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Kogupaue Ha pegku 6oaecmu
6 bba2apus u npunokeHue Ha
HomeHknamypama Ha Orphanet

Kocmagun QumumpoB 2, [eopeu CmeaHo8 ',
EneHa MumoBa ', Pymex CmegaroB 2

" MiHemumym no pegku 6onecmu, MaoBguB
? Kamegpa no CouuarHa meguuuHa u obluecmBero agpaBe, Pakyamem
no ObwecmBero 3gpaBe, Meguuurcku yHuBepcumem - lhoBguB

Peslome

BuvBegeHue: MeXgyHapogHama cmamucmuyecka kaacugu-
kauus Ha 6orecmume (MKB) He e aganmupaHa 3a npegocmaBsaHe
Ha U34YepnameAHu enugemMuUOAO2UYHU gaHHU NO OMHOWEHUE Ha
pegkume 6oaecmu, koemo 3ampygHABa o0bmeHa Ha uHdopmauus,
3abaBa Bpememo go nocmaBAHe Ha MOYHa guazHo3a u B3eMaHemo
Ha peweHud, 6asupaHu Ha gokasameacmBa. Homenkaamypama
paspabomeHa om MeXgyHapogHama pedepeHmHa 0asa gaHHu 3a
pegku 6oaecmu Orphanet, no3BoadaBa npeuusHo kogupaxe ¢ nomowma
Ha ORPHA kogoBe. Llen Ha moBa npoyuBaHe e ycmaHoBABaHe Ha
npakmukume u npegu3BukameacmBama, cBobp3aHu ¢ kogupaHemo
Ha pegku boaecmu B ekcnepmHu ueHmpoBe B BoAzapus

Mamepuan u memogu: [lpoyyBaHemo e Haco4veHo KoM
MeguuuHcku cneuuaaucmu, pabomewu KoM 0QuUUUAAHO 0603-
HaueHume ekcnepmHu ueHmpoBe 3a pegku 3aboAaBaHus B
BoAzapua. 3a ueama Ha npoyyBaHemo e Cb3gageHa aHkemHa
kapma, cbgbpkawa 10 Bvnpoca.

Pesynmamu: Homenkaamypama 3a pegku 6oaecmu Ha
Orphanet e nocoueHa kamo Bmopama no yecmoma Ha u3noA3BaHe
creg MKB-10, Ho ce npuaaza 6 npakmukama om no-maako om
noroBuHama omaoBopuAu. Mo-20AAMama Yyacm om pecnoHgeHmume
CbobwaBam, 4ye ca 3anosHamu ¢ HeA. YckopeHo BuBeXgaHe Ha
kogupare no Orphanet 6u M02A0 ga ce ocbecmBu npu aganmupaxe
Ha cogmyepHume cucmemu, u3noa3BaHu B 3gpaBeonasBaHemo.
06yueHue, nogobpeHa komyHukauus € HauuoHaAHUA peaucmbp
Ha nauueHmu c pegku borecmu u 3akoHogameAHa nogkpena ca
nocoyeHu kamo BaxkHu ¢akmopu 3a no-wupokomo u3noA3BaHe Ha
ORPHA kogoBeme 8 boAzapus.

3akatoueHue: KalouoBo 3a usnoasBasemo Ha ORPHA kogoBeme
e npoBeXkgaHe Ha UHpopPMaUUOHHA kaMnaHus 3a nonyAspu3upaHe Ha
NOA3UME OM NPUAOXKEHUEMO UM, paspabomBaHe Ha cneuuduyHa
npozpaMa 3a O00ydyeHue Ha cneuuaaucmu B ekcnepmHume
ueHmpoBe, nogobpABaHe Ha napmHbopcmBomo ¢ HauuoHaAHUA
peaucmbp 3a nauueHmu ¢ pegku boaecmu, kakmo u aHeakupaHemo
Ha 3gpaBHume BAacmu C UeA UHMe2pupaHe Ha HomeHkaamypama
Ha Orphanet 8 HauuoHaaHama 3gpaBHOUHGOPMAUUOHHA cUCMeEMa,
go koamo umam gocmbn Bcuuku AeuebHU 3aBegeHusn B BoAzapus.

