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YBakaemu koaeau u npusgmeau,

ivam ygoBoacmBuemo u yecmma ga Bu npuBemcmBam Ha 15-ma
HauuoHaaHa koHdepeHuusa 3a pegku boaecmu u AekapcmBa cupauu, koamo we
ce npoBege Ha 13-14 cenmemBpu 2024 2.

3a nemHagecema nopegHa 20QuHa Bogewu MeguuuHcku cneuuaaucmu,
3gpaBHu Baacmu, cmygeHmu no MeguuuHa, nauueHmu, u npegcmasumeau Ha
UHgycmpusma we ce cbbepam ga npegcmaBam u 06cbgam HoBocmume U
akmyaAHume meHgeHuuu 8 guagHocmukama, Ae4eHuemo U npocaegaBaHemo
Ha pegkume boAaecmu u gocmbna go uHoBauuu B8 obaacmma Ha pegkume
3abonaBaHuA u AekapcmBama cupauu.

Tasu 2oguHa no-8peme Ha Cvbumuemo omberdasBame 20 20guHU om Cb3gaBaHemo Ha MHcmumym
no pegku 6oaecmu, yudmo ekun ycnewHo e ocbwecmBuA pa3Bumuemo Ha HauuoHaAHama noAaumuka u
cmpameaus 3a pegku 6oaecmu, npegocmaBuA e UHGopMauus U KoHCyAmauuu 3a nauueHmu u MeguuuHcku
cneuuaaucmu, kakmo u ycnewHo e peaAusupaa peguua 06y4eHuA, npoekmu u cemuHapu.

HagaBam ce 15-ma HauuoHanHa koHdepeHuua 3a pegku 6oaecmu u AekapcmBa cupauu ga 6bge egHo
NOAE3HO U NPUAMHO cvbumue 3a Bcuuku yyacmHuuu. bogeme 3gpaBu!

lpo@. Pymen CmeparoB, gm
Om umemo Ha OpaaHu3ayuoHHUA komumem



PESHOMETA HA HAYYHIA OOKAAQI
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BAEQAPOCIMA3BM

ABpamoB M., bumoncka Y.
MeguuuHcku yHuBepcumem - Gogud. MeguuuHcku dpakyamem

BuBegeHue: baedapocnasmvom npegcmaBaaBa dpokaaHa gucmoHus, xapakmepusupawa ce ¢ HeBoaeBu, noBmapawu ce koHmpakuuu
Ha AuueBusa myckya orbicularis oculi. ToBa cbcmosHue Bogu go Yecmo MuzaHe, kaenayed muk u, 8 mexkku cayyau, go ¢yHKuuoHaAHa
cAenoma nopagu HecnocobHocmma ga ce noggobpkam ovume omBopeHu.

Mamepuan u memogu: [loknagBame cayyall Ha nauueHm ¢ 6aeapocnasoM, npu kodmo guazHozama e nocmaBeHa Bb3 0CHOBa
Ha kAuHUYHama cumnmomamuka u pesyamamu om HeBpoAc2UYEH U 0PMAAMOAOSUYEH npeaAeg. [IONbAHUMEAHU uscAegBaHus, kamo
enekmpomuozpadua (EMG), 6axa npoBegeHu 3a nomBopkgaBaHe Ha guazHo3ama U uskalouBaHe Ha gpyau Bb3MOXHU emuoAozuu.
MauueHmbm 6e nogaoXkeH Ha mepaneBmuyHu uXkekuuu ¢ 6omyauHOB mokcuH mun A 3a KOHMpOA Ha cumnmomume. lMpu Aunca Ha
nogobpeHue, bewe pasaregaHa Bb3moXkHOCMMA 32 XUpyp2uyHo AeveHue, BkatouBawo muekmomus Ha mMyckyaume.

Peaynmamu: [luacHo3ama Ha 6aedapocna3bm Gewe nomBopgeHa upes kauHuuHa oueHka u eaekmpomuozpadcku uscaegBaHus.
Wrkekuuume ¢ 6omyauHo8 mokcuH mun A goBegoxa go 3HaYUMeAHO N0gobpeHue Ha cCuMNMOMUME Npu NoBeuemo nauueHmu. B cayvau
Ha pesucmeHmHocm KbM mepanuama ce pasaaegaxa XupypauyHu onuuu. Moggopkawomo AeueHue BkatouBawe onmuyHu kopekuuu u
ncuxomepaneBmuyHu mexHuku 3a ynpaBAeHue Ha cmpeca.

3akaloueHue: baepapocnasmbm e XpOHUYHO HeBpOAO2UYHO pascmpodcmBo, xapakmepusupawo ce ¢ HeBoaeBu koHmpakuuu Ha
knenayHume myckyau. [uazHozama usuckBa komnaekceH nogxog, BkalouBaw, kAuHuYHA oueHka U gOMbAHUMEAHU u3cAegBaHusA 3a
uskalouBaHe Ha gpyeu 3aboaABaHuA. AeveHuemo ¢ GomyauHoB mokcuH mun A e edekmuBHO 3a koHmpoAupaHe Ha cuMnmomume
U nogobpaBaHe Ha kauecmBomo Ha »uBom Ha nayueHmume, kamo pegoBHOMO MOHUMOPUPaHe U aganmupaHe Ha mepanuAma ca
kaloyoBU 32 gbA20CPOYEH YCNeX.

YCTAHOBABAHE HA OBE YATPA PEOKW 3ABOAABAHIA N KPbBHO POACTBO OT MbPBA
CTEMEH YPE3 LLANOCTHO NTEHOMHO CEKBEHWPAHE

Amanacocka M.!, BwkapoBa P2, barabaHcku A.", AveBa CmaukoBa C.', BpaguHoBa W."*, ToHueBa . '

T™MAA CellGenetics, Codus, boaapust

2Cocuticku YHuBepcumem ,CB8. Kaumenm Oxpugcku®, MeguuuHcku dakyamem, Kamegpa no buoaozus, Meguuutcka 2eHemuka u
Mukpobuoaoaus

SHIA, YATB ,MatuuH gom*

*bba2apcka akagemus Ha Haykume

BvBegeHue: Yecmomama Ha HocumeAcmBo Ha namo2eHHU BapuaHmu, acouuupaHu peuecuBHU MOHO2EHHU 3aboaaBaHua Bapupa
cpeg pasaudHume emHocu. lMpu pogumeau, koumo Hamam kpoBHO pogcmBo, puckom nokoAeHuemo um ga e 3acezHamo om pAgko
3a6oaaBaHe e meXgy 2-3%. Tosu puck e MH020 no-Bucok npu Haauuue Ha kpbBHO pogemBo.

Mamepuaau u memogu: Kacae ce 3a 1-20guWHO MOMUYe CbC CKeAemHa gucnAasua u GamMuAHa 06peMeHEHOCM - N0-20AAM Gpam
NOYUHaA Om CbpgeyHa aHomaausa Ha 40-ua ged caeg pakgaHemo. AHK npoba 6e uscaegBaHa, upe3 UAAOCMHO 2eHOMHO cekBeHupaHe
(WGS), nocaegBaHo om mapaemeH 6UOHGOPMamuUyeH aHaAu3 U aHaAu3 Ha palioHu CbC 3a2yba Ha Xemepo3u20mHOCM.

Peaynmamu: B pesyamam Ha u3BopuwieHus aHaau3 Ha gaHHume om WGS, 6e ycmaHOBeHO XOMO3U20mMHO HOcumeAcmBo Ha
g8a namozeHHu BapuaHma B 2eHume SIK3 (c.950T>G), acouuupaH CbC CnOHguAOENUMEMadu3apHa gucnaasus, mun Krakow
u P4HA1 (c.1084C>T), acouuupad ¢ P4HA1- acouuupaHa konazeHonamus. Pesyamamume om aHaausa Ha palioHu CoC 3a2yba Ha
Xemepo3u2omHocm nokasaxa, ye >10% om 2eHoma Ha nauueHmkama ca XOMO3U20MHU Pe2UOHU, kamo cnopeg cmaxgapmume Ha
ACMG, moxe ga npegnoAoXkum Haauyue Ha kpbBHO pogcmBo om nbpBa cmeneH Npu pogumeAume.

3aknalouenue: Okono 10% om HaceaeHuemo B cBema ca B 6ausko pogcmBo, a 8 3amBopeHume obwecmBa noBeye om 60% om
bpakoBeme ca kpwBHO pogecmBeHu. Mpu uscaegBaHama nauueHmka, upe3 WGS ycmaroBuxmie g8e yampa pegku 3aboAaBaHuA u kpoBHO
pogcmBo om nbpBa cmeneH Npu HeliHUME MbAHOAEMHU pogumeAu. KalouoBu gymu: usAocmHo 2eHOMHO cekBeHupane, WGS, pegku
borecmu, kpoBHO pogecmBo.
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CAYYAIN HA SLC26A2-CBbP3AHA KOCTHA ANCMAA3INA B BbATAPIA

Amemur C'2, CrenuoBa M."?, ApwunkoBa M>*., MiopgaroBa [.%, TogopoBa 3.5%, MaBroBa 3."%, TogopoB T.%, TogopoBa A."%*

T™MAA ,eHuka“, Codus, Boazapus

2CMAA ,feHomeH LieHmop Boacapus®, Codus, boa2apus

*KauHuka no gemcka eHgokpuHoao2us u 6oaecmu Ha o6MsHama, CBAALB “Mpogd. BaH MumeB”, Codus, Boazapus
*Kamegpa no neguampus, MeguuuHcku YHuBepcumem-Codus, Codus, boazapus

Kamegpa no MeguuuHcka Xumus u buoxumus, MeguuuHcku YHuBepcumem — Codus, Codus, boazapus

Momuue Ha 22. u 5m. ¢ usocmaBaHe B8 pacmeka caeg nbpBama 20guHa om pakgaHemo. Ha 6a3a Ha npoBegeHume peHmaeHo2padcku
uscaegBaHus ce ycmaHoBsaBa kocmHa gucnaasus.

MauueHmkama Gewe HacoueHa 3a UAAOCMHO ek30oMHO cekBeHupaHe ¢ nocAegBawl aHaAu3 Ha 2eHu, Mymauuu 8 koumo Bogam go
kocmHu gucnaasuu.

MpoBegeHuam MorekyAapHO-2eHEMUYEH aHaAu3 nokasa HaAuyue Ha gBa xemepo3u2omHu Bapuasma ¢.532C>T, p.Arg178Ter u c.-
26+4A>G B SLC26A2 2eHa (NM_000112.4).

Ce2pezauuoHHuAM aHaau3 B8 cemeticmBomo nokasa, Ye BapuaHmbm ¢.532C>T e yHacAegeH om bawama, gokamo BapuaHmom
c.-26+4A>G e yHacaegeH om Malikama, koemo cbomBemcmBa Ha aBmo30MHO-peuecuBHUA MOgeA Ha yHacAegAaBaHe, xapakmepeH 3a
SLC26A2-cBbp3aHume 3a60AdBaHus, npu koumo ce HabalogaBam ckeaemHu Maahopmauuu.

Bapuanmom ¢.532C>T e okpuBaH npegu npu nauueHmu cove ckeremuu Maadopmauuu. [pyeama 2eHemuyHa Haxogka c.-26+4A>G
He e gokaagBaHa koM MOMeEHMa Ha 2eHemUYHOMO u3cAegBaHe. B BAuzocm go Hea uma nybaukyBaH gpye namozeHeH BapuaHm c.-
26+2T>C, kolimo 3acAz2a cnAaliCuH2 JOHOPHOMO MACMO Ha 5-HempaHcAupaH ek3oH om SLC26A2 2eHa.

B saknloveHue Bepuduuupaxme 2eHemuuyHama npuyuHa 3a HabalogaBaHama kAuHUYHA cumnmomMamuka npu nauueHmka c
peHmaeHozpadcku gaHHU 3a kocmHa gucnaasus. YemaHoBaABaHemO Ha 2eHemuyHama npuyuHa 3a HabalogaBaHume KAUHUYHU
xapakmepucmuku npu mapaemHrama nauueHmka no3BoAnaBa agekBamHa meguko-2eHemuyHa koHCyAmauus U CemMedHO NAaHUpaHe.

KalouoBu gymu: LianocmHo ek3omHo cekBeHupaHe, SLC26A2 2eH

XOMOLUWNCTEMHEMIA N NCXEMINYEH MO3bYEH NNHCYAT

bawvyobaro8 [.
MeguuuHcku yHuBepcumem — Codus

BvBegeHue: VcxemuuHuAam Mo3vueH uHcyam (MW) e Mo3wb4HO-CbgoBo Cobumue, koemo e cpeg Bogewume NpuYuHU 3a
cMbpmHocm u uHBaaugusauus. Cpeg puckoBeme dakmopu ca guabem, XunepmoHus, NyweHe U xunepxoaecmeporemus. MoBuweHume
HUBa Ha xomouucmeuH ca HezaBucum puckoB pakmop, mbl kamo ce cBbp3Bam ¢ borecm Ha BompemosbuHume Maaku CbgoBe.

Lleama Ha Hawemo peBlo e ga ce npegcmaBu Bpbakama mexkgy noBuweHume HuBa Ha xomouucmeur (Hey) 68 kpvBma u VIMIA.

Mamepuaau u memogu: [poBegoxme AumepamypHO mupceHe B8 eaekmpoHHama 6a3a gaHHuU ¢ kalouoBu gymu “ucxemuyeH
MO3bYeH UHCYAM” U “xomouucmeuHemus”, kamo cerekmupame 12 cmamuu nybaukyBaHu 8 nepuoga 2010-2023.

Pesynmamu: XomouucmeuHeMuama e CbCmMOoAHUE Xxapakmepusupawo ce ¢ NoBuweHu HuBa Ha XOMOUUCMEUH, NpuyuHa Mo2am
ga 6bgam Hakou CbCmOosHUA kamo: XPOHUYHO BbbpeUHo 3aboAaBaHe, XunomupeougusbM U gp, UAU 2eHEMUYHU gedekmu, Hanpumep
mMymauuu 8 mymauuu 8 MTHFR 2eHa, pasaudHu MemaaHaau3u gokazBam, ye noBuweHume HuBa Ha XoMOUUCMEUH Ca CaMOCMOAMEAEH
puckoB pakmop 3a pa3Bumuemo u usxoga om VM.

Juckycus: MoBuweHume HuBa Ha Hey ca cBop3aHu ¢ eHgomeAHa yBpega u 06pasyBaHe Ha amepockAaepomuyHu naaku, ocBeq moBa
8 pe3yamam Ha Memo6oAu3Mbm My ce noAyuaBam npogykmu mokcudHu 3a HeBpoHHume, Bogewu go noBuwaBaHe Ha cBobogHUME
pagukanau.

3aknloueHue: Mamozexeszama Ha VIMIA npu noBuweHu HuBa Ha Hey e komnaekcHa, kamo cBop3Ba eHgomeaHa yBpega, gupekmeH
mokcuuen epekm Bopxy HepBHUME kaemku. Xomouucmeusemuama e camocmosameneH puckoB ¢pakmop 3a HacmonBaHemo u u3xoga
om M.

KalouoBu gymu: XomouucmeuHeMus, UCXEMUYEH MO3bUYEH UHCYAM
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CUHAPOM HA XNNOMAACTI4YHOTO AACHO CbPLIE (HLHS)

Bumoncka W., ABpamoB M.
MeguuuHcku yHuBepcumem — Cogua

BvBegeHue: CuHgpOMbM Ha XUNONAACMUYHOMO QgACHO cbpue (HLHS) e cepuosHo BpogeHo CopgeuHo 3aboaaBane, koemo
Bv3HukBa nopagu Hegopa3Bumuemo Ha gACHOMO Cbpue U Bogu go CAOXKHU XeMOGUHAMUYHU HapyweHusa. ToBa cbcmosaHue usuckBa
He3abaBHa MeguuuHcka uHmepBeHuus U UHMEH3UBHO AeueHUe, 32 ga ce ocuaypu >kusHeHoBakHama copgeyHa ¢dyHkuua. HLHS
BkalouBa HegopasBumuemo Ha Bcuuku komMnoHeHMU Ha gAacHama copgeyHa yacm, BkalouumeAHo gAcHama kamepa, 6enogpobHama
apmepusa u a0pmHuA kaanaH.

Mamepuan u memogu: [JoknagBame cayyal Ha HOBopogeHo ¢ gua2Ho3a HLHS, ycmaHoBeHa npeHamaaHo upe3 exokapguozpadus.
Jlememo e pogeHo upes ue3apoBo ceyveHue B cocmosaHue Ha mexkka acdukcua (oueHka no Anzap Ha 1 MuHyma - 4, Ha 5 MuHyma - 7).
Mpu paxkgaHemo nauueHmbm npoABaBa uuaHo3a, guxameAHa guCMpecus U NpusHauu Ha cbpgeyHa HegocmamuuHocm. MpoBegeHo
e gemalAHO uscregBaHe, koemo BkalouBa HoBopogeHuecka exokapguozpadus u cbpgeyHa kamemepusauuf, 3a ga Ce OueHAM
XeMOGUHAMUYHUME aHOMaAUU U CMeneHma Ha CopgeyHus gedekm.

Pesynmamu: /\eyeHuemo e 3anoyHamo ¢ MegukaMeHmosHa mepanua 3a noggbpkaHe Ha omBopeH gykmyc apmepuosyc u
cmabuAu3upaHe Ha copgeyHama dyHkuua. MpoBegeHu ca xupypauyHu uHmepBeHuuu, Bkaloyumearo onepauus Ha Norwood, nocaegBaHa
om emanHu kopekuuu ype3 onepauuu Ha Glenn u Fontan. MiHcmpymeHmaaHume uscaegBanus nokasBam Haaudue Ha gAaCHO CbpgeyHo
HegopasBumue U XeMmoguHamuyHU HapyweHus, koumo ca kopuaupaHu 4pe3 onepamuBHama Hameca.

3aknlouenue: HLHS e komnaekceH copgeyen gedekm, koimo usuckBa mMyamugucuunAuHapeH nogxog, BkalouBaw, paHHa guae-
Hocmuka, UHMEH3UBHO MEeguuUHCKO AeyeHue u nocAegBawiu XupypauyHu uHmepBeHuuu. HanpegHaaume HeoHamaaHu 2puXu U Xu-
pypauY4HU MexHoAO2UU no3BoAaBam ycnewHa uHmepBeHuua u nogobpAaBaHe Ha copgevyHama dyHkuus, Bonpeku Bucokua puck om
gbA20CPOYHU HEBPOAO2UYHU U CbpgeyHu geduuumu, koumo 3aBucam om meXkecmma Ha gedekma.

KaloyoBu gymu: xunonaacmuyHo gacHo copue, HLHS, HoBopogeHo

CHAPOM HA BOAQPAM - 1BA KAMHUYHI CAYYAA

Bumoncka 0., BereBa H.2, Ockap A?

"Meguuutcku yHuBepcumem — Codus,
2YMBAA "ArekcaHgpoBeka”, KauHuka no o4Hu 6oaecmu

BvBegeHue: CuHgpombm Ha Boadpam e pAgko aBmo3oMHO-peuecuBHO 3aboaABaHe, xapakmepu3supawo ce ¢ kombuHauua om
3axapeH guabem, 6e3BkyceH guabem, ampodua Ha 3pumeAHus HepB u aayxoma (DIDMOAD). MopBoHauaaHo € onucaH om gokmop
Jlonang Boappam npes 1938 .

Emuonozua: CuHgpombm Ha Boagpam e pesyamam om mymauuu Had-yecmo 8 WFS1 2eHa u no-pagko 8 WFS2 zeHa. WFS1
2eHbm kogupa npomeuH, HapeyeH BoadpamuH, Yuumo gedekm Bogu go guchyHkuua Ha eHgonAasmeHua pemukyAym U anonmosa Ha
knemkama.

Knunuka: MpegcmaBamve gBa KAUHUYHU CAyyaa Ha nauueHmu om MoXkku noA. MopBuAm nauueHm gemoHcmpupa no-paszbpHama
kauHUYHa kapmuHa , 3anouBawa B8 paHHa gemcka Bv3pacm ¢ guabem mun 1, nocaegBaHa om ampodua Ha 3pumeAHUMe HepBu U 2Ay-
xoma, 6e3 3acAzaHe 8 uHmeaekmyaaHomo pasBumue. Mpu Bmopua nauueHm ce obcwkga Wolfram-like cuHgpom ¢ KAuHUYHU npoABu,
BkatouBawiu ampogus Ha 3pumeAHume HepBu U HOWHA eHypesa.

Juazno3a: [JuagHocmukama Ha cuHgpoma Ha Boadpam usuckBa myamugucuunAuHapeH nogxog, BkalouBawi kauHuuHa oueHka,
(GamMuAHa aHamHe3a U 2eHemuyHo mecmBate 3a mymauuu 8 WFS1 2eHa. 3a uscaegBaHe Ha 3pumeAHus HepB Mozam ga 6bgam u3-
noa3BaHu nepumempus u OCT.

3aknloueHue: CuHgpomMbm Ha Boappam e MyAmucucmemHO 2eHemuYHO 3aboaaBaHe ¢ mexka npozHo3a. PaHHama guazHocmuka
U MyAMUQUCUUNAUHAPHUAM NOgxog B AeueHuemo Mo2am ga nogobpsm kauecmBomo Ha »KuBom Ha 3acez2Hamume nauueHmu. Bunazau,
kozamo nauueHmbm nposABABa KAUHUYHU NPU3HAUU Ha 3axapeH guabem mun 1, cbyemaHu ¢ ampodua Ha 3pumeAHume HepBu, mpAcBa
ga ce obmucAu Bo3moXkHOCMMA 3a CUHGPOM Ha Boadpam.

KnalouoBu gymu: CuHgpom Ha Boadpam, WFS1 2eH, 3axapeH guabem, ampodus Ha 3pumeAHus HepB, 2ayxoma, MyAMUguCUUNAUHAPEH
nogxog, 2eHeMUYHO pascmpodcmeo.
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CUHAPOM HA rOAQEHXAP: KAMHINYHI XAPAKTEPNCTUKI 11 CbBPEMEHHI NOAX04N B
AEYEHWNETO

bumoncka I0., HukonoBa C.
Meguuutcku yHuBepcumem — Codus

BvBegeHue: CuHgpombm Ha loAagenxap, usBecmen owe kamo okynoaypukyroBepmebpaneq cnekmop (OAVS) e pagko BpogeHo
2€HEemMUuYHO 3a60AABaHe, xapakmepu3supawio ce ¢ kpaHuohauuaaHu, 04HU, YWHU U BepmebpaAHu aHoMaAuu. Onucad 3a nbpBu nbm om
Mopuc loagenxap npes 1952 2., mosu cungpom BkatouBa wupok cnekmop om KauHUYHU npoABu ¢ pasauyHa mexkecm.

Emuono2ua: Emuonozuama Ha cuHgpoma Ha [oageHxap e MHo2odakmopHa u BkalouBa 2eHemuuHu u ekoro2uyHu Gakmopu. My-
mauuu 8 2eHu, yyacmBawu 8 pasBumuemo Ha nobpBume u Bmopume XpUAHU gbau, ca cBbp3aHu ¢ moBa pascmpoicmBo, Bonpeku
Ye MOYHUAM MexaHu3bM 0cmaBa HesCeH.

Kaunuka: KaunuuHume nposBu Bapupam 3HayumeAHo, HO Yecmo BkAalouBam mMukpomus, aHOMaAuu Ha ovume kamo gepmougHu
kucmu u koro6omu, acuMempua Ha Auuemo u BepmedbpaHu gedpopmauuu. Hakou nauueHmu moz2am ga umam U CopgeyHu, 6bbpeyru
U UeHmMpaAeH HepBeH cucmemu aHomaAuu.

Juazno3za: [luaeHo3zama ce nocmaBa Bb3 0cHOBa Ha kAuHUYHAMA oueHka u ugeHmMuduuupaHemo Ha xapakmepHume (u3auyecku
aHomaauu. 06pasHu uscaegBanua kamo AMP u KT, kakmo u 2eHemuyHu mecmoBe, Mozam ga nomogHam 3a nomBopkgaBane Ha
guazHo3ama U oueHka Ha cmeneHma Ha 3acsA2aHe Ha PasAuYHUME CUCMEMU.

3aknloueHue: AeueHuemo Ha cuHgpoma Ha foAgeHxap € MyamugucuunAuHapHo u ce dpokycupa Bbpxy kopekuuama Ha pusuyeckume
gedopmauuu u ynpaBaeHuemo Ha cBbp3aHume MeguuuHcku cbcmosaHua. PaHHama uHmepBeHuuA u npogoAkumeAHomMo HabalogeHue
ca kalouoBu 3a nogobpABaHe Ha kauecmBomo Ha XuBom Ha 3aceeHamume nauueHmu.

KnalouoBu gymu: CuHgpom Ha loagetxap, okyaoaypukyaoBepmebpaneH cnekmuop, mukpomus, kpaHuodauuaaHu aHOMaAuu, 2eHe-
muyHu Gpakmopu, MyAMUgUCUUNAUHAPHO AEYEHUE.

BOAECT HA LLLAPTAPA: FTEHETYHI OCHOBWN 1 KAMHIWYHI NPOABI

bumoncka 0., [NaraxaHoBa X.
Meguuutcku yHuBepcumem — Codus

BvBegenue: borecmma Ha LLlapzapg e Hal-yecmama @opma Ha HacAegcmBeHa MakyAHa gucmpodus, 3acAzawa UeHMpPaAHomMo
3peHue npu geua u mMAagu Bvb3pacmHu. ToBa cocmosAHUe ce Xxapakmepusupa ¢ npo2pecuBHa 3az2yba Ha 3peHue, koemo 3HauumeAHo
BAuse Bopxy kauecmBomo Ha kuBoma Ha nauueHmume.

Emuonozua: borecmma Ha Lllape2apg ce npuvuHaBa om mymauuu 8 2eHa ABCA4, kolimo kogupa npomeut, yyacmBau 8 mpaHc-
nopmHume npouecu 6 pemuHama. Tesu mymauuu 8ogam go HampynBaHe Ha mokcuyHu BewecmBa B8 makyaama, koemo npuyuHaBa
gez2eHepauus Ha pomopeugnmopume.

KauHuka: KauHuyHama kapmuHa Ha 6orecmma Ha LLlapaapg 8kalouBa npo2pecuBHO HamaAABaHe Ha UEHMPAAHOMO 3pPEHUE, Yecmo
conpoBogeHo ¢ GpomouyBecmBumeaHocm U mpygHO pa3no3HaBade Ha uBemoBe. MauueHmume cbobwaBam 3a uskpuBaBaHe Ha npa-
Bume AUHUU U 3ampygHEHUA NPU YemeHe U pa3no3HaBaHe Ha Auua.

JuazHo3a: [luazHo3ama ce 6a3upa Ha kauHuyHama kapmuHa, pamuAHama aHamHe3a u peguua uscaegBanus, BkalouumeaHo dayo-
pecueuHoBa anauozpadus, onmuyHa koxepeHmHa momozpadua (OKT) u exekmpopemuHozpadus. feHemuyHume mecmoBe 3a Myma-
uuu 8 2eHa ABCA4 nomBbpkgaBam guazHosama.

NeyeHue: B momeHma HAMa cneuuduyHo AeveHue 3a bonecmma Ha Lllapeapg. Tepanuume ca HacouyeHu koM 0bAekuaBaHe Ha cumn-
momume u BkalouBam u3noA3BaHe Ha NOMOLWHU 3PUMEAHU yempodcmBa u CAbHYeBU 04uAa 32 3awuma om yampaBuoremoBu Abyu.
BogAam ce uscaegBaHuA 3a 2eHHOMepaneBmuyHu nogxogu u AekapcmBa, koumo Moz2am ga 3abaBam npozpecuama Ha 3aboaaBaHemo.

