe. 3BvpweHa e npegHa puHockonus, koamo nomBopkgaBa geBuauusa Ha cenmyma. PeHmaeHozpaduama Ha 2pbgHa
knemka nokazBa gBycmpaHHU ynAbmHEHU UHMepCcMuuuaAHu npocmpaHecmBa, kakmo u uBuuecmo 3aceHuBaHe B8 AdB0 ba-
3aAHo. lNMepkymaHHama 6vbpeyHa buoncua goka3Ba noAyayHeH 2aoMepyAoHedpum. MpegBug KAUHUYHUME gaHHU Ha NyAMO-
PEHAAEH CUHZPOM Ca Ha3Ha4yeHU UMYHOAO2UYHU u3cAegBaHua, koumo ycmanoBaBam cuaHo no3umuBHU cANCA. MocmaBeHa
€ guazHo3a 2paHyAOMamo3a Ha BezeHep u nauueHma e HacoyveH kbm mepanus ¢ kopmukocmepougu, uukrodocdamug u ACE
UHXUGUMOpU.

3aknloueHue. Creg aHaAu3 Ha Aumepamypama ce ycmadoBa6a, Ye nogxogobm, guagHOCMUUUPAHemOo U AEYEHUEMO Ha
2paHyAomamo3sa Ha BezeHep ca cxogHu ¢ memogume 8 Hawama kauHuka 8 YMBAA ,C8.MapuHa“, BapHa.

NHBA3BHA BEAOPOBHA ACNEPTWAO3A NPU NALWMEHT C OCTPA NPOMNEAOLIATHA
AEBKEMINA

[opaHoBa-MapuroBa B, leopeueB 1, CanyHapoBa K, NBaroBa X, CemoB b, lopaHoB C
KauHuka no Xemamoaozus, YMBAA ,C8.leopau”

BvBegeHue. 1HBa3uBHama acnepauao3a e kauHuuHa Gopma Ha 3acAzaHe Ha beaus gpob u gpyau op2aHu om 2bbuyku om
pog Aspergillus, kosmo ce cpewa ¢ Bucoka yecmoma u e cBbp3aHa ¢ HebAa2oNpUAMHa NPO2HO3a NPU UMYHOKOMNPOMeEMUpPaHU
nauueHmu.

MpegcmaBame cayyad Ha 47-20guWieH nauueHm, C guasHo3a ocmpa npomueaouumHa AeBkemusa M3, t (15;17) PML-
RARa+. BoaHuam e npoBea 2 uHgykuuoHHu uukoAa no npomokon PETHEMA + ATPA. BuB dasama Ha anaasus GOAHUAM
u3ABaBa dedpurumem go 40°C, HeoBaagaBawy, ce om wupokocnekmbpHu aHmubuomuuu u ltraconasol, ¢ 2naBo6oaue u omok
Ha okonoHoCHUME Meku mbkaHu, 3agyx, bogeXu B 2bpgume u bpoHxuaaHa o6ecmpykuua. HeBpoaozuueH cmamyc — 6.0. Om KT
gBycmpaHHo ce u3obpasABam pasHokaAubpeHu, aCUMEMPUYHU XUNepgeHcHU Aesuu. B guHamuka Ha (oHa Ha AeyeHue Collu-
me ca npegcmaBeHu ¢ ekckaBauua u odopmaHe Ha kaBymu ¢ munuyuHume ,noAyAyHUA”. OKOAOHOCHU KyxuHU — be3 3acAzaHe,
0e3 gaHHU 3a BucuepaAHO pasnpocmpaHeHue. Xemokyamypa — 6e3 ¢yHeemus. MosumuBupa ce UMyHOEH3UMHUAM mecm 3a
2anakmomaHraH. KamezopuyHume kauHuuHu U HRCT ganHu, kakmo u norokumeAHusm 2arakmomMamaHoB mecm npu umyHo-
komnpomemupaH nauueHm ¢ npogbAkumeAHa HeymponeHus nocmaBam guagHo3ama uHBasuBHa acnepauaosa B8 kamezopus
,CU2ypHa”. 3anoyHamo e AeueHue ¢ i.v Voriconazole ¢ nogobpeHue B kAuHUYHOMO cbcmosaHue U ckeHozpadekuam obpas. Ha 30
geH om mepanuama 2aAkmomamad mecmbm e HezamuBeH, KT Aesuume ce npegcmaBam ¢ HamaAeHU pasmepu U 02paHu4eHo
pasnpocmpaHeHue 8 6eAnogpobHUA napeHxuM. MauueHmobm e 6e3 onaakBaHus, gokyMeHmupaHa e XemMamoAO2UYHa PemMucus u
npogbakaBa AeveHUemO cpewly uHBasuBHama Muko3a napaneAHo C Ae4eHue 3a ocmpama AeBkemus.

3aknloueHue. OnucaHuam cAyval Ha uHBa3uBHa acnepauno3a npegcmaBasBa uHmepec BvB Bpb3ka ¢ paHHama KAuHUYHa
cycnekuua u omyemeHus om2080op 0OM mepanuama npu 0CHOBHA guazHo3a ocmpa NPOMUEAOUUMHA AeBkemus.

TEPMINHAAHA XWUNEPTPUX03A: CUHAPOM HA BbPKOAAKA

bamanoB 3, CmaBpakeB T, KoHgapeBa P, KocmaguHo8 K
Meguuurcku yHuBepcumem — AoBguB

Hal-06wo xunepmpuxosama o06xBawa pasHopogHa 2pyna pegku 2eHemuyHu pascmpodcmBa, cBbp3aHu ¢ 06UAHO okoc-
MABaHe no usAomo mAAo, kakmo u maxHOmMo 3agederdBaHe U nuamMeHmupaHe, He3aBucumo Om XOpMOHaAHama npogykuus.
Te 06bukHoBeHo ca cBbp3aHu ¢ gpyau BpogeHu aHoMaAuu, koumo ca BakHu 3a 2eHemuyHUMe uscAegBaHuA U NPO2HO3ama Ha
3aboaaBaHemo.

BpogeHama mepmuHaAHa Xunepmpuxo3a € 0m208opHa 3a mepMuHa ,CUHgPOM Ha Bbpkoaaka”, nopagu HaAu4uemo Ha 2b-
CMU, gbA2U U HANbAHO NU2MeHMuUpaHu kocmu, koumo nokpuBam uaromo mano. 3aboAsBaHemo ce NpuyuHABa oM 2eHeMUYHU
Mymauuu 8 xpomosoma 17, Bogewu go npubaBaHemo uAu omkbcBaHemo Ha MuAuoHU Hykaeomugu. feHom MAP2K6 ce cyuma
3a Bvb3amoxkeH akmop cbnbmemBaw CoCmoAHUemo.

MpegcmaBeH e kAUHUYEH cAyval Ha 5-20guwWwHO MoMuye om pogcmBeH Gpak ¢ BpogeHa MepmuHaAHa Xunepmpuxosa ¢
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2UHauBaAHa xunepnaasud. HabalogaBa ce 0buaHo okocMABaHe NO AUUEMO, Mopca, 20pHUMe U goAHume kpadHuuu, paspacm-
Bawlo ce no gaaHume u cmonaaama. Ha ¢usukaaHua npeaaeg me2aomo, pocma u obukoakama Ha 2naBama ca 8 Hopma. MMpu
CMOMamOoAO2UYHUAM npeaAeg ce paskpuBam yaoremeHu BeHuu, e3uk, ygoakeHa yByAa, paswiupeHa 20pHa Yealocm u 3axanka.
HabalogaBa ce xunepnaasua Ha BeHuume u xunepnuameHmauus.

B 3akaloveHue, moBa e nopBua cayyad om Ezunem Ha nauueHm ¢ BpogeHa mepuHaAHa Xunepmpuxo3a U 2uH2uBanHa
xunepnaasua. CMAma ce, Ye cneuuduyHume AuueBu U geHmaAHu Yepmu Mozam ga ce u3noa3Bam kamo MoppoA02UYHU 0CObe-
HOCMU 3a ymoyHABaHe Ha cbcmoAHuemo. [10NbAHUMEAHU NPoy4BaHusA ca HeobXogumu 3a pa3bupaHe Ha POAAMA Ha 2eHUMe,
AokaausupaHu Bopxy xpomosoma 17g24.2-3, 3a namozeHe3ama Ha 3aboadBaHemo.

KAUHWYEH CAYYAI HA NALNEHT C AMM®OM HA TbHKO YEPBO

bosHoB H', JumumpoBa [, bereBa E?

' OmgeaeHue no BompewHu 6oaecmu, Cekmop facmpoesmeponoaus, MC ,Moameg” — MaoBguB
2 YMBAA ,C8. leopau”

BvBegenue. Aumpombm Ha mbHkume yepBa e pAgko cpewaHo 3aboaaBaHe — om 1% go 5% om Bcuuku mymopu 8 yoBew-
kua op2aHusbm. 3a npekaHueposu ce cMAmam noAunume Ha moHko yepBo, 6oaAecmma Ha Kpot, XYXK, guBepmukya Ha Mekea.
MauueHmume umam ockbgHa kauHuvHa cumnmomamuka, nopagu koemo guazHo3ama ce nocmaBa mpygHo. /A\eyeHuemo u
npozHo3ama ce onpegeaam B 3aBucumocm om cmagus Ha 3aboaAaBaHemo, Bb3pacmma u 06WUA Cmamyc Ha BOAHUA.