KalouoBu gymu: pegku borecmu, Homenkaamypa Ha Orphanet
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Abstract

Introduction: The International Statistical Classification
of Diseases (ICD) is not adapted to provide comprehensive
epidemiological data on rare diseases, which hinders data exchange,
prolongs time to accurate diagnosis and evidence-based decision-
making. The nomenclature developed by the international reference
database for rare diseases Orphanet allows precise coding using
ORPHAcodes. The aim of this study is mapping current practices
and challenges related to coding of rare diseases in centers of
expertise in Bulgaria

Material and methods: This study is targeting medical
specialists working at the officially designated Rare disease’s expert
centers in Bulgaria. A questionnaire with ten questions was created
aligned with study’s objectives.

Results: Orphanet rare disease nomenclature was reported as
secondly most frequently used following ICD-10, but in practice is
used by less than half of the respondents. Majority of respondents
reported that they were familiar with it. Accelerated implementation
of Orphanet coding could be achieved by adapting software systems
used in healthcare. Training, improved communication with the
National Register of Patients with Rare Diseases and legislative
support are indicated as important factors for the wider use of
ORPHA codes in Bulgaria.

Conclusion: Essential for wider implementation and use of
ORPHAcodes is framing and executing an information campaign
promoting the benefits of its implementation, developing specific
training programmes for specialists in the Rare disease expert
centers, improving the partnership with the National Register for
patients with rare diseases, as well as the engagement of the health
authorities in integrating the Orphanet nomenclature within the
National Health Information System, to which all medical facilities in
Bulgaria have access.
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BvBegeHue

B EBponelckua colos 3a pAgka 6oaecm (PB) ce npuema
masu, koamo 3acAza He noBeye om 1 Ha 2000 gywu. Bonpeku,
ye Bcaka Pb ce cpewa npu maaka yacm om HaceaeHuemo, ako
6bgam cymupaHu 06W0, nopagu 20AeMuA OpOd HO30A02UYHU
eguHuuu, Pb ce aBaBam npegu3BukameacmBo npeg cucmemume
Ha 3gpaBeonas3BaHe BbB Bcaka cmpaHa. Mexgy 6000 u 8000
pasauyHu Pb 3acazam okoao 6% om 2pakgaHume Ha EBponelickus
Cvl03 uau 30 MuAuoHa 4oBeka [1, 2].

Maakusam onum u Huckama 0cBegoMeHOCM N0 OMHOWEHUE
Ha PB ca npuyuHa 3a 3ampygHeH gocmbn go HaBpemeHHa u
MOYHA QuUa2HO3a, AEYEHUE U npocAegaBaHe Ha 3acezHamume
nauueHmu. C uea nogobpaBaHe Ha 2pukume 3a me3u nauueHmu
U ocuaypsaBaHe Ha kauecmBeHo 3gpaBeonasBaHe EBponeidckama
komucusa npegnpuema peguua Mepku kamo egHa om msax e
0603HayaBanemo Ha ekcnepmuu ueHmpoBe (ELL) Ha HauuoHaAHO
HUBo u BkalouBaHemo um B pedepeHmu MpexXu Ha eBponedcko
HUBO [3]. B pesyamam Ha gupekmuBa 2011/24/EC 3a npaBama Ha
nauueHmume 3a mpaHcapaHu4Ho 06caykBaHe [4] u npenopbkume
Ha European Union Committee of Experts on Rare Diseases
(EUCERD) omHocHo kpumepuume 3a kayecmBo Ha EL| 8 cmpanume
uaeHku [5], 3gpaBHume Bracmu Ha bbazapusa npuemam Hapegba N2
16 om 30 loau 2014 2., ¢ kosmo ce ypexkgam ycaoBusma u pegom
3a peaucmpupare Ha pegkume 3a60AABaHuUA, pegbm 3a Cb3gaBaHxe,
0603HaueHUe U GyHkuuoHupaHe Ha ekcnepmHume ueHmpoBe u
pepepeHmMHUMe MpexXu 3a pegku 3aboadBaHus u ycaoBuama u
kpumepuume 3a yyacmue Ha AeuyebHume 3aBegeHus B eBponelicku
pedepeHmHu mpexu [6].