3aknlouenue: borecmma Ha LLlapeapg npegcmaBaaBa cepuo3Ho npegu3BukameAacmBo 3a 3acezHamume uHguBugu. Pas3bupaHemo
Ha emuoAo2uAma u kauHuyHama kapmuHa Ha 3aboaaBaHemo e kalouoBo 3a paspabomBaHemo Ha epekmuBHU guagHOCMUYHU U mepa-
neBmuyHu cmpameauu. MpogoakaBawume uscregBaHua 8 0bracmma Ha 2eHHama mepanuA Npegaazam Hagexkga 3a Gbgewlu Ae4eHus,
koumo mo2am ga nogobpam 3pumeaHama ¢yHkuua u kauecmBomo Ha »uBom Ha nauueHmume.
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MHOXECTBOTO AULLA HA CUHAPOMA HA AMHY

BenukoBa A." % AmaHacoBa H."?, AeBkoBa M.'?

Kamegpa MeguuuHcka lenemuka, MeguuuHcku yHuBepcumem BapHa
2Nabopamopus no Meguuutcka leHemuka, YMBAA “ CBema MapuHa” — EA[l BapHa.

BvBegeHnue: CuHgpombm Ha AuHy, u3BecmeH owe kamo HacaegcmBen HenoAuno3eH koaopekmaneH pak, npegcmaBaaBa mymop
npegpasnoAo2awl, CUHgPOM, NpuyuHeH om namozeHHu BapuaHmu 8 [1HK penapamuBHume 2eHu (MLH1, MSH2, MSH6, PMS2) uAu ge-
Aeuuu B8 EPCAM 2eHa. Puckom 3a pa3Bumue Ha oHkono2u4HO 3a60AABaHe Bapupa 8 3aBucumocm om Buga Ha Mymauuama u konkpem-
HuA 2eH, kamo Hali-uecmo ce HabalogaBam konopekmaneH pak, Ho e Bucok u puckbm 3a pasBumue Ha gpyau MaAugHeHU 3ab0oAABaHuA.

Mamepuanau u memogu: lNpegcmaBamve KauHUYeH cAyyal Ha XkeHa Ha 61 2. ¢ guaeHocmuuupaH oBapuaneH kapuusom. MauueHm-
kama cvbobwaBa 3a GpamuaHa obpemeHeHocm - mMadka ¢ kapuuHoM Ha ATYHUUU, NOYUHAAA HA 62 2., AeAA U gAgo N0 MadyuHa AUHUA C
kapuuHom Ha nankpeac, noyuHaAu cbomBemHo Ha 60 2. u 522.

Pesynmamu: [poBegeH e mapaemeH MOAEKYAAPHO-2eHEMUYEH aHaAu3 Ha naHen om 369 2eHa, cBbp3aHu C npegpasnorokeHue
kbm HacregecmBeHu pakoBu 3aboasBaHus. YemaHoBaBa ce namozeHeH BapuaHm B Xxemepo3u20mHo cbemoaHue 8 PMS2 2eHa, kodmo
Ce acouuupa cbC CUHGPOM Ha AUHY.

Duckycusa: CungpoMom Ha AuHY ce acouuupa 0CHOBHO ¢ konopekmaneH kapuuHom, HO noButueHuAM puck 3a 0HkOAO2UYHU 3a60AA-
BaHua 3acAea u MHOXKecmBo gpyau opaaHu u cucmemu, Bkalouumenro »eHcka noroBa cucmema. MoXusHeHuam puck om oBapuaneH
KapuuHom npu HOCUMEAU Ha Namog2eHHU BapuaHmu 3a CUHPOM Ha AuHY e 0koAo 8%, HO 0BapuaAHuam kapuuHom He e BkaloueH B
Kpumepuume 3a ugeHmuduuupaHe Ha nauueHmu ¢ BepoAmeH cuHgpoM Ha AuHY. HaauyHUmMe KoM MOMEHMa guazHocmuyHu kpumepuu
nponyckam npubAusumeaHo 50% om 3acezHamume UAU HOCUMEAUME Ha Namo2eHHU BapuaHmu B acouuupaHume 2eHu.

3aknloueHue: HacregcmBeHume pakoBu cuHgpomu uMam pa3HoobpasHu KauHu4HU npoABu, koemo e nomeHuuaAHo npegu3Buka-
meAcmBo B kauHuyHama npakmuka. MoaokumeaHama GamuAHa aHamHe3a mpAa6Ba ga e cpeg 2AaBHUME guazHOCMUYHU Kpumepuu.

KnloyoBu gymu: CuHgpom Ha Auny, PMS2, HacaegcmBeH pakoB cuHgpom

MYKO3HO-MEMBPAHEH MEM@uNrong B ACOLNALA C HEONAASMA

BuwneBa E., [ipeHoBeka K., Lllaxug M., BacuneBa C.
KauHuka no koxkHu u Benepuuecku 6oaecmu, YMBAA ,AnekcangpoBeka“ — Codus, MeguuuHcku yHuBepcumem — Codus

BvBegeHue: MykosHo-membpaHHusm nemauzoug (MMIT) npegcmaBaaBa pagka u xemepozeHHa aBmoumyHHa cybenugepmanHa
OyA03Ha gepmamo3sa ¢ npeobAagaBawo Au2aBuyHo 3acAzaHe u cknoHHocm koM uukampusupaHe. Meguupa ce om aBmoaHmumena, Ha-
coyeHuU koM cmpykmypHu komnoHeHmu Ha koXkHama 6a3anHo-mMemopaHHa 30Ha (BM3), npegumHo aHmuzeH 2 Ha 6yA03HUA nemduaoug
(BP180), uimeepuna laminin-332 u koaazen mun VII (colVIl). Tekywu uscaegBanua nokasBam, ye nauuedmu ¢ MMIT ca ¢ noBuweH
puck om acoyuauus ¢ HeonAasma.

Mamepuaau u memogu: 84-20guwHa »eHa e xocnumaau3supada no noBog Be3ukyro-6yA03Ha epynuua u nocaegBawiu 6oAe3HeHU
€p03uU N0 AUUEmMO, ycmHama u oYHama AuzaBuua, ¢ HavaaHu konloHkmuBHu cuHexuu. MauueHmkama e onepupaHa no noBog Ha Bu-
cokogudepeHuupaH ageHokapuuHoMm Ha eHgomMempuyma ¢ nocAegBawia Abyemepanus, kakmo u 3a ageHoMamo3eH NoAun Ha KoAoHa ¢
yMepeHa CMeneH Ha gucnAasus.

Pesyamamu: Xucmoao2udHomo u3caegBaHe om 6Gyaa nokasBa cybenugepmaneH Mexyp. [upekmHama umyHodayopecueHuua (M)
Bopxy nepudyro3Ha koxka gemoHecmpupa AuHeapHo omaazaHe Ha IgG u komnaemenm C3 no xoga Ha BM3, ¢ uspaseHo ,n“-06pasHo Ha-
2bBaHe Ha omaazaHuama. NHgupekmuama V@ Bopxy cybempam cenapupaHa koxka ycmaxoBaBa gepmareH mun aHmumeaa B cepyma
Ha nauueHmkama. ELISA BP180, BP230 u colVIl & ompuuameaxa.

Juckycua: [uazHozama Ha MMM e arzopummuyHa u u3uckBa umyHO-CEpPOAO2UYHO U3cAegBaHe 3a aHmumeAa cpewy BP180,
laminin-332 u colVIl. He3aBucumo om Haau4uemo Ha Bucoko cneuudu4Hu Memogu 3a omkpuBaHe Ha aHmu-laminin-332 aBmoaHmu-
meAa, mesu mexHuku He ca wupoko gocmbnHu 8 kauHuyHama npakmuka, kegemo cayyaume, HezamuBHu 3a BP180 u colVIl puckyBam
ga 0cmaHam HeguazHoCMUUUPaHU.

3aknlouenue: [lemekuuama Ha laminin-332 npu MMI e BaxkHa 3a oueHka Ha pucka u npozHo3ama Ha acouuupaHume 3aokavecms-
BeHu 3aboAaBaHuA.

KnalouoBu gymu: MykosHo-membpaHeH nemduzoug, aHmu- laminin-332 aBmoaHmumenaa
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POAA HA KT B QUATHOCTIKATA HA AABEOAAPHA NMPOTENHO3A

[eopeuel X., CmamamoBa E., MapuHoB b.
MeguuuHcku yHuBepcumem — Cogua

BvBegeHue: AnBeonapHama npomeuHosa (Al) e 6eaogpobHO 3aboadBaHe, koemo ce xapakmepusupa ¢ akymyaauua Ha
cophakmaHnm-geapagauuoHHu npogykmu 8 anBeoaume u mepmuHaAHUMe 6poHxuoAu. PasauvaBam ce Bpogequ (ORPHA:264675,
ORPHA:572428), aBmoumyHHa (ORPHA:747) u npugobuma (ORPHA:420259) ¢opmu, koumo ca CbC Cx0gHa paguoAo2uyHa u3Aba.
Memog Ha u3bop 3a 06pa3Ho u3caegBaHe e komnlomopHama momozpadua, Ho geduHumMuBeH Memog 3a guagHocmuka e Mukpockonus
Ha bpoHXx0aABeorapeH AaBax.

Mamepuaau u memogu: lpoBegeHo e mopceHe 8 MexkgyHapogHuU basu gaHHu Scopus, PubMed, Google Scholar, ¢ kalouoBu gymu
alveolar proteinosis, imaging, radiology, CT.

Pesyamamu: MogbpaHu ca 6 koxopmHu pempocnekmuBHu npoyuBaHus om pasauyHu ekunu 8v68 (Pparuus, Kopes, CALL

Juckycua: B 100 % om cayyaume ca gokaagBaHu gudysHU/02HUWHU 3aceH4BaHuA mun ,mamoBo cmbkAo®, Ha (oHa Ha 3gpaB
napeHxum. B 84-92 % om cAyyaume ca HaAUYHU YNAbMHEHUA Ha UHMepAOBbYAapHUMe cenmu 8 goAHUME guxameAHu nbmuwia. G Ba-
puabuaHa yecmoma (50-88%) e gokaagBaHa xapakmepHama kombuHauua om gBeme Haxogku — m.Hap. ,6eAe2 Ha kaagbpbma“ (crazy
paving sign). Mo-pagko (24-40%) e HabAlogaBaHa gudysHa koHcoAugauus. MyAMOHApHU HOgYAU, GpOHXUekmasuu He ca yacm om pa-
guozpadckua obpas Ha All. TpabBa ga ce ombeaexku, Ye gageHume npoyyBaHus ca ¢ maaku koxopmu (n = 7 - 44), nopagu Huckama
3aboneBaemocm B8 cBemoBeH mawiao.

3aknloueHue: O2HUWHU U3MEHEHUA NO muna crazy paving ¢ UHMepPAOBYAAPHO CENMaAHo ygebeaaBaHe Ha (OHa Ha 3aceHuBaHuA
mun ,MamoBo cmukao®, pegyBawu ce ¢ He3acezHam napeHxuM, e xapakmepHama obpasHa Haxogka npu All. MoXe ga npomeue ¢
U30AUPaAHU U3MEHEHUA no muna ,MamoBo cmbkAo®.

KnloyoBu gymu: aaBeorapHa npomeuHosa, komnlomopHa momozpadus, crazy paving sign

PEGVALIASE 3A AEYEHUE HA (DEHNAKETOHYPIA

HumumpoB [1., MuxaunaoBa M.
MeguuuHcku yHuBepcumem ,[Mpog. g-p Mapacke8 CmoAHOB“ — BapHa

BuBegenue: (eHurkemoHypuama e pagko MemaboAUMHO HapylweHue, koemo e pesyamam om BpogeHu aBmo30oMHO-PeuscuBHU
gedekmu B obmMAHamMa Ha eceHuuarHama amuHokuceAuHa ¢eHuaanaHuH. Mpu 98% om cayyaume Ha deHuakemoHypua ce kacae 3a
geduuum Ha eH3uMa deHuAaraHuH xugpokcuaasa (kaacuuvecka GpeHuakemoHypus), gokamo npu ocmaHaaume 2% om cAyvaume npu-
yuHa 3a pa3Bumuemo Ha 3ab0AABaHEMO € HapylweHa pe2eHepauusa Ha mempaxugpobuonmepuH (geguuum Ha guxugpobuonmepuH
pegykmasa). Tesu gepekmu Bogam go meXkku HeBpoAO2UYHU U MEMABOAUMHU YBpeXgaHus.

Pegvaliase e nbpBama eH3UMHa 3aMecmumeAHa mepanus 3a AeueHue Ha eHuAkemoHypus. Ta npegcmaBaaBa pekomGuHaHMHa
Anabaena variabilis ¢eHuranaHuH amoHak Auasa (phenylalanine ammonia lyase, rAvPAL, EC 4.3.1.24), konloaupaHa ¢ noAuemuAeH
2nukoa. Lleama Ha HacmosAwus gokaag e ga npegcmaBu 06w npeaaeg Bbpxy emuoAc2uAMa U namozeHe3ama Ha GeHUAkemoHypuAma,
MexaHusma Ha gedcmBue, papmakokuHemuyHume u GpapmakoguHamuyHume cBolcmBa Ha Pegvaliase.

Mamepuaau u memogu: /13nor3BaHama uHdopmauusa B8 gokaaga e pesyamam om MbpCeHe Ha Aumepamypa 8 cneuuaausupadu
u3gaHuA u HAkoAko basu gaHHU ¢ nomowima Ha kalouoBu gymu.

Pesynmamu: Pegvaliase MemaboAu3upa GeHuraraHuHa go amoHaK u trans-kaHeaeHa kuceauHa. Tepanuama Bogu go HamanABaHe
Ha HuBama Ha deHuAaAaHuH B kpbBma ¢ npubausumeaHo 50 — 70% npu nauueHmu, noAyyaBawu mepaneBmuyHu go3u. YecmaxoBaBam
ce HAkou HeXkeraHu peakuuu.

Juckycusa: Tepanuama ¢ Pegvaliase e noka3aHa 3a Ae4YeHUe Ha nauueHmu ¢ deHuAkemoHypua > 16-20guwiHa Bb3pacm ¢ AW
koHmpoA Ha HuBama Ha (GeHuAaraHuH B kpvBma (= 600 pmol/L).

3aknloueHue: OcHoBHama mepanus npu GpeHuAkemoHypus e begHa Ha deHuAaraHuH guema. Tepanuama ¢ Pegvaliase e nbpBama
0gobpeHa eH3uMHa 3amecmumeAHa mepanus, koamo moxXke ga 6bge om >kKu3HeHOBakHO 3HauYeHUe 3a nauueHmu ¢ HUBa Ha deHuAa-
AaHUH B kpvBma > 600 umol/L.

KalouoBu gymu: QeHurkemonypus, Pegvaliase, rAvPAL-PEG
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MEOWALNA NP PASPELLIABAHE HA KOHQANKTIN B 3APABEONA3BAHETO: MPUAOXKIIMOCT
1 Bb3OENCTBIE BbPXY KOHQAUKTI NP PEQKI 3ABOAABAHINA

HumumpoB K., MumeBa-KampargxueBa L.

MeguuuHcku yHuBepcumem — MaoBguB, Makyamem no 06wecmBeHo 3gpaBe, Kamegpa ,CouuaHa MeguuuHa u 06wecmBeHo
3gpate”

BvBegeHue: 3gpaBeonasBaHemo e cpega ¢ Bucok puck 3a koHpaukmu mexkgy Aekap u nauueHm. OcobeHocmume Ha pegkume
boaecmu — Hucka 3aboaeBaeMocm, AUNCa Ha onum cpeg MeguuuHckume cneyuaaucmu U NCUXOEMOUUOHAAHOMO HamoBapBaHe om
guazgHo3ama — gonNbAHUMEAHO YCAOKHABAM me3u OMHOoWeHuUA. TpaguuuoHHO koHdAukmume ce paspewaBam ype3 cbgebHama cuc-
mema, Ho mA He BuHa2u ygoBremBopaABa ouakBaHuAama Ha cmpaHume. 3amoBa Bce noBeye ce 06Cwkgam aamepHamuBHU Memogu
3a paspelaBaHe Ha koHdaukm, kamo meguauusama. Ta e gobpoBoaeH, 2bBkaB u koHdugeHuuaneH npouec, npu koimo mpema cmpaxa
(Meguamop) nognomMaza cmpaHume ga nocmuaHam KoHceHeyc. Lieama Ha HacmoAwomo npoyyBaHe e ga OUeHU NpuAokuMocmma Ha
Meguauuama 3a pa3pewaBaHe Ha koHdaukmu mexXgy Aekap u nauueHm u ga cpaBHu MHEHUEMO Ha nauueHmu ¢ u 6es pegku Goaecmu.

Mamepuaau u memogu: MpoBegeHo be aHkemHo npoyuBaHe cpeg nauueHmu ¢ u 6e3 pegku boaecmu.

Pesyamamu: MauueHmume ¢ pAgka 6oaecm mbpcAm no-4ecmo 3gpaBHa NomMoW, U CblieBpemeHHo umam no-vyecmo koHdaukmu
U 3ampygHeHusa B8 komyHukauusma ¢ Aekapa cu. Kamo ocHoBHa npuyuHa 3a moBa u gBeme 2pynu pecnoHgeHmu noco4Bam Hegoc-
mambvyHama uHpopmauusa, npegocmaBesa um om Aekaps, Bukgaiku konpaukmume kamo npuyuHa 3a HamanABaHe Ha goBepuemo 8
3gpaBeonasBaHemo u kayecmBomo Ha 3gpaBHama nomouwl. CogedbHama cucmema ce nocovBa kamo HeedekmuBHa 3a pa3pewaBaHe
Ha koHdAaukmu B 3gpaBeonasBaHemo u om gBeme 2pynu pecnoHgeHmu, a kamo npegnocmaBka 3a no-wupokomo u3noA3BaHe Ha
Meguauusa ce nocoyBa noBuwaBaHemo Ha UHGOpMUpaHoCmMmMa Ha Aekapu U nauueHmu.

3aknloueHue: Meguauuama noBuwaBa ygoBremBopeHocmma Ha cmpaHume u 3ana3Ba Bpouskama meXgy Aekap u nauueHm, Ho Bce
Owe He ce npuAaza wupoko B8 boazapua. Heobxogumo e noBuwaBaHe Ha UHPOPMUpPaHOCMMA Ha Aekapu U nauueHmu.

KalouoBu gymu: meguauus; kondaukmu B8 3gpaBeonasBanemo

KAMHWUYHIA 11 NATOTEHETYHIA ACNEKTIA HA AKCIAAHIA CNOHAMAOCAPTPIAT MNP BOAHIN C
(DAMUAHA CPEAWN3EMHOMOPCKA TPECKA

[umumpoB C', KaruroBa [, KonapoB 3.5

'Makyamem no meguuuHa, MeguuuHcku yHuBepcumem ,Mpod. g-p MapackeB CmosHOB“ — BapHa, BapHa, Bvazapus
2(Dakyamem no meguuuHa, Meguuutcku yHuBepcumem Codus, Codus, boazapus

*KauHuka no peBmamonaozus, YHuBepcumemcka 6oaHuua ,,CB8. B8an Puacku®, Codus, BoA2apus

‘Kamegpa no peBmamonoaus, MeguuuHcku yHuBepcumem Codus, Codus, boaapust

BuBegenue: (DamunHama cpegusemHomMopcka mpecka ((DCT) (ORPHA:342) e MoHO2eHHO 3a6oAfBaHe, koemo ce cuuma 3a
npomomun Ha pegkume aBmouHpAamamopHu cuHgpomu. Makap ye debpuaHume enusogu ¢ kopemHa 60Aka ca munuutu 3a ()CT,
3ab0AaBaHemo Cbwlo maka ce npoABaBa ¢ peguua cumnmomu, BkalouumeAHo nepudepHuU MOHO- UAU OAU20apmpumu, cakpouaeum
(CI) u akcuanex cnoHguaoapmpum (CMA).

Mamepuaau u memogu: Ype3 usBopwBane Ha 06CMOeH npeaAaeg B Aumepamypama, UeAum ga passcHum Bpbakama mexkgy OCT
u CIMA, uscaegBailku cnogereHume KAUHUYHU NPoABU U NamoQu3UOAO2UYHU MexaHu3Mu MeXgy gBeme 3ab0AaBaHuA.

Pesynmamu: VgeHmuduuupaiku gaHHU OMHOCHO CbBpemeHHUME Bb32Aegu U meHgeHuuu, kakmo B8 namoeeHe3ama Ha ()CT
u CMA, maka u nomeHuuarHama Bpbska meXkgy msx, ycmaHoBuxme gonupHu moyku 8 komnaekcHume um namoguo3uoAO2UYHU
MexaHu3mu. Mpu 3HayumeAHa yacm om u3caegBaHume 60AHU ¢ mypcku npousxog, Hocewu BucokoneHempaHmHu Mymauuu 8 MEFV
2eHa, ce HabalogaBam xapakmepHu npoMeHu B akcuaaHua ckeaem u nepudepHume cmagu.

Ruckycua: OmauyaBatemo Ha CMA om (OCT-acouuupaH CIMA e 0c06eHO0 MpygHO B HEEHgEMUYHU Pe2uoHU, Kbgemo KAUHUUUCMume
umam ozpaHuueH onum ¢ (OCT. Pazno3HaBaHemo Ha cneuuduyHume paguoapadceku npomMeHu npu ClA, cBbp3au ¢ gpyau CbCmosHUS
C 2eHesa, pasauyHa om HLA-B27 acouuupaHusam, MoXKe 3Ha4UMEAHO ga YAeCHU MOYHama guazHosa.

3aknloueHue: To3u 0630p noguepmaBa Heobxogumocmma om pasz2paHuyaBaHqe Ha cMeceHume KAUHUYHU GpeHomuNU, C UeA HacouBaHe
Ha KAUHuuuCMUmMe KoM NepcoHaAu3upaHu cmpameauu 3a meHakupaHe Ha nauueHmu coc coBmecmHu (OCT u CMA. Bogewume
uscaegBaHua mpacBa ga ce cbcpegomoyam Bopxy paskpuBaHemo Ha 06WU NamMOoGuU3UOAO2UYHU MeXaHU3MU U pa3pabomBaHemo Ha
mepaneBmuyHuU NOgxogu 3a N0gobpABaHe Ha pesyamamume Npu masu 2pyna nauuenmu.

KalouoBu gymu: dpamuaHa cpegusemHomopcka mpecka, akcuaneH cnoHguaoapmpum, MEFV
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WHTErPUPAHE HA EBPONENCKUTE PEQEPEHTHII MPEXW 3A PEOKW BOAECTIN B
HALIIOHAAHATA 31PABHA CICTEMA

HumoBa U.
Meguuutcku yHuBepcumem — Codus

BvBegeHue: EBponelckume pedepeHmHu mpexu (ERNS) ca mpaHczpaHuyHu Mpexu, koumo obeguHaBam eBponelcku 60AHUYHU
ekcnepmHu U pedepeHmMHU ueHmpoBe 3a cnpaBaHe ¢ pegku U cAabo pasnpocmpaHeHu komnaekcHu 3aboaaBaHus, usuckBawiu
BucokocneuuaausupaHo 3gpaBHo 0bcAykBaHe.

Mamepuaau u memogu: 3a no-go6pomo uHmezpupaHe Ha ERN B8 HauuoHaaHuUmMe 3gpaBHu cucmemu bewe npoBegeHa omkpuma
obwecmBeHa koHcyamauus om EK 3a oueHka Ha TpaHcepaHuyHama gupekmuBa no 3gpaBeonasBaHe (CBHD).

Pesynmamu: oAoBuHama om pecnoHgeHmume noco4yBam, Ye HegocmambyHOmo uHmez2pupade Ha ERN B8 HauuoHanHama
3gpaBHa cucmema u Auncama Ha nogkpena 3a mexHume geliHOCMU OM CMpaHa Ha HauUOHAaAHUME Op2aHu ca cpeg Hal-20AeMume
npeyku 3a gocmaBuuuume Ha 3gpaBHu ycAyau N0 OMHOWeHUe Ha gocmona go ekcnepmuusa onum Ha ERN. 3a nauueHmume, Auncama
Ha uHdopmauua (62%) u Auncama Ha AceH nbm 3a HacouBaHe kom ERN (41%) ce cyumam 3a egHU Om Had-20AeMume NPOBAEMU.

B coomBemcmBue ¢ obwiama uea Ha NMpozpamama 3a gedicmBue Ha EC 8 06aacmma Ha 3gpaBeonasBaqemo (EU4Health), nogobaacm
,[logobpeHu eBponeidicku pedepeHMHU Mpexu“, Gewe UHUUUUPAHO CbBmecmHo gedcmBue 3a uHmezpupaHe Ha EBponeiickume
pedepeHmHu mMpexu B8 HauuoHaaHama 3gpaBHa cucmema (JARDIN).

Juckycua: JelicmBuemo e N0OgYUHEHO Ha CneuuduYHUME UeAU, 3aAe2HaAU B YaeH 4 Ha Peanamenm 2021/522, bykBa e) 3acuaBaHe
Ha u3noA3BaHemo u noBmopHOMO u3noA3BaHe Ha 3gpaBHu gaHHu, X) ycbBopweHcmBaHe Ha gocmbna go kauecmBeHo, Hac0ueHo koM
nauueHma u 6asupaHo Ha pesyamamume 3gpaBHo 06cAykBaHe U i) nognomMazaHe Ha UHMezpupaHama paboma mexkgy gopkaBume-
yAeHku, U No-CneuuaaHo mexHume 3gpaBHu cucmemu.

3aknaloueHue: JARDIN uma 3a ueA ga nogobpu gocmbnHocmma U ga nogkpenu gbazocpoyuHama yemoduuBocm Ha ERN cucmema-
ma, kamo gonpuHacs 3a epekmuBHama uHmezpauun Ha ERN 8 HauuoHaaHume 3gpaBHu cucmemu, mAcHO cBbp3aHo ¢ ykpenBaHe Ha
ycmodyuBocmma Ha HauuoHaAHUMe 3gpaBHu cucmemu cb2AacHo Peznamenm 2021/522.

KalouoBu gymu: EBponelcku pedepeHmuu mpexXu; cbBmecmHo gelicmBue; uHmezpupaHe Ha EPM B HauuoHaaHama 3gpaBHa
cucmema’“

WHTECTWHAAHA HEAOCTATBYMHOCT NPN KbPMAYE C XWNEPUHCYAMHI3bBM 11 CUHAPOM HA
KbCO YEPBO

[onawkoBa H., HaugeHoB X., ApwunrkoBa M., TeHeBa T., bauyeBa M.
CBAAID ,Mpog. NBaH MumeB® — Codus

BvBegeHue: CuHgpombm Ha kbco yepBo (CKY) e Hal-uecmama npuyuHa 3a NpogbAKUMEAHA UHMECMUHAAHA HEgOCMambYyHOCM
npu kopmayema. Xapakmepusupa ce ¢ HegocmambyeH abcopbmuBeH kanauumem Ha ypeBHama Au2aBuua, BcaegecmBue Ha obwupHa
XupypeuyHa pesekuusa npu Hekpomusupaw, esmepokoaum (HEK) uau mexkku BpogeHu aHomaAuu Ha ypeBHua momuaumem. Mopagu
Cepuo3HUMeE XpaHUmeAHU U MemaboAUMHU HapyLWeHUs, nauueHmume ca 3aBucumu om gbA20CPOYHO NapeHmeparHo xpaHeHe ([1X).
BpogeHuam xunepuHcyauHusoM (XI) e pAgko 3aboadBaHe u e Had-yecmama npuyuHa 3a nepcucmupawia xunozaukemusa npu kopma-
yemama. HaBpemeHHama guazHocmuka u AeyeHue HamaaaBam pucka om mpatHa Mo3b4Ha yBpega, cBobp3aHa ¢ mexXkkume Xunozau-
kemuu.

Llea: [1a ce npegcmaBam gBe pegku XpOHUYHU 3200AABaHUA.

Mamepuan u memogu: lpegcmaBaHe Ha kAUHUYEH CAyyal u 0630p Ha Aumepamypama.