Llea. Lieama Ha npegAoXkeHus KAUHUYEH cAydval € ga usmbkHe poAdma Ha MyAMUNo3uUUOHHOMO CKeHupaxe npu abgomu-
HanHa exozpadus, kakmo u Ha TAB nog exoz2padcku koHmpoa npu Haxogku B abgomeH. MpegcmaBeHuam om Hac Mamepuana obu
npegu3Bukan uHmMepeca Ha KAUHUUUCMU OM PasAuYHU 06AaCMU — 2aCMPOEHMEPOAO3U, OHKOAO3U, Cneuuaaucmu no obpasHa
guazHocmuka, xupyp3u.

Mamepuan u memogu. /I3mouHuk Ha uHdopmauua e ucmopua Ha 3aboaAaBaHemo Ha nauueHma, npurokeHume B HeA
pesyamamu om ocbuiecmBeHume napakAuHUYHU u3cAegBaHus u enukpusama.

Pesynmamu u guckycua. Kacae ce 3a Mok Ha 48 2., ¢ aHamHe3a 3a mbnu, HENOCMOAHHU 6OAKU NO X0ga Ha KOAOH ¢
gaBHocm Hakoako meceua, 6e3 npugpykaBawu 3aboAaBaHus U 6e3 GamuAHa obpemeHeHocm. Mpu u3BbplieHO aMbyAamopHO
exozpadcko uscaegBaHe e yemaHoBeHa namoao2uyHa kokapga 8 o6aacmma Ha cuzma. Om AabopamopHuUme uscaegBaHua ce
omkpuBa Haauyue Ha aHemuyeH cuHgpom: X6 (Hb) 113 g/l, Ep (RBC) 4,4, cepymHo renaso (Fe) 4,9 mkmoa/a. Om Bugeoko-
AoHockonusma u om e3oazozacmpockonuama He ce omkpuBa maAauzgHeH npouec. TymopHume mapkepu CEA u Ca 19-9 ca 6
pedepeHmHu 2paHuuu. PeHmaeHoGuAma Ha 6aa gpob e 6e3 ocobeHocmu. Om Y3[ u KT Ha kopem u Marok ma3 ¢ koHmpacmHo
ycuABaHe ce ycmaHoBaABa HaAuyue Ha NamOAO2UYHO 3agebeAeHa go 2 CM cmeHa Ha deloHym ¢ ohopmMAHe Ha gBe NamoAO2UYHU
kokapgu, kakmo u Ha me3eHmepuaAHa AuM@ageHomezaAud. B guhepeHuuarHo-guazHOCMUYeH NAaH ce 06ckgam AUMAOOM,
ICT uAu Bv3naAumeneH npougc.

C uen nocmaBaHe Ha OkoHYameAHa guagHo3a ce U3BopwBa mubHKOU2AEHa acnupauuoHHa buoncus nog exozpadcku KoH-
MPOA Ha egHama namoao2uyHa kokapga. YcmaHoBeHa e pagka Haxogka — kapmuHama omaoBaps Ha Aum@om Ha moHko 4epBo.
XucmonoeuyHo ce Bepuduuupa kamo ueHmpobaacmeH BapuaHm Ha gudyseH B-egpokaemuouen (DLBCL). MimyHoxucmoxu-
MUuyHo ce npegcmaBsa kamo CD20+ CD5- BCL2+ BCL6+, Ki67 >90% , m.e. no umyHopeHomun Hal-6Au30 go B-knemoueH
AUMbOM, uHmepMegueper mMexkgy gudyseH B-egpokaemuueH u aumdom Ha Burkitt (obs. Double-hit). Cnopeg kaacudukauusma
Ha C30 om 2008 2., 8 Hakou pegku cayyau (10% om nauuesmume ¢ DLBCL) ce kacae 3a aumpomMu ¢ uHmMepmMeguepHa xucmo-
Aozua mexkgy DLBCL u Burkitt, Bucok npoaudepamuBeH uHgeke (Ki67 >90%) u 0bwu 2eHemuyHU abepauuu. Xapakmepusupam
¢ uskaloyumenHo HebAa2ONPUAMHA NPO2HO3a U Hanazam azpecuBeH nogxog. MopBa AUHUA MepanuA & UMyHOXUMUOMEpanus
— Rituximab-CHOP, 6-8 kypca.

KoM HacmoAwuA MOMeEHM nauueHmom e 8 noAHa pemucus, be3 cybekmuBHa kauHuyHa cumnmomamuka u peuuguBu.

3aknloueHue. Aumpomom Ha mbHkume yepBa e pagko cpewaHo 3aboaaBaHe. B konkpemHusa cayuad uHmepec npegcma-
BAABa U UHMepMeguepHama Xucmoaozua MmeXgy ueHmpobaacmeH BapuaHm Ha gudyseH B-egpokaembueH u AuMdoM Ha
Burkitt. [loka3Ba ce 20AAMOMO 3HaYeHUE Ha MyAMUNO3UUUOHHOMO CkeHupaHe npu abgoMuHaAHa exozpadus, kakmo u Ha TAB
nog exozpacku koHmpoa npu Haxogku 8 abgomeH. /i3mvkBam ce npegumcmBama om MyAMuguCUUNAUHAPEH NOgxog npu
MpygHU 32 guagHocmuka nauueHmu.

KaloyoBu gymu: aumdom, moHko yepBo, abgomuHaAHa exozpadus, buoncus
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PAIbK CAYYAI HA ME3NOOEHC B OPTOLOHTCKATA NMPAKTNKA — EQHOMOQNLLIHO
MPOCAEQABAHE

[TeeBa 10", MeeB WP

T Kamegpa no CouuaaHa MeguuuHa u obwecmBeHo 3gpaBe, MeguuuHcku yHuBepcumem — MaoBguB
2 MeguuuHcku yHuBepcumem — MaoBguB

BvBegeHnue. XunepgoHmuama e npomaHa B pa3Bumuemo Ha 3bbume, cBbp3aHo ¢ yBeauyeH bpod. YcmaHoBeHo e, ue vec-
momama Ha moBa omkaoHeHue e 1.5-3.9%. Cpeg cBpuxbpolHume 3bou, Me3uogeHc ce cpewa Hali-yecmo. Tol e pa3noAoXkeH
MeXkgy gBama ueHmMpaaHU pe3uu Ha 20pHama vealocm uma koHuyHa hopma, no U € NpuYuHa 3a 3bbHO-veAlocmHu gedopmauuu.

LLea. Llen Ha HacmoAwWwomo npoyyBaHe e onucaHue Ha pAgbk CUMNMOMAMUYeH cAyyal Ha Me3UOgeHC U MeHUgKMbHM Ha
0pmOogoHmMckomo AeyeHue.

Mamepuan u memogu. Kacae ce 3a 9-2oguwHo momuye B.A. om c. beaosem, guazHocmuuupado ¢ | class no Angle,
komnpecus Ha 2opHa yealocm u kpbcmocaHa 3axanka 3 MM Ha npegeH AAB ueHmpaneH peseu, BcaegecmBue Ha Me3UOgeHce.
CAyyaam e gonvbAHEH C pamuAHama aHamHe3a 3a Me3uogeHc Ha Bydyomo B8 cemelicmBomo, kakmo u cBpoxopodHu 25 u 35
3b6u. Mpu napakAuHUYHUME U3CAegBaHUA Ha gememo e ycmaHoBu HaAuyue Ha mesuogeHc ¢ 90° pomauus Mexgy gBama
UEHMPAAHU UHUU3uBa Ha 20pHa yeatocm.

Peayamamu u guckycus. 13pabomu ce kauHuueH npomokoA 3a kOMBUHUPAHO Xupyp2uyHO-0pmogoHmcko Aeueue. Me-
HUQKMbHMbBM Ha 0pMOgoHMCkomo AeyeHue e cBbp3aH ¢ GuHaHCOBO 0bAekyeHue 3a pogumeAume, nopagu Bo3pacmoBama
xapakmepucmuka Ha gememo u Bb3mMoXkHocmma AeveHuemo ga ce npoBege coe cHeMaema mexHuka. KAuHU4HUAM npomokoa
BkalouBa gesapmukyAaupaHe Ha 3axankama, ekcmpakuus Ha mesuogeHca, u3BexkgaHe Ha 3bb 11 om kpbcmocaHama 3axanka
upe3 AeveHue ¢ HebuoBa naacmunka. Haauue e AmpozeHus, mobl kamo me3uogeHcom He bewe ekcmpaxupaH go mosu mo-
MeHm u ce ABU NpuyuHa 3a u3bpoeHume gedopmauuu Ha yeaAlocmume u 3bbHUME goau.

3aknloueHue. PaHHOMO guasHocmuuupaHe No3BoAu Hal-nogxogawomo opmogoHmcko AeveHue, kOMBUHUPAHO C MUHU-
MaAHO XUpyp2uyHo, 3a ga ce 3anasu komdopmbm Ha gememo U ga He Ce gonycHam YCAOXKHEHUS.