CvenacHo masu Hapegba, EL| 3a Pb ca aeuebHu 3aBegeHus,
8 koumo egHa uAu noBeye cmpykmypu ocuzypaBam komnaekcHO
MeguuuHcko o6caykBaHe Ha nauueHmu ¢ koHkpemHo pAgko
3abonaBane/pegku 3ab0AABaHus, BkaloueHu B cnucbka ¢ pegkume
3aboaaBaHuA, ycmaHoBeHu B Penybauka Bbazapusa. Te mozam ga
6bgam — AevebHU 3aBegeHus 3a cneuuaAusupaHa u3BbHOOAHUYHA
MeguuuHcka nomouwy; AeuebHU 3aBegeHus 3a OOAHUYHA NOMOW;
komnaekcHu oHkoAoz2uyHU ueHmpoBe; ueHmpoBe 3a koXkHo-
BeHepuuecku 3aboafBaHus; UeHmMpoBe 3a nNCuxuyHo 3gpaBe.
0bo3nayaBaHemo Ha EL| 3a konkpemHo pAagko 3aboasBaHe/pegku
3aboaaBaHusA cmaBa upe3 nogaBaHe Ha 3aABAeHUE om pokoBogumeaa
Ha AeyebHOMO 3aBegeHue go gupekmopa Ha HauuoHaAHuA ugHmbp
no obwecmBeHo 3gpaBe u aHaausu, koemo ce pasaaekga om
Komucuama no pegku 3aboadBaHus koM MuHucmepcmB0o Ha
3gpaBeona3BaHemo 3a u3pa3aBaHe Ha cmavoBuwe. 3a ga 6bge
0003HauYeHO egHO AevebHO 3aBegeHue kamo ELl, mo mpa6Ba ga
omeoBapA Ha onpegereHu kpumepuu, nocoyeHu B Hapegbama u
CuHXpoHu3upaHu ¢ EUCERD npenopbkume, kacaewu kpumepuume
3a kauecmBo Ha EL| 8 cmpaHume uaenku [5]. ELl mpa6Ba ga
ocugypam  MyAmugucuunauHapeH nogxog B8 o6caykBaHemo,
kakmo u HenpekbcHamocm u npuemcmBeHocm Ha MeguuuHckume
getHocmu. ELl u3BbpwBam camocmoameAHo npodurakmuka,

guagHocmuka, AeyeHUue U pexabuAumauus Ha nauueHmu Cbe
cneuuduyHu PB, kamo ce gokycupam Bbpxy MyAMuUguCUUNAUHAPEH
nogxog. Te cowo maka yyacmBam B pa3pabomBaHemo u
ymBopkgaBanemo Ha gobpu npakmuku 6 me3u o6racmu,
nognomazam Ae4vebHU 3aBegeHus NO OMHOWEHUE HA NauueHmu
¢ Pb, compygHuyam cu C yHuBepcumemu 3a 06yyeHue Ha
cneuuaaucmu, gonpuHacam B HayuHouscaegoBameacka gedHocm
8 obracmma Ha Pb u yyacmBam B8 HauuoHaAHuA peaucmbp
Ha nauueHmume ¢ pegku GoAecmu, 3a ga ocu2ypAam nybGAuYHa
gOCMbNHA U ACHA UHdopmauua 3a cbomBemuume Pb. EL| mozam
ga 6bgam BkaloueHu B8 eBponelickume pedepeHmHu mMpexu (ERN)
u mps6Ba ga noggbpkam akmyaaHa UHGOPMAUUOHHA cucmema 3a
nauuesmume ¢ PB, koumo obcaykBam [6].

Mo gaHHU Ha HauuoHaAHUA ueHMbP No obwecmBeHo 3gpaBe
U aHaausu kom mMomenma 8 bbacapua uma peaucmpupanu 25 EL,
kamo 22 ca 8 Codua u 3 8 BapHa (Tabauua 1) [7].