Pesynmamu: Kbpmaye Ha 1 20guHa, pogeHo HegoHoceHo B mexkko genpecuBHO cbcmosAHue, pas3BuAo ycAoXHeHue B kbcHuA
HeoHamaneH nepuog — HEK u nepdopauus Ha moHko 4YepBo. N3BopweHa e ueaaHa pesekuus, usBegeHa e uneocmoma, caegBam pe-
Aanapomomuu, Nopagu gaHHU 3a uAeyc, ¢ nocaegBawo Bvb3cmanoBaBaHe Ha nacaXka ¢ uAeo-koauyHa aHacmomosa. B mepaneBmuuen
NAaH e npoBegeHo yacmuyHo M1X, HaAuug € ycnewHa aganmauus Ha YepBama u nocmuz2aHe Ha eHmepaaHa aBmoHomus. [lememo e
¢ ycmaHoBeHa guasokcug-4yBcmBumeAHa XunepuHCyAUHeMuUYHa xuno2aukemus ckopo caeg pakgaHemo, koemo Haaza NOCMOAHEH
koHmpoA Ha kpbBHama 3axap u mepanus ¢ ueA npeBeHuus Ha ekcmpemHu xuno2Aukemuu.

3Bogu: NeyeHuemo Ha CKY e cBbp3aHo ¢ noggopXkaHemo Ha gobbp XpaHumeAeH cmamyc, oNMuMU3upaHe Ha abcopbuuoHHama
noBvbpxHocm Ha ocmambka om moHkomo 4epBo, kakmo u npegomBpamsBaHe Ha YCAOXKHEHUAMA.

KalouoBu gymu: cuHgpom Ha kbco 4epBo, XunepuHcyAuUHeMUYHA XunoaAukemus
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EKCTPAKT OT BPE30BA KOPA B AEYEHWETO HA AUCTPOMUYHA BYAO3HA ENNOEPMOAI3A -
KAMHW4YHIN CAYHAIA

[peroBcka K., BacuneBa C.

Kaunuka no koxkHu u Benepuuecku 6oaecmu, YMBAN ,AnekcangpoBeka“ — 2p. Codus
MeguuuHcku YHuBepcumem — Cogus

BvBegeHue: byrozHama enugepmoausa (Epidermolysis bullosa, EB) e xemepo2eHHO 2eHemuYHO 3a60AABaHe, xapakmepu3supawo ce
¢ uskalouumenHa kokHa paHumocm. B ocHoBama Ha AeueHuemo ocmaBa 2pukama 3a paHume, obaekuyaBaHe Ha copbeXka u boakama,
npegomBpamaBaHe Ha mpaBmume u koHmpoa Ha uHdekuuume. Ekcmpakmbm om 6pe3oBa kopa (Birch bark extract, Oleogel-S10)
nog dopmama Ha 2ea, cogopkaw, 10% uscyweH ekcmpakm om 6pe3oBa kopa u 90% cAoHY02Aeg0B0 MacAo, € NbpBama mepanus,
0gobpeHa B8 EBpona 3a AeyeHue Ha gucmpoduyHa u 2paHuyHa EB npu nauueHmu Ha Bvb3pacm > 6 meceua.

Mamepuan u memogu: Kacae ce 3a g8e geua ¢ noBuweHa koxkHa paHumocm om MoMeHMa Ha pakgaHemo. MauueHm 1, momue
Ha 92., ce npegcmats ¢ 2eHepaAu3upaHu dyAu U epo3uu no mpykkyca, npeMuHaBawu ¢ ampodus u opmupaHe Ha MuAuymu. MauueHm
2, MOMYe Ha 3 20guHu, pa3BuBa mHokecmBo koXkHu eposuu no Auug, mpyHkyc u kpalHuuu, nocaegBaHu om ampodus, CuHgakmuAus u
aHoHuxuA. [JuagHozama gucmpoguyHa EB ¢ seHemuyeH gedekm Ha konazeH VIl e nomBbpgeHa npu gBeme geua nocpegcmBom antigen
Mapping U 2eHemMUuYeH aHaAu3.

Pesynmamu: Hapeg ¢ AeyeHUEMO C eMOAUEHMU, aHMUBUOMUUU U Heagxe3uBHU npeBpb3ku, npu nauueHm 1 e HaAuue XpOHUYHA
mexka aHemusi, Harazawa Yecmu xemomparcdysuu, a Npu NAUUeHM 2 XupypauuHu uHmepBeHuuu ueAam npeBeHuua Ha uHBaaugusa-
uuama BcaegecmBue Ha cuHgakmuauama. MpuaokeHuemo Ha Oleogel-S10 Bopxy HeuHdekmupaHu koxkHu epo3uu Bogu go yckopeHa
enumeAu3auua npu géamama nauueHmu.

06cvkgane: Oleogel-S10 gemoHcmpupa aHmMuuH®AaMamopeH u enumeausupawi edekm Bopxy paHume, kakmo 8 KauHUYHU u3-
numBaHus, maka u 8 pearHama meguuuHcka npakmuka. baazonpusmHuam my epekm ce 3agopXka go 24 meceua npu NPogbAKUMEAHO
npuAoXeHue. HaauyHume go MomMeHma gaHHu nokasBam, ye megukameHmobm e edpekmuBHO AeYeHue npu gucmpohuYHUME U 2paHUYHU
(Gopmu Ha EB.

KnalouoBu gymu: gucmpoduyHa byaosHa enugepmoausa, ekcmpakm om 6pe3oBa kopa, oleogel-S10, Filsuvez

MORBUS DARIER — HOB TEPAMEBTI4EH MOAX0NA

[peroBcka K., LLlaxug M., BacuaeBa C.

KauHuka no koxkHu u Benepuuecku 6oaecmu, YMBAN ,AnekcangpoBeka“ — 2p. Codus
MeguuuHcku YHuBepcumem-Godus

BvBegenue: bonecmma Ha Darier (dyskeratosis follicularis) e pagka aBmo3omH0-goMuHaHmHa 2eHogepmamosa, cBop3aHa ¢ Myma-
uuu 8 2eHume Ha ATP2A2, xpomo3soma 12q23-24.1, koumo kogupam SERCA?2 (sarcoplasmic/endoplasmic reticulum Ca2+-ATP isoform
2 protein). B peayamam HacmbnBa akaHmoau3sa u abHopmHa kepamuHu3auus, koumo kauHuYHO ce u3AaBaBam oCHOBHO B XwAmo-ka-
¢ABu BepyuudopmeHu nanyau. /\evyeHuemo ¢ emoAueHmu, kopmukocmepougu, aHmuéuomuuu U pemuHougu e ¢ BpemeHeH epekm.
Hackopo ycmaHoBeHa umMyHHa gucpeayaauua Ha uHmepAeBkun (IL)-17 e npegnocmaBka 3a npuaoXkeHue Ha 6UOAO2UYHU CpegcmBa,
noBauaBawu ocma II-23/-17.

Mamepuan u memogu: Kacae ce 3a 26-20guwHa XeHa ¢ onAakBaHus om gemcka Bv3pacm, uspasaBawu ce 6 noaBa Ha xunep-
kepamomuyHu nanyau u naaku 8 cebopeliHume 30HU. CbCmOAHUEMO NpomuYa XpOHUYHO-peuuguBupawo. Haauue e memaboaumeH
CUH@POM C 06e3umem U UHCYAUHOBa pesucmeHmHocm. [luagHo3ama e nomBbpgeHa XUCmOoAO2UYHO. /AeueHUemo ¢ KOHBEHUUOHAAHU
cpegcmBa e ¢ BpemeHeH edekm.

Pesynmamu: PymuxHume aabopamopHu mecmoBe nokaszBam noBulueHu cmodHocmu Ha Bb3naaumeAHume mapkepu, a Mukpobu-
OAO2UYHO Cce u3oAupa Proteus vulgaris u E. coli. JupekmHama umyHodAyopecueHuus e HezamuBHa. MoAHOMOo ek3oMHO cekBeHupaHe
nomBbpXkgaBa Haauyuemo Ha Mymauuu 8 ATP2A2 2eHa. (Droyuumonmempusma gemoHcmpupa noBuweHu HuBa Ha Th17. ToBa gaBa
0CHOBaHue ga ce npegaoXku 6uoA02U4HO AeueHue ¢ aHmu-I-17 azeHm, bimekizumab ¢ gobbp mepaneBmuuen edekm.

06cbkgaHe: MocmuzaHemo Ha gbA20CPOYHU MepaneBmuyHu onuuu npu boaecmma Ha Darier e Bce owe AumMumupaHo. CkopowHu
npoyyBaHus gemoHcmpupam noBuweHa ekcnpecus Ha Th17-cBbp3aHume 2eHu u uumokuHu, kakmo u noBuweHu HuBa Ha Th17, koemo
000CcHOBaBa npuAoXkeHuemo Ha megukameHmu, 6aokupawu ocma IL-23/-17, kamo edekmuBHa u 6e3onacHa mepanus.

KnloyoBu gymu: 6oaecm Ha Darier, unmepaeBkuH 17, buoao2uyHa mepanus
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BOAECT HA XbHTUHITbH

E3uneBa W.
Tpakuticku YHuBepcumem — Cmapa 3az2opa

BvBegenue: boarecm Ha XoHMuH2mMbH € pAgko, gezeHepamuBHO 3aboaABaHe ¢ aBMO30MHO-gOMUHAHMEH MUN Ha yHacAegABaHe
U NbAHA NEHeMpPaHMHocm ,nopagu koemo 6oAHUAM mpAGBa 3agbAKUMEAHO ga uMa pogecmBeHuk Cue Cbliomo 3aboaaBane. Yecmo-
mama Ha 3a6oaaBanemo e 1 Ha 10 000-20 000 cpeg eBponeugHama paca. MymaHmHuam 2eH e AokaausupaH 8 kbcomo pamo Ha Ha
4-ma Xpomo3oma .

Duckycua: KauHuuHO ce xapakmepu3supa ¢ XopeudHu gBukeHus ,uHmeaekmyaneH ynagok u noBegeHuecku HapyweHua. G npo-
2pecusama Ha 3aboaaBaHemo ce nosBABam gucmoHusA U akuHemuyHO-pu2ugeH napkuHcoHOB cuHgpom. ViHmeaekmyaAHusm ynagok
gocmuza go gebuaHoCm, nauueHmume omcAaabBam Ha mea2a0 u ce 06e3gBukBam. KoeHumuBHUME u NCUXUYHUME cuMnmMoMu (cy6-
kopmukaAHa gemeHuUA , eMOUUOHAAHU HapyWEHUA U NCUX03U) ca egHU om Hali-paHHUmMe nposABu. 3aboaaBaHemo ce nposABaBa B gBe
0CHOBHU (hopmu: ¢ Ha4aro B gemcka Bbapacm u ¢ Hauano B kocHa Boapacm. opmama ¢ Hauaro B gemcka Bvapacm e 5-10% om
Bcuuku 60AHU. Cumnmomume ca no-mexko u3paseHu u npozpecupam no-6vp30.

TepaneBmuyHusa nogxog cAegBa ga 6bge MyAmuguCUUNAUHApeH, C UeA nogoopABaHe Ha kayuecmBomo Ha »KuBom. KoM MomMeHmMa
Ce u3noA3Ba eguHCMBEHO cCuMNMOMamUyYHa mepanus — HOOMPONHU cpegemBa, HeBpoaenmuuu, ncuxomepanus. JUCMOHUAMA He Ce
noBauABa megukameHmMO3HO . bAazonpuAMHO € npuAazaHemo Ha pexabuAumauus .

Peayanmamu: Lieama Ha Moemo npoyyBaHe bewe ga ce 3ano3Has ¢ pegkume 3aboaaBaHus u AekapcmBama ,cupauu”. B pesyamam
Ha moBa B bbgeule, HAMa ga omxBopaam BepoAamHocmma 3a pagko 3aboadBane u we 6bga no-ekcnegumuBHa B gudeperuuauusma
Ha guazHo3a.

3aknloueHue: borecmma Ha XoHmMUuH2MoH € 3a60AABaHe NPo2pPecupaLLo go NbAHA UHBaAUGU3AUUA U CMbPM Ha nauueHma B paHHa
Bv3pacm. Cmbpmma 06ukHoBeHo HacmwnBa om acnupauuoHHa nHeBMOHUA, npegu3BukaHa om 0be3gBukBaHe u gucdazus.

KnalouoBu gymu: borecm Ha XoHmuH2mbH, pAgko 3aboaaBaxe

CAYYAITHO OTKPUTA ENMZEPMONOHA KICTA HA ANYHNK NPU NMAAHOBA XNCTEPEKTOMIAA
— OMNCAHIE HA CAYYAIN

3aukoBa T.*, Kaue B., CmounoBa M."*, MBaHoB A."*, KepesueB b.?, NBaHoB I*

'Kamegpa no ,,06wa u kauHuuHa namoaoaus”, Meguuutcku YHuBepcumem — MaoBguB
2KauHuka no AkywepcmBo u 2uHekoaozus, YMBAA ,,CB. leopau’

*0mgeaeHue no ,,KauHuuyHa namonaoaua“, YMBAA ,,CB. leopau’

“MeguuuHcku YHuBepcumem — MAoBguB

EnugepmougHama kucma uau MOHogepmaAHuam kucmudyeH mepamom Ha AdvHuka e pAagka Haxogka ¢ yecmoma < 1%. Tod e
gobpokauecmBeH mymopeH npouec. MpuHagaeXu kom 2epmuHamuBHokaemoyHUME mymopu. MoBeyemo enugepmMougHu kucmu ca
6e3cuMNMOMHU U egHocmpaHHu. OmkpuBam ce Haid-uecmo CAyyaliHo no noBog Ha xucmepekmomus. Mimam ekmogepmaneH npous-
X0g, 32 pasauka om gepmougHama kucma , 8 koamo mozam ga ce omkpuam Me30gepMaAHu U eHgogepMaAHu cmpykmypu.

lpegcmaBame cayyal Ha 49 2oguwHa XeHa, nocmbnuAa 8 Akywepo-auHekoro2uyHa kaunuka no noBog naaHoBa xucmepekmomus.
YemaHoBeHu ca HAakoAko MuoMHu Bb3eaa Ha mamkama ¢ pasmepu 5-8cm. lMpu pymuHHUMe npegonepamuBHu u3cAegBaHus ce yc-
maHoBaBa, ye nauueHmkama e aHeMUYHa — HUCbK XeMO2A00UH, Xemamokpum u Hucku epumpouumu. Mo Bpeme Ha onepauuama npu
ekcnaopauus Ha agHekcume ce ycmanoBaBa kucmuuHa dopmauus ¢ pasmepu 5cm 8 AeBus AdvHUK. B3uma ce uHUU3uoHHa buoncus.
XucmoaozguuHo ce Bepuduupa, ye ce kacae 3a enugepmougHa kucma.

EnugepmougHama kucma Ha aluHuka e pagka Haxogka. 06ukHoBeHo ycmaHoBeHa cbBcem cayyaiHo. YeaokHeHusma u BkalouBam
Bv3naneHue, pynmypa u kopBeHe. AeueHuemo u 06ukHoBeHO e onepamuBHO U ce cbcmou 8 HeliHoMo omcmpaHaABaHe. M3xogbm npu
nauueHmkama e 6aazonpuameH. Hama ycaoXkHeHuAa 8 nocmonepamuBHuUA nepuog.

KaloyoBu gymu: enugepmougHa kucma, Ad4Huk
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PAIbK CAYYAIN HA AMELOGENESIS IMPERFECTA

3anomoBa T, MempoBa C.', HuxmsHoBa T, Y3yHoBa W.", HecmopoBa (0

'MeguuuHcku yHuBepcumem — MaoBguB, MAM, Kamegpa no gemcka geHmaAHa mMeguuuHa
2MeguuuHcku yHuBepcumem — MaoBguB, MM, Kamegpa no opmogoHmus

BvBegeHue: Amelogenesis Imperfecta (Al) e xemepoz2eHHa 2pyna 0m 2eHeMUYHO 06yCAOBEHU CMpykmypHU aHOMaAuu Ha 3bbHUA
emaia. PasnpocmpaneHuemo Ha Al Bapupa om 1:700 go 1:16 000 no AumepamypHU gaHHU, 06u4aiHo 3acAza Bcuuyku 36U OmM Cb-
3bbuemo u ce HabalogaBa u3oAupaHO UAU kamo cumnmoM Ha peguua cuHgpomu. Al e cBop3aHa ¢ mexku npobaemu ¢ GyHkuuama u
ecmemukama Ha Cb3bbuemo. 3aboaaBaHemo u3uckBa HenpekocHama npeBaHmuBHa 2puka u komnaekcHo AeueHue, npogbakaBaulo
npes ueaus »kuBom.

Mamepuaau u memogu: MauueHm Ha 16 2. Bb3pacm, nocemuA Kamegpama no gemcka geHmaaHa MeguuuHa ¢ onAakBane om
HeecmemuyHuA Bug Ha 3vbume. [lememo HAMA 06Wu 3a00AABaHuA.

Pesynmamu: lMauueHmom e guagHocmuuupaH ¢ Al om xunonAacmuyeH mun, cb4emana ¢ opmogoHmceku aHomaauu. [JuagHozama
ce nocmaBs Bb3 0cHOBa Ha WameAHama aHamHe3a U GeHomunHama u3fBa Ha gucnAasusama, NpoyyeHa KAUHUYHO U PEHMR2EHOAO2UYHO.
lAaHom Ha AeyeHue BkalouBa uHecmpykuuu 3a npoBeXgane Ha nepdekmHa opaaHa xuaueHa, AOKaAHO NPUAOXKEHUE HA peMUHepaAu3upawu
a2eHMU, gbA20CPOYHO Bb3cmaHoBaABaHe ¢ agxe3uBHU Mamepuaau u 068uBHU kopoHu caeg npoBeXkgaHe Ha OpMOgOHMCKO AeYEHUE.

Huckycusa: Al e cocmosaHue, koemo 3acAza GyHkuuama Ha Co3bbuemo u couuaausauuama Ha nauueHmume owe 8 gemcka Bo3-
pacm. [lemckume geHmanHu Aekapu ca nbpBume, koumo cpewam nauueHmu ¢ moBa cbcmoAHue. /\e4eHUEMO & NPOgbAKUMEAHO U
usuckBa uarocmeH naax, kodmo BkalouBa u npeueHka 3a Gogewume HyXkgu. ToBa moXke ga 6bge npegusBukameacmBo 3a nocmuzaHe
Ha ecmMemuYHO N0gobpeHue U yHKUUOHaAHA pexabuAumauus.

3aknloueHue: MpoBegeHomo go MOMEHMa NOggbpKawo AeyYeHUe Ha nauueHma ocuzypaBa Bv3mokHocmma 3a opmogoHmcka
kopekuus, koamo we 6bge nocregBaHa om okoHYameAHO NpomemuyHo Bb3cmaHoBsaHe.

KalouoBu gymu: Amelogenesis imperfecta om xunonaacmuyeH mun

PAObK CAVYAIN HA LETE C CHARGE CNHLPOM

MBaro8 3., YeueBa [., MapkoB C., bykoB I, HeueBa ., KapaBeaukoBa W, MavboBa (., MapkoBa I1., bopucaaB [peHcku b.,
[abepoBa K., BokeBa K., TaweBa M, MackaneBa .

BvBegeHue: CHARGE cuxgpomom (ORPHA:138) e pagko BpogeHo 3aboaaBaHe, 3acAzawio 1:12,000-15,000 geua. Tod e akpoHum
om konodoma (C), copgeyHu gedekmu (H), xoanaaHa ampesus (A), usocmaBane 8 pacmexka u pasBumuemo (Retardation), 2eHumo-
YpUHapHu aHomaauu (G) u aHomaauu Ha ywume (Ear). JuazHo3ama e kauHuuHa. MpuyunaBa ce Hal-yecmo om de novo uAu aBmo3om-
HO-JOMUHAHMHO yHacAegeHa Mymauus 8 2eHa CHD7.

KAauHuyeH cayuvail: MpegcmaBa ce nauueHm Ha 5 m.B., pogeH 6 3-ma cmeneH HegoHOCEHOCM om 4emBbpma NamoAO2UYHO
npomekaa 6pemeHHocm. [lememo e CbC 3ampygHeHa nocaepogoBa aganmauud. Owie npu pakgaHemo e ycmaHoBeH noAuMaadopma-
muBeH CUHgPOM — AUUEB gucmopdu3bm ¢ gehopMuPaHU yWHU Mugu, gBycmpaHHa MeMOpaHo3Ha X0aHaAHa ampesus, gBycmpaHeH
kpunmopxusbm, MukponeHuc, uH2BuHanHa xepHus,. Exokapguozpadcku ca gokasaHu mexkgykamvepeH u meXkgynpegcopgeH gedekm.
Caeg koHcyamauus ¢ opmaamonoz ce omkpuBa koroboma Ha pemunama. Ha 10-gHeBHa Bb3pacm e u3BopuwieHa (peHecmpauus Ha
gBeme xoaHu B8 KauHuka no gemcka xupypaus, caeg koemo e npuBegeH 8 Kauxuka no neguampus. OcmaBa 8 mexko cbcmosHue Ha
UHBa3uBHa benogpobHa BeHmuAauus, ¢ 2bpyoBu NpoABU, X0aHaAHU PECMEHO3U, YeCmU pe2ypaumauuu npu onumu 3a 3axpaHBaxe,
3abaBeH upeBeH nacax, Aow meanoBeH npupacm. MpekuBaBa nHeBmouucmoBa nHeBMOHUA U cencuc. Ha yacmuyHO UAU MOMAAHO
NapeHmMepaAHo XpaHeHe.

JOuckycus: Mopagu Haauuuemo Ha konoboma, X0aHaAHa ampesus, aHOMaAuu Ha BHWHOMO YX0 U u3ocmaBaHe 8 pasBmumuemo
guazHozama CHARGE cuHgpom KAUHUYHO € HaAuug y npegcmaBeHus nauueHm. Viva HopmaneH Mokku kapuomun u ompuuameAeH
pe3yamam om ckpuHuHz 3a yecmu mukpogeaeuuu. 3caegBaHe Ha CHD7 go momeHma He e npoBegeHo.

3aknloueHue: Mpybume cmpykmypHu u ¢pyHkuuoHaaHu gedekmu, obycaaBawu CHARGE cungpom, nocmaBam Ha gHeBeH peg Bu3-
MOXXHOCMMA 32 aHMeHamaAHa guazHo3a u komnaekCHOMO AgveHue.

KnalouoBu gymu: xoaHaanHa ampe3us, konoboma, AuueB gucmopdusom, noAumargopMamuBeH cuHpoM, uzocmaBane 8 pasBumuemo
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PEAKI FEHETUYHI HAPYLIEHWA C AEQULAT HA MEJ,

VBaHoBa W., AmaHacoBa b.?

KAuHuuHa Aabopamopus, YMBAA CB8. 8aH Puacku, Codust
2Kamegpa no KauHuuHa aabopamopus, MY Codus, YMBAA AnekcaHgpoBcka, Codus

HucbanaHcom Ha megma (Cu) B op2aHu3ama, kamo kpaet epekm, Moxke ga ce moakyBa B nocoka Ha HampynBaHe uau geduuum 8
koHmekcma Ha gageHo HapyWeHue, 3acseawlo npeHacawu 6eamouu, AT(M-a3u uAu gpyau pe2yaamopHu KOMNOHEHMU Ha CUCMEMHO UAU
knemouHo HUBO. Kaacuuecku mogeau Ha KAUHUYHO npoABeH gucbanaHC ca 2eHeMUYHO gemepMUuHUpaHu 3aboAABaHuA ¢ gepuuum npu
borecm Ha MeHkec (Menkes Disease,“kinky” hair syndrome, congenital hypocupremia), (ORPHA code:565) u coc cBpbxHampynBaHe
npu 6oaecm Ha YuacoH (Wilosn's Disease, xenamoaeHmukyaapHa gezeHepauus), (ORPHA code:905). [18eme KAUHUYHU CbCmMOAHUA Cca
borecmu Ha AT(D-a3ume cBop3aHu ¢ Mymauuu B mexHume 2eHume, koumo ca omzoBopHU 3a akmuBHus ekcnopm Ha Cu u ce pas-
AuvaBam no cBoama mokaHHa ekcnpecus. [pyau pegku cbcmosAHUA HA 2eHemuyeH gucbanaHc (pasnpocmpanetue: <1/1 000 000) ¢
pasBumue Ha Cu geduuum ca cuHgpombm MEDNIK (ORPHA code:171851) u Huppke — Brendel cungpomom (ORPHA code:300313).
HaumenoBaHuemo MEDNIK cuHgpom e akpoHum, u3noA3BaH 3a onucadue Ha 2pyna cumnmomu: yMcmBeHa u3ocmaHaAocm, eHme-
ponamus, 2ayxoma, HeBponamusi, uxmuo3a u kepamogepmus (Mental retardation, Enteropathy, Deafness, Neuropathy, Ichthyosis, and
Keratodermia). domku ce Ha mymauua 8 AP1S1 2eHbm, kodmo ekcnpecupa komnaekc om 6eamuuu 0m20BopHU 32 BompekAembyHuA
mpaHcnopm. Huppke — Brendel cuHgpombm e aBmo3omHO-peuecuBHO 3aboadaBaHe, koemo ce gbAku Ha Mymauus B8 xpomo3oma
325. 3acezHam e SLC33A1 2eHvbm, kolimo e omz20oBopeH 3a cuHmesa Ha mpadcnopmepu Ha auemua-CoA. Mymauuume Bogam go
NocCmMMpaHCAAUUOHHO HapywaBaHe u 8 cuHmesama Ha uepyaonAasmuHa (Cp), u coomBemHo go HamaAeHama my cekpeuus. Mpu aue-
pyronaasmuHemus (ORPHA code: 48818) auncBa cunmes Ha Cp, koemo pedaekmupa Bopxy xeAesHua u Cu MemaboAusoM. [eHemMUYHO
ce gokasBa mymauusa 8 ek3oH 7 B 2eHa 3a Cp. YemaHoBaBam ce nbAHa Aunca Ha Cp, aHemus, noBulieH GepumuH, ge2eHepauus Ha
pemuHama, 3axapeH guabem u HeBpogezeHepamuBHU npoABu (amakcus, gusapmpus, gucmoHus, kogHumuBHU HapyweHus, MapkuHco-
HOB CUHgPOM), U CneuuduyHU NPOMEHU B MagHUMHOPE30HAHCHUSA 06pas.

KnalouoBu gymu: pegku 6oaecmu, meg, Menkes Disease, MEDNIK syndrome, Huppke — Brendel syndrome, auepyaonaasmuHemus

HEOBXOAMMIN MEPKIA 3A MALMEHTWTE C PEOKWN BOAECTI B BbATAPUA

WBaHoBa WN."?, HukonoBa [1."* CmpamueBa 1.4, [pueopoBa H.>

'(Pakyamem no obwiecmBeHo 3gpaBe, MeguuuHcku yHuBepcumem — Codus, Bbazapus

’bbAcapcka XoHmuHambH Acouuauus, Cogus, Bbazapus

®Kamegpa no meguuuHcka 2eHemuka, MeguuuHcku dakyamem, Meguuutcku yHuBepcumem — Codus, Bbazapus
‘PemuHa Bbazapus

SPegku 6boaecmu — Bbazapus

BvBegenue: [Hec, 30 mAH. gywu, 8 EBpona, om koumo 450 xuA.- 8 BoA2apus, XuBeam ¢ pegku (8 m.y. u oHKOAOZUYHU)
3aboaaBaHuA, koumo okaszBam nazy6Ho Bo3gelcmBue Bopxy exkegHeBHUA XkuBom Ha 3acezHamume.

Mamepuanau u memogu: B pamkume Ha uHuuuamuBa ,[elicmBue 3a pegkume®, ce ocbuiecmBu npoy4yBaHe OMHOCHO Bb3aregume
Ha npegcmaBumeAu Ha 12 nauueHmCcKu opaaHu3auuu cnpAamMo Heobxogumume npomeHu B 3gpaBeonasBaHemo.

Pesynmamu: MauueHmckume Hykgu ca cBegeHu go 9 obaacmu, kacaewu Heobxogumocmma Om HauuoHaAHa u eBponelicka
noaumuyecka pamka, paHHa, 6bp3a U moyHa guazHocmuka, HaBpemeHeH, paBeH gocmon go BucokocneuuaausupaHo 3gpaBeonasBaHe
U uHoBamuBHU mepanuu, uarocmHa 2puka npes ueAus XkuBom, ocHoBaHa Ha Hy)kgume Ha nauueHmume uscaegoBamencka u pasBolHa
geliHocm, cb3gaBaHe U ynompeba Ha peaucmpu ¢ gaHHU Ha nauueHmu B obuiecmBeHa noA3a, BkalouBaHe B kKAUHUYHU u3numBaHus u
AE2UMUMHO 2paXkgaHcko yyacmue.