KnloyoBu gymu: MesuogeHc, kpbcmocaHa 3axanka, Bb3cmanoBaBane Ha ecmemukama

CUHAPOM HA ALLGROVE MPI MNALVNEHTKA C PAQKA XETEPOSWNIOTHA MYTALIAA HA TEHA

TogopoBa 3, CmegaroBa E', AumBurerko W', AHeBa [T, KasakoBa K', MopgaroBa ', TogopoBa A2

" CBAMIB ,Mpod. 1BaH MumeB”
2 [feHemuyHa Meguko-guazHocmuyHa Aabopamopus ,leHuka”

BvBegeHue. Cungpombm Ha Allgrove e uskalouumeaHo pagko aBmo3omHO peuecuBHO 3aboaaBaHe (onucaHu ca nog 100
CcAyuad), xapakmepusupawo ce ¢ mpuagama om AKTX peaucmeHmHa HagbbbpeyHokopoBa HegocmamuvyHocm, arakpumus
U axanasus. lpu MHO20 nauueHmu ce HabalogaBa npozpecuBHO HEBPOAO2UYHO 3acA2aHe. MMoHacmoAweMm e u3BecmHo, ye
NPeguUMHO Xemepo3u20mHuU Mymauuu Ha 2eH, HapeueH ADRACALIN (AAAS), Ha 1213, koimo kogupa npomeuHa ALADIN, ca
npuyuHa 3a pasBumuemo Ha masu kKAuHUYHA kapmuHa.

Mamepuan u memogu. lpegcmaBamve cayyald Ha 19-20guwHa nauueHmka, pogeHa om Bmopa HOpMaAHa BGpeMeHHOCm
om pogumeau 6e3 kpbBHopogcmBeHa Bpbska. MozHama e Ha KauHukama om 10 2oguwHa Bb3pacm, koeamo ce noABaBam
onaakBaHus om caabocm B8 goaHu kpalHuuu. B cregBawume gBe 20guHu MyckyaHama cAabocm npogpecupa, noaBaBam ce
HOBU HeBpoAozuyHU cumnmomMu, HekoAkokpamHo e xocnumaausupada no noBog enus3ogu Ha noBpblWaHe CbC 3HAYUMEAHO
BrowaBaHe, peaucmpupada e mexkka xuno2aukemus. [JoNbAHUMEAHO Npu NpeaAega ce ycmavoBuxa xunepnuamMeHmauuu no
koxkama, apmepuaAHa XunomoHus, arakpumus. 3a nocmaBsaHe Ha guazHo3ama 6Axa NpoBegeHu u3cAegBaHUA Ha GUOXUMUYHU
nokazameau, eAekmpoAuMU U XOpMOHU, u3BopweHo erekmpomuozpadcko uscaegBane, peHM2eHokoHMPacmHo u306pasaBane
Ha xpaHonpoBog ¢ bapueBa kawa, odmarmoAo2uUeH npeaneg U MOAEKYAAPHO 2EHEMUYEH aHaAu3.

Pesynmamu. N\abopamopHume nokasameau gokasaxa AKTX peaucmeHmHa HagbwbbpeuHokopoBa HegocmambuHocm ¢ AK-
TX > 600 nmol/l (7.20-63.3), Hucvk cBobogeH kopmusoa B ypuHa 35 nmol/24 h (100 — 379), arakpumus, MOMOPHA U CeH-
30pHa nepudepHa noAuHeBponamus u uskaloyuxa axanasus. MoaekyAapHO 2eHemuyHUAM aHaAu3 gokasa gBe Xxemepo3u20mHu
mMymauuu Ha AAAS 2eHa B8 ek3oH 11 u uHmpoH 14, koumo nomBbpguxa kauHuyHama guazHo3a. Mo-2oAamMama cecmpa Ha nauu-
eHmkama, koAmo e 6e3 onaakBaHus, He € HOCUMEA Ha HUMO egHa om Mymauuume. MauueHmkama noayyaBa 3amMecmumeAHo
AeueHue ¢ 2atoko- u MuHepakopmukocmepoug, ,uskycmBeHu CoA3U” U gBu2ameAHa pexabuaumauus.

29




LLECTA HALIMOHAAHA KOHMEPEHLINA 3A PELIKIN BOAECTI 11 AEKAPCTBA CUPALIN
11-12 CEMTEMBPI 2015 - NMAOBANB

3aknloueHue. Kozamo nauueHmume noAyyam HaBpemeHHa guazgHo3a U npaBuAHO AeveHue, kakmo B onucaHuAa cayuad,
Moxke ga ce o4akBa HopmaaHa npogoakumeaHocm u kauecmBo Ha XkuBom (BKA. u cv3gaBaHe Ha nokoAeHue).

TPAHYAOMATO3A HA BETEHEP — KNMHWYHI ACNEKTI. ANATHOCTAKA I
MATOMOP(®OAOTA. KAMHNYEH CAYYAN

KocmaguHoB K', Kexatio8 [, LIBemko8 E', KorgapeBa P', XaBaaboBa A', XpucmoBa E?

" MeguuuHcku yHuBepcumem — MaoBguB
2 Kamegpa no CouuaAHa MeguuuHa u obuwecmBeHo 3gpaBe, MeguuuHcku yHuBepcumem — MaoBguB

To3u cayuai akugHmupa Bopxy BakHocmma om kopeaauua mexgy kauHuka, obpasHu u AabopamopHuU u3cAegBaHuA u
NamoMOopQOoAO2UYHU 3akAloueHus.

Kacae ce 3a 65-20guwHa xeHa, nocmbnBawia 8 Kauukama ¢ onaakB8aHus om 0koAo Mecey om MbyumeAHa kawauua 6e3
ekcnekmopauus, ¢ enu3og Ha kpoBoxpak, HecucmemeH 3agyx 8 nokod, cyodedpuaumem. LLecm gHU cAeg xocnumaausauusma
e peaucmpupaH exitus letalis ¢ kapmuxama Ha 3agbAGovaBawa ce uupkyaamopHa HegocmamobyHocM.

Mpu namomop@oA02UYHO U3cAegBaHe npu aymoncuAma ce ycmaHoBu ocHOBHOMO 3ab0AABaHe — [paHyaoMamo3a Ha Beae-
Hep. Xucmoao2uyHo ce omkpu AeBkouumokaacmuueH Backyaum Bb8 BbmpewHume op2aHu, nepuBackyAapHu u uHmepcmuuu-
aAHU 2paHyAOMU 0m enumeAougHu kaemku u MHo2oAgpeHu 2u2zaimeku kaemku BbB8 BbmpewHUmMe opaaHu.

[paHynomamo3sama Ha BezeHep (Wegener’s granulomatosis — WG) e pagka aBmoumyHHa 60AeCM ¢ MyAMUOP2aHHO aH-
2akupaHe, koemo ce maHupecmupa kamo Backyaum, 2paHyrxomamosa u Hekposa. Mpe3 2011 2. AmepukaHckomo peBmamo-
Ao2u4HO gpyxkecmBo (ACR), AmepukaHckomo HedporozuuHo gpykecmBo u EBponedickomo peBmamonozuyHo gpykecmBo
npenopbyBam umemo paHyrnomamo3sa Ha BezeHep ga 6bge npomeHeHo Ha [paHyaomMamosa ¢ noAuaHzuum (Ha Bezenep) — GPA
(granulomatosis with polyangiitis).

Bonpeku, ye WG 3acA2a MaAku u cpegHu no pa3mep CbgoBe, dopmaaHo ce kaacupuuupa kamo Backyaum Ha maakume
cbgoBe cnopeg Chapel Hill System. CowecmByBa 2eHemuyHa npegu3no3uuua kamo 3ab60AABaHemo ce cpewa No-4ecmo npu
xopa ¢ HLA-B8, HLA-B2, HLA-DR2.

B HawuAm mamepuaa ce uma npegBug HoBocmume B UMYHOAO2UYHUME, XUCMOAO2UYHUME U 06pasHUme u3caegBaHus,
umawu ce npegBug npu nocmaBaHe Ha masu pAgka guazHo3a. 0bpbwa ce BHUMaHUe U Ha KAuHu4YHUME nokasameau 8 nog-
kpena Ha 11 mucaeHe B masu nocoka.

EKCTPANYAMOHAAHA CAPKOWL03A. KAMHNYEH CAYYAIR HA 13-TOAMLLHO MOMYE

KocmaguHoB K', KexatoB [, LiBemkoB E', KoHgapeBa P', XaBaaboBa A', XpucmoBa E?