MeXgyHapogHa  cmamucmuyecka — kaacudukauus  Ha
borecmume u npobremume, cBobp3aHu cbc 3gpaBemo (MKB), e
Hall-4ecmo u3noA3BaHama cucmema 3a kogupaHe Ha 3aboAaBaHus.
Mo omHoweHue Ha pegkume 6orecmu MKB 10-ma peBu3sus
(MKB-10), koamo ce usnoasBa 8 boA2apua om 2005 2. [8], He €
gocmambyHo uHdopmamuBHa, mbll kamo koM eguH kog Mozam ga
npuHagaeXam noBeye om egHa Pb uAu cowuam kog ga BkalouBa
u 6oaecmu, koumo ca yecmo cpewaHu. ToBa npaBu noayyaBaHemo
Ha uHdopmauuama 3a 3aboreBaemocm, GoAecmHocm, oueHka
Ha Heobxogumocmma om 3gpaBHU pecypcu U  MAXHOMO
nAaHupaHe 3a Pb mpygHa. Homenkaamypama, paspabomeHa om
MeXgyHapogHama pedepeHmHa 6asa gaHHU 3a pegku Goaecmu
Orphanet, no3BoAaBa AcHomo um kogupaHe ¢ nomowma Ha maka
HapeyeHume ORPHA kogoBe [9, 10]. Orphanet e cb3gageHa npes
1997 2. BvB (paHuus ¢ ueA cbbupaHe Ha gaHHU, nogobpaBaHe
Ha AEYEeHUEMO U guazHocmuuupaHemo Ha Pb. [Mpes 2000 e.
UHUyuamuBama ce paspacmBa u koM MomMeHma B Hea yyacmBam
41 cmpaHu B8 u u3BoH EBpona. OcHoBHume ueAu Ha Orphanet ca
— nogobpaABaHe Ha uHdopmauusma 3a Pb B8 3gpaBeona3BaHemo
U HayyHouscAegoBamenckama gedHocm upes noggbpkaHe Ha
HomeHkaamypama Ha Orphanet, ocuaypaBaHe Ha BucokokayecmBeHa
UH(pOpMauUA U ONuM U NPUHOC 3a Hanpegbka Ha no3HaHuAMa
3a Pb [11]. Homenknamypama Ha Orphanet € MHO020€3UYHA,
cmaHgapmusupaHa, kKoHmpoAupaHa MeguuuHcka mepMUuHOAO2UA,
cneuuduyHa 3a Pb, koamo BkalouBa Bcuuku HO30A02UYHU eguUHULY,
peaucmpupaHu B 6aszama gaHHu Ha Orphanet. ORPHA kogbm e
yHukaneH u cmabuneH Bb8 Bpememo uudpoB ugeHmudukamop 3a
Bcaka Pb, pezucmpupada om Orphanet. Tasu cucmema 3a KAUHUYHO
kogupaHe ocuzypaBa epekmuBHo npocaegaBaHe u uHpopmauusa 3a
PB, kamo no mo3u HauuH ce nogobpaBa maxHama Bugumocm [12].
B BvAzapus B cnucoka Ha Pb cbanacHo Hapegba N2 16 om 30 loAu
2014 2. ocBeH kogom no MKB-10, gonbAHUMEAHO ce nocouBam
HaumeHoBaHuemo U kogom cbaaacHo 6azama gaHHu Orphanet,
BknaloueHa kamo npenopbka B8 [upekmuBa N2 2011/24/EC Ha
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Tabauua 1. Pasnpegenetue Ha ELL no HaceneHo MAcmo, Aeue6HO 3aBegeHue u 3aboasBaHue/2pyna om 3aboaaBaHuA

HaceneHo macmo

NeyebHo 3aBegeHue

3abonABane/zpyna om 3abonanaBaHus, 3a koumo e
0603HaueH EL|

Codua

YMBAA ,AnekcangpoBeka*

ELl no pegku 2eHemuyHu HEBPOAOZUYHU U MEMABOAUMHU
3aboanBaHus

ELL no nopBuyHU UMYHHU geduuumu

ELl no 6oaecm Ha (Dabpu

ELl no pegku 3aboaaBaHus — kucmosa Gubposa
(mykoBucuugosa)