Duckycus: MNMpegusBukameacmBama Ha cemelicmBama ¢ pegku 6oaecmu ca cBbp3aHu He camo ¢ pAgkocmma Ha guagHo3ama, a
U ¢ Auncama Ha yHudukauua Ha mepkume Ha 6ba2apckomo 3gpaBeonasBaHe ¢ me3u Ha eBponelicko HuBo.

3aknloueHue: Pegkume Goaecmu ca obaacm, B8 koamo gelicmBuama Ha EBponedckua cblo3 umam uskalouumeaHa gobaBena
cmodHocm, mui kamo 8 BvAzapus, 3HaHUAMA U gaHHUME ca pasnpbCHamu U 0CKbgHU, @ CaMmoCmMOAMEAHUME HauuoOHaAHU gedcmBus
— HeedekmuBHu.

KnalouoBu gymu: pegku 6oaecmu, Hykgu, npuopumemHu obaacmu, gedcmBus, noaumuku
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ANTOPUTDM 3A MOBILLIABAHE IH(OOPMNPAHOCTTA HA MALMEHTI C PEOKA
3ABOAABAHNA

WNopgaroBa M., KocmaguroBa T.
MeguuuHcku yHuBepcumem — BapHa

BvBegeHnue: EgHo om ocHoBHUME npaBa Ha YoBek e B3eMaHemo Ha CaMOCMOAMEAHO PeLUEHUE U 33 ga 6bgam me 0Cb3Hamu e
HeobXogumo HampynBaHemo Ha cbomBemHama 3a 3aboaAaBaHemo akmyaAHa UHGOpPMaUUA, 3HaHuA u onum. B cAyyau Ha 3aboaABaHe
e Heobxogumo nauueHma ga npumexkaBa ¢yHKUUuOHaAHU ymeHus, cBop3aHu ¢ Bb3moXkHocmma ga yeme 3gpaBHa UHdOpMauus,
kpumuyHu yMeHus, 3a ga nogoupa u ougHABa HykHama 3a HeA u uHMepakmuBHU yMeHuUs, 3a ga MoXe ga npuAaza Hay4yeHomo. B masu
Bpv3ka e MHO20 BakHO ga 6bgam nepuoguyHO NpuAazaHu Memogu 3a onpegeAaHe HUBOMO Ha UHGOPMUPAHOCM Ha NauueHmume,
0CODEHO Ha Me3u cmpagawu om pegku U gpyau XpPOHUYHU 3aboAABaHuUA.

Mamepuaau u memogu: 3a cb3gaBaHe Ha mpyga e HanpaBeH aHaAu3 Ha Aumepamypa, kakmo u npoyyBaHe cpeg nauueHmu c
pegku 3aboaaBaHusA BoB BapHa.

Ouckycusa: Emanume 3a us2paXkgaHe Ha 3gpaBHa 2pamomHOCM Npu nNauueHmu ¢ pegku UAU XPOHUYHU 3ab0AABaHUA, MO2am
ga 6bgam cvbpaHu u nogpegeHu B8 anzopumuvM, Cbgbpkaw, geBem 0CHOBHU cmbnku, a UMEHHO CMapmupaHe Ha MobpCeHe Ha
UHGOPMAUUA OM MOMEHMA Ha peaucmpupaHe Ha CUMNMOMUME Ha nauueHma, npe3 0b6cwkgaHe CbC cemelHa U COUUAAHA Cpega,
koHcyamauus ¢ AudeH Aekap, uHGopmauus om MeguuuHcku cneuuaausupad ekun, uHdopmauus om HopMamuBHa u 3akoHogameAHa
0asa, npeaneg Ha UHGOPMAUUOHHU kamnaHuu u bpowypu, komyHukauus mexgy aekyBau Aekap u aekap, npocaegaBaw, npugpyaBaluo
3a0b0AABaHe, Bv3MOXKHOCMU 3a NpuAazaHe Ha MOOUAHO 3gpaBe u npenopbyumeAeH HenpecmaHeH uukbA B mbpceHe Ha akmyaaHa
uHdopmauua om Bcuuku npegcmaBeHu go MOMEHMaA U3MOYHUUU.

3aknloueHue: Bonpeku, ye 3gpaBHama 2paMOMHOCM Ha HaceAeHuemo Bapupa 8 pasauyHUME CmpaHu, NPOBAeMUME C HeA ce
ABaBam obwio npegusBukameacmBo B8 uara EBpona. MpeumywecmBo 6u 6uno, ako npaBumeacmBama u 3gpaBHume cucmemu He A
npuemam kamo AuYeH pecypc Ha OmgeAeH nauueHm, a kamo 2pamomHocm cpeg UAAOMO HaceneHue. Caeg cebe cu moBa Bogu peguua
NOA3U 32 cnpaBsHe CbC couuanHu, ukoHoMuyecku u ekoao2UYHU gemepMuHaHmMu Ha 3gpaBemo.

KnloyoBu gymu: pegku 3aboaaBaHus, uHpopmupaHocm, 3gpaBHa 2pamomHocm, Aekap-nauueHm

BYAO3HATA ENAEPMOAN3A 1 HOBNTE FrEHOMHIN TEXHOAOTIAN

Kam6ypoBa 3.", MopgaroBa 1.2

Kamegpa ,Meguuurcka 2enemuka”, MY — laeBeH, Aabopamopus no MeguuuHcka 2eHemuka YMBAA ,1-p feopau Cmpatcku“ —
MAeBeH

2Kamegpa ,Jlepmamonoaus, BeHeporoaus u arepaonoaus”, MY — MaeBeH, KauHuka no koXkHu u BeHepuuecku 3aboaaBaHus
YMBAA ,[1-p leopau CmpaHcku® — MaeBeH

BvBegeHue: byrosHa enugepmonusa (EB) e xemepozeHHa 2pyna om pegku, HacAegcmBeHU gepmamosu, Xapakmepusupawu ce ¢
Mexypu Bopxy koxkama u AuzaBuuume, Bb3HukBawlu cAeg He3HauyumeAeH Hamuck u mpueHe. Emuoao2us Ha mo3u Bug 2eHogepma-
mo3u e 2eHemuyuHo 06ycAoBeHu gedekmu B cmpykmypama Ha kokama. [locez2a ce usBecmHu 21 2eHa, gedpekmu B koumo mozam
ga npuyuHam EB, kamo ce xapakmepusupam ¢ uskalouumeaHo Bucoka xemepozaeHHOCM — aneAHa u AokycHa. Cnopeg nocaegHama
knacudukauus, EB ce nogpasgeas Ha yemupu muna: npocma (Had-yecma), gucmpoguyHa, 2paHuyHa gopma u EB Ha Kindler (cmeceHa).
HaBausasemo Ha HOBume Memogu 3a 2eHemuyeH aHaaus — cekBeHupane om caegBawo nokoaeHue (NGS) no3Boau paskpuBaHemo Ha
HOBU 2eHU U 2eHemuyHU BapuaHmu, yyacmBawu 8 emuoao2usma Ha BE.

Mamepuaau u memogu: lTocmaBuxme cu 3a UeA ga npoy4umM Yecmomama Ha HocumeAcmBo u MmoaekyaHama xapakmepucmuka Ha
namozeHHu BapuaHmu B8 2eHu 3a BE, ¢ memogume Ha NGS cpeg 3gpaBu uHguBugu om Bbazapckama nonyaauus.

Pesynmamu: Hamepuxme 4yecmoma Ha HocumeacmBo Ha 2eHemuyHu gedekmu 3a BE e 1:25 3gpaBu unguBuga (11 HocumeAu om
06L0 u3caegBanu 276 unguBuga). Okono 2/3 (7 om Bcuuku 11 Bapuanma) ca HoBu, HeonucBaHu goceza B cBemoBHUME 6a3a gaHHu.
PaBHomepHO € pa3npegeAeHo HocumeAcmBomo Ha pasAuvHume kauHuvHu Gpopmu Ha BE (36% 3a Mpocma dopma, 36% - 3a [paHuyHa
u 28% 3a JucmpoguuHa). C Had-Bucoka yecmoma Ha HocumeacmBo ca gepekmu B8 2eHa COL7A1 (~30% om Bcuuku HamepeHu
namozeHHu BapuaHmuy).

Ouckycus u 3akaloyeHue: gesmudukauuama Ha 2eHemuyHUmMe BapuaHmu gaBa Bvb3M0oXKHOCM 3a NO-NbAHO pas3dupaHe Ha na-
mo2eHe3ama Ha 3aboadBaHemo, kakmo u 3a pa3pabomBaHemo Ha HOBu mepaneBmuyHu cmpame2uu B AeyeHuemo Ha mo3u kaac
boaecmu.
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NAOTHO NMPOYYBAHE HA TEHETU4HU BAPWAHTI B FEHA APOE YPE3 HOBOTEHEPALIIOHHO
CEKBEHWPAHE CAE[, LONG RANGE PCR NP NALMEHTI C BOAECT HA AALXAUMEP C PAHHO
HAYANO

KapauaHak-AnkoBa C. '?, banabaHcku A.%., Amaracocka M., AHeBa C.2, BokapoBa P*, Cep6e3oB [.!, AHmoHoBa 0.,
CmanueBa M.?, benexancka [.°, lempoBa M., MexpabuaH LLI. °, Tpauko8 A.°, XagkugekoBa C.", ToHueBa 4."

Kamegpa no meguuuHcka 2eHemuka, MY-Codust

2Kamegpa leHemuka, buoaozuyecku dakyamem, CY

*NaBopamopus CellGengtics

*Kamegpa no 6uoaoaus, meguuuHcka 2eHemuka u Mukpobuoaoaus, MeguuuHcku dakyamem, CY
Kamegpa no HeBponoaus, MY-Codus, 66AH

BvBegeHue: bornecmma Ha Aauxadmep (BA) C paHHO HauyaAo MOXKE ga Ce npuyuHABa u om akyMyAUpaHe Ha Yecmu 2eHemuyHu
BapuaHmu. B mo3u koHmekem uscaegBaxme 2eHa APOE npu nauueHmu ¢ 6oaecmma.

Mamepuaau u memogu: /13caegBanu ca JHK npobu om 5 nauueHmu. Ype3s long-range PCR e amnauduuupar 6,7 kb dppazmeHm
BkalouBaw, APOE 2eHa u pe2yAamopHUA My NPOMOMOPEH peauoH. MoayueHume amnAukoHu ca cekBeHupaHu Ype3 u3noA3BaHe Ha mex-
Hoaoz2uAama TruSight Rapid Capture.

Pesynmamu: YcmaHoBeHu ca 16 BapuaHma (vexgy 8 u 12 npu omgeaHume nauuedmu). Camo eguH BapuaHm e ¢ yecmoma nog
1% npu HeduHAaHgckume eBponeduu; a rs429358 u rs7412 BapuaHmume ca namozeHHU. Te ONpPegeAam CAEgHUME XanAOmunHU kom-
buHauuu: €2/€3, €3/€4 (npu gBama nauueHmu), £3/€3 u €4/e4.

Juckycua: EQuH om aHaAu3upaHume nauueHmu e xemepo3u2omeH no ,npomekmuBHuA“ €2 aneA. Mpu gBe om uscaegBaHume Auua
e ycmaHoBeH u puckoBusa €4 anea B XOMO- U XemMepo3u20mMHO CbCMOAHUE, CbomMBemHoO.

3aknloueHue: MoayueHume peayamamu mpa6Ba ga 6bgam paswupeHu upe3 cekBeHupaHe Ha gpyau 2eHu cBop3aHu ¢ BA.

KnloyoBu gymu: BA ¢ paHHo Hauano, 2eH APOE, £2/€3/€4 xanaomunu

Mpoy4Baxemo e npoBegeHo no npoekm [o208op N2 KI-06-H33/5 om 2019 2. kom QOHU.

PAQbLK CAYYAIN HA TPAHYAOMATO3A C MOAWAHTIT CbC CIHOHA3AAHA AOKAAN3ALNA

Kaue B.°, 3aukoBa T, CmounoBa M."?, KpaeB K2, KoHcyroB C.*, leHoBa C."?

'Kamegpa no ,,06wa u kauHuyHa namoaozaus®, MY MaoBguB
2KauHuka no peBmamonoausi, YMBAA ,CB. leopau®

*0mgeneHue no ,,KauHuuHa namoaoaus“, YMBAA ,,CB. leopau”
*KauHuka no YHI 6oaecmu, YMBAA ,,C8. Teopau*, 5MY MaoBguB

[paHyrnomamosama ¢ noAuanauum (ITIA), nonyAapHa ¢ HauMeHoBaHuemo 2paHyaoMamo3sama Ha Bezenep, npegcmaBaaBa ANCA-
acouuupaH Backyaum Ha maakume u cpegHume kpbBoHOCHU cbgoBe, xapakmepusupaul ce ¢ Hekpomusupawio 2paHyAOMamo3HO
Bo3naneHue. Vskalouumenro pagko - cBemoBHa yecmoma 1/6,400 - 42,000.

MpegcmaBamve cayyad Ha 20-2oguwHa XkeHa, nocmbnBawa 68 YHI kauHuka ¢ onaakBaHe 3a 3ampygeHeHo HOCHO gULHE, OMOYHa
U kopBawa npu gonup HocHa Au2aBuua. YcmanoBaBam ce MakcuAapHU CUHYCU, U3NbAHEHU C 2HOEH ekcygam u HekpomuyeH pasnag .
Xucmoaoz2uyHuam pesyamam nokasBa gudysHa xpoHuyHa Bb3naaumeAra peakuus, Hekpomusupawu 2pasyaomu, AeBkouumokaacmuyeH
Backyaum u HacouBa kom guazHo3ama Backyaum ¢ umyHHa 2eHe3a. Caeg meceu, nauueHmkama nocmwvnBa omHoBo ¢ 6oaku 8 ywume,
XunepemMupaHa U UHhuAmpupaHa monanyeBa Membpana u mymopHa dpopmauus 8 enupapunkca. Caeg ekcuusus Ha XuCMOAORUYHOMO Ce
nomBbpkgaBa npegxogHama Haxogka Ha 2paHyAOMamo3eH, Hekpomusupaw, Bb3naaumeneH npouec ¢ noauasauum. Gaeg koHcyamauus
¢ peBmamonoz u Hedpoaoz ce ycmaHoB8aBam noaoxkumeaHu AHA u yBeauueHu RF, ANCA-MPO u ANCA-PR3 anmumena u C3 cepymeH
komMnAeMeH U He3HayumeAHa npmeuHypus. MauueHmkama omazoBapa Ha kpumepuume 3a ANCA-acouuupaH Backyaum u 3anoyBa
mepanus.

[paHynoMamosama C noAuaHauum e pAgko 3aboadBaHe, HEMUNUYHO NPU MAAgu xopa u B gocma om cAyyaume MoXe ga ce
nponycHe. Mo AumepamypHU gaHHU guazgHo3ama ce nocmaBa cbe 3akbcHeHue — 0koAo 8 20guHu.

KalouoBu gymu: 2paHyrnomamo3a ¢ noauaHzuum, ANCA- acouuupaH Backyaum; ORPHA: 900
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OTKPUBAHE HA KAMVHIYHO 3HAYMIA TYMOPIA CPES, YECTITE HAIBbBPEYHIA
NHUWAEHTAAOMNI

KupoBa 1., EnenkoBa A."%*, PobeBa P'** 3axapueBa C."**

'Kamegpa no Exgokputoaoaus, M@, Meguuutcku yHuBepcumem — Codus
2YCBAAE ,Akag. 18aH MeHueB", 2p. Codus
EkcnepmeH ugHMbp no pegku eHgokpuHHU BoAecmu — Codust

BvBegeHue: HagbvbpeueH uHuugeHmarom npegcmaBaaBa Bcaka (popmauua Ha HagobbpeuHume XkAe3u, ycmaHoBeHa cAyuadHo
npu npoBexkgaHe Ha 00pa3HO u3cAegBaHe, HeueAAwlo ga omkpue HagobvbpeyHa namono2ud. [pe3 nocaegHume 3 gecemuAemus
omkpuBaemocmma Ha HagbbbpeyHume UHUUGEHMaAOMU 3HAYUMEAHO ce yBeauyu B8 pe3yamam Ha wupokomo npuAoXkeHue Ha
0bpasHume mMemogu. Hucbk ocmaBa npougHMobM Ha KAUHUYHO 3HaYUMUMe HagbbbpeyHu GopMauuu cpeg max.

Mamepuaau u memogu: 0630p Ha HaauyHama cBemoBHa Aumepamypa om nocAegHume 10 20guHU.

Peaynmamu: XopmoHaaHo-akmuBHume (ORPHA: 99893; 235936; 29072; 276621) u 3rokayecmBeHume mymopu (ORPHA: 1501)
Cpeg Yecmume HagbvbbpPeYHU UHUUGEHMAAOMU Ca C Hucka Y4ecmoma, HO C 20AAMa KAUHUYHA 3HAYUMOCM U ONPegeAsm mepaneBmuyHus
nogxog. Bonpeku ye uzABeHama xopmoHaAHa cBpbxcekpeuus e HeobuyaliHa npu HagbbbpeyHUME UHUUGEHMAAOMU, CAAB0 u3paseHama
aBmoHomHa kopmu3oaoBa npogykuusa ce ycmanoBaB8a 8 go 50% om cayyaume. Ta e cBop3aHa ¢ noBuweH puck om MemadoAUMHu
O0mKAOHEHUA U Cbpge4Ho-cbgoBa 3aboreBaemocm u npegcmaBadBa guagHoCMuy4HO U mepaneBmuyHo npegu3BukameacmBo. 3noka-
yecmBeHume mymopu ca no-pegku u ca cycnekmHu npu nauueHmu 8 maaga Bbspacm, ¢ KT-gaHHu 3a mymop ¢ 20AAM pa3vep u Bucoka
NAbMHOCM, NPU NauueHmu ¢ gBycmpaHHu HagbvbbpeyHu GopmMauuu, kakmo u npu aHamHe3a 3a MaAU2HEHO 3ab0AABaHe.

Juckycus u 3akaloueHue: KAUHUYHO 3HAYUMUME XOPMOHaAHO-akmuBHU U 3anokadyecmBeHu mymopu ca pagkocm cpeg Yecmume
HagbvbbpeuHu uHUUgeHmaaomu. CBbp3aHama ¢ mAx noBuweHa 3a6oreBaemocm u cMbpmHocm usuckBa mAxHOMO akmuBHO MbpceHe
npu Bceku nauueHm ¢ HagbbpeyeH UHUUGEHMaAOM. 3a guagHOCMUYHOMO U MepaneBmuyHomo uM ymouHABaHe e Heobxogum UHgU-
BugyaaeH nogxog U MyAmugucuunAuHapeH ekun om eHgokpuHoAo2, 0bpaseH guagHocmuk u xupypa.

KnloyoBu gymu: HagbvbbpeyeH UHUUGEHMAAOM; XOPMOHaAHO-akmuBHU HagbbbpeyHu ageHomu; pegku dopmu; HagobopeueH
kapuuHom; aBmoHomMHa kopmu3oaoBa npogykuus

LNATHOCTKA 1 AEYEHUNE HA PALDLK CAYYAIN HA MALLNEHT C MACTEHIA rPABIC U )
MPUMOKPNBALL, CE CUHAPOM HA CKAEPOAEPMUA-NOANMINO3NT — KAMHNYEH CAYHAN

KucboB T, umumpoBa M., QumumpoBa K.
YMBAACM H.I. Mupo2o8“ — Codus

BuvBegeHue: Kakmo muacmenus 2paBuc (MI), maka u cuHgpoma ckaepogepmus-noaumuosum (SSc-PM) Bauzam B8 cnekmopa Ha
aBmoumyHHUMe 3a60AABaHuUA. TaxHama kAuHUYHUYHA u3sBa go usBecmHa cmenex ce npunokpuBa, koemo 3ampygHsaBa HaBpemeHHama
guazvocmuka. [1o mo3u momMeHm B cBemoBeH Maulab ca onucadu egBa Hakoako cayyas Ha komopbugHocm mexgy gBeme.

Mamepuaau u memogu: Kacae ce 3a »keHa Ha 38 20guHu, nocmbnBawa no noBog omok Ha nogbegpuuume u crabocm B goaHUme
kpadHuuu om okono 6 meceua. CvbobwaBa 3a caabocm B8 20pHU kpadHuuu, NamoAO2UYHA YMOPAEMOCM U 2bAMameAHU CMyWeHus. B
pamkume Ha 60AHUYHUA npecmoi pa3Bu guxameAHa HegocmamubyHocm U 6ewe nocmaBeHa Ha uskycmBeHa 6eAnogpobHa BeHMuAaUUA.

Pesyamamu: lpu xocnumaausauusama ce ycmaHoBu gudysHo HamareHa MyckyAHa cuAa, gucazusd u gucdoHUs, YNAbMHeHa U
Nocka kokama Ha kpalHuuume. 0bpasHume u3caegBaHuA Ha 2aaBa u AukBOpHO uscaegBaHe 6dAxa 6e3 namoAo2uyHU Haxogku. EMT
paskpu gaHHU 32 noAokumeAHa MuacmeHHa peakuusa u MyckyaHa yBpega. MocaegBa uscAegBaHe HA MUMbP HA NAHEAHU aHmumeAa
kamo antiMUSK u antiAchR, koumo ocmaHaxa ompuuameAHu, Ho ce ycmaHoBu 3aBuweHu HuBa Ha anti-Ro52, anti-PM-Scl75 u anti-
PM-Scl100. M3caegBaH bewe u napaHeonAacmuyeH naHea — 6e3 3aBuwieHu cmodHocmu Ha buomapkepu. HasHauyeHa mepanus ¢
Bucoko-nyacoBu gosu kopmukocmepougu, koAmo nocAe npemuHa 8 anmepHupawa. NMpoBegeH kypc ¢ uHmpaBeHo3HU UMYHO2A0BYAUHU
u mepanus ¢ Pyridostigmine u Azathioprin.

Juckycua: Bo3 ocHoBa Ha npoBegeHume uscaegBaHua ce ycmaHaHoBu komopbugHocm Ha MG u SSc-PM. TMopagu pagkomo
NpomuyaHe 3aegHO U Ha gBeme 3aboAABaHUA Ce 06Cbgu U HeonAacmuuyeH npouec, Bogew, go napaHeonAaCMuYHU aBmOuMyHHU
CUHgpPOMU. Bbnpeku ompuuameaHume pesyamamu om u3caegBaHusma, nauueHmakama oeuwe HacoyeHa 3a PET-CT.

3aknloyeHue: Muacmenus u ckaepogepmua pagko ce u3ABaBam 3aegHo, HO CcvbBmecmHama um npoABa moke ga 6Gbge
HegocmambyHo gokAagBaHa nopagu npunokpuBawu ce KAUHUYHU CUHgPOMU.

KaloyoBu gymu: MuacmeHus 2paBuc, Ckaepogepmus-noAuMUO3Um
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MPNAOXEHNE HA QN3NOTEPANEBTNYHIN YNPAXHEHUA NP MYKOBINCLLO03A

KoneBa I, KacHakoBa [1.%° TopHboBa b.%°

'Cneuuartocm ,Pexabuaumamop®, Meguuutcku koaexk, Meguuutcku yHuBepcumem — MaoBguB
?Kamegpa ,YnpaBaeHue Ha 3gpaBHume 2puku’, (Dakyamem no obuiecmBeHo 3gpaBe, Meguuutcku yHuBepcumem — MaoBguB
(Dunuan XackoBo, Tpakulicku yHuBepcumem — Cmapa 3azopa

BuvBegeHue: MykoBucuugoszama e mexko aeHemuyHo, aBmo30MHO-peuecuBHO 3aboaaBare, koemo ce npoABaBa B8 gemcka Bu3-
pacm u usuckBa mMogepeH MyAMUgUCUUNAUHAPEH Nogxog B mepanuama.

Llen: ga ce noguepmasam noA3ume om npuAoXkeHuemo Ha (usukaaHama mepanus U pexabuaumauusma npu nauueHmu ¢ mMyko-
Bucuugosa.

Mamepuana u memogu: u3noA3BaHu ca HayyHume 6a3a gaHHu PubMed, MEDLINE, Google Scholar 3a mbpceHe Ha gaHHU no kalo-
4oBu gymu: pexabuaumauus, pusuyecka akmuBHocm, cnopm u MykoBucuugosa.

Pesynmamu u guckycus: Pa3zaegaHume gaHHu Bogsam go cAegHume akueHmu: 3a ocu2ypsBaHe Ha onmumaAHa 2puka Ha nauu-
eHmume ce u3uckBa exegHeBHa pexabuaumauus, kamo 30% om noggbpkawama mepanua ce omHacaA go gobpa dusuyecka akmuB-
Hocm. EguH om BaXkHume komnoHeHmu Ha AeyeHuemo e kuHesumepanuama. AkueHmupa ce Ha mexHuku, ynpaHeHus U UHXaAauuu 3a
usyucmBaHe Ha bpoHxuarAHOMO gobpBo om BuckosHua cekpem, guxameAHa 2umHacmuka u ynpakHeHus 3a npaBuAHO meaogbpXkaHe.
MoBuweHama gBuzameAHa MobuAHocm U akmuBHO guluaHe nognomazam 6eAogpobHUA gpeHaXk Ha nauueHma. MpenopwuBa ce cnopm,
CbobpaseH ¢ BvamMoxkHocmume u dusuveckus nomeHuuaa. MauueHmume mo2am ga ce HacbpyaBam ga ce BkalouBam, kakmo 8 2py-
noBu cnopmoBe kamo Boaediboa, 6ackem6oa, pymboa, maka u 8 uHguBugyaaHu cnopmoBe, kamo nayBaHe, cku, bazaHe.

3aknloyeHue: B peayamam Ha paHHO 3anoyHamama, komnaekcHa u nepcoHaAu3upaHa pexabuAumauua ce nognomaza UsAOCMHOMO
3gpaBocA0BHO CocmoAHUE HA nauueHmume ¢ MykoBucuugosa. MogobpaBam ce gBuzameAaHume kavyecmBa bop3uHa, cuAa, AoBkocm,
usgpwkauBocm, koumo okaszBam 2oaamo BAusaHue B eXkegHeBHUMe gedHocmu u kayecmBomo Ha XkuBom Ha nauueHmume.

KnalouoBu gymu: dusuomepaneBmuyHu ynpakHeHusA, pexadbuaumauus, MykoBucuugosa

XXEAA30TO — NOALEHABAH FEPOI WA BE3MbABEH 3NAOLEI?

KopeHmoBa U., Mycmaga M., ABpamoBa A., MumeBa A.
MeguuuHcku dakyamem, Tpakudcku yHuBepcumem — Cmapa 3azopa

BvBegeHue: HacregcmBeHama xemoxpomamosa (ORPHA kog: 139498, 79230, 225123, 647834) e pagko 3aboaaBaHe, koemo ce
uspasaBa cbc cucmemMHo HampynBaHe Ha XeAa3o, yBpexkgawo mokaHume, 8 pesyamam Ha Mymauuu 8 2eHu, cBop3aHu ¢ XkeaesHama
xomeocmasa. lMosHamu ca 4 ocHOBHU muna: Hal-pasnpocmpaHeHama HFE-cBbp3aHa, loBeHuaHa, TFR2-cBbp3aHa, yHacaegAaBaHu
aBmo30MHO-peuecuBHo, u aBmo3somHo-gomuHaHmHuama SLC40A1-cBop3ana. MoBeyve om 90% om cayyaume Ha mun 1 ce goakam Ha
XOMO3U20mMHOCM No Muc-ceHc Mymauusa 8 HFE 2eHa (rs1800562 G*A), Bogewa go 3amsHa Ha Cys282Tyr (C282Y).

Mamepuaau u memogu: OcowecmBeHo e mopcere no kalouoBu gymu ,hereditary hemochromatosis*u ,HFE-related hemochromatosis*
8 PubMed 3a nocaegHume 4 20guHu, Cb2AacHo akmyaaHume npenopoku Ha EASL.