" MeguuuHcku yHuBepcumem — MaoBguB
2 Kamegpa no CouuaAHa MeguuuHa u obuwecmBeHo 3gpaBe, MeguuuHcku yHuBepcumem — MaoBguB

Kacae ce 3a 13-20guWwHO MOMYe, nocmbnBawo B CnewHomo omgeAeHue ¢ aHamMHe3a 3a omnagHaaocm, 6oaka 6 enu-
2acmpuyma, noBpbluaHe, NOAUypUA U 3a2y6a Ha 5.4 kg npe3 nocaegHume mpu meceua. MauueHmvbm e koHcyamupaH om cBos
neguamop u My ce npoBexkgam uscaegBanus. Mpegu gBe cegmuuu e usBopwena 2acmpockonus, koamo noka3Ba xpoHuyeH
2acmpum ¢ epo3uBHu npomeHu 8 aHmpyma. TpodHama AekapcmBeHa kombuHauua Ab MM obaye He e goBeaa go nogobpe-
Hue. HanpaBeHama mozaBa exozpadus Ha kopeMHu OpaaHu e C gaHHU 3a Aeka HeppokaAuuHosa. MoBogbm, pogumeAume ga
goBegam gememo B cnewHOMO omgeAeHue, e BaowaBaHe Ha 6oakama u Ha noBpbuiaHemo. AabopamopHume uscaegBaHus
nokasBam HopmaaHa kpbBHa kapmuHa u HopMaAHu cmodHocmu Ha Hampud, kaaud, xaopugu, bukapboHamu u mazHesul. bo-
bpeyHama exozpadua nomBoprkgaBa Aeka HedpokaauuHo3a okoao 6vbbpeyHume yawku. BvobpeyHama buoncus e ¢ gaHHU 3a
mybyrouHmepcmuuuaaeH Hedpum ¢ kaauueBu omaazaHusa 8 mybyaume. OcBeH moBa, uma u uHMepcMuUUaAHa UHGUAMpauus
0m MOHOHykAeapHu kaemku, uHmepcmuuuasHa ¢uéposa, mybyAHa Hekposa u ampodus. B HAkou om mybGyaume ca Haauuge
gucmpoduyHu kaauugukamu. Haxogkama om peHmaeHoz2paduAma, 3aegHo ¢ xunepkaauuemuama, obpuBa u pesyamamume
om 6bbpeyHama buoncus cbomBemcmBam Ha Bmopu peHM2eHoA02UYEH cmagud Ha capkougosa.

Capkougosama e MyaAmucucmeMHO 3aboAABaHe, xapakmepu3upaulo ce ¢ yBeAuueH knembueH umyHeH omaoBop Kom He-
u3BecmeH aHmuzeH u ¢ 0b6pasyBaHemo Ha Hekaseuduuupawu 2paHyromu B 3acezHamume mbvkaHu. Bonpeku, ye Had-yecmo
(75-90% om cayyaume) ce 3acAeam Geaume gpo60Be u AumpHumMe Bo3Au, Mo2am ga ca BuBAeYeHU U gpyau op2aHu, kamo
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oyume, kocmHus Mo3bk U gp.
Cayyaam ce npegcmaBa nopagu pagkomo 3acszane, Ha pagka 6oaecm, koemo npaBu nocmaBaHemo Ha guazHo3a npegus-
BukameacmBo 3a Bceku meguk.

CUHAPOM HA BEHCET

CapvueBa H', L|BemkoBa B?

" MeguuuHcku yHuBepcumem — BapHa
2 Kamegpa no BompewHu 6oaecmu, Tpakudicku yHuBepcumem

boarecmma e onucaHa 3a nopBu nbm npe3 1937 2. om H. Behcet. PasnpocmpaneHa e 8 Hali-2onamva cmeneH 8 Cpegu3sem-
Homopckume cmpaHu, bauskua 13mok, AinoHus, HO ce cpewa u B8 eBponelickume cmpaHu u Amepuka. Xapakmepusupa ce ¢
NamoAO2UYHU NPOMEHU Ha Auz2aBuuume Ha ycmama, odume, kokama (Hogo3Ha epumema, GypyHkoao3a u gpyau nposBu), 3a-
cA2aHe Ha cmaBHume 06BuBku ¢ npoaBu Ha noauapmpum, nopakeHus Ha XpaHoCMuAamMeAHUA mpakm, xenamum, nepukapgum,
HeBPOAO2UYHU CMYLIEHUA Kamo MeHUH20eHUedaAum, Mueaum, MeHUepoB CUHgPOM, @ CbWO YpO2eHUMaAHU nposBu.

Mpsako omHoweHue koM 6oAecmma umMam aHmuzeHume Ha cucmemama HLA (Human Leukocyte Antigen), om koumo DR5
u MT2 ce cmAamam 3a aHmu2eHU Ha omHocumeAHo Bucok puck om 3aboadBaHe. Bucoka e yuecmomama Ha aHmuzeHa Bb,
kodimo ce omkpuBa 8 62% npu 6oAHUME u 21% om koHmpoaHume 2pynu. OcobeHo Bucoka e yecmomama Ha cbcmaBkama
BW51 Ha anmuzeHa B5, koamo ce omkpuBa 8 60% go 80% om 60AHUMe. VIMa gaHHU 3a Cb4yemaHue Ha ONpegeAeH aHMU2EH ¢
0c0beHa AokaAusauus Ha nopakeHuama, B5 u DR7 ce kombuHupam no-4ecmo ¢ 04HU yBpexkgaHus.

PPELLANBNPALLLA PECMNPATOPHA MAMMAOMATO3A BCAEACTBUE HA NHQEKLWA C HPV 6,
11, 56 — EIHA MAAKO MO3HATA NMATOAOIA Y OELLA

KemeB K, UnueBa U, CmegaHoBa K, AnkoB U, KapaBeaukoBa W, NBaHoB U, boweBa M, LLimure8 T
KauHuka no Meguampus, YMBAA ,CB8. leopau®

PeuuguBupawama pecnupamopHa nanuaomamo3sa (PPI1) e pagko u Henpegckasyemo no cBos xog 3aboaaBaHe, xapakme-
pu3upawWo ce ¢ paspacmBaHe Ha nanuAoMu no Au2aBuuama Ha guxameAHume nomuuia. Had-4ecmo e 3acezHam AapuHkcbm,
HO He ca pegku cAyqyaume ¢ 06xBawaHe U Ha mpaxeAama, bpoHxume u 6eaogpobHuA napeHxum, kakmo u AucaBuuama Ha
opodapurkca u xpaHonpoBoga. 3aboaaBaHemo 3acAza kakmo geua, maka u Bb3pacmHu. B gemcka Bb3pacm nanuaomume ca
MHOXecmBeHu u npoaBaBam 2oadma ckaoHHOCM KbM peuuguBu.

MpegcmaBame cAyyald Ha kbpmaye ¢ PP, xocnumaausupano 68 kauHukama no noBog Ha meXbk AapuHaeareH cmpugop
owe B kpaa Ha HeoHamaAHuA nepuog, HaAoKUA HekoakokpamHu uHmy6auuu u anapamHa BeHmuaauud. Mpu npoBeXgaHe Ha
AapuH20-mpaxeo-bpoHxockonua ce Bu3yaAusupa nanuAom Ha 2aacHama Bpu3ka, kolimo e omcmpaHeH. Xucmoao2uama Ha
peseuupaHus Mamepuaa nomBbpxkgaBa guazHo3ama. B nogkpena Ha moBa e u norokumeAHusam pesyamam ¢ RCR 3a HPV 6,
11 u 56. Bupycom e gokasaH u 8 uepBukaneH cekpem Ha maikama. HabalogeHuemo Ha cAyyaa npogoakaBa.

Om m. HoemBpu 2012 2. y Hac 3anoyHa kamnaHuA 3a uMyHu3auua Ha Momuvema Ha 12-2oguwHa Bvb3pacm cpewy HPV,
omzoBopeH 3a Bo3HukBaHe Ha pak Ha wudkama Ha Mamkama — eguH om Hal-pasnocmpaHeHume kapuuHomu Ha »keHckama
nonoBa cucmema. MpegcmaBeHuam om Hac cAyyall gaBa oule eguH goBog 3a Heobxogumocmma om masu umyHu3auus. Mpeg-
cmaBame cayuas nopagu moBa, ye PPl e pAagka u cpaBHumeAHo HoBa namoaoaus, BkA. u 8 cBemoBeH Mauuab.

CAYYAIN HA 18Q LEAELNOHEH CUIHAPOM

MBaHoB X', CmosHoBa B'%, [poagaHoBa /2, KpvemeB L[™%, AuneB A%, MMaueBa ', L|BemaHoBa L{'%, AmaHacoBa [T, WBaHoB U'?

' Kamegpa no Meguampus u MeguuuHcka 2eHemuka, MeguuuHcku yHuBepcumem — MaoBguB
2 YMBAA ,C8. leopau”

BuvBegeHue. MapuuaAHa gereuus Ha gbA20mMO pamo Ha 18 xpomosoma 3a NopBu nbm e onucaHa npe3 1964 2. (QeHo-
munHama usaBa npu HocumeAume Ha 189- e uskalouumeAHo BapuabuaHa, kamo Hali-uecmo ce HabAlogaBa uzocmaBaHe 8
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pa3Bumuemo, MyckyAHa XunomoHus, 3abaBeHa MUEAUHU3AUUsA, 2AyX0ma, HUCbK pbem, AuueB gucMopdusbm U gedopmauuu
Ha xoguAama.

Mamepuan u memogu. Mpu MoMye Ha 16 2., pogeHo om nbpBa HopMaAHO npomekaa bpemeHHOCM, C aHOMaAuU, aH2aXku-
pawu AuugBama obaacm u 2pbOHaYHUA CMoAG, xunompodusa Ha AeBua kpak, gBycmpaHHa gegopmauus Ha xoguaama, nepu-
(epHa HeBponamua, HamMaAeH CAyX, usocmaBade B pasBumuemo u XunomupeougusoM, e NPoBegeH UUMO2EHEMUYEH aHaAU3
Ha AuMdouumHa kyamypa. MpoBegeH & uuMoz2eHemuYeH aHaAu3 u npu pogumeAume.