ELl no HacanegcmBeHa onmuyHa HeBponamus Ha /\ebep

ELl no HeBpogeaeHepamuBHU 3a60AABaHUA, NnpoMuUYaWU ¢
ko2HumuBHuU, noBegeHyecku u/uAu gBuzameAHU HapyweHus

MBAAHIT ,CB. Haym*

ELL no 6oaecm Ha Qabpu

ELl no pegku 3a6oanaBaHuA — muacmeHus 2paBuc

ELl no paHHu MaAkoMo3byHU amakcuu

EL| xoped Ha XoHMUH2MbH

ELL no gucmoHuu

CBAAIDB ,Mpog. NBan MumeB®

EL| 3a gua2H03a, Ae4eHUe U npocAegABaHe Ha nauueHmu ¢
gpyau pascmpolcmBa Ha 0bmMAHama Ha aMUHOKUCEAUHUME C
paskAoHeHa Bepuza

ELl no pegku 3a6oaaBaHuA B neguampuama

EL| 3a guagH03a, AeYeHUEe U NnpocAegABaHe Ha nauueHmu ¢
ooaecm Ha Wilson

ELl 3a guagHo3a, Ae4eHUe U npocAegABaHe Ha nayueHmu ¢
ooaecm Ha Crohn

YMBAA ,CB8. 1BaH Puacku*

ELl no HacaegecmBeHU MemaboAUMHU 3a60AABaHUA Ha YepHUA
gpob

ELl no pegku 3aboaaBaHus — HacAegcmBeHa pamuaHa
amMuAougo3a;

MBAA ,HKB*

ELL no BpogeHu cobpgeyHu Maagopmauuu

ELl no 6enogpo6Ha apmepuanHa XunepmoHus

CBANX3

ELL no koagyanonamuu u BpogeHu aHemuu

YCBAAE ,Akag. 18aH lMeHueB"

ELl no pegku eHgokpuHHU 3a60AABaHUA

YMBAA ,Llapuua MoaxHa — UICYA

ELl no pegku gobpokayecmBeHu xemamoAo2u4Hu 3a60AABaHuA

Bapna

YMBAA ,C8. MapuHa“ EAJ]

ELl no koagyanonamuu u pegku aHemuu

ELl no pegku eHgokpuHHU 3a60AABaHUA

ELl no mykoBucuugo3a, kucmosHa Gpubposa
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EBponedckus napaaveHm u Ha CbBema om 9 mapm 2011 2. 3a
ynpakHABaHe Ha npaBama Ha nauueHmMume Npu MpaHC2pPaHUYHOo
3gpaBHo obcayXkBaHe (OB, L 88/45 om 4 anpua 2011 2.) [6]. B
masu Bpv3ka, npe3 aHyapu 2022 2. cmapmupa npoekmom 0D4RD/
0D4RD2 (http://od4rd.eu/), kolmo ce ocHoBaBa Ha cneuuduyHus
onum Ha Orphanet, kamo gbA2020guwHa U gobpe OpaaHu3upaHa
UHCMUMYUUA 32 NOCMU2aHe Ha CAegHUME UeAU: paspabomBaHemo
Ha CMaHgapmusupaHu, onepamuBHO CbBMeCMUMU gaHHU 32
guazHocmuuupare Ha Pb upe3 noggbpkaHe Ha HOMeHkAamypama
Ha Orphanet u npegocmaBaHe Ha akmuBHa nogkpena 3a HelHOMO
npuAazaHe B AeuebHU 3aBegeHust; XapMOHU3UPAHe Ha CbOupaHemo
Ha gaHHU B pasAuvHU cpegu (3gpaBHu gocuema, pesucmpu) U
gopkaBu upe3 pasnpocmpaHeHue Ha Haid-godpume npakmuku 3a
kogupaHe