Pesynmamu: KauHuyHama kapmuna Had-yecmo BkalouBa xenamomezaaus, kokHa xunepnuzmeHmauus u apmpum. B xoga
Ha 6ornecmma ce pa3BuBam XPOHUYHO NpPO2PECUPaWo YepHOgPOOHO yBpexkgaHe, eHGgOKPUHHU HapyweHus, 3axapeH guabem u
kapguomuonamus. CepyMHu nokasameAu 32 guazHocmuka U MOHUMOPUHZ ca cepymMeH GepemuH (SF) u HacuwaHe Ha mpaHcdepuH
(ST). TeHemuueH aHaAu3 Ce Hanaza npu UHGUBUQU C abHOPMHU pe3yamamu om uscAegBaHe Ha XKeaa3omo u pogcmBeHuuume Ha
ugeHmuduuupaHu xomo3uzomu.

MopBa AUHUA Ha AeyeHue ca (aebomomMuume, kamo uHXUBUMOPU HAa NPOMOHHAMa nomna HamaaAaBam Heobxogumua 6pod
npouegypu. Mpu npomuBonokasaHus ce u3noA3Ba xenamopHa mepanua 8 kombuHauuA ¢ aHmuokcugaHmu.

Juckycua: Heobxogumu ca no-3agbABOYEHU U3CAEgBaHUA HA MEXaHU3MUME Ha XeMOXPOMamo3a, C UEA paHHa guazgHocmuka
u noBuwaBaHe edekmuBHocmma Ha AevebHU Memogu, BKA. MACMOMO Ha XencuguHoBume mumemuuu B AeyeHuemo, pucka om
pasBumuemo Ha xenamoueAyAapeH kapuuHom.

3aknloueHue: HacaegcmBeHama xemoxpomamosa npegcmaBasBa HayyeH UHMeEpec 3a peguua cneuuaaucmu u go gHec. C
pa3Bumuemo Ha MeguuuHama, no3HaHuAsma Hu npogbakaBam ga ce 3agbAboyaBam, koemo no3BoaaBa no-paHHa guazHocmuka u
no-edekmuBHO AeyeHue.

KnloyoBu gymu: HacregcmBeHa xeMoxpomamosa, npemoBapBaHe ¢ XeAa3o
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BTOPUYHA (SAA) AMIAOIO03A NP AAKANTOHYPUA

MapuHoB b., CmamamoBa E., leopeueB X.
MeguuuHcku yHuBepcumem — Cogua

BvBegeHue: Arkanmorypusama (ORPHA:56) e aBmo3omHO-peuecuBHO 2eHemuyHo 3ab0AdABaHe, koemo npegcmaBaaBa geduuum
Ha XxoMo2eHmu3am okcugasa, yyacmBaw 8 paszpakgaHemo Ha XoMo2eHmu3uHoBama kuceauHa, MeXXguHeH MemaboAum Ha MUpO3UH
U (eHuAaAaHUH. XomozeHmusambm u He2o0Buam okcug — aakanmoH, ce ekckpemupa YacmuyHO C ypuHama, Ho ce HampynBa u 8
CbeguHumenHama mokaH — cmaBu, 6bbpeuu, cobpue u koka, kamo npuyuHABa xapakmepHo ouBemsaBaHe (0xpoHO3a) u okcugamuBe
cmpec. Tod uHgyuupa Bv3naneHue, koemo XpoHuduuupa u cmaBa ocHOBeH namozeHemuueH (akmop 3a pas3Bumuemo Ha SAA-
amuAougo3sa.

Mamepuaau u memogu: lTy6aukauuu 8 mexkgyHapogHu 6a3u gaHHU Scopus, PubMed, Google Scholar, ¢ kalouoBu gymu amyloidosis,
alcaptonuria

Peaynmamu: lMog6paHu ca 9 HayuHu cmamuu — KAUHUYHU CAyYau, AumepamypHU 0630pu u koxopmHu npoyyBaHus

HOuckycua: Peguua uscaegBanus (Milucci et al., Spencer et al.) gokasBam Haauyuemo Ha amuAaougHu genosumu om SAA npu
ankanmoHypus, ¢ npeguAekuuoHHa AokaAusauus Ha aMuAougHo HampynBaxe B HenocpegemBeH koHmakm ¢ Mecmama Ha HampynBaHe
Ha OXPOHOMUYHUA NuaMeHM — gokasaHa e nogobHa akymyaauusa Had-yecmo B XpywsAAHa U cuHoBuaaHa mukaH, cbwo B copue,
cAloHueHU XkAesu u macmHa mbkaH. [pegnoAazaemama namozeHes3a Ha aMuAougo3ama e UHgyuupasHemo Ha AokanHo Bb3naneHue
0m XoMoz2eHmu3am/meAaHuHoBu komnaekcu B pasauvHume mbkaHu. HampynBaHemo Ha SAA u xomozeHmusam uma kymyaamuBeH
eekm Bbpxy cumnmomume Ha 0CHOBHOMO 3a60AABaHe — HabAlogaBam ce no-yecmu ek3auepbauuu Ha apmponamuama, no-8ucoka
yecmoma Ha kaanHu 3aboAdBaHus, 6bbpeYHO U YepHOgPOBHO 3acA2aHe, pAgko ce HabAalogaBa munuyHa 6bbpeyHa aMuAougo3a.

3aknloueHue: NokaaHomo akymyaupaHe Ha nuaMeHm npu arkanmoHypus cb3gaBam npegnocmaBku 3a pa3Bumuemo Ha BmopuyHa
amuaougosa, AMuAougo3ama mpaoBa ga ce uma npegBug npu gucnaHcepHo HabalogeHue Ha makuBa nauueHmu.

KaloyoBu gymu: amuaougosa, akanmoHypus, amuaoug A

OTKPUBAHE HA PEAKUTE XOPMOHOCEKPETNPALLA TYMOPW CPEQ, YECTUTE XNNOQPU3HN
NHUWAEHTAAOMNI

MapkoBa M."?, EnerkoBa A.'%*, PobeBa P'%3, 3axapueBa C."*

'Kamegpa no Exgokputoaoaus, M@, Meguuutcku yHuBepcumem — Codus
2YCBAAE ,Akag. 18aH MeHueB", 2p. Codus
EkcnepmeH ugHMbp no pegku eHgokpuHHU BoAecmu — Codust

BvBegenue: ViHuugeHmaromume Ha xunodusama npegcmaBaaBam mymopu, omkpumu cAy4aliHO npu 06pasHu u3cAegBaHus, u3-
BoplweHU No NpuYuHU, HeueAAawu omkpuBaHe Ha xunogusHa namoAozuA. Te Mo2am ga npousxoXgam om camama »Ae3a UAU ga A
3acAeam BmopuyHo. Mo-2oaamama yacm om max ca HegyHkuuoHupawu, Ho npu HAakou ce HabalogaBa xopmoHaAHa cBpbxcekpeuus,
koAmo e npuyuHa 3a pas3Bumue Ha 3a6oAABaHe Cbe cCoomBemHama kauHuyHa kapmuna - xunepnpoaakmuxemus (ORPHA: 2965), akpo-
mezaaus (ORPHA: 963) uau borecm Ha KywuHz (ORPHA: 96253).

Mamepuaau u memogu: 0630p Ha HaauyHama cBemoBHa Aumepamypa om nocaegHume 10 20guHu.

Pesyamamu: XopmoH- npogyuupawume mymopu ca pegku cpeg XunodusHume UHUUGEHMAAOMU, HO Ca C 20AAMO KAUHUYHO 3Have-
Hue. MMpu nauueHmume ¢ npoaakmuHoMu 06ukHOBEHO Ce npuAaza mepanua ¢ gonamuHoB a2oHucm, gokamo npu mesu ¢ 6oAecm Ha
KywuHz uau akpomezaaua nobpBa AUHUA € XUPYP2UYHOMO AEYEHUE.

Duckycus: Mpu Bceku nauueHm ¢ dpopmauua 8 obAacmma Ha xunodusama mpacBa ga 6bge YMOYHEH U NPOCcAegABaH XOPMOHAAEH
cmamyc kakmo 3a cBpuxcekpeuus, maka u 3a nposaBa xunonumyumapusbm.

3aknloueHue: lMpocaegABaHeMO Ha nauueHMume ¢ XunoGu3HU UHUUGEHMAAOMU, He3aBucumo gaAu ca (GyHKUUOHUPAWU UAU He,
cAegBa ga ce u3BopwBa om MyAmugucuunAuHapeH ekun cbC cneyuAaucmu B obaacmma Ha eHgokpuHoAo2usma, HeBpoaoz2uAma,
HeBpoxupypauama, opmaamoAro2uAma u 0bpasHama guazHocmuka. B 3aBucumocm om XOpMOHaAHUA CMamyc U gaHHUme om HeBpo-
AO2UYHUA U 0(MaAMOAO2UYHUA npeaaegu, kakmo u guHamukama npu 06pa3Ho npocaegABaHe Ha Gpopmauuama, ce B3uma pewleHue 3a
nocaegBawus mepaneBmuyeH nogxog.

KnalouoBu gymu: MHuugeHmanom, xunogusa, nporakmuHom, borecm Ha KywuHe, akpomezaaus
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CUHAPOMbBT HA NMAPELLIATA YCTA — NPEAIN3BUKATEACTBO 3A AEHTAAHINA AEKAP

MumeBa-KampargxueBa L.
MeguuuHcku YHuBepcumem — MaoBguB, Kamegpa ,CouuarHa meguuuHa u obwecmBeHo 3gpaBe”

BvBegeHue: CuHgpombm Ha napewama ycma (CIY) ce xapakmepusupa ¢ ycewlaHe 3a napeHe u Aunca Ha yyBemBumeAHocm Ha
OpaAHama Auz2aBuua, koemo e ¢ npogbAKUMEAHOCM NOHe 2 yaca Ha geH B pamkume Ha noHe 3 Meceua, kamo He ce ycmanoBaBa
eguH konkpemeH emuonozuyeH Gakmop.

Mamepuaau u memogu: HanpaBeH e npeaaeg Ha goCMbNHAMAa HayyHa Aumepamypa.

Pesynmamu: CIY e pAagko 3aboaaBane, 3acAz2awo go nem uHguBuga Ha 100 000 HaceaeHue. Xopama ¢ CIY ca no-4ecmo Ha
CpegHa uAu HanpegHaAa Bov3pacm, a XkeHume ca 3 go 7 Nbmu no-4ecmo 3acezHamu omkoAkomo Mbxkeme.

Ouckycusa: CIY e nogpa3geaeH Ha gBa 0CHOBHU muna cnopeg NpegnoAazaemMume NPUYUHU - NbpBuyeH, npu kolimo HAma ABHa
npuyuHa u BmopuyeH, npu kodmo oparHama cumnmomamuka moxXe ga e 8 caegcmBue Ha MeCMHU, 06WU (MeHonay3a u cemuBHu
HapyWweHuUA) U NCUX0AO2UYHU (genpecus u mpeBoxkHocm) emuonamozeHemuyHU hakmopu.

3aknloueHue: Auncama Ha koHkpemHa emuoAo2uf, mpygHocmume npu nocmaBaAHe Ha guazHo3ama, Bb3M0XKHOMO eguHCMBEHO
CUMNMOMaMmUYHO U He 0c06eHO edekmuBHO AeveHue, ce npeBpoliam B pearHo npegu3BukameacmBo 3a Bceku geHmaneH Aekap.

KaloyoBu gymu: cuHgpom Ha napewama ycma, Burning mouth syndrome

MPOYYBAHE PA3NPOCTPAHEHNETO HA BPYKC3bM NP CTYAEHTWATE N0 AEHTAAHA
MEQWULHA KbM QAKYATETA M0 AEHTAAHA MEQWLIHA KbM MEQULLHCKIA
YHINBEPCWUTET NAOBANB

MycypaueBa H., [MonoBa W., ComupoB C., KacaboBa C., ApgaweB A., PyxuHoB B., lackaneBa E., MBaHoBa X., [MonoB I1.,
CmegaHoBa E., QumumpoB [., [apabegsH L., MexauBaHoBa T

MeguuuHcku yHuBepcumem MaoBguB, Pakyamem O6wecmBeHo 3gpaBe, Kamegpa ,CouuarHa MeguuuHa u 06uecmBeHo
3gpate”

BvBegeHue: bpykcusmbm npegcmaBasBa napadyHkuuoHaaHa akmuBHocm Ha gbBkameAHusa anapam u ce geuHupa kamo Heo-
Cob3Ham HaBuk Ha ckopuaHe, mpueHe u cmuckaHe CoC 3vbu. PasauyHUMeE KoHuenuuu no OmMHOWeHUe MoMeHma Ha npoABa Ha na-
moAo2uAma, emuoAo2udHUMe dakmopu u mexkecmma Ha usaBama, onpegeAsam U pasHoobpasuemo 8 geduHuuuAama Ha bpykcusma.
MHoz20 yecmo deHomeHa e onucBaH camocmoAMEAHO UAU B kombuHauua ¢ gpyau BpegHu HaBuuu u ce npuvucadBa koM obwama
2pyna Ha napagyHkuuume. Cnopeg MexgyHapogHama acouuauus Ha HapyweHuama no 8peme Ha CbH GpykcusMom ce geduHupa
kamo opaaHa akmuBHocm, xapakmepu3supauia ce CbC ckopuaHe U cmuckaHe Ha 3vbume no Bpeme Ha CoH, Had-yecmo cBop3aHa
¢ dasama Ha cbbyXkgaHe. CucmemamuyHuAm npeaneg Ha Aumepamypama nokasBa, ye napadyHkuuama moxke ga ce npoABu no
Bpeme Ha CbH U/uAu B BygHo cbemosHue. Tol moxke ga goBege go noABama Ha pasAUYHU CMOMAamMOAO2UYHU NPodAeMU, 60Aka U
guckomdopm. OcHoBHUME npuyuHU 3a Bb3HukBaHe Ha bpykcuama mozam ga 6bgam cmpecbm u mpeBoxkHocmma, HenpaBuAHOMO
nogpeXkgaHe Ha 3bbume, HeBpOAO2UYHU pa3cmpolicmBa uAu ynompebama Ha Hakou AekapcmBa. EnugemuonozuyHu npoyuBaHus
nokasBam, ye 11% om xopama 8 akmuBHa Bb3pacm, cmpagam om 6pykcusoM. PaznpocmpaHeHuemo Ha bpykcuama cpeg Mmaagume
xopa cobwo nokasBa saHayumeaHa yecmoma om 30%, kakmo noka3Ba npoyuBane Ha kamegpa [TfpomemuyHa geHmaaHa MeguuuHa npu
(Dakyamem no geHmanaHa MeguuuHa Codus.

Liea: [1a ce npoyyu pasnpocmpaHeHuemo Ha 6pykcusma cpeg cmygeHmume no geHmaaHa MeguuuHa.

Mamepuan u memogu: MpoBegeHa e npaka uHguBugyaaHa aHkema cpeg cmygeHmume no geHmaaHa MeguuuHa kom (akyamema
No geHmaAHa MeguuuHa kom MeguuuHcku yHuBepcumem [1A0BguB.

Pesynmamu: Om ankemupanume cmygeHmu 84 ca om >keHcku noa, a 46 ca om Mokku noA. 42% coobwaBam 3a ckopuaHe Cbe
3bbu npe3 gexn, a 23% npes Howma. 3a meMnopaAHo 2Aa8060Aue CympuH cnogeaam 18.% om yyacmHuuume.

Huckycua: B exXkegHeBHama npakmuka Bce noBeue ce HabalogaBam cayyvau ¢ 6pykcuamanHa akmuBHocm, 0C06EHO npu
MAagu xopa. B mo3u acnekm paHHOMO gua2HOCMUUUPaHe U u3bopa Ha MOYeH guagHOCMUYeH MOgeA Ha npobAeMa € om Co-
wecmBeHo 3HaueHue. Becuuku mesu Bobnpocu nokazBam, ye memMama e MHO20 akmyaAHa u uma MH020 npecnekmuBu 3a 6bge-
we. Xopama ¢ 6pykcusbm mMoXe ga He ca HadAcHo ¢ HaBuka cu, gokamo He ce pa3Buam ycAokHeHua, koemo 20 npaBu yecmo
npeHebpe2BaHo CbCmosAHUE.

3aknloueHue: Pasno3HaBaHemo Ha npusHauume Ha bpykcusbM e om pewaBawo 3HauYeHue 3a MbpCeHe Ha HAaBPEMEHHO AeYeHuUe
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3a npegomBpamaABaHe Ha NO-HaMamblHU YCAOXKHEHUA. Kamo uano, gbazocpouHume edekmu om bpykcusma, noguepmaBam Baxk-
HOoCmmMa Ha paHHomo omkpuBaHe u Hameca.
KaloyoBu gymu: bpykcusoMm, cmuckaHe Coe 3bbu, CbH, cmygeHmu

PAIbK CAYYAI HA BOAECT HA PO3AI-AOPOMAH NP 61 FTOQNLIHA XEHA — OWATHO3A 1
MEHUAXMDBHT HA 3ABOAABAHETO

HukonoBa 1., MiopgaroB A.°, MacaapoBa A., XpucmockoBa P*, [lamaHoBa B."?, PaguHoB A.°

'Kamegpa no meguuuHcka 2eHemuka, Meguuuxcku Qakyamem, Meguuutcku YHuBepcumem — Codus
NaBopamopus no 2eHemuka, YMBAA ,CB8. 118aH Puacku®, Codust

*0mgeneHue no xemamonoaus, YMBAA ,C8. 8aH Puacku®, Codus

*0mgeAgHue N0 UUMOoAO2UYHA guazHocmuka, BosHHOMeguuuHcka akagemus, Codus

BuvBegeHue: Po3ad-lopdmaH (RDD) e pAagvk cuHgpom ¢ BapuabuaHa KAUHUYHA kapmuHa, xapakmepusupauwl ce ¢ Xxucmuouumosa
U MacuBHa aumdageronamus. [JuagHo3ama ce nocmaBa mpygHo, a Hay4Hume gokaagu 3a mosu CuHgpoM ca maako. leHemuyHo ca
onucaHu MucceHc mymauuu 6 2eHume KRAS, BRAF u MAP2K1, npeumywiecmBeHo cBop3aHu ¢ MAPK/ERK cugHaaHua nom. Hama
gokasaHa kopeaauua Mexgy MymauuoHHUA cmamyc U KAuHUYHUA u3xog om 6oaecmma. Camo okoao 5-10% om caydaume umam
(hamaneH u3xog, HO CUHgPOMbM 3HAYUMEAHO 3acsA2a kauecmBomo Ha XuBom.

Mamepuaau u memogu: KAUHUYEH npeaAeg, UMyHOXucmoxumuyHo ouBemsBaHe (IHC) Ha 6uoncuueH mamepuaa, B3em om
AUM@HUME Bob3AU, MOAEKYAAPHO-2EHEMUYEH aHaAu3, MagHumeH pesoHaHc (MRI) u komnlomvpHa momozpadgus (CT).

Pesynmamu: MonaekyadpHusm mecm omxBbpAd HaAUYuemO Ha nogaekawa xemamoao2uyHa HeonAasma. IHC gemoHncmpupa
MHOXecmB0o guAamupaHu cuHycu ¢ Makpoazu u xucmuouumu. Haauue ca MRI gaHHuU 3a myko3Ha egema Ha poHmaAHuUsA, CheHougHUA
U gecHua makcuaapeH cuHyc, CT noka3Ba kpbaAu u y20AeMeHU MeguacmuHaAHU AUMGHU Bb3Au gBycmpaHHo.

Juckycua: bonecmma Ha Posaii-JopdmaHn npomuya 06ukHoBeHO 6e3cuMnmoOMHO U e gobpokauecmBeHa. HellHama guazHo3a
06ukHoBeHO omHema MH020 Bpeme, a be3 AeyeHue MoXke ga pez2pecupa. Bce owle He ca omkpumu gocmamb4yHO cneuuuyHu
MOAEKYAHU UAU UMYHOXUCMOXUMUYHU Mapkepu Ha borecmma. lMoHAkoza nauueHmume ce Hy)kgasm Om CMEepougHO AEYEHUE UAU
XumuomepaneBmuueH pexxkum.

3aknloueHue: OnucaHume KAUHUYHU U AabopamopHU gaHHU omeoBapAm Ha 6Goaecma Ha Posad-flopdmaH. MpuroxkeHusm
XumuomepaneBmuyeH npomokoa ce moAepupa gobpe om nauueHmkama u ms € usnucada 8 nogoopeHo 3gpaBocA0BHO CLCMOAHUE.

KAMHWYEH CAYYAI HA HOBOPOZEHO C EPIDERMOLYSIS BULLOSA

HukonoBa C., bumoacka (0., CumeoHo8 [., Y3yHoBa /.
Bmopa CATBAA lLedHoBo" EALl — 2p. Codua, HeoOHamoAo2U4HO OmMgeAeHUe

BuvBegeHue: TepmuHom Epidermolysis bullosa 06eguHABa apyna KAUHUYHO U 2eHeMUYHO XemMepOo2€eHHU, HacAegcmBeHo 06ycA0BeHU
koXHu 3a6oAaBaHuA, koumo ce xapakmepu3supam ¢ dpakuaHocm Ha koxkama u AuzaBuuume. 3aboasaBaHemo 3anouBa HenocpegecmBeHo
UAu ckopo caeg pakgaHemo u ce npegcmaBa ¢ mexypu Bopxy kokama u auzaBuuume, Bo3HukBawu cAeg He3HaYUMeAeH Hamuck u
mpuexe, a noHAKO02a U CNOHMAHHO.

Mamepuan u memogu: lpegcmaBame kauHuueH cayyad Ha HOBopogeHo om HopMaAHO npomekaa nopBa GpemexHocm (AMMAP 1
MUH- 8 , 5 MuH- 8). [lememo ce paXga ¢ (pu3uoA02UYHA paHHA NOCMHamaAHa aganmauus, gBycmpaHHo BesukyAapHo guwiaHe, AcHa
cbpgeyHa gedHocm u AcHU moHoBe. Mpu pakgaHemo ce ycmaHoBa6a mauepupaHa koxa ¢ usalowBaHe Ha enugepmuca u kopBene. B
guHamuka no MHOXecmBo 30HU oM MAAOMO ce 06pa3yBaxa GYAO3HU U3MEHEHUA U 6bp30 0hopMALLU Ce HOBU npu MeXaHu4eH KoH-
makm ¢ kokama. [lememo ce nocmaBu 8 uikybamop Ha aHmubuomuyHa u cegupawa mepanua npe3 ueHmpaneH BeHo3eH kamemop.

Peayanmamu: no Bpeme Ha npecmon ce npocaeguxa koXkHu npomeHu 8 pasauyeH cmaguli Ha 0bpa3yBaHe Ha byAu u 06pamHo pas-
Bumue Ha no-cmapu makuBa, 0bpabomBaHu exkegHeBHo.

3aknloyenue: He cowecmByBa cneuuduyHa emuoAo2uyHa mepanus 3a EB. AeueHuemo e cumMnmomamuyHo u npeBaHmuBHo. [le-
memo ce usnuca ¢ gageHu npenopbku om koHCyAmupall gepmamonoz 3a obpabomka Ha kokama B8 gomawiHu ycaoBus.
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HEKPOTN3WPALL, EHTEPOKOAT N CUHAPOM HA KbCO TbHKO YEPBO-KAUHWYEH CAYYAN

HukonoBa C., bumoncka f0., CumeoroB [1., Y3yHoBa L.
Bmopa CAIBAA ,lLledHoBo® EALl — 2p. Codua, HeOHamMOAO2UYHO OMgeAeHUe

BvBegeHue: CuHgpombm Ha kocomo moHko 4epBo € CbCmosAHUE Ha Maabcopbuusa, xapakmepusupawo ce ¢ 0bwupHa 3a2yba Ha
upeBHa maca, BcaegemBue Ha BpogeHu 2acmpOUHMeECMUHAAHU MaAdOpMauuu UAU Npugobumu 3aboaaBaHus. Hat-yecmama npugobu-
ma npuy4uHa B8 HeoHamaAHuA nepuog e Hekpomusupawus eHmepokoaum (35% ).

Mamepuana u memogu: lNpegcmaBame KAuHUYeH cAyyai Ha HegoHoceHo HOBopogeHo om XKeHcku noA ¢ meano 920 2pamva u pocm
35 cm. [lememo e pogeHo no onepamuBeH nbm B 30 2ecmauuoHHa cegmuua 8 ymepeHo genpecuBHo cocmosHue (Angap ckop Ha 1
MUHyma -5, Ha 5 MuHyma-5). MNpoBegeHa komnaekcHo uHmesuBHO AeyeHue BkalouBaulo: npuAoXkeHue Ha copdakmaHm, anapamua
BeHmuAauusa, NapeHMePaAHO XpaHeHe U aHmubuomuyeH Kypc. 3axpaHeHO eHmepaAHo ¢ gobbp MOoAepaHc.

Peaynmamu: Ha 35 gHeBHa Bb3pacm HacmonBa pasko BaowaBaHe ¢ abgomuHaaHa cumnmomamuka (6aroHupaH kopem, AuncBa-
wa nepucmaakuma, peHmMaeHOAO2UYHU Beae3u Ha upeBHO Bo3naaeHue 6e3 nepdopauus). [lememo e npeBegeHo 3a AeveHue B [lemcka
xupypaua YMBAACM ,,Mupo208” kogemo e ycmaHoBeH gudy3eH cmepkopareH nepumoHUm u cAeg obliupHa ypeBHa pesekuus e u3Be-
geHa ureocmoma. locAaegBa nepuog Ha cybuaeyc, NpogbAKUMEAHO NAPEHMEPAAHO XPaHeHe U AOW me2A0BeH npupacm. [lememo ce
usnuca ¢ ycmoQ4uBo XpaHeHe.

3aknloueHue: MeHU@KMbHMbBM Ha CUHgPOMA Ha kbCO MbHKO 4epBo usuckBa MyAmugucuunAuHapeH nogxog. KombuHupaHemo
Ha XpaHumeAHu, GapMakoAO2UYHU U XUupypauuHu uHmepBeHuuu 3a Bv3cmanoBABaHe Ha eHmepaAHume GyHkuuu nogobpABam u3xoga
U pacmexa Ha kopmayemo.

KalouoBu gymu: cuHgpom Ha kbco mbHko 4epBo, Hekpomusupaw, eHmepokoaum

KAMHYEH CAYYAI HA HOBOPOZEHO C OSTEOGENESIS IMPERFECTA

HukonoBa C., CumeoHoB []., Y3yHoBa [.
Bmopa CATBAA ,edHoBo" EALl — 2p. Codua, HeoHamoAo2U4HO omgereHUe

BvBegenue: OcmeozeHesuc umnepdekma e BpogeHo HacaegcmBeHo 3aboaaBaHe, koemo ce xapakmepu3supa ¢ HapyweHa cmpyk-
mypa u ycmodyuBocm Ha kocmume. lMpuyuHama e mymauus 8 2eHa 3a npokorazeH mun | (COL1A1 u COL1A2). MosHamu ca noHe
4 muna Ha 3aboaaBanemo: Tun | — aeka dopma, mun Il — mHo20 mexka dopma, mun Il — mexkka dpopma u mun [V — HeoNpegeAeH.

Mamepuana u memogu: MpegcmaBame kauHUYeH cAyyaid Ha HOBOPOGEHO JOHOCEHO MoMuye om Bmopa bpeMeHHOCM CbC CbMHe-
Hue 3a Osteogenesis imperfecta nopagu HacmbnuAu BompeympotHo cnoHmanHu dpakmypu. Mpu pakgaHemo e 8 ymepeHo genpecuB-
HO cbcmosHue (An2ap ckop Ha 1 MuHyma -6, Ha 5- 8) . ToHycom u pedaekcume ca noHuXeHu, kpadHuuUMe HeNPONOPUUOHAAHO KbCu
¢ mexXku gepopmauuu u kpenumauuu naanamopHo. MpbgHUA Kow € Xuno U gucnAacmuyeH CbC 3ampygHeHU guxameAHu ekckypsuu.
hAaBama e ¢ usnvkHaau GoHmanHu mybepu, Hucko okocmsaBane, MakpouehaaHa koHpuaypauus Ha yepena. Yepenbm e ¢ MHOXecmBo
kpenumauuu, mekoeracmuyeH naanamopeH omok no kanuAuuuyma u pasganeveHu yepenHu weBoBe. AaB kpak ¢ BapycHa geBuauus.
Mo kauHuYHU uHgukauuu gememo Ce UHMYy6upa U Ce 3an0YyHa anapamHa BeHmuAauus.