Peaynmamu. Llumoz2eHemuyHusm aHaAu3 Ha npobanga nokasa HaAuyvue Ha geAeuust Ha gbA20mMo pamo Ha 18 xpomosoma
— obxBawauwia pezuoHa om AeHma 21.3 go qgter — 46,XY, del(18)(q21.3) Bb8 Bcuuku uscaegBaHu mMemapasHu nAaCMUHKU.
LlumozeHemuyHomo uscaegBane Ha pogumeAume ycmaHoBa6a HopmaaeH kapuomun.

Huckycusa. PeHomunHama u3sBa npu 18q gereuusma e uskalouumeAHo BapuabuAHa u 3aBucu 0m NO3UUUAMA U 20AeMUHa-
ma Ha geaemupaHua yyacmok 8 goazomo pamo Ha 18 xpomo3soma. Feenstra et al ca HanpaBuau onum ga ycmaroBam ¢exomun/
2eHomunHa kopeAaauus npu HocumeAu Ha masu geAeuus: Mukpouedaaus (18g21.33), Hucbk pvem (18912.1-912.3,18921.1-
021.33 u 18922.3 -g23), uenka Ha Hebue ¢ uAu 6es uenka Ha ycmHama (18q22.3-23), gedpopmauuu Ha cmbnarama(18g22.3-
(23), aHoMaAuu Ha 6AA0MO MO3b4HO BewecmBo u 3a6aBeHa MueAuHusauus (18g22.3-q23), HegocmamovyHOCM Ha pacmeXHus
xopMoH (18922.3-g23) u ymcmBeHa usocmanarocm (npokcumaasa om 18g21.33). Mpu Hawuam nauueHm ocBex xapakmep-
Hume cumnmomu 3a 18-, ce HabalogaBa u nepudepHa HeBponamus, koAMO Hue npegnoaazame ce goAKU Ha Mymauus u
xanAouHcyduuueHuua 8 CTDP1 2eHa, pasnoaoxkeH B8 gucmaaHus kpad Ha 18q.

3akaloveHue. MpegcmaBeHuam cAyyal nomBuprkgaBa, ye npu Becuuku cAyyau Ha geua ¢ BpogeHu Maadopmauuu ca nokasau
komnemeHmHa 2eHemuyHa KOHCYAMauus U HasHauyaBaHe Ha nogxogAWwo 2eHemuyHo uscaegBane, koemo gaBa Bb3mokHocm 3a
NPO2HO3UPaHe Ha Xoga Ha 3aboAABaHemo U nAaHUpaHe Ha agekBamHa mepanus u npoduaakmuka 8 3acezHamume cemedcmBa.

MbPBIU CAYYAI HA AEBKOQUCTPOMNA C N3YE3BALLO BANO BELLECTBO B BbAIAPUA:
bbP30 BAOLLABAHE CAEQ MUHIMAAHA TPABMA

MBaHoB W', [abepoBa K', 3namapeBa [, bokuHoBa B, LLimureB T’

' Kamegpa no Meguampus u MeguuuHcka 2eHemuka, MeguuuHcku yHuBepcumem — MaoBguB
2 Kamegpa no 06pasHa guazHocmuka, MeguuuHcku yHuBepcumem — Codus
% Kamegpa no HeBponoaus, Meguuutcku yHuBepcumem — Codus

BvBegeHue. borecmma Ha usye3Bawomo 6sr0 BewecmBo (Vanishing white matter disease) e aeBkogucmpodus, yusmo
cneuuduyHa, Ho HesagbakumeAaHa xapakmepucmuka e 6bp30 BaowaBaHe go koma u cMbpm cAeg MUHUMaAHa mpaBma, de-
opuaumem, mexkka xupypauyecka uHmepBeHuua uau ekcmpemeH cmpax. 3aboaaBaHemo e ycmaHoBeHo om M. van der Knaap
npe3 1997 2. [Tbaku ce Ha gehekm Ha eguH 0om nemme 2eHa, kogupawu CcybeguHuuume Ha Gakmop, UHUUUUpaW, mpaHcAa-
uuama B8 eykapuomuume kaemku (elF2B), kodmo e kalouoB8 3a npomeuHoBusa cuHmes. B 3aBucumocm om ocmamuyHama ak-
muBHocm Ha npomeuHa kauHuyHama kapmuHa 8apupa om koHzeHumaaHu popmu ¢ mexkka eHuedaronamus npe3 UHpaHMUAHU
U paHHu dopmu ¢ peapec B HIP, npozpecupawa cnacmuyHocm u onmuyHa ampodus, go agyAmHu dpopmu, xapakmepusupawiu
ce camo ¢ noBegenyecku npoaBu. [JuaeHozama ce ocHoBaBa Ha kAuHUYHUME NpoABU Ha NupamugHa Ae3us U eHuedaronamus,
eBeHmyanHo 6bp30 BaowaBaHe CAeg MUHUMAAEH UHUUGEHM, onmuyHa ampodus, oBapuasHa gucdyHkuus, MPT gaHHu 3a mex-
ka gudysHa geMueAuHu3auua Ha 2AnaBeH u 2pbbHayeH Mo3ok U gokasBaHe Ha 2eHemuyHa Mymauus.

MpegcmaBame cayyai Ha geme, HEOGPEMEHEHO (BAMUAHO, C HOPMaAHA NPEMOPBUGHA aHamMHesa U pe2pec 8 MomopHOmMO u
HIP om 4-meceyHa Bb3pacm, kpamku npexogHU 2eHepaAu3upaHu MOHUYHU 2bpyoBe, ouegBuameAHU HapyWeHUA U Xunope-
akmuBHocm om 5-meceyHa Bv3pacm. Ha 6-meceyHa Bo3pacm caeg MPT ¢ kpamka u 6e3npobaeMHa nponogoroBa aHecmesus
usnaga 8 koma. Ymupa Ha 7-meceyHa Bb3pacm. YecmaHoBeHu ca Aeka xunepnpomeuropaxus, EMI gaHHU 3a nepudepHa gemu-
eauHusauus, MPT mexkka gudysHa xunomueAuHusauus ¢ Gopmupade Ha kucmu 8 2aaBHus mo3bk. [JuagHo3ama e gokasBaHa
¢ ycmaHoBaBaHe Ha gBodHa xemepo3u20mHOCM NO namoAo2u4HU Mymauuu B8 elF2B5 (c457G>A, pGly153Arg u c806G>A,
pArg269Gin). Ha cemelicmBomo e npegaokeHo € 2eHEMUYHO u3cAegBaHe Ha gpyaus 3gpaB go MomeHma cube u eBeHmyanHa
npeHamaaHa guagHocmuka.

3aknloueHue. bornecmma ¢ usyesBawomo 6ar0 BewecmBo e BepoAamHo eguHcmBeHama AeBkogucmpodus, npu koamo
e Bv3amokHO BrowaBaHe B pamkume Ha HAkoako gHu. Kpamka aHecmesua moXe ga ce gobaBu kom usBecmHume goceza
dakmopu, Bogewu go 6bp30 BrowaBaHe. BoamoXkHo e u 8 boA2apua yecmomama ga e no-20AdMa 0m guazHocmuuupaHama.
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BPOOEH LLEHTPAAEH XWNNOBEHTUAALWOHEH CUHAPOM — NMbPBI FTEHETUYHO [0KA3AH
CAYYAIN B BbATAPIA

Anu C', Mapurcka b', BacuneBa P', KemeB K', VaueBa W', KpvcmeBa M, LimuneB T', UBaHoB W'

" KauHuka no Meguampus, YMBAA ,CB. leopau®
2 KauHuka no AkywepcmBo u 2uHekoaozus, OmgeaeHue no HeoHamonoaus, YMBAA ,C8. Teopau”

BpogeHuam ueHmpaneH xunoBeHmuaauuoHeH cutgpom (Ondine cungpom, CCHS) e pagko aBmo30BH0-gOMUHAHMHO 2€eHe-
MUYHO 3200AABaHe, YUAMO 0CHOBHA U OMAUYUMEAHA Yepma € HapyweHusm aBmomamuyeH KoHmpoA Ha guwanemo. Joaku
ce Had-yecmo Ha mymauua 8 PHOX2B-zena (4p12), omkpuBaHa B 90% om kAuHUYHO gokasaHume CAyyau u HapywaBawa
gudepeHuuauuama Ha HopagpeHepauyHUMe HeBpOoHU, UHMe2pupaLyu CugHaAume om nepudepHume U UeHMpaAHUME Xemope-
uenmopu u Bogewu go HeagekBameH oma0Bop Ha guxameAHUA UeHMbp KoM (U3UOAO2UYHU gpasHumeAu. [lokasaHu ca Hag 1
000 cayyas B cBema. B knacuueckama ¢popma Ha CCHS nposBume ca u3aBeHu BegHaza cAaeg pakgaHemo — UEHMpaAHO 06y-
cA0BeHa xunoBeHmuAauus no Bpeme Ha CoH, a npu meXkkume cAyyau — u npu 6ogopcmBane. Bogu go mpaliHa BeHmuAamopHa
3aBucumocm UAU UMNAGHMauUA Ha guadpazmaner neticmetkop. MoXe ga ce cbyemaBa ¢ gpyau HapyweHus 8 aBmoHoMHama
peayaauus Ha CCC, T, 3apumeaHun aHaausamop, HC u gpyau.