Pesynmamu: Om npoBegeHume 06pasHuU U3CAegBaHUA Ha UAAO MAAO Audam MHokecmBo ¢dpakmypu - uHdpakuuu Ha pebpa
gBycmpaHHo, gAcHa u AABa npegaakbmHuua, gepopmauua Ha gBeme begpeHu kocmu, Gppakmypa Ha gacHa mubusa u ckoceHu kocmu.
Hai-BeposamHo ce kacae 3a HecbBbpuieHa ocmeozeHesa. TpaHchoHmMaHeAHa exo2padua — HoOpMaAHa coHozpama. Exokapguozpadus
— CMpykmypHO HOPMaAHO Cobpue.

3aknlouenue: OnucaHume Haxogku cbomBemcmBam Ha 0CMEOXOHgPOgUCNAA3UA U 0CmMeo2eHe3uc umnepdekma ¢ HebAazonpu-
AmMHa npo2Ho3a. 06cbgu ce gudepeHuuarHa guagHosa ¢ xunodocdhamemus. 3aboaaBaHemo usuckBa MyAmMuguUCUUNAUHAPEH NOGX0g.

PASBUTNE HA AUM@OMI CAEL YCMELUHO AEYEHWE HA CAPKOMN

Huxam b., KaaekaHoBa E., Cloaeuman I, [ono8 B., PatueBa I, TymbeBa L., HeHoBa U.

Kamegpa no KauHuuHa onkonozua kom MY TMaoBguB, KauHuka no Meguuuncka oHkoaozus kbm YMBAA ,CB. Teopau®, KauHuka
no NoueaeueHue kom YMBAA ,CB. Teopau*

BuvBegeHnue: lMpexkuBaemocmma Ha oHkoAo2U4HUME nauueHmu ce yBeauyaBa u no-yecmo ce pecucmpupam BmopuyHU HeonAasuu.
Pa3Bumuemo Ha aumpomu caeg u3aekyBaH capkom e pagkocm.
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Mamepuaau u memogu: AHaAu3upaHu ca 113 Ha nauueHmu coc capkomu peaucmpupadu 8 KauHuka no meguuuHcka oHkoAo2us,
YMBAA ,CB. Teopau “, MAoBguB, 8 nocaegHume 10 20guHu. MpegcmaBamve mpu KAUHUYHU CAyYas.

Pesynmamu u oocvkgaHe :

KauHuyeH cayyad No1: Mok 49 2. cbe cunoBuaneH capkom, AekyBaH onepamuBHO, ¢ Abye- U xuMuomepanus. 10 20guHu no-KoCHO
Cce guazgHocmuuupa B-xpoHuuHa AumpouumHa AeBkemus.

KauHuven cayyal N2 2: XKewa 65 2. ¢ aHauocapkom, AekyBaHa onepamuBHO u C Avdemepanud. 10 meceua no-KoCHO ce
guazHocmuuupa MueroMHa borecm, /2 A kanna, ¢ HanpegHaau kocmHu Ae3uu.

KauHuuen cayyad Ne3: Mok 76 2. cobc capkom Ha meku mbkaHu. Meceu, caeg 3aBbpuwiBaHe Ha AeyeHuemo (ekcuusus, Abue- u
XumMuomepanus) e guagHocmuuupad az2pecuBeH MaHmMeAHOKAEMbYEH AUMPOM.

B onucaHume cayyau ce pasBuBam B kaemvyHu aumdomu B pasauveH uHmepBaa om Bpeme cAeg yenewHo AekyBavu capkomu.
Mpousxogbm u Ha gBeme HeonAasuu e Me3eHxumeH. [Jonyckame emuo-namozeHemuyHa Bpb3ka C npegwecmBawa Abye- U XuUMu-
omepanuA. B aumepamypama He ce uskalouBa 2eHemuyHa npegpasnorokeHocm, a maka Colwlo kAoHaAHa eBoalouus mexXgy gBeme
MaAUZHEHU 3ab0AABaHuA.

3aknloueHue: Bonpeku cBoama azpecuBHocm, capkomume Moz2am ga 6bgam ycnewHo AekyBaHu, a puckom om pasBumue Ha
pegku BmopuyHu HeonAasuu HapacmBa. ToBa HaAaza NPeUU3HO HabAlogeHue Ha me3u GOAHU U WUpoKU guazHOCMUYHU u3cAegBaHus
Npu CoMHEHUE 32 BMOPO MaAu2HEHO 3ab0AABaHe, BKAIOUUMEAHO 2eHEMUYEH aHaAu3.

KaloyoBu gymu: Capkomu, BmopuyHo 3n0kayecmBeHo 3a6oAaaBaHe, Aumdomu, MHOXKECMBEeH MUEAOM.

YEPHOAPOBHA LIIPO3A B AETCKA Bb3PACT — XOAECTATUMHNTE 3ABOAABAHIA B
ONQEPEHLLAAHA ONATHO3A

OeHsHoBa A., HaugeHoB X., bauyeBa M.
CBAAB ,MMpo¢. NBax MumeB*, 2p. Codua

BvBegeHue: YepHogpobHama uuposa (YL) e Heobpamumo cocmosHue U kpaeH cmagul Ha XPOHUYHO YepHOGPOBHO 3aboAdBaHe
(X43), koemo ce xapakmepusupa ¢ gudy3Ho paspacmBaHe Ha CbegUHUMEAHA MbkaH U ¢ npeobpasyBaHe Ha HOpMaAHama YepHOgPOo-
Ha apxumekmoHuka. YL ocmaBa acumnmomHa gbA20 Bpeme u ce u3ABaBa npu pasBumue HA NOPMaAHA XUNEPMOHUS C YCAOXKHEHUA
— CNAEHOME2aAUA, XunepcnAeHu3oM, acuum. Pegkume xoaecmamuyHu 3a60aaBaHus, BkalouumeaHo npozpecuBHa pamuAHa uHMpaxe-
namaaHa xonecmasa (MMKX), ca ocHoBHa Yacm om guazHOCMUYHUA aA20pumMbM Npu geua ¢ YLl

Liea: [la ce npegcmaBu emuoAc2usma U gupepeHuuasHama guagHosa Ha YL, ga ce o6cbgam nposBume Ha MOWX.

Mamepuana u memogu: pegcmaBaHe Ha KAUHUYEH cAyyad.

Pesynmamu: Momuye Ha 13 2oguHu ¢ npoABu Ha XY3, xenamocnAeHOMe2aAus U aHeMUYeH CuHgpoM. YemanoBaBam ce noBuweHu
MpaHcaMuHasu, buAupyouH u amoHsak, kakmo u mpombouumoneHus u AeBkoneHus. MomBopxkgaBam ce Bapuuu Ha xpaHonpoBoga. B
gudepeHUUarHO-guazHOCMUYEH NAAH ca 06CbgeHU XpPOHUYHU BupycHu xenamumu, MykoBucuugosa, 6oaecm Ha Wilson, aBmoumyHeH
Xenamum, Mema6oAUMHU U AU3030MHU Goaecmu. CAeg NOAYYEH pe3yAmam Om 2eHeMUYEH naHea, npu gememo ce gokasBa MPUX
mun 3 — gBoeH xemepo3uzom no ABCB4 z2eHa. CbcmoaAHuemo Ha nauueHmkama ce npocaegaBa, 06cokga ce AeYeHUE C UHXUBUMOpU
Ha UAEaAHUA mpaHcnopmep 3a XAbuHuU kuceAuHu, kakmo u nogzomoBka 3a yepHogpobHa mpaHcnaaimauua (YT) npu npozpecus Ha
3aboaaBaHemo.

N3Bogu: X43 mozam ga goBegam go pasBumue Ha YLl ¢ Bcuykume O ycaokHeHUA. EmuoArozudHOmMOo ymoyHABaHe HeBuHazu e Bb3-
MOXHO, HO BCe no-4yecmo kombuHauuama om pasAudHU Memogu — AAbOpPamOopHU, UHCMPYMEHMAAHU U 2eHEMUYHU gaBa pesyamam.
Mpu Hsakou 3a60AABaHUA € Bb3MOXKHO MegukameHMO3HO AeueHue, gokamo npu gpyau eguHcmBeHusm nogxog e YT.

KnalouoBu gymu: yepHOgpOoGHa uupo3a, npozpecuBHa GamuAHa UHMpaxenamaAHa XoAecmasa, YepHOgPOBHA mpaHcNAaHMauus

CMBPTHOCT NP NALNEHTI C AKPOMETAANA B BbATAPNA 3A NMEPNOAA 2010-2019 FOANHA

[aBruksHoBa [1., XatevpoBa W., BvHgeBa C, EnenkoBa A, KamyweBa M.', 3axapueBa C?

'Kamegpa “OpeaHusauus u ukoHomuka Ha papmauuama”, QapmaugBmuueH dakyamem, Meguuuxcku YHuBepcumem — Codust
2Kamegpa no eHgokpuHoaoaus, MeguuuHcku dakyamem, MeguuuHcku YHuBepcumem — Codus, YCBAAE “Akag. 18aH MeHueB"

BvBegeHue: A\owusam duoxumuyeH KoHmpoA 8 pesyamam Ha Auncama Ha gocmbn go cbBpemeHHa AekapcmBeHa mepanus e egHa
0m npuyuHUMe 3a noBuweHa cMopmHocm cpeg nauueHmume ¢ akpomezaausa. Om 2010 2. comamocmamuHoBume aHano3u (CCA)
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U peuenmopHUAm aHmazoHucm Ha pacmeXHua xopmoH (PAPX) ce peumbypcupam B8 Boazapus. Lieama Ha npoyyBanemo e ga ce
OUEHU CMbpmHocmmMa cpeg nauueHmume ¢ akpomezaausa 8 cpaBHeHue ¢ obwiama nonyaauua 8 boazapusa 3a nepuoga 2010-2019 2.

Mamepuaau u memogu: lpoBegeHo e pempocnekmuBHo koxopmHo npoyyBaHe cpeg Bcuuku nauueHmu (n=537) ¢ u3BecmeH
usHeH cmamyc, npocaegaBaHu B8 YCBAAE ,Akag. V1BaH MenueB*, 2p. Codua B8 nepuoga 2010-2019 2. MpunoxkeHo € uHgupekmHo
CMaHgapmusupaHe Ha gaHHUMe 3a CMbpMHOCMMA Ype3 U3yucAABaHe Ha cmaHgapmusupaHus koeGuuueHm Ha CMbpPMHOCM
(standardized mortality rate (SMR)), kodmo npegcmaBaaBa coomHoweHuemo MexXgy HabalogaBaHama u oyakBaHama cMopmHocm.
JlaHHU 3a cMbpmHocmma ca npegocmaBeHu om HauuoHaAHUA cmamucmuyecku uHcmumym.

Pesynmamu u guckycua: boA2apckume nauueHmu ¢ akpomezaaus umam okoao 0.6 nbmu no-Hucka cpegHa cMbpmHocm 3a
aHaAusupaHua nepuog B cpaBHeHue cbC cbnocmaBumu no Bb3pacm u noA koHmMpoau om o6wama nonyaauua SMR=0.645 (95%
Cl: -0.62 - 19.1). 3a cpaBHeHue, npu npoyyBaHe 3a cMbpmHocmma npegu BbBekgaHemo Ha CvBpemeHHama apmakomepanus,
ce ycmaHoBaBa HamaneHa npexXuBaemocm SMR=2.0 (95% Cl: 1.54-2.47). CpegHama Bv3pacm Ha cmbpm e 65.9 20guHu (95%
Cl: 63.9036 - 68.0195; SD=9.1). Hal-yecmume npuyuHU 3a cMbpm ca 3aokayecmBeHu HOBoobpasyBaHua (24.35%), CbpgeyHa
HegocmambyHocm (19.23%) u M03b4HO-CbgoBu Borecmu (15.38%).

3aknlouenue: lMpexkuBaemocmma Ha nauueHmume ¢ akpomezaaus 8 boA2apus ce nogobpaBa, koemo moxke ga ce 06AcHU ¢ onmu-
MU3UpaHemOo Ha MeguuuHckume 2pwku U GuHaHcupaHemo Ha dapmakomepanus.

KalouoBu gymu: akpomezaaus; comamocmamuHoBu aHaao3u; cMbpmHocm; SMR; npexkuBaemocm

APTEPIANHA ()NBPOMYCKYAHA QUCTPOQNA

[lanaxaHoBa X.
Meguuuncku yHuBepcumem — Codus

BvBegeHue: ApmepuarHama dpubpomyckyaHa gucmpodus e pAgko, HO KAUHUYHO 3HaYUMO CbgoBo 3aboAaABaHe, xapakmepusupawo
ce ¢ Gubpo3HU U MyckyAHU NPOMEHU B apmepuarHume cmeHu, Bogewlu go cmeHo3u, aHeBpusmu u gucekauuu. 3aboasaBaHemo 3acAea
CpegHUME U 20AeMU apmepuu, kamo Hail-uecmo e 3aceaHama 6vbpeyHama apmepus. Namozaenesama Ha AQMI] ocmaBa HeAcHa, HO
ce cBop3Ba ¢ 2eHeMUYHU U XOPMOHaAHU Gpakmopu.

Mamepuaau u memogu: LleaAma Ha moBa uscregBave e ga ce npoyyam KAuHuyHUme nposBu, guazHoCMuyHUME Memogu
U mepaneBmuyHume nOgxogu Npu nauueHmu ¢ apmepuarHa GuopomyckyaHa gucmpodus, CoC cneuuareH akueHm Bopxy
OvbpeyHUMe u uepebparHume cvgoBu usMeHeHus. [luagHo3a ce nocmaBa upes aHauozpadcku uscaegBanusa, gonaep coHozpadus
u KT-aHauozpagus.

Pesynmamu: CpegHo 70% om nauueHmume ca XeHu Ha Bb3pacm okoao 45 20guHu. OcHOBHUME KAUHUYHU NpoABU ca XunepmoHuA
(80%), 2raBoboaue (50%) u abgomuHanHa 60Aka (30%). AHzuozpadekume uscaegBanus paskpuBam cmeHo3upawu Aesuu B bvbpeyuHama
apmepusa npu 60% om nauueHmume, aHeBpuamu 8 6vbbpeuHama apmepus npu 20% u uepedpaaHu aHeBpu3mu npu 10% om cayyaume.
NeyeHuemo BkalouBa aHauonaacmuka cbC cmeHmupaHe, MegukaMeHmOo3Ha mepanusa 3a XUnepmoHUA U XUpypauyHu uHmepBeHuuu npu
CAOXHU CAyYau.

3aknlouenue: AQM/[ usuckBa paHHa guazHocmuka u agekBamHo AeueHue 3a npegomBpamsBaHe Ha yCAOKHEeHUs. KombuHupaHemo
Ha 00pasHU Memogu U NepcoHaAusupaHu mepaneBmuyHu cmpameauu nogobpABa npozHo3ama u kauecmBomo Ha »uBom Ha
nauueHmume. Heobxogumocmma om gonbAHUMEAHU U3CAegBaHus e Harekawa 3a no-gobpo pasbupaHe HAa namodusuorc2usma u
2eHemuyHUmMe 0cHoBU Ha 3aboAsBaHemo.

KnloyoBu gymu: ApmepuarHa ¢ubpomyckyaHa gucmpodus, CmeHo3a, aHeBpu3ma, 6vbpeyHa apmepud, aHauonaacmuka,
XUNepmoHus, 0bpasHa guazHocmuka.

CUHAPOM HA KAUMEA-TPEHOHE

[NanaxaHoBa X., bumoncka IO.
MeguuuHcku yHuBepcumem — Codus

BuvBegeHue: Cuigpomom Ha Kaunea-TpeHoHe (CKT) e pagko BpogeHo cbgoBo 3aboadBaHe, koemo ce xapakmepu3supa ¢ kanuAapHu
Mardopmauuu (nopmBaldH nemHa), BapukosHu BeHu u xunepmpodusa Ha meku mbkaHu U kocmu Ha 3acezHamus kpaldHuk. Tounama
emuonozus Ha CKT e Heu3BecmHa, HO Ce NpegnoAaza, Ye e peayamam om abHOpMHO pa3Bumue Ha kpbBoHocHUME CbgoBe no Bpeme
Ha eMbpuo2eHe3ama.

Mamepuanu u memogu: Lileama Ha moBa uscAegBaHe e ga ce aHaAusupam KAuHUYHUME xapakmepucmuku, guagHoCmuyYHUME Me-
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mogu u mepaneBmuyHume nogxogu npu nauueHmu cvc CKT, kakmo u ga ce oueHu BauaHuemo Ha 3a6oaaBanemo Bopxy kayecmBomo
Ha »kuBom.

MpoyyBaHemo 06xBawa nauueHmu ¢ guazHo3a CKT, npocaegeHu B8 pamkume Ha mpu 20guHu. [ua2Ho3ama ce nocmaBsa Bu3
0CHOBa Ha KAUHUYHU npeanegu, gonaepoBa yampacoHozpadus, MazHUmMeH pesoHaHc (MPT) u aHzuozpadeku uscaegBanus. AeyebHume
nogxogu BkalouBam koHcepBamuBHa mepanus, ckaepomepanusa u Aa3epHa mepanus.

Pesayanmamu: KauHuyHume nposABu BkalouBam kanuaapHu maadopmauuu, BapukosHu BeHu u xunepmpodusa Ha 3acezHamus kpad-
Huk. JuagHocmuyHume u3cAegBaHus nokasBam paswupeHue Ha BeHume U HaAuyue Ha apmepuoBeHo3HU Maagopmauuu. TepaneBmuy-
Hume nogxogu Bapupam om koHcepBamuBHO AeueHUe npu Aeku CAyyau go ckaepomepanus u Aa3epHa mepanus npu no-mexku cayyau.
Ckaepomepanusama ce u3noA3Ba 3a 3amBapsHe Ha abHOpMaAHUME BeHu, a Aa3epHama mepanua nomMaza 3a HamaaAaBaHe Ha kanuaap-
HUMe MaadopMauuu u nogobpaBa BoHwHuUA Bug Ha koxkama. MauueHmume, NogAoXKeHU Ha me3u mepanuu, nokasBam 3HauyumMeAHO
0bAekyeHue Ha cuMnNMOMUME U NogobpeHue Ha exkegHeBHama GyHKuuoHaAHoCM.

3aknlouenue: CuHgpombm Ha KauneA-TpeHoHe u3uckBa MyamugucuunAuHapeH Nogxog 3a ONMuMaAHo ynpaBaeHue. PaHHama guae-
Hocmuka u nepcoHaAusupasu mepaneBmuyHu cmpameauu Mo2am 3Ha4YUMeAHO ga nogoopam npo2Ho3ama u kauecmBomo Ha kuBom
Ha nauueHmume.

KnloyoBu gymu: CuHgpom Ha Kaunea-TpeHoHe, kanuaapHu Maadopmauuu, BapukosHu BeHu, xunepmpodua Ha kpalHuk

ANBEHTULLNANHATA KICTUYHA BOAECT

[lanaxaHoBa X., BoaueB H.
KauHuka no CbgoBa Xupypausa kom Agkubagem Cumu Kaunuk YMBAA Tokyga

BvBegeHue: AgBenmuuuarHama kucmuyHa 6oaecm (AKB) e psgko cbgoBo 3aboAaBaHe, xapakmepu3supawo ce ¢ 06pasyBaHemo Ha
kucmu 8 agBeHmuuuAma Ha apmepuume, Hal-4ecmo 3acA2awu NoONAUMeaAHama apmepua. Emuoaozuama u onmumarHomo AeveHue
Ha AKb ocmaBam HeAcHu, kamo ce paszaekgam pasaudHu meopuu, Bkaloyumeano noBmopHa mpaBma, 2aH2AUOHOBU HapyweHUA u
CUCMEMHU UAU pa3BumueArHu pakmopu.

Mamepuaau u memogu: HacmosAwomo u3caegBaHe uma 3a UeA ga npegcmaBu KAuHuYeH cAyyal Ha nauueHm ¢ AKB u ga pasaaega
guazHoCmuyHUME U mepaneBmuyHu nogxogu 3a ynpaBaeHue Ha 3aboaaBaHemo.

KAauHuyeH cayuyaii: Mauuesmka Ha 51 2oguHu ce onaakBa om kaaygukauus 68 gecHus goaeH kpadHuk caeg 50 mempa xogeHe, kosmo
He ce nogobpaBa ¢ koHcepBamuBHO AeveHue. HAama npeguwHa MeguuuHcka ucmopua u He npuema megukameHmu. Mpu du3sukaneH
npeaaeg ce ycmaHoBaABa cAab nyACc Ha NoONAUMEeaAHama apmepua U omcbcmBue Ha guCManeH NyAC.

Pesynmamu: [JuacHozama AKb e nomBbpgeHa upe3 06pasHu uscaegBaHusa. 3aboaaBaHemo e HabalogaBaHo npu nauueHmka be3
npusHauu Ha amepockaepo3a. AeyeHuemo BkalouBa nepkymanHa acnupauus, ekcuusua Ha kucmama uAu cbgoBa ekcuusus ¢ uHmep-
NO3UUUOHEH 2padm UAU balinac.

Luckycus: Mopagu HeusBecmHama emuoaoaus u Bucokua puck om peuuguB, agBeHmuuuama e ocmaBeHa omBopeHa caeg eBaky-
auuama Ha >keaeobpasHomo BewecmBo om kucmama.

3aknlouenue: AKb npegcmaBanaBa npegu3BukameacmBo 3a guagHocmuka u AeYeHue nopagu pAgkocmma u HeAcHama emuoAo2Us.
MepcoHaauupaHuam mepaneBmuyeH nogxog e om CbWwecmBeHO 3HaYeHUe 3a yCnewHo ynpaBaeHue. [JonbAHUMEAHU u3caegBaHus ca
Heobxogumu 3a N0-gobpo pa3bupaHe Ha namozeHe3ama u pa3pabomBaHe Ha oNMUMaAHU MepaneBmuyHu cmpameauul.

KnalouoBu gymu: AgBeHmuuuarHa kucmuyHa borecm, nonaumeaAHa apmepus, kaaygukauus, nepkymadHa acnupauus, cbgoBa
ekcuusus, batnac.

MOMANTEAAEH KOMIMPECWOHEH CUHOPOM

[NlanaxaHoBa X., BoaueB H.
OmgeneHue no CogoBa Xupypausa kom Agkubagem Cumu KauHuk YMBAA Tokyga

BvBegeHue: MonAumeaAHUsM apmepuaAeH eHmpanmeHm cuHgpoM (PAES) e pAgko cbgoBo 3aboAaBaHe, koemo npegu3BukBa
komnpecus Ha nonAumeaAHama apmepus om okoAHUMe MycKyAHU U cyxoXkuAHU cmpykmypu, Bogewa go ucxemus Ha goAHuA kpadHuk
npu mAagu u akmuBHu uHguBugu 6e3 gpyau cbgoBu puckoBu dakmopu.

Mamepuanu u memogu: Lleama e ga ce npegcmaBu kauHuueH cayval Ha maag nauueHm ¢ PAES u ga ce 06cbgam guazHocmuy-
HUME U mepaneBmuyHu Nogxogu.

KAuHuveH cayyad: MauueHmom e 31-2oguweH MoX ¢ kaaygukauus caeg 500-1000 mempa xogeHe 8 gecHus kpadHuk, 6e3 npugpy-
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*aBawu 3aboaaBaHusa u MegukameHmu, ¢ HOPMaAeH UHgeke Ha meAecHa Maca U AunugeH npodua. MiHgekcom Ha 2Ae3eHHOMO HaAA2aHe
(ABI) e 0.65 3a gecHus kpalHuk.

Pesynmamu: [luazHo3ama ce nocmaBu upe3 kAuHUYEeH npeaaeg, gonaepoBa yampacoHozpadusa u CT-aHauozpadus. AeueHuemo
BkalouBa muomekmomus 3a ocBoboxkgaBaHe Ha komnpecupaHama apmepua u Bb3cmaHoBABaHe HAa HOPMaAHUA apmepuareH nomok.
PaHHama guazHocmuka no3BoAaaBa pasgeadHe Ha aHOMaAHUA MyckyA U cmpaHudHo npeMecmBaHe Ha apmepuama. lMpu HaAuyue Ha
okaysus, cmeHo3a uAu aHeBpu3ma, ce Hanaza CogoBa pekoHcmpykuus.

Juckycua: Mopagu xpoHUYHaMa gucmaaHa emMboAu3auuA Ha mubuaaHume cbgoBe, koMneHcupaHama xemoguHamuka Ha cmbna-
AOMO, Auncama Ha nogxogawa BetHa 3a 2pagm u omkasbm Ha nauueHma 3a onepauus, ce pewu ga ce omaoXku onepauusma Ha AeBus
kpak u ga ce Hacpouu MuoMekmomus 3a gecHus kpak.

3aknlouenue: PAES usuckBa cBoeBpemeHHa guazHo3a u uHguBugyaausupaH mepaneBmuyeH nogxog. PaHHama uHmepBeHuus
MOoXKe 3Ha4YUMEAHO ga nogobpu npozHo3ama u kayecmBomo Ha kuBom Ha nauueHmume.

KaloyoBu gymu: MonaumeaneH KOMNPECUOHEH CUHGPOM, KanuAfpHU Maagopmauuu, BapukosHu BeHu, xunepmpodus Ha kpadHuk,
ckaepomepanus, AasepHa mepanus, guagHocmuka.

MPOYYBAHE HA LINTOTOKCWUYEH EQEKT HA TbPTOBCKO AOCTbMHI BAKTEPMOQATI NPU
ME3EHXWIMHIA CTBOAOBI KAETKIN

[TereB M.’, KvaBaueB H.

'Meguuuxcku akyamem, MY — Codus, Kamegpa MeguuuHcka xumus u 6uoxumus
2Meguuutcku Qakyamem, MY — Cogus, Kamegpa MeguuuHcka MukpobuoAoaus

BuvBegeHue: Mopagu HapacmBawuam 6pol nauueHMu 3apa3eHu ¢ 6akmepuaAHu wamoBe peaucmeHmHu kom HAakou aHmubuomu-
uu, 8 nocaegHume 20guHU ce HabalogaBa Bv306HOBeH uHmepec koM bakmepuopazume - nomeHUUaAHa aamepHamuBa Ha aHmubuo-
muyHama mepanus. Hue usnoasBaxme mopBoBcku Ga2o8 npenapam — kokmeliA Cogbpkall, Auso2eHHU dazu cpewly Escherichia coli,
Staphylococcus aureus, Pseudomonas aeruginosa u Streptococcus pyogenes. (Dazume gobaBuxme koM geaswu ce cmBoaoBu kaemku
0m me3eHxumeH npousxog. /3caegBaxme uumomokcuyHus edpekm u npexkuBaevocmma Ha kaemkume ypes MTT mecm.

Mamepuaau u memogu: CmBonoBu kaemku om Me3eHXUMEH Npou3xog 6Axa U30AUpPaHU om ekcmpaxupaHu 3vbu no ycmaxoBe-
Hume 32 moBa npouegypu. Kaemkume 6axa kyamuBupaHu 8 12-amkoBa naaka u 1 ma. DMEM. TpoyyBaHemo 06xBaHa 06wo 4 2pynu
knemku — koHmpoaHu (6e3 gobaBeHu hazu) u kaemku cynaumeHmupadu cbomBemHo ¢ 250 ul, 500 pl u 1ml gazoB8 npenapam. Caeg
uHky6auusa om 48 yaca npu ycaoBua 37°C, 5% CO2 u nogxogAawa BaakHocm be npoBegeH mecm 3a uamepBaHe Ha knembyHa Mema-
ooaumHa akmuBHocm - MTT Assay.