MpegcmaBeH e cAyyal Ha kbpmaye, nocmonuAo B8 IHmeH3uBHO omgeAeHue Ha kauHukama, Ha 51-gHeBHa Bb3pacm, nopa-
gu mpatHa 3aBucumocm om MexaHuyHa BeHmuaauus owe om pakgaHemo u pa3Bumue Ha pecnupamop-acouuupaHa nHes-
MoHusA. OmxBobpAeHU ca gpyau 3aboAdBaHuA kamo npuyuHa 3a XunoBeHmuAauus — aHme-nepuHamanHa namoaoaus Ha LIHC no
KAUHUYHU U 06pa3Hu gaHHU, HeBpOo-MyCKyAHU 3a00AABaHUA, CoPgeUHU aHOMaAUU U MemaboAUMHU 3a60AABaHUA. eHemUYHUAM
aHaaus gokasBa mymauus 8 PHOX2B-2eHa (PHOX2B:pAla254 260dup), cBop3aHa ¢ BpogeHus ueHmpaieH xunoBeHmuaauuo-
HEH CUHQPOM.

MopBuaAm cayyal Ha moBa pagko 3aboaaBaHe B BoA2apus. feHemuyHOMO U3cAegBaHe No3BoAABa paHHA guagHO3a U HaBpe-
MeHHa nog2omoBka 3a XpoHuYHa BeHmuAauus UAU nedicupanxe.

KaloyoBu gymu: CCHS, PHOX2B

TPNXOBE30API HA CTOMAXA. CAYHAI OT MPAKTIIKATA

boxkoB B, CmegaroB A, YayweB [, MagkoB P, YepHonoacku I1, ApHaygoB I1
Bmopa kauHuka no Xupypausa, YMBAA ,C8. Mapuna”

BvBegeHue. bezoapume ca mMacu uAu cmpynBaHua Ha HecmuAaemu Mamepuu 8 TUT — Hali-yecmo B8 cmomaxa. Cpewam
ce no-yecmo npu »eHckua noa, loHOWU U geua ¢ HEBPOAO2UYHU UAU NCUXUYHU 3aboadABaHuA. Cnopeg mexHua cbcmaB ce
pasgeAdm Ha mpuxobesoapu, Gumobes3oapu, Aakmobe3oapu u cmeceHu. KauHuyHama kapmuHa ce onpegead ¢ msAxHama
AokaAuzauuama u ce uspasnaBa 2anaBHo ¢ abgomuHaneH guckomdopm u 6oaka, 2ageHe, noBpbluaHe, 6bp30 3acuwlaHe, 3a2yba
Ha anemum U omcAabBaHe Ha meaAo. YcAoXkHeHUAMa, cBbp3aHu ¢ HaAuvuemo Ha besoapu, Makap u pegku Moz2am ga 6bgam
meXku u ga goBegam go Bucoka mMopbugHoCm U cMbpmMHOCM.

Ju3aiH. MpegcmaBamve cAyyaid Ha cmomalleH mpuxo6e30ap, ycmaHoBeH npu 22-20guluHa XeHa.

Kaunuuen cayvail. XeHa Ha 22 2. nocmbnBa no cnewHocm B KauHukama ¢ onaakBaHua om 6oaka 8 AdABa kopemHa no-
AoBuHa, Besanemumue, aguHamus, pegykuus Ha meaao okoao 5 ke. Om usBvpweHume abgomuHaata exoepadus u Qrc ce
ycmaHoBABa 02pomeH mpuxobe30ap, 3aemaul, UgAua cmomax u npeMuHaBauwl 8 gyogeHyma. Caeg nocmaBaHe Ha guagHo3ama
nauueHmkama 6e onepupaHa no cnewHocm. /13Bbpwu ce Aanapomomus, 2acmpomomua — omAuBbYEH mpuxobesoap ¢ pas-
mepu 25/15 cm, kolimo ce ekcmpaxupa. MocaegBa Bb3cmaHoBABaHe Ha cmomaxa Ha gBa emaka. CaegonepamuBeH nepuog
0e3 ycanokHeHuA. KoHcyamupaHa ¢ ncuxuambp. MauueHmkama 6e gexocnumaausupaHa XupypaudHo 3gpaBa, ¢ npenopbka 3a
ambyAamopHO NpocAegABaHe U AeYEeHUE OM NCuXuambp.

3aknloueHue. be3oapume npomuyam ¢ HemunuyHa kauHuYHa kapmuHa u npomuyaHe Ha 3aboaaBaHemo. [luagHo3ama ce
nocmaBA mpygHO, HE06X0guM € UHMEepPguCUUNAUHAPEH nogxog om B ekun Ha xupype, eHgockonucm, peHM2eHOA02-UHMEp-
BeHuuoHaaucm.

KnloyoBu gymu: 6e3oap, mpuxobe3oap
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BAERE-STEVENSON CUTIS GYRATA CUHZPOM - NPEACTABAHE HA CAYYAIN

XaumepusH M', CmoukoBa C?, KasakoB [, KaneBa A%, CmosHoBa M', KoHcmarmuHoBa ', BoaHuk B°, AreenoBa A
' Kamegpa no Meguampus u MeguuuHcka 2enemuka, MeguuuHcku yHuBepcumem — BapHa

2 MBAA — LLlymeH

% iHcmumym no YoBewka 2eHemuka — KboAH, fepmaHus

Baere-Stevenson cutis gyrate cuHgpom e pAgko 2eHemuyHO 3a60AABaHe ¢ aBMO30MHO JOMUHAHMEH X0g Ha yHacAegABaHe.
Bcuuku coobweHu go MomeHma cayyau (no-maako om 20) ca Bb3HukHaau de novo u 3aBbpuieAu C AemaneH u3xog 8 paHHuA
HEOHamaAeH Nepuog UAU paHHOMO gemcmeo.

MpegcmaBame cAyyal Ha geme om nbpBa HOPMaAHO npomekaa bpemMeHHocm. TpeHamaAHo ycmanoBeHa ekBuHoBapycHa
gedopmauua Ha gacHo cmvnano. Caeg pakgaHe HaauveH mMardopmamuBeH CUHgPOM — KpaHUOCUHOCMO3a, gBycmpaHHo ge-
dopmupaH yepen B obracmma Ha memnopaaHume kocmu (clover-leaf skull), wupoko omBopeHa 2oAaMa GoHMaHeAa, Hucko
PasnoAOKeHU YWHU MUgu C HapyweHa MopdoAo2usd, u3paseH ek3odmaAm C XUnepmeAopu3bM, YaCmuyHa U MbAHA ampesus
CbOomBemHO Ha gAcHa U AABa X0aHa, Xunocnagus, u3pas3eHa cazumanHa bpasga Ha ckpomym, 2py60 U3paseHu Au2aBuyHu
bpasgu u gobAbOKU NaAMapHU U NAGHMAPHU 2bHku, pes equnovarus, kayganeH aneHguke u cnuHa buduga. 13paseHa xunomoHus
U Yecmu pecnupamopHu naysu.

Ha 6asa npoBegeHa aumepamypHa cnpaBka u mopceHe 8 HaauuHume 6a3u gaHHu (LMD, Omim) e npuema kAuHUYHa gua-
2Ho32 Baere-Stefenson cutis gyrate cuHgpom. MMpoBegeHuam OHK aHaaus omkpuBa mymauus ¢.1124A>G 8 ek3oH 9 Ha FGFR2
2eHa, no3Hama kamo egHa om gBeme Hal-yecmu acouuupaHu CbC CUHGPOMA.

KpaHuocuHocmo3sa ce cpewla npu 1 Ha 2 500 pakgaHus. Bonpeku no-4ecmo u3oAupaHa BpogeHa aHomanaus, 8 15-20% om
CAyyaume ma e yacm om pasnosHaBaem cuHgpom. B 3aBucumocm om kAuHUYHama kapmuHa, guhpepeHuUarHo guagHoCmuyHo
mexgy 6 u 11 cungpoma caegBa ga 6bgam cuumaHu kamo nomeHuuaAHa guazvosa. igenmuduuupadu kamo Had-yecmu npu-
YUHU 3a CUHgPOMHU KpaHuocuHocmosu ca Mymauuu 8 FGFR1, 2, 3, TWIST, MXS2 2eHume, koumo cAaegBa ga 6bgam mecmBa-
Hu. igesmudukauuama Ha gucMopduyeH CuHgOM cnomaza npoBeXkgaHemo Ha NMbAHOUEHHA Meguko-2eHemuyHa KoHcyAmauus.

HALIIOHAAHO 1 TAROBAAHO CHIPYOHWYECTBO B OBAACTTA HA OLLEHKATA HA 30PABHI
TEXHOAOIAN: MEXXAYHAPOHO MPOY4YBAHE

PadveBa P, CmegaHo8 P
Kamegpa no CouuaaHa MeguuuHa u obwecmBeHo 3gpaBe, MeguuuHcku YHuBepcumem — lMaoBguB

BvBegeHue. CompygHudecmBomo B8 MpeXku Mexkgy opz2aHusauuume 3a oueHkama Ha 3gpaBHu mexHoao2uu (HTA) ce
onpegead kamo nomeHuuareH MexaHu3bM 3a c80eBpeMeHHO aganmupaHe U u3pabomBaHe Ha HaUUOHAAHU U pe2uoHaAHu HTA
goknagu, u 3a pasBumue Ha cucmemamu4eH Nogxog 3a komyHukauus, compygHudecmBo u mpaHcep Ha 3HaHuA, koimo ga
YAECHU MOYHOMO ycBoABaHe U npuAa2aHe Ha oueHkume Ha 3gpaBHu MexXHOoAO2UU.