Pesynmamu: poBegeHume u3caegBaHuA nokasaxa, Ye mpemupaHemo ¢ KoMepcuAHO HaAuuvHu ¢az2oBu npenapamu He Bogu go
HesabaBHa uumomokcuyHocm Bopxy MeseHxumHu cmBoaoBu kaemku. (DasoBo-konmpacmua mukpockonus He nokasa npomeu 8
Mop®onozuama Ha kaemkume. Cmamucmuyecku 3Havuma pasauka 8 npexkuBaemocmma Ha kaemkume ce omyeme eguHcmBeHo npu
npuaazaHe Ha koHueHmpauua Ha GazoBus npenapam om 500 Wl

3aknloueHue: Auncama Ha uumomokcuyeH epekm Ha 6akmepuohazume Bopxy mMme3eHxumHUMe cmBoAoBu kaemku, kakmo u Hyxk-
gama om noBeue no3HaHuA B 0bAacmma 3a aAmepHamuBa cpewly pesucmeHmHu 6akmepuu npaBam masu mema Bce no-akmyaaa.

KaloyoBu gymu: 6akmepuodazu, uumomokcuyHocm, aHmubuomuyHa pe3ucmeHmHocm

3HAYNMOCTTA HA NPOCAEAABAHETO MNP MALWEHTI C AUCMOPQINYHIN BEAE3I -
CAYYAIN OT KAMHNYHATA NPAKTNKA

[MempoB I1., CmosHoBa M., AeBkoBa M.

Kamegpa MeguuuHcka 2enemuka, Meguuutcku yHuBepcumem BapHa; Aabopamopus no meguuuHcka aeHemuka, YMBAA
,GB8ema MapuHna“ — EA[l BapHa

BvBegeHnue: CuHgpoMom Ha Kabyku e pagko MyamucucmemHO 3ab0oAdBaHe, pesyamam Haid-yecmo om ge HoB0 Bb3HukHaa namo-
2eHeH BapuaHm. 3a6oAaBaHemo ce xapakmepusupa ¢ munuyeH Auue8 gucMopdusbM, XunomoHus, 3a6aBaqe B8 HepBHO-ncuxuveckomo
u dusuveckomo pasBumue.

Mamepuaau u memogu: [MpegcmaBame KAUHUYEH CAyYal HAa MOMUYE, Npu koemo npeHamaAHo e ycmaHoBeHa noAukucmosa Ha AAB
6wbpek. PogeHo npexkgeBpemeHHo B8 37 2.¢. no onepamuBeH MexaHu3bM Nopagu 0AU20XUgPaMHUOH. CAeg pakgaHemo gONbAHUMEAHO
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ca ycmaHoBeHU ampe3us Ha aHyca ¢ (ucmyaa, HaManeHu pasmMepu Ha geceH 6bbpek, Aowo koHu2ypupaHu gAaHu U XoguAa, AuueB
gucmopdusbm.

Pesynmamu: YcmaHoBeH e HopmaaeH »eHcku kapuomun u e npoBegeH map2emeH aHaAu3 Ha naHeA om 81 2eHa, cBbp3aHu ¢ 6b-
OpeyHU aHOMaAuu — He ce ycmaHoBaBam namozeHHU BapuaHmu. Caeg moBa gememo e npocaegABaHo om AuyHuA Aekap. Mpu HaBopw-
BaHe Ha 2 20gUHU OMHOBO € HAcO4YeHO 3a Meguko-2eHemuyHa koHcyamauus, npu koamo ce ycmaHoBABam cAegHUMeE gucMOopdUYHU
bene3u — gbA2u O4HU uenku ¢ ekmponuoH Ha goAHUA kaenau, usmoHeHU AamepaAaHo BeXkgu, genpecus Ha HOCHama npeapaga, bpaxu-
gakmuaus u gpyau, xapakmepHu 3a cuHgpoMa Ha Kabyku. MpoBegeHuam monekyAApHO-2eHemMUYeH map2emeH aHaau3 nomBopxkgaBa
KAuHUYHO nocmaBeHama guazgHo3a — ycmaHoBa6a ce BepoamHo namozeHeH Bapuaim 6 KMT2D zeHa.

Luckycua: Yacm om gucmopduyHUme CuHgPOMU ce xapakmepusupam ¢ munuyHu AuueBu beaesu, koumo ca namoz2HOMOHUYHU.
Bo3moXHO & 06aue me ga He ca HaAUYHU npu pakgaHemo, a ga ce pa3Buam HanbAHO cAeg HAKOAKO 20guHu. ToBa Hanaza yemodyuBo
npocaegABaHe Ha HeguagHOCMUUUPAHUME NAUUeHmU U Npu HeobXogumMocm peaHaAu3 Ha nocmaBeHama KAUHUYHA guagHo3a.

3aknaloueHue: LLlameaHomo npocaegABaHe Ha peHomunHume 6eae3u u maxHomo gokymeHmupaHe ca kalouoBu npu ouenkama Ha
NauUueHmu ¢ guUCMOpGUYHU beAesu.

KnloyoBu gymu: Kabyku cuHgpom, KMT2D, AuueB gucmopdusbm

PAAKOTO 04YHO 3ABONAABAHE BPOLEHA TNAYKOMA

[TonoBa- TawkoBa A.
YMBAA AnekcargpoBcka EALL Codus

BvBegenue: B npeseHmauusama ce npegcmaBa uHpopmauus 3a BpogeHama e2aaykoma (Bl), ¢ akueHm Ha Bb3moxkHocmma 3a
paHHama U guazHo3a u cbomBemHa npodurakmuka y Hac.

Mamepuan u memogu: [eua ¢ Bl npemuHaau npes [Jemcko oyHo omgeaetue (2000-2010) Ha YMBAA ,AnekcaHgpoBeka“ - EALL,
Codus u gobA20cpoUHO npocAegeHu (go 2023). MpuAoXkeHu ca u3BecmHu 0GMAAMOAOZUYHU MEMOQU — PYMUHHU U CNEUuUaAusupaHu.
A\umepamypHu gaHHu.

Pesynmamu: 13caegBaHu ca 06wo 202 geua ¢ B, Hag 70% om msAx ca om pa3auyHu kpauwa Ha cmpaHama Hu. 06wio 38% ca
npocaegeHume go 2023 2. KauHuuHuam ¢esomun e cAokeH (11 namoao2uyHu cmuzmu), ¢ Bogewu nposBu noBuweHo BbmpeoyHo
HanAzaHe (100%) u bydmaam (100%). Onepupanu ca 52 geua owe npu NbpBomo cu noceweHue. 3pumeAHama ocmpoma Ha 81 geua
(40,1%) e noHwkena sHayumenHo (0,09 — PPLC). Mpu HAakou om geuama ca gokasaHu 2eHume CYP1B1 u LTBP2 kamo emuono2us 3a
BI.

Ruckycua: B (ORHA:98976), uecmo 1-9/100 000, e acnekm Ha I, uma cBou 0cobeHocmu B KAUHUYHA U eMUOAO2UYHA HACcOKU.
Y Hac auncBam cvbBpemeHHU gaHHU 3a peaaHama yecmoma Ha Bl Kozamo ce 3akbCHee ¢ paHHama guazHosa u CbomBemHomo
onepamuBHo AeyeHue Ha Bl nocaeguuume — uHBaaugHocm no 3peHue om gemcka Bb3pacm ocmaBam 3a usA XkuBom.

3aknloueHue: Bl mpabBa ga ce movpcu HacoueHo. [oka3BaHemo Ha okoHuyameAHama U Qua2HO3a € MHO20emaneH
odmanmMo2eHemuYeH UHMepguCUUNAUHapeH npobaem, kodmo usuckBa 3a paHHama guagHo3a U OnepamuBHOMO AeueHue
CoomBemHama opaaHu3auus U pecypcu, ¢ 02aeg Ha edpekmuBHa cbomBemHa npodurakmuka

KnloyoBu gymu: BpogeHa 2aaykoma, CuMnmoMu, emuoAo2us, guHaMmuka, gudepeHuuaaHa guazHosa

KAMHWNYEH CAYYAI HA NMYHHA TPOMBOTYHA TPOMBOLLUTONEHNYHA NYPNYPA (UTT),
CUHAPOM HA MOLLIKOBIALL,, ORPHACODE: 93585

PucmoB b., CnacoBa M., CnacoB H., MapkoBa I1., lackaneBa W., MapuHcka b.

OmgeneHue no gemcka kauHuyHa xeMamoao2uf u oHkoaozuf, KauHuka no Meguampus u 2eHemuyHU 3a60AABaHusn, YMBAA ,CB.
leopau®, 2p. MAroBguB

TpombomuyHama mpombouumoneHuyHa nymnypa npegcmaBaaBa pAagka, »kuBomosacmpawaBawa mpombomuyHa mukpoaHau-
onamus, xapakmepu3supawia ce ¢ XeMOAUMUYHA aHeMus, MpoMboUUMoneHuUA, HeBpoAo2uYHa cuMnmomamuka U HapyweHa 6bbpeyHa
¢yHkuua. 3a npugobumama, umMyHoMeguupaHa mpoMoomuYHa MPoOMOOUUMONEHUYHA nypnypa ca xapakmepHu uupkyAupawiu aBmoa-
HMumeAa uHxubupawu ADAMTS13 npomeoAumuyeH eH3um, kodmo npu Gpu3uoA02UYHU YeAoBUA paszpaxkga Myamumepu Ha pakmopa
Ha von Willebrand u npegomBpamaBa mpombo3upaHxe.

Yecmomama Ha 3aboAaaBaHemo e om 1.5-6.0 cayyau Ha 1000000 HaceaeHue B EBpona. iMyHHama mpombomuyHa mpomoeouumo-
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NeHuyHa nypnypa ce cpewa 68 95% om Bcuuku cayyau, kamo cbomHoweHuemo Moxke:keHu € 1:3. Mpu geua ce cpewa uskalouumeaHo
psagko, ¢ yecmoma okoao 1 Ha 10000000 Ha 2oguHa.

Momuue Ha 15 2.8. nocmwvnBa B8 omgeaeHuemo ¢ onAakBaHua om kopemHa 6oAka, noBpbuiaHe, noXobamaBaHe, koXkeH xemopa-
2UYeH 06puB u AabopamopHU gaHHU 32 aHEMUYEH CUHgPOM € pemukyAouumosa, mpombouumoneHus, uHgupekmHa xunepouAupyou-
HeMUA U HapyweHa 6bbpeyHa ¢yHkuua. B xoga Ha npoaexkaBaHemo ce u3ABABa 2eHepaAu3upaHa OMOYHOCM, OAUYPUA, NPOMeEHU B
Cb3HaHUemo U 2bpy. MazHUMHO-pe3oHaHcHa momozpadua - BusyaAusupam ce MyAMUNAEHU AEHMOBUQHU XUNepuHmMeH3HU 30HU B
cybkopmukaaHomo u 6ar0mo Mo3buHO BewecmBo napuemo-0kuunumaaHo U CPeEgHO (BPOHMAAHO.

Tpuagama om XemamoAO2UYHU HapyLueHus, BaoweHa 6vbbpeyHa dyHkuua u HeBpoaozuyHa cuMnmomMamuka gage ocHoBaHue ga
Ce nogo3upa MpoMbBomuyHa mpombouumoneHuyHa nypnypa. Jokasa ce auncBawama ADAMTS13 akmuBHocm nomBopkgaBawa
guazHosama. lpoBege ce umyHocynpecuBHa mepanua ¢ kopmukocmepuog u Pumykcumab. Edekm kom nogobpeHue Hacmbnu CAeQ
Bmopama anaukauua Ha Pumykcumab. lememo npoBexkga noggopkawa mepanua ¢ mukopeHoram modemua 8 pamkume Ha egHa
20QguHa 6e3 pewym Ha 6orecmma.

TTI1 ce cyuma 3a cnewHo CbCMOAHUE 3aWomo, gake U ¢ AeveHue, cmpbmHiocma e 10-20%. Camomo nocmaBsaHe Ha guagHo3ama
e npegu3BukameacmBo 3apagu npunokpuBaHemo Ha cuMnmomamukama ¢ MH020 gpyau CbemosHuA. C nogyepmaHa poAs e uHmep-
gUCUUNAUHAPHUAM NOGX0Q U gbA20CPOYHOMO NpocAegABaHe.

KnalouoBu gymu: ADAMTS13, MowkoBuu CuHgpoM, UMyHH2 mpomM6omuYyHa MpoOMBOUUMONEHUYHA nypnypa npu geua, dakmop Ha
von Willebrand, xemoAumuyHa aHemus, mpombouumoneHus, HeBpoao2uyHa cumnmomamuka, HapyweHa 6vbpeyHa GyHKuus.

PAIbK CAYYAI HA XNNOrOHAZOTPOMEH XWUNOrOHAQN3bM

PobeBa P, EnenkoBa A., 3axapueBa C.,

Kamegpa no ExgokpuHoaoaus, Meguuutcku (akyamem, Meguuurcku YHuBepcumem — Cogus, YCBAAE ,Akag. 8. MeHueB*
EAD

BvBegeHue: BpogeHuam xuno20HagomponeH xuno2oHagu3bM e pAgko 3aboaaBane (ORPHA:238666), xapakmepu3supawio ce ¢ Ha-
pyLWeHo noAoBo pa3Bumue nopagu Xunomaaamo-xunogusHa gucdyskuua. B gBe mpemu om cAyyaume nauueHmume ca CbC CUHGPOM
Ha Kallmann (xuno20HagomponeH Xuno20HagusbM C aHOCMUA), @ NPU egHa mpema - ce HabalogaBa U30AUPaH XUNO20HAgOMPONeH
xunozoHagusom (IXX) ¢ HopmaaHo 060HAHUE (1). Mpu Mokeme, 3akoCHeHUe B guazHo3ama U AeYEeHUEmO Ce Cpella Yecmo, HO ny-
bepmemHama uHgykuus ¢ mecmocmepoH Bogu go agekBamHa Bupuausauua npu Bcuuku nauueHmu. MMpu XkeaaHue 3a Gepmuaumem
ce npoBexkga AeueHue ¢ pekoMbUHaHMHU 20HAagOMPONUHU, koemo uHgyuupa cnepmamozenesa npu 64% om nauueHmume u XkuBu
pakganus npu Hag 50% om max (2).

KauHuueH cayvaii: Tyk npegcmaBaAme nauueHm, onepupaH om kpunmopxu3bM Ha 6-20guluHa Bvb3pacm, cbe 3a6aBeHo nonoBo
pa3Bumue BnocregcmBue. Ha 24-2oguwHa Bvb3pacm mol e guagHocmuuupad ¢ XX, kamo e 3anoyHamo Ae4eHue ¢ MecmoCmepoH,
goBeAo go HopmaaHa Bupuausauus u noaoBa dyHkuusa. C o2aeg XkeraHue 3a pepmuaumem Ha 30-2oguwiHa Bov3pacm e BkaloueHa me-
panus ¢ pekombuHaHmHuU 20HagomponuHu. [18e2oguwHama mepanus 8ogu go yBeauyeHue Ha mecmukyaapHus 06em, HO npu mpadHa
asoocnepmus. G 02aeg CbMHEHUE 3a cobnbmemBauia 0bcmpykuua e npoBegeHa mecmukyaapHa 6uoncus u MukpoxupypauyHa mecmu-
kyaapHa cnepmanHa ekcmpakuus, goBeAu go pakgaHe Ha 3gpaBo geme.

Huckycusa: Bonpeku ye cmumyAauusama ¢ 20HagomponuHu e epekmuBeH Memog 3a AeUeHUe Ha UH(pepmuAumema npu MoXe ¢
BpogeH Xuno20HagoOMPONEH Xuno20HagusbM, cAegBa ga ce omyumam u conomcmBawume 3a6oaaBaHua, koumo moXe ga Baowam
Npo2HO3ama Ha nauueHmume.

3aknloueHue: KocHama guagHo3a U Cepuo3Hume couuo-ukoHomuyecku mpygHocmu HamaaaBam Bb3moxkHocmume 3a penpogyk-
uuA npu bvazapckume moke ¢ VXX, Heobxogumu ca ueAeHacoueHU YCUAUA 3a NO-paHHa guagHo3a u agekBamHo AgyeHue Ha nauueH-
mume ¢ BpOgeH Xun020HagomponeH xuno2oHagusbm B Bbazapus.

KalouoBu gymu: U30oAUpaH XUNO20HAgOMPONEH XUN020Hagu3bM, UHGEpMUAUMEM, AEYEHUE C 20HagOMPONuHU, APT.

KHuzonuc:

1. Fraietta R, Zylberstejn DS, Esteves SC. Hypogonadotropic hypogonadism revisited. Clinics (Sao Paulo). 2013;68 Suppl 1(Suppl
1):81-88.

2. Liu Z, Mao J, Wu X, et al. Efficacy and Outcome Predictors of Gonadotropin Treatment for Male Congenital Hypogonadotropic
Hypogonadism: A Retrospective Study of 223 Patients. Medicine (Baltimore). 2016;95(9):62867.
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KAMMHUWYEH 11 TEHETMEH NPOMUA HA MOHOTEHHINA 3AXAPEH QUNABET B IETCKA Bb3PACT

CaBoBa P!, QumoBa W2, ApwiurkoBa M., AreBa H.', CraBueBa O.", MogeBa W., De Franco E.*, Hatterley A.°

'CBAANB “Mpod. BaH MumeB” EAL, MeguuuHcku yHuBepcumem, Codus
®HauuoHaaHa 2eHoMHa Aabopamopus, MeguuuHcku yHuBepcumem, Codus
Department of Molecular Genetics, Royal Devon & Exeter NHS Hospital, University of Exeter

BvBegeHue: 3axapHuam guabem B gBeme My KauHuuHU Gopmu - uHcyAuHo3aBucum B gemcko-toHowecka Bw3pacm (mun 1
3M) u HeuHcyAauHosaBucum (mun 2) e ¢ MHo20(GakmopHa emuoAo2us, cbuemaBaula no-CAOXKEH 2eHemuyeH mepeH U Bb3gedcmBus
Ha okoaHama cpega. Cpeg nogpacmBawume ¢ mun 1 3[ ce HabalogaBa HeuHcyauxosaBucum 3[1 (Maturity onset diabetes of the
young, MODY) ¢ pamuAHO yHacAegAaBaHe, Yuemo 2eHemMu4HO munu3upade cmapmupa caeg 2000 2oguHa. V13BecmHu ca Hag 40 2eHHU
Mymauuu, 0mz2oBopHu 3a MoHozeHHuUA 31 (M3[1) 8 HeoHamaaHa, gemcko- loHowecka u 3pAaa Bo3pacm.

Mamepuaau u memogu: Mpu 23 geua ¢ kauHuuHo nogosupaH M3[] 6axa npoBegeHu 2eHemuyHU aHaausu caeg 2004 20guHa,
Bkalouuau Bcuuku geua ¢ HeoHamaneH u kopmavecku guabem go 6 meceuHa Bo3pacm.

Pesynmamu: bewe ycmaHoBeH mpaH3umopeH HeoHamaAeH guabem 6g24 npu 3 geua u NnepMaHEHMEH HeOHamaAeH guabem npu
3 geua ¢ mymauuu Ha GATA 6, GLIS3 u INS. Tpu gBe geua ¢ aBmoumyHeH guadem ce gokasaxa Mymauuu Ha FOXP3 (IPEX cungpom)
u STAT-1. Mpu 4 Momu4ema ¢ UHCYAUHOPE3UCMeHmeH guadem ce gokasa mun 1 BpogeHa 2eHepaau3upaHa Aunogucmpodua ¢ Myma-
uuA Ha AGPAT2. Mpu gpyau geua ¢ He2amuBHU UMYHOAO2UYHU Mapkepu bsAxa HamepeHu Mymauuu Ha PAX4 (MODY 9), PPARG, HNF1
(MODY5) u WFST. Mpu 6 geua ¢ Aeka xunepaaukemus ca gokasaxa Mymauuu Ha GCK (MODY 2).

JOuckycua: Ha 6azama Ha u3apageHu kauHuuHU anzopummu Aekapume Bce no-6bp3o pasnostaBam M3[. MHo20 geua ¢ HezamuBHu
UMYHOAO2UYHU Mapkepu 3a mun 1 3[ u/uAu ¢ GamuAHa aHamHe3a 3a 3[] ovakBam 2eHemuyHama cu guazHo3a.

3aknloueHue: leHemuyHama guazHo3a Ha M3[ e om u3kaloyumeAHO 3Ha4eHUe 3a NpeuusupaHe AeYeHUEemO Ha OCHOBHOMO
3aboaaBaHe u cbnbmemBawume cuHgpomu, kakmo u 3a 2eHemuyHama koOHCyAmauua Ha 3acezHamume nauueHmu u cemedcmBa.

KnalouoBu gymu: MOHO2EHEH 3axapeH guabem, 2eHHU Mymauuu, gemcka Bvb3pacm

MbPBI CAYYAI HA TBCD-CBbP3AHA MYCKYAHA ATPOQIA B BbATAPIA

CnenuoBa M."?, Amemur C."?, MaBroBa 3."%, TogopoB T.%, AumBurerko U., TaueBa I**, BvpbaHoBa B.*, CmamamoB 4.5,
TogopoBa A."%*

'CMAA ,leHomen LieHmop boazapus®, Codus, Boazapust

TMIA ,leHuka“, Codus, BoA2apus

®Kamegpa no Meguampus, MeguuuHcku YHuBepcumem — Codus, Codus, boa2apus

“CBANIB ,Mpod. NBaH MumeB®, Codus, bboazapus

SKamegpa no MeguuuHcka Xumus u buoxumus, MeguuuHcku YHuBepcumem — Codus, Codus, boA2apust

Cayuasm kacae momue, koemo Ha gBymeceuHa Bov3pacm noka3Ba kauxuka Ha cnuHaaHa myckyaHa ampodusa (SMA). Mopagu
HopmaaeH pesyamam om MLPA aHaAu3 3a SMA e npoBegeHo ugrocmHo ek3somHo cekBeHupaHe (WES) ¢ aHaau3 Ha naHea om 2eHu,
acouuupaHu ¢ myckyAHa ampogua.

Baxa omkpumu gBa xemeposuzomHu BapuaHma ¢.1426C>T u ¢.2347C>T B8 TBCD 2eHa. CezpezauuoHHusm aHaaus 8 cemed-
cmBomo nokasa, ye ¢.1426C>T e ¢ MalyuH npousxog, gokamo ¢.2347C>T e ¢ bawuH npousxog. [1Bama 2eHemuyHU BapuaHma
He ca omKkpuBaHu Npu XOMO3U20MHU HOCUMEAU om KOHMpOAHUME nonyAauuu no npoekma gnomAD v2.1.1. 1 gBama BapuaHma ca
knacuduuupau kamo BapuaHmu ¢ HeACHO KAUHUYHO 3Ha4yeHue cnpAamo npenopbkume Ha ACMG/AMP.

MamozeHHu Bapuaumu B8 TBCD 2eHa ca gokasaHa npuyuHa 3a aBmo3oMHO-peugcuBHa npo2pecuBHa eHuedaronamus ¢ paHHO
Havano, npu koAamo ce HabalogaBa myckyaHa ampodusa. 3aboaaBaHemo BkalouBa u usocmaBaHe B ncuxomMomopHOMo pa3Bumue, 2bp-
4oBe u uHmenekmyaneH gepuuum. lMopagu ¢pakma, ye uHgekcHUAM nauueHm e Ha gBymeceyHa Bo3pacm, goNbAHUMEAHUME KAUHUYHU
xamapkepucmuku He ce HabAlogaBam.

B 3aknloueHue 6axa omkpumu gBa 2eHemuyHu Bapuadma B8 TBCD 2eHa, koumo npegcmaBaaBam BepoamHama npuyuHa 3a Ha-
balogaBaHama myckyaHa ampodusa npu map2emHua nauueHm. WES no3BoaaBa ycnewHo guagHocmuuupaHe Ha nauueHmu B8 cayvau,
ko2amo kauHuyHama kapmuHa e Bce ouwle HenoAHa.

KalouoBu gymu: LisnocmHo ek3omHo cekBeHupate, TBCD 2eH
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PASLUPABAHE HA CNEKTbPA OT PEOKWN NEAWNATPNYHN HEBPOTEHETWUYHI 3ABOAABAHNA
B BbATAPUA

CmaukoBa C.', banabaHcku A.", AmaHacocka M.", bokuroBa B.2, TopHeB U.°, ABgkueBa-TzaBeama L., laugapoBa M.%, Ockap
A2 Kannauku P°, beueBa-Kpaiyup E.°, bpaguHoBa WN."”, MupyeBa [1.", BvkapoBa P’

'TMAA CellGenetics, Cogus, Bbazapus

2MBAAHM ,CBemu Haym*, Codus, Boacapus

SYMBAA ,AnekcaHgpoBcka“, Codusi, Bbazapus

‘CBANIB ,Mpod. Ban MumeB“, Codus, BoA2apus

SYMBAA ,C8ema AnHa“, Codus, Bbazapus

SMBAA ,Copug U Mo3bk”, MaeBeH, Boazapus

"HauuoHanHa feHemuuHa Aabopamopus, CBANAT ,Mad4un gom*, Codus, boA2apust
®Aabopamopus no MeguuuHcka 2eHemuka, YMBAA ,Ao3eHeu”, Codus, boazapus

BvBegeHue: Pegkume HeBpozeHemuyHU pascmpolicmBa 3acAzam 3% om HaceAeHuemo u Yecmo ce npoAaBaBam B neguampuyHa
Bv3pacm. 3acezHamume uHguBugu umam caokHa coOMamuyHa u HeBponcuxuampuyHa komopbugHocm, BkalouumeAHo uHmMeaekmyan-
HO yBpexkgaHe, enuaencus, koeHumuBHU u noBegeHyecku HapyweHua. MocmaBasemo Ha kopekmHa guazHosa e mpygoemko u Bpeme-
emko, kamo 2oAAma yacm om 6oAHUME geua u mexHume cemeticmBa npemMuHaBam guagHOCMUYHA oguces.

Mamepuaau u memogu: [18agecem u mpu geua Ha Bv3pacm om 2M. go 172. cbC CoMHeHuUe 3a HeBpo2eHemuyHU pa3cmpodcmBa
0AXa HAacOYeHU 3a 2eHemMuYHa guagHocmuka. bewe u3BbpuwieHo UANOCMHO 2eHOMHO cekBeHupaHe, nocAegBaHo om mapaemeH GUOUH-
(GopMamuyeH aHaAu3 Ha 2eHu, acouuupaHu ¢ HeBPOAO2UYHU CbCMOAHUA.