Llen. 13BopweHo e npoyyuBaHe C UeA aHaAu3 Ha cneuudguuHume xapakmepucmuku, npougcu U Hali-gobpu npakmuku 3a
oueHka Ha 3gpaBHuU mexHoAO2UU B 2h06aneH Mawlao.

Mamepuaa u memogu. B nepuoga 2013 — 2015 2. e npoBegeHo meXkgyHapogHO yeb-basupaHo aHkemHo npoyyBaHe cpeg
312 HTA opeaHusauuu, cbe cegaauwe 8 83 cmpanu, BkalouumeaHo 11 mexkgyHapogHu opz2aHu3auuu. [JaHHUMe ca NoAy4eHuU
om noAy-cmpykmypupat 8vbnpocHuk, koimo cogopxka 06wo 102 Bvbnpoca — 71 3akpumu u 31 omkpumu Bonpocu, pasnpege-
AeHU B wecm pa3geAa, eguH NaHeA u gBa ceameHma 3a HabupaHe Ha gONbAHUMEAHA UHGOPMAUUA.

Pesyamamu. O6wo 6axa nonvAHeHu 111 BobnpocHuuu (35.58% Bb3Bpawaemocm) om 39 gbpkaBu Ha 5 koHmMuHeHmMa.
Bcuuku opeanusauuu noggbpkam HakakoB Bug compygHuuyecmBo, kamo Hal-20AAM & OmHocUmeAHus gan Ha HTA cmpyk-
mypume 6 koHmakm kakmo ¢ mecHu, maka u ¢ uykgecmpaHHu napmHoopu (93/83.78%). PecnongeHmume ca mapkupaau
konabopauuume ¢ HauuoHaAHU / MeXkgyHapogHu opz2aHusauuu no Bug: (1) npaBumeacmBeHu azeHuuu (88.57%/61.62%); (2)
akagemuyHu cmpykmypu yHuBepcumemu (88.57%/73.74%); (3) boaHuuHU 3aBegeHun (75.24%/42.42%); (4) npoeCuoHaAHU
op2aHusauuu (72.38%/33.33%); (5) nauueHmcku op2aHusauuu (52.38%/28.28%); (6) ungycmpus (47.62%/19.19%); u (7) gpy-
2u (7.62%/19.19%) (cbopom Ha omHocumeAHu ganoBe e Hag 100%, mbl kamo Bonpocbm gaBa Bw3mMokHocm 3a noBeue
om eguH omeoBop). [lokasa ce Haauduemo Ha B3aumoBpu3ku mexkgy cmolHocmume u Ha gBeme npomeHAuBu, koumo ca
OUEHEHU pa3auyHo om avkemupanume (MakHemap mecm; p<0.05) YecmaHoBeHa e cmamucmuyecku 3Hayuma acouuauus 8
npegnoyumaxuama 3a compygHu4ecmBomo mMexkgy HauuoHaAHUMe u MeXgyHapogHume opeaqusauuu (x2= 305.055; p=.000).
HTA cmpykmypume, 3a koumo npuopumem ca koHmakmume C UHgyCmpuAma U Ha HaUUOHAAHO, U Ha MeXgyHapogHo HuBo,
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noggopXkam no-o2paHuyeHu Bpv3ku ¢ npaBumeacmBeHu azeHuuu, akagemMuyHu uHcmumyuuu / yHuBepcumemu, 60AHUUY, NPO-
(ecuoHaaHu u nauueHmcku opaaHusauuu 8 mexkgyHapogeH naaH (z-mecm; p<0.05). MpaBumeacmBexume HTA 38eHa B 77.78%
npegnoyumam ga cu cbmpygHuyam ¢ mMmeXkgyHapogHu npaBumeacmBeHu azeHuuu, gokamo moBa e BaaugHo 3a 46.43% om HTA
OpeaHu3auuume ¢ akagemuyeH npogua (z-mecm; p<0.05). Yacm om pecnoHgeHmMumMe ca nogaau uHGopmauua 3a gpyau BugoBe
HaUUOHaAHU (8/7.62%) — Meguu, pPasAUYHU 2pynu 3auHmepecoBaHu CmpaHu, COUUaAHO ocu2ypumeAHu ¢poHgoBe, doHgauuu u
goHopU — U MexgyHapogHu (19/19.2%) — uumupaHu ca yAaeHcku mexkgyHapogHu u eBponeticku cmpykmypu, npoekmu u meguu
— OpeaHu3sauuu, ¢ koumo ca 8 koHmakm. Ankemupasume (n=77/69.37%) u3bpoaBam mMpexkume 3a cbmpygHu4ecmBo, koumo
u3noAsBam kamo koopguHauuama Ha HTA geliHocmma ce ocbuecmBaBa ocHoBHO npe3 npozpamu Ha EBponetickama komucus
u eBponetckama mpexa 3a HTA — EUnetHTA, koemo e ao2uyHo mbl kamo Hag 50% om ankemupanume ca npegcmaBumenu
Ha opaaHu3auuu om eBponelicku gopkaBu. CaegBam ,MexkgyHapogHama mpexka Ha a2eHuuume 3a ougHka Ha mexHoao2uume 6
3gpaBeonasBaHemo* (International Network of Agencies for Health Technology Assessment — INAHTA) u mexkgyHapogHomo obuue-
cmBo 3a ,0uexka Ha 3gpaBHume mexHorozuume iHmMepHewbHoA® (Health Technology Assessment International — HTAI). Aukemu-
paHume cbwo maka BkalouBam 8 omzoBopume cu opaaHusauuu kamo — EuroScan, Kokpad compygHuyecmBomo, npozpamama
32 60AHUYHO-6a3upaH HTA (AdHopHTA), komucusma RedETSA 3a AamuHoamepukanckume gopkaBu, uHgoHesutickama mpexa 3a
KAUHUYHA enugeMUuOoAO2UA U MeguuuHa basupaHa Ha gokasameacmBa (ICE-EBM) u gobpu npakmuku om Beaukobpumanus (NICE),
Kanaga (CADTH), LBeuus (SBU), ABcmpaaua (PBAC), Apkenmuna (RedArets), bpasuaua (CONITEC) u Kumad (kumadckua Kok-
paH ueHmMop B8 CobuyaHckus (Chengdu) yHuBepcumem u uscregoBamenckus ueHmop ko (ygaHckus yHuBepcumem (LLlaHxadi)).

3aknloueHue. lMopagu pasauyuama B npouecume Ha B3eMaHe Ha peweHus, 3akoHoBo-npaBHume Hopmu, kakmo u couuan-
Ho-kyamypHama cneuuduka, HTA op2aHusauuume mpacBa ga omaoBapam Ha HAUWUOHAAHUME U MecmHu ycAoBusa Ha paboma.
Bonpeku, Ye ga ygoBaemBopam u MeXgyHapogHO XapMOHU3UpaHU cmaxngapmu e ucmuHcko npegusBukameacmBo 3a mesu
cmpykmypu, moBa e Bb3mMoXkHO upe3 ycBoAaBaHe Ha kalouoBu MemOogoAO2UYHU NOGXOgU, Ha3upaHu Ha 06WO0BaAUgHU, HayuHU,
npo3payHu, HaBpemeHHu u epekmuBHu npegBapumeaHo onpegeAeHu npougcu, BkalouumeaHo gocmambyHo BcecmpaHHu, 3a ga
3ag0Boaam uHguBugyaaHume o4akBaHus u usuckBaHua Ha omgeaHume gopkaBu.

KnloyoBu gymu: oueHka Ha 3gpaBHU MeEXHOAO2UU, HAUUOHAAHU/MeXgyHapogHU Op2aHu3auuu 3a compygHuyecmBo, HTA
konabopauus, meXgyHapogHU a2eHuuu, 2aobaaHu HTA obwecmBa

TECTUKYNAPEH TYMOP HA EHOOAEPMAAHIA CUHYC MNP Bb3PACTHIA

ArmoHo8 [T, [eueB W', bakvpgikueB W', NBaHo8 A', bauypcka C?, benoBexgoB B?

" KauHuka no Ypoaozus, YMBAA ,C8. leopau”
2 Kamegpa no 06wa u kauHuuHa namoao2us, Meguuutcku yHuBepcumem — MAoBguB

BvBegenue. Tymopume Ha mecmucume npu Mwkeme ca pegku 3aboaaBaHus, Bonpeku moBa me 3aemam nbpBo Mecmo B
cmpykmypama Ha oHkorozuyHama 3aboaeBaemocm BB Bb3pacmma mexXgy 15 u 44 2. Bcpeg MH02006pa3uemo om XucmoAo-
2UyHU dopmu u cydbmunoBe, yecmo ce HabalogaBam cveceHu Gpopmu (¢ noBeye oM eguH XUCMOAO2UYeH BapuaHm) Hai-Beve B
2pynama Ha 2epMuHamuBHokaemouHUME HecemuHoMHU mymopu (TKHT). Tymopbm Ha eHgogepMaAHUA CUHYC (KbAMb4YHOMO
Mexypye) UAU no3Ham owe kamo mymop Ha Teliaym e pAgbk xucmonozuyeH mun. Tpu geua go 2-20guwiHa Bvb3pacm e Hal-
yecmusa 2epMmuHamuBHokaembyeH mymop, gokamo npu Bvb3pacmHu nauueHmu ce cpewa 8 40% kamo cvcmaBHa yacm Ha
cmeceHume MKHT, a noaBama Ha yucmama my gopma npegcmaBanaBa kasyucmuyna pagkocm.

Mauuesmu u memogu. 3a nepuog om 4 2. (2011-2015 2.) cme guagHocmuuupaau u AekyBaau xupypauyecku 3-ma nauueH-
mu Ha Bv3pacm 17, 23 u 41 2. ¢ mecmukyAapHU mymopu Ha eHgOgepMaAHUA CUHYC.

Peayamamu. Mpu Bcuuku nauueHmu e buAo HaAuue naanupyema Gpopmauus 8 obaacmma Ha gecHume mecmucu. Caeg us-
BopwBaHe Ha ypoAo2UYeH npeaneg ¢ exozpadua Ha ckpomym u kauHuko-AabopamopHo u3caegBaHe Ha naHeAa 3a mecmukyaap-
HU mymopu- arGademonpomeuH, 6ema Xo0puoH20HagoOMPONUH U AakmamgexugpozeHasa npu Bcuyku nauueHmu e u3BbpuieHa
opxudyHukyaekmomusa upes uHeBuHareH gocmbon. Mpu mpumama nauueHmu nocaegBaaume 0bpasHU Memogu 3a cmagupaHe
nokasaxa pe2uOHaAHU U gaAeYHU Memacmasu.

Duckycua u 3akaloyeHue. Tymopom Ha oAMbYHOMO Mexypue B gemcka Bb3pacm e 3aboaaBaHe ¢ baazonpuAmHa npoa-
HO3a, B koHmpacm Ha nog4yepmao azpecuBHomo My npomuyaHe npu Bo3pacmHume. Mpomokoaume Ha agloBaHmHoO AeueHue
ca kamo 3a HecemuHomeH mymop. [Mpomouusma 3a camouscaegBaHe Ha nauueHmMume 32 HaAuYue Ha naanupyemu GopmMauuu
¢ uen omkpuBare 8 paHHu emanu, kakmo u u3BvpwBaHe Ha opxugonekcus npu kpunmopxu3bM Mo2am ga ce okakam mepo-
npuamusa koumo ga goBegam go omkpuBaHe Ha 3aboaaBaHemo B8 B HememacmamuyeH cmaguu, kozamo Bv3mokHocmume 3a
usaekyBaHe ca 3Ha4YUMEAHO NO-20AeMU.
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TYBEPKYNO3ATA — BCE OLLE HEPASPELUEH NMPOBAEM

LWonoB O
Kamegpa no CouuanHa MeguuuHa u obwecmBeHo 3gpaBe, MeguuuHcku yHuBepcumem — MaoBguB

Tybepkyaozama e COuuanHo-3HauUM, 2A06aneH NPOBAEM C 02POMHO 3gpaBHO U UKOHOMUYECKO 3HayeHue 3a XKumeAume Ha
ugaama naasema. [lHec mybepkyao3ama ce nocmaBs HapaBHO ¢ Hali-cepuo3Hume uHdekuuosHu boaecmu — CIAH u maaapus.
C HacmoAwomo npoy4BaHe ce npaBu onum 3a 0630p B8 nepuog om Bpeme (2009 — 2013 2.) Bopxy:

* guHamukama Ha gemozpadckume npouecu Ha HaceaeHuemo B XackoBcka obaacm — meHgeHuua koM pegykuua 8 6poa
Ha HaceAeHuemo, ypbaHusauus, Bogewa go koHugHmpauus u no-2oAama Bb3MokHOCM 3a koHmamuHauuama u pasnpocmpa-
HeHue Ha boaecmma my6epkyAo3a;

* pa3npocmpaHeHuemo Ha mybepkyaozama 8 XackoBcka obaacm — peaucmpupa ce cnag 8 HoBoomkpumume KAUHUYHO
u3paseHu cAyvau;

* MeguuuHckama gediHocm u ukoHomuueckume nokasameau Ha CBM(MD3AA 8 cBemauHama Ha AguebHO 3aBegeHue u
mbp20B8cko gpykecmBo B8 2p. XackoBo no HauuoHarHama npozpama 3a npeBeHuusa u koHmpoA Ha mybepkyrozama 8 Peny6au-
ka BoAz2apus. HegocmamuouHuam duHaHcoB pecypc oka3Ba BauaHue Bbpxy kayuecmBomo u 06ema Ha guagHOCMUYHO-AEYEDHUA
NPOUEC U NpodecuoHarHama MomuBauus Ha MeguuuHckua nepcoHaa.

KnalouoBu gymu: gemozpadcku npouecu, 3aboreBaemocm, HaceAeHUe, CneuuaAusupaHa boaHuua mybepkynosa

(AMUWAEH BPOAEH XUNOTUPEONAN3bM,CHYETAH C MHOXECTBEHI AHOMAAWIA:
KAMNHWYHIA 11 ETNOAOT MY HIN ACNEKTIA

CmounoB b, CmoeBa 1
CkpuHuHz u ¢yHkuuoHaAHa eHgokpuHHa guagHocmuka, CBAALD ,MMpod. Ban MumeB*

Emuoao2uyHo, XunomupeougusmMbm € eguH Xemepoz2eHeH cuHgpoM. OmepaHuyaBaHemo Ha CUHGPOMHUME OM HECUHQ-
POMHUME (OPMU, HAAUYUEMO Ha acouuupaHu BpogeHu mMargopmauuu, HeBpoAo2uYHU OMKAOHEHUA HA (OHA HA eymupeougHoO
CbCMOAHUE Ce cpewam omHocumeAHo pAagko, HO ca npegu3BukameacmBo B emuoAO2UYHO U MepaneBmuyHO OMHOWEHUE.

MpegcmaBamve 3 geua (6pam u gBe cecmpu), ¢ NopBuyeH BpogeH xunomupeougusbm, omkpumu upe3 ckpuHuHe npozpa-
mama. Mailkama, 6awama u gB8e gpyau geua ca eymupeougHu. (DaMuAaHa obpemeHeHocm: bawia ¢ kbceH ny6epmem, malka
CbC CMpabusbM, cuHgakmuaua Ha 2 u 3-mu npbecm Ha kpakama, ycmaroBeHa cbuwlo U npu gBe om gowepume d. Mpu gBe om
geuama ¢ BpogeH xunomupeougusvM ce ycmaHoBaBam cAyxoBu u 3pumeAHu HapyweHus, HIP e 3abaBeHo npu Hai-2oAemuA
CcuH. Tpume nauueHma ca ¢ opmomMOnHU WUMOBUgHU XAe3U U NOBULWEH MUPE02A0BYAUH. XOpMOHaAHama koHecmeAauusa npegu
3ano4BaHe Ha AeyeHUEmMo ce xapakmepu3supa ¢ YaCMmuYHO 3ana3eHa eHgoz2eHHa npogykuua Ha wumoBugHu xopmoHu. Gbged-
cmBuemo om cmpaHa Ha cemelicmBomo npu npoBeXkgaHe Ha pegoBHO AgueHUE U KOHMPOA & NPOBAEMHO.

MpoBexkganemo Ha gemalireH MOAEKYAAPHO-2EHEMUYEH aHaAU3 € UHQUUUPAHO Npu UsAOmo cemedcmBo ¢ 02Aeg Ha emuo-
AO2UYHamMa guazHosa (uskalouBane Ha gedekm B GuocuHmMesama Ha WuUmMoBUgHUME XOPMOHU, Hanp. NEHGPUH), NPO2HO3ama,
2eHemuyHa koHcyamauus. Kamo npuyuna 3a usocmaBasemo 8 HIIP, u3paseHo Hal-8Bedye npu MoM4yemo, He MOXe ga ce us-
kalouu BausHuemMo Ha nponyckume 8 xopmMOHaAHama 3amecmumeAHa mepanus
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* MpunoxkeHue kom ,Pegku 6oaecmu u aekapcmBa cupauu” (CenmemBpu 2015, 6pod 1, 2oguHa V).

» CbopHukom ce usgaBa om bva2apcka Acouuauus 3a Mpomouus Ha 0bpa3oBaHue u Hayka (BAMOH).
 BAMNOH He Hocu omeoBopHOCM 32 BepHOCMMa Ha CbgbpXkaHuemo Ha nybaukyBaHume mMamepuaau.
« MybaukyBaHume mamepuaAu Mo2am ga He ompa3aBam MHeHuemo Ha BAMOH.

e CbopHukbm ce pasnpocmpataABa 6e3nAamHo npu kopekmHO U NbAHO No308aBaHe Ha Opu2UHAAHUA U3MOYHUK.
BAIMOH 2015 ©
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