Pesynmamu: Ha wecmHagecem geua ycnewHo bewe nocmaBeHa 2eHemuyHa guazHo3a, kamo npu mpuHagecem om msx ce Ha-
balogaBaxa cBpoxpegku 2eHeMUYHU CbCMOAHUA:

Mayuenm Haxogka [eHemuyHa guazHo3a

1 GABRB1:¢.898A>T Enuaenmuuna eHuedanonamus 45*

2 TAF6:¢.212T>C CuHgpom Ha Alazami-Yuan*

3 KIF1A:c.760C>T NESCAV cuHgpom*

4 LARP7:¢.691_694del CuHgpom Ha Alazami**

5 COL6A3:¢.6220G>T Muonamus Ha Bethlem**

6 ALS2:¢.3703-2A>G Bb3xogauwia HacaegcmBeHa cnacmuyHa napaausa**

7 CSF1R:c.2051del HacregcmBena gudysHa aeBkoeHuedaronamua 1**

8 DDX3X:c.865-2A>G X-cBbp3aHo pascmpoiicmBo Ha uHmeaekmyaaHomo pa3Bumue Snijders Blok**
9 VARS2:¢.502C>T, VARS2:c.1587G>T KombuHupaH geduuum Ha okucaumeAHo dpochopunupare 20**
10 ASXL3:¢.3349C>T CuHgpom Ha Bainbridge-Ropers**

11 MTOR:c.7141A>G CuHgpom Ha Smith-Kingsmore**

12 HINT1:¢.334C>A, HINT1:c.110G>C HeBpomuomoHusa u akcoHaAHa HeBponamus™**

13 OCRL:c.1501C>T CuHgpom Ha Lowe**

*Hama yecmoma B8 Orphanet
*Yecmoma B8 Orphanet <1/1000000

3aknloueHue: MocmaBaHemo Ha 2eHeMUYHA guazHO3a gonpuHece 3a 0602amABaHeMO Ha CpaBHUMEAHO MeCHUA cnekmop om
gokymeHmupaHu cBpouxpegku HeBpozeHemuyHU 3aboAABaHuA B GbAzapckama neguampuyHa nonyaauus. B gonbAHeHue, paHHama u
akypamHa 2eHemuyHa guagHocmuka e om nbpBocmeNeHHO 3HauYeHuUe 3a MeHakupaHe Ha 3a60AABaHEMO U NEPCOHAAU3UPAHO AEYEHUE,
koumo umam 20AAM NOMEHUUaA 3a nogobpaBaHe Ha 3gpaBemo u kauecmBomo Ha XuBom.
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FOSMANOGEPIX — HOBA TEPAMINA HA ONOPTHOHNCTUYH MUKOWHQEKLLANA

CmamamoBa E., MapuHoB b.
MeguuuHcku yHuBepcumem — Cogua

BvBegenue: OnopmloHucmuyHume uHBa3uBHU Muko3u ca uHpekuuu ¢ mpygHO AeueHue U Bucok Aemaaumem. YasBumu
NONyAQUUOHHU 2pynu ca npeMuHaBawume npe3 MpaHCNAaHMauua U OHKOAO2UYHO 6OAHUME, npoBeXkgawu XxumMuomepanus.
TpaguuuoHHUME aHmMuMukomuuu om 2pynama Ha a3oaume u AMdomepuuuH b npoaBaBam pasAauyHu cmpaHuyHu epekmu, a Hakou
NPUYUHUMEAU geMOHCMpUpPam 3Ha4umeAHa pesucmeHmHocm koM msax. Fosmanogepix e megukameHm om HOB kaac aHmumukomuuy,
komo unxubupa npomeuHa Gwt1 u e ogobpeH kamo AekapcmBo-cupak 3a AeveHue Ha cuegocnopuosa (ORPHA:449280), suzomukosu
(ORPHA:73263) u dy3apuosa (ORPHA:228119)

Mamepuaau u memogu: TopceHe ¢ kalouoBu gymu fosmanogepix, manogepix, molecular mechanisms, in vitro/vivo activity, clinical
trial 8 6asu gaHHu Scopus, PubMed, Web of Science

Pesynmamu: AHaau3upaHu ca 11 HayuHu cmamuu no memama, ny6aukyBanu 8 nepuoga 2018-2024z.,

Duckycua: Fosmanogepix e npegaekapcmBo, koemo ce memaboausupa go akmuBHua Memaboaum manogepix. [lokaagBaHa e
OMAUYHA OpaAHa buoHaauyHocm (>90%) u gobpo mokaHHo pasnpegereHue. Manogepix uHxubupa essuma Gwtl, koimo kamaausupa
cmbnka om cuHmesa Ha 2aukopochamuguaurosumon (GPI). GPI uma poaa 3a ,3akomBaHe” (anchoring) Ha MaHonpomeuHu Kom 2ako-
kaHume om kaembyHama cmeHa. VHxubupaHemo Ha 3akomBaHemo Bogu go u3Aa2aHe Ha kaembyHama cmeHa Ha geticmBuemo Ha
okoAnHama cpega, HapywaBaHe Ha npemuHaBaHemo 8 xudHa Gopma, HapyweHo obpasyBaHe Ha buoduam u knemouHa gehopmauus.
Fosmanogepix noka38a MH020 gobpa akmuBHOCM Npu a30A-Pe3UCMEHMHU U eXUHOKaHgUH-pe3ucmeHmHu 2bbuyku om Candida spp.,
Aspergillus spp. u Fusaria spp., kamo He e gokaagBaHa kpbcmocaHa pesucmeHmHocm.

3aknloueHue: Fosmanogepix e wupokocnekmopeH anmumukomuk om HoBa 2pyna (Gwt1-usxubumopu), ¢ gobpa buoHaauyHoCm U
akmuBHocm, u e epekmuBHa mepanus npu onopmioHUCMUYHU pe3ucmeHmHu MukouHpekuuu.

KalouoBu gymu: fosmanogepix, cuegocnopuosa, ¢pysapuosa, Gwti-unxubumop

BOAECT HA CASTLEMAN — KAUHYHIA CAYYAIN / ORPHA CODE: 160

Cloneuman T, MonoB B., MaBroB C., KarekaHoBa E., Huxam b.

Kamegpa no KauHuuHa onkonaozus kom MY MAoBguB, KauHuka no Meguuucka onkoaoz2ua kom YMBAA ,CB8. leopau®, KauHuka
no NoueneueHue kom YMBAA ,CB. Teopau®

BvBegeHue: bonecmma Ha Castleman e pagko aumdonpoaudepamuBHo 3a6oaaBaHe, koemo Moxke ga 3acezHe AuMHUME Bb3Au
BvB Bcaka yacm Ha mAromo, kamo umumupa gobpokauecmBeH uAu 3rokauecmBeH npouec B obaacmma Ha wuAma, 2pbgeH kouw,
kopem uAu Marbk mas.

Mamepuaau u memogu: lNMpegcmaBeHu ca 2 cAyuas peaucmpupaHu u npocaegeHu 8 YMBAA ,CB.leopeu” EALL 3a nocaegHume 10
20guHu, kamo u npu gBama cay4aa AeyeHuemo e komnaekcHo — onepamuBHO U nocAegBawo nocmonepamuBHO AbuereueHue NV.

KauHuueH cayyall No1 Mok Ha 272 ¢ borecm Ha Castleman yHuueHmpuuyHa ¢opma XuaAuHHo BackyaapeH mun. [MbpBuyHama
mymopHa (dopmauusa e AokaausupaHa B8 obaacmma Ha 2pbgeH kow. Caeg npoBegeHa onepamuBHa ekcmupnauua e ocmaBeH Ha
gucnaHcepHo HabalogeHue Caeg 1 2oguHa e peaucmpupaHo npozpecus upe3 MMET-KT ¢ noaokumeaHu MemaBoaumHo akmuBHu
MeguacmuHaAHu AumMdHU Bb3au. MpoBegeHo geduHumuBHO AvueAeueHue, caeg koemo npu nocAegBawa npeoueHka € ¢ OMAUYeH
mepaneBmuyeH edekm, kodmo npogbaXkaBa u go gHec.

KauHuueH cayyad N22 1 Mok Ha 652 ¢ 6oanecm Ha Castleman yHuueHmpuyHa gopma XuaAuHHO BackyaapeH mun. MbpBuyHama
mymopHa (opmauua e AokaausupaHa B8 obaacmma Ha manbk mas. Caeg npoBegeHa onepamuBHa ekcmupnauus € npoBegeHo
nocmonepamuBHO AvueaeueHue. Mpu nocaegBawa npocaegaBaHe e 6e3 gaHHU 3a akmuBeH npouec B mAAOMO U go gHec.

3aknloueHue: MpegcmaBeHume cAyvau Hu nokaszBam, ye e He06xogumo AeveHuemo npu makuBa nauueHma ga 6bge komnaekcHo,
kamo 3agbAkumeAHo cAeg onepauus e npoBexkgaHemo Ha M B obaacmma Ha mymopHama Gopmauus, 3a ga MoXke ga 6bge nocmuzHam
Nn0-gobbp AokaneH KOHMPOA.

KaloyoBu gymu: borecm Ha Castleman, onepauus, Ab4eaeueHue, AumdonporedupamuBHo
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TEHETU4HW ACMEKTI HA XUNEPTUME3NATA 1 NOTEHLLWAAHI NPUAOXKEHNA B AEYEHNETO
HA AALXANMEP

TabakoBa P.
Meguuutcku yHuBepcumem ,Mpogd. g-p M. CmoaHoB“ — BapHa

BvBegeHue: Xunepmumesusma, usBecmua kamo CuAHo npeBub3xogHa aBmobuozpaduyHa namem (HSAM), e pagko cbecmosHue,
Xapakmepusupawo ce CbC cnocobHocmma 3a U3kAYUMEAHO gemalAHO NPUNOMHSAHE HA AUYHU CbOumus. M3caegBaHemo Ha 2e-
HEMUYHUME U HeBPOAO2UYHUME MexaHu3Mu, CMoAWU 3ag moBa cbcmosHue, MoXKe ga npegocmaBu HOBU NOgXogu 3a AeYeHue Ha
3ab0AABaHuA, CBbp3aHuU CbC 3a2yba Ha namemma, kamo borecmma Ha Aauxadmep.

Mamepuaau u memogu: lpeareg Ha mekywiama Aumepamypa U aHaAu3 Ha gaHHU Om u3cAegBaHuA ¢ Ma2HUMHO-Pe30HaHCHa
momozpadus (MRI) u 2eHemuyHU npoy4BaHus HA NAUUEHMU, gUagHOCMUUUPAHU C XUNepmuMesus.

Pesyamamu: lMauueHmume ¢ xunepmume3us nokaszBam yBeAuyeH 06em Ha xunokamnyca U amuagarama, Mo3b4HU cmpykmypu
kpumuyHu 32 namemma U emMouuoHaAHama obpabomka. lfeHemuyHu Bapuauuu 8 2eHume BDNF, KIBRA, DRD2 u DRD4 ca cBvp3aHu
¢ noBuweHa namemoBa cnocobHocm. EnuzeHemuyHume MexaHusmu kamo JHK memuaupade u mogudukauuu Ha XucCmoHUme Collio
umam poAa 8 moBa cbcmosHue.

Juckycua: TeHemuyHUMeE U enu2eHeMUYHUME MexaHu3Mu, omkpumu npu nauueHmu ¢ Xunepmumesus, Mo2am ga npegaoXkam
HOBU mepaneBmuyHU cmpameauu 3a 3ab60AABaHuA kamo 6orecmma Ha AAuxadmep. CmumyaupaHemo Ha HeBpozeHe3ama U He-
BponaacmuyHocmMMa Ype3 2eHHa mepanusa Moxke ga nogobpu kogHumuBHama dyHkuua u kayecmBomo Ha »kuBom Ha nauueHmume.

3aknloueHue: 113cAegBaHemo Ha 2eHEMUYHUME U enu2eHemuyYyHUMe acnekmu Ha xunepmumesuama moxke ga goBege go paspa-
6omBaHemo Ha HOBU mepaneBmuyHU cmpameauu 3a nogobpaBaHe Ha kogHumMuBHama dyHkuua npu nauueHmu ¢ AAuxalimep u gpyau
GopMU Ha geMeHuUuA.

KalouoBu gymu: xunepmume3sus, 2eHemuka, Aauxalivep, namem, HeBpozeHesa, enuzeHemuka

KAMHNYEH CAYYAI HA CUUHLPOMBT HA COTOC

TonueBa Y.!, XpucmoB b.1, KoceBa 1.2

'Meguuutcku dakyamem, Tpakuiicku yHuBepcumem — Cmapa 3azopa,
2ANMMMN g-p MoanHa KoceBa

BvBegeHue: CuHgpomom Ha Comoc cpewa ce BoB8 Beuyku emHuyecku apynu, no ueaua c8am, egHakBo 3acAza MoXke U XkeHu. ToBa
CbCmosAHuUe ce cpewa npu okoao egHo Ha 14 000 >kuBopogeHu geua. Xapakmepusupa Ce ¢ omAuyumeAeH Bug Ha Auuemo, 3ampyg-
HeHus B yyeHemo, cBpbxpacmexk, CopgeyuHu aHoMaAuu, YepenHu aHomaauu ,xunepaakcumem Ha cmaBume, noBegeHyecku Haxogku c
pascmpoicmBo om aymucmuyHuA cnekmop, HEOHaMaAHU YCAOXKHEHUSA, 6bbpeyHu aHoMaAuu, ckoauo3a u 2bpuoBe. VigeHmuduuupa ce
Xemepo3u20meH namozeHeH BapuaHm uAu geaeuun Ha NSD1.

Pesynmamu: PasaaegaH e kauHudeH cAayyal Ha geme Ha 8 20guHu cbc CuHgpombm Ha Comoc ¢ HexapakmepeH 2eHemuyeH NPoGuA
U KbCHO guagHocmuuupaHe.

Juckycua: 06cbkga ce npobaemume npu guagHocmuka u gucnaHcepusupasxe.

3Bogu: To3u cuHgpoM MoOXe ga Cb3gage mpygHOCMU Npu guagHocmuuupasemo my Bogu go geduuumu B8 AUYHOCMHOMO U
COuuaAHo dyHKuuoHUpaHe u nompe6Hocm om cucmemHu 2puku, nogkpena u KOHMPOA.

3aknlouenue: OnucaHume geduuumu 3HaYuMo 3ampygHABam AUYHOCMHOMO U COUuaAHO @yHKuuoHupaHe u Bvb3moXkHocmma
3a edekmuBHa couuaaHa aganmauua 8 cobecmBeHama Bv3pacmoBa u couuarHa cpega. Haauue e nompebHOCM O0mM UHMEH3UBHU U
CUCMEMHU A020NegUYHU 3aHUMaHUA, NCUX0A02UYECKO nognomazaHe.

KnloyoBu gymu: Sotos syndrome, uepebpaneH 2u2aHmusom, pegku 6oaecmu, NSD1

smoynuuu:

-Tatton-Brown K, Cole TRP, Rahman N. Sotos Syndrome. 2004 Dec 17 [updated 2022 Dec 1]. In: Adam MP, Feldman J, Mirzaa GM,
Pagon RA, Wallace SE, Bean LJH, Gripp KW, Amemiya A, editors. GeneReviews® [Internet]. Seattle (WA): University of Washington,
Seattle; 1993-2024. PMID: 20301652.

“https://rarediseases.org/rare-diseases/sotos-syndrome/#affected
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CMOHTAHEH MHEBMOTOPAKC, KATO NPOABA HA CNHAPOMA HA EHLERS-DANLOS -
KAMHWYEH CAYYAN

TonueBa Y.", XagkumuHeB B.2

"Meguuutcku dakyamem, ,Tpakuticku yHuBepcumem® — Cmapa 3a2opa
ZKamegpa no nponege8muka Ha xupypauueckume 6orecmu, Cekuus ,06wa xupypaua“, MeguuuHcku yHuBepcumem — MaoBguB

BvBegeHue: CuHgpombm Ha Ehlers-Danlos (EDS) e pagko 2eHemuyHo 3ab0AsBaHe, koemo 3acdea CvbeguHUMeAHama mbkaH. B
3acuBucumocm om cBoume KAUHUYHU U 2eHEMUYHU pasAuyua mo ce kaacuduuupa Ha 6 muna: kaacucuyecku, ¢ xunepmobuaumem;
CbgoB, kudockoruomuueH, ¢ apmpokaasus u ¢ gepmamocnapakcuc. CnoHmanHuam nHeBmomopake (CIM) ce HabalogaBa, kamo npoABa
Hall-4eCmO Npu NauueHmu cbe cbgoB8 mun EDS.

Knaunuven cayvai: Kacae ce 3a nauueHm Ha 16 20guHu, npuem B8b8 Bmopa xupypauyHa kauduka Ha YMBAA ,CBemu leopau” ¢
onaakBaHua om BHe3anHo noABuAa ce boaka B gAcHa 2pbgHa obaacm u 3agyx. Mpu dusukaaHusa npeaaeg ce ycmanoBu, Ye nauueH-
mbm e ahedpuAeH, XeMOgUHAMUYHO CMabuAeH, ¢ AuNcBawo guwaxe B gacHa epogHa obAacm. [JONbAHUMEAHO Ce omyeme, Ye mod
e C acmeHuyeH xabumyc, 6aega u cBemaa koXka ¢ npo3upawiu kpbBoHOCHU CbgoBe, cmaBHa xunepmobuAHocm u kudockoauosa.
MapakauHuyHume uscaegBaHus baxa 8 pepepeHmHU 2paHuuu. Ha pemHzeHozpaduama Ha mopake ce npegcmaBu gecHocmpaHeH nHeB-
momopakc. /138bpweHa 6e gecHocmpaHHa mopakoueHmesa ¢ nocmaBaAHe Ha 2pbgeH gpeH Ha akmuBHa acnupauus. Mopagu nocmo-
nepamuBHo HabalogaBaHa npogoAkumenHa Bo3gyxo3azyba ce Haroku u3BopwBaHa VATS ¢ gacHa anukaaHa pesekuua Ha Geaus gpoo.
CaegonepamuBHuam nepuog npomeye 2aagko. Mopagu cycnekuus 3a Haaudue Ha nogaexkallo 2eHemMuyYHO 3aboaaBaHe, nauueHMobm e
koHCyAmupaH ¢ neguambp U HacouyeH koM Kaunuka no neguampus 3a nocAegBawia guazHocmuka. 3BbplwieHusm 2eHemuyeH aHaAu3
nokasBam mymauus Ha koaazed mun 1 COL3A1, koemo nocmaBu guazHosama cvgo8 mun EDS. Mpu wecmmeceyHomo npocregaBaHe
Ha nauueHma He 6Axa pezucmpuparu peuuguBu Ha nHeBmomopakca.

3aknaloueHue: CnoHmaHHuAm nHeBmomopakc moXe ga 6bge nbpBa npoABa Ha cuHgpoma Ha Ehlers-Danlos. Tosu Bug nauueHmu
usuckBam cneuuaaHo BHumaHue, nopagu 0cobeHocmume Ha OCHOBHOMO um 3aboaaBaHe, kakmo u 3apagu Bucokama yecmoma Ha
peuuguBu u caegonepamuBHu ycAokHeHus Ha nHeBmomopakca.

AQICOHOBATA BOAECT B XINBOTA HA BEAMKWUTE ANMHOCTIA

(elizyroBa A2, PobeBa P43 EnenkoBa A."%*, 3axapueBa C."?

'Kamegpa no Exgokputoaoaus, M@, Meguuutcku yHuBepcumem — Codus
2YCBAAE ,Akag. 18aH MeHueB", 2p. Codus
EkcnepmeH ugHMbp no pegku eHgokpuHHU BoAecmu — Codust

MopBuyHama HagbwvbpeyHokopoBa HegocmamuvyHocm e pAgko eHgokpuHHO 3aboaABaHe cbc 3aboreBaemocm 4 Ha 1 000 000 gy-
Wwu 20guwHo u 6oaecmHocm 100-140 cAyyan Ha eguH MUAUOH, ONUCaHO 3a NbpBu nom om g-p Tomac AgucoH npe3 1885 2. Cbgbama
Ha Beauku AuuHOCMU e BeadzaHa om 6oaecmma Ha AgucoH (BA), Bbnpeku koamo me, cbc cB0A HECAOMUM gyX, OMAUYaBaw ce ¢ UHU-
uuamuBHocm, akmuBeH Ha4uH Ha XuBom u gopu u3ABeHu u3suyecku kayuecmBa, npomeHam cBemoBHama ucmopus, a cmpagaHuama
UM YMUWAEHO UAU He ocmaBam ckpumu 3a mexHume CbBpeMeHHUUU.

Hacmosawusm mpyg npocaegaBa noms Ha Apku AuyHocmu kamo 35-mus npeaugeHm Ha CALLL kon Quugikepang KeHegu, Hezo-
Bama cecmpa u amepukaHcku guaaHmpon HOHuc Kenegu, aHaautickama nucameaka [kedH Ocmud, ucnaHckua u 6acku nucamea u
noaumuk CabuHo ApaHa, aHeautickua npodecuoHareH dymooaucm [kopgk Comopbu, amepukaHckua aeonoe u acmpoHom HOgkulH
LLlymetikop u aBecmpaautcko-amepukanckama neBuua, akmpuca u akmuBucm XeaoH Pegu.

B muHanomo ocHoBHa poad B 2eHe3ama Ha BA e 3aemaaa guceMuHupaHama my6epkyro3Hama uHekuus, a caeg 1950 2. npeBec
B3uma aBmoumyHHama gecmpykuus Ha HagbvbpeuHume »aAe3u. CobuemaHuemo Ha aBmOUMYHHUA agpeHaAum ¢ gpyau aBmoumMyHHU
eHgokpuHonamuu opopmam ABMOUMYHEH NnoAu2AaHgyAapeH cuHgpoM mun 1 u mun 2 (AMC mun 1 u mun 2). Cnopeg mMeguuuHcku
cBegeHus ko Kenegu e cmpagaa om AMNC mun 2, BkalouBauy, BA u xunomupeougusbm. (DaMuaHama aHamHe3a, obxBauwalia cecmpa
my, IOHuc KeHegu ¢ BA, u cuHa my - [koH KeHegu-maaguwiu ¢ 6oaecm Ha IpeliBc, coomBememBa Ha cbBpemeHHama xapakmepucmuka
Ha AMNC mun 2, onpegeAaula 20 kamo noAu2eHHO 3a60AABaHe ¢ aBMO30MHO OMUHAHMEH Mun YHacAegABaHe ¢ HenbAHA NeHempaHm-
HoCm.

Tesu Aapku auyrocmu, yuumo Bucoku gocmukeHua konmpacmupam ¢ ¢usuyeckume o2paHuyeHus, go koumo Bogu BA, ca nokasa-
MeA 3a usguaaHemo Ha YoBewkus gyx Hag Bcako cmpagaHue.

KnalouoBu gymu: AgucoHoBa 6oaecm, agpeHaaum, AMNG, aBmoumyHumem
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AKPOMETAAIAA

L{BemkoB B., CmaukoBa 1., L|BemkoBa [1., MaBroB A.
Cneuuaau3supaHa u3BbHo0AHUYHA npakmuka no eHgokpuHoaozua, MeguuuHcku pakyamem, MeguuuHcku yHuBepcumem — Codus

BvBegenue: Akpomezaauama ce kaacuguuupa kamo pagko eHgokpuHHO 3aboaaBane ¢ Orphacode-ORPHA963. [uazHocmuuupa ce
Ha 6a3a Ha noBulweHu HUBA Ha pacmeXkHuUA XOpMOH U He208usa Meguamop— IGF-1(insulin-like-growth-factor 1), Hali-uecmo npogyuupaHu
0m ageHoM Ha xunogu3sama.

Mamepuanu u memogu: Ha nauueHm ¢ aHaMHeCMUYHU U KAUHUYHU gaHHU 32 akpoMezaaus ce HasHayaBam XOPMOHaAHU, BUOXUMUYHU
U XeMamoAO2U4HU u3cAegBanus, koumo nokasBam cuaHo noBuweHu HuBa Ha PX u IGF-1 u noHukeHu HuBa Ha mecmocmepoH. Caeg
Ha3HayeHa Ma2HUMHO-pe3oHaHcHa momozpadusa (MPT) ce ycmanoBaBa makpoageHom Ha xunodusama.llauueHmobm ce nogaaza Ha
mpaHccheHougarHaageHomekmomua(TCA) npes 20002. Mpe3 20082. npu koHmpoaHa MPT ce ycmanoBaBa peuuguB Ha mymopa u
3aboaaBaHemo. 3BopweHa e noBmopHa TCA. foguHa no-kbcHo omHOB0 e ycmaHoBeH peuuguB. MauueHmbm omkasBa nopegHa TCA,
koemo HaAaza Ha4yanomo Ha MegukameHMO3HO AEYEHUe.

Pesynmamu: [ocmaBeHa e guazHo3a akpomez2aAud U Xuno2oHagusbm. Caeg npoBegeHu XemMamoAO2UYHU U BUOXUMUYHU
uscaegBaHug, kakmo u OI'TT npe3 20242. ce goka3Ba, Ye nauueHmMbm € B NbAHa pemucus.

Juckycua: Mok Ha 23 2o0guwHa Bb3pacm ce ABABa Ha npeaaeg u ce ycmanoBaBam akpomezarougHu kpalHuuu, ¢auuec u
npoMeHu B8 kocmHo-MyckyAHama cucmema, npo2Hamu3bm, Makpo2AoCusA, XUNepxugposuc, Xunepmpuxo3uc, eymupougHa cmpyma,
3axapeH guabem, xunempodua Ha AABa kamepa. KoM xupypauyHama mepanus ce HasHavyaBam kabep2oAuH u okmpeomug. Pasmepom
Ha ageHoMa B8 nocaegcmBue He ce noBauABa om MegukamMeHmo3Hama mepanus, nopagu koemo npuembm Ha kabep2oAuH ce 3aMeHs
C ne2BucomMaHm u pasMepbm Ha mymopa ce cmauuoHupa.

3aknloueHue: Akpomezaauama MoXe ga ce goBege go NnbAHa pemucus. Ha nauueHma e HasHavyeHa MegukaMeHmo3Ha mepanus,
cnasBaHe Ha xunokanopueH X[P.MpenopbuBa ce nepuoguyHo HabalogeHue B kauHuka no eHgokpuHoAo2UA.

KaloyoBu gymu: Akpomezanua,pacmexkeH XopMoH, IGF-1, mpaHccdenougarHaageHomekmomus, MakpoageHoMm, peuuguB, pemucus,
okmpeomug, ne2Bucoman

HAPATIBHA MEOWLINHA N PEQKI BOAECTI: MPUAOXEHWNE B MEANLINHCKATA NMPAKTUKA
1 O6PASOBAHWNE

LlenkoBa-TonueBa A.!, CmegaHoB P,'?

'Kamegpa ,CouuarHa MmeguuuHa u obwecmBeHo 3gpaBe“, Pakyamem no obwecmBeHo 3gpaBe, MeguuuHcku yHuBepcumem —
MAoBguB
2MHecmumym no pegku 6oaecmu — MaoBguB

BvBegeHue: HapamuBHama meguuuHa e nogxog, koimo ce ¢okycupa Bopxy paska3BaHemo Ha ucmopuu U u3cAywBaHemo Ha
AuUYHUMeE npexkuBABaHuA Ha nauueHmume. To3u Memog HacbpyaBa emnamusama, nogobpaBa komyHukauuama u ocuzypABa no-gobpo
Bov3npuemaHe Ha BAuAHUEMO Ha 3aboAAaBaHemo Bbpxy XuBoma Ha uHguBuga.

LleaAma Ha mo3u 0630p € ga uscaegBa poadma Ha HapamuBHama MeguuuHa 8 koHmekcma Ha pegkume 6oaecmu kamo gonbAHEHUe
kom gokazameacmBeHama MeguuuHa u kamo uHcmpymeHm 8 mMeguuuHckomo o6pa3oBaHue 3a nogobpaBaHe Ha NpodecuoHaAHUMe
kayecmBa u ymeHus Ha Aekapume u Aekapume no geHmaAHa MeguuuHa.

Mamepuaau u memogu: 138bpwer e pempocnekmuBeH 0630p Ha basume gaHHu Ha PubMed, Google Scholar u ScienceDirect no
knalouoBu gymu ,HapamuBHa meguuuHa”, ,pegku boarecmu” u ,meguuuHcko obpasoBaHue” 8 nepuoga Mapm-toau 2024.

Peaynmamu: Pesyamamume nokasBam, ye HapamuBHama MeguuuHa npegaaza cneyuduyHu NOA3U 3a nauueHmume ¢ pegku 3a6o-
AABaHuA, npu koumo Yecmo guazHOCMUYHO-AEUEBHUAM NPOUEC & 3abaBeH, a B3auMoOMHOWeHUAMA ¢ MeguuuHckume cneyuaaucmu
ca gbA20CPOYHU. IHMezpupaHemo Ha mo3u nogxog B8 meguuuxckama npakmuka u obpa3oBaHue moxke ga 6bge edpekmuBeH memog
32 HacbpyaBaHe Ha npodecuoHaAusbm U goBepue BbB B3aumoomHoweHuAmMa Aekap-nauueHm, koemo ga gonpuHece 3a no-goopo
pasbupaHe u no-eekmuBHO AeYeHUe Ha 3aboAABaHemo.

3aknaloueHue: HapamuBHama MeguuuHa ce cBop3Ba ¢ peguua noaoXkumeaHu edpekmu kakmo 3a nauueHmume ¢ pegku 3aboaABa-
HuA, maka u 3a MeguuuHckume cneuuaaucmu. Te3u gaHHu npegocmaBam Bv3moXkHocm 3a paspabomBaHe Ha edekmuBHuU cmpamezauu
3a no-akmuBHomo BkalouBaHe Ha HapamuBHama meguuuHa 8 meguuuHckama npakmuka u 06pasoBaHue, kakmo u 3a Gbgewu npoyy-
BaHusA B masu obaacm.

KnalouoBu gymu: HapamuBHa MeguuuHa, pegku 6oaecmu, meguuuHcko obpasoBaHue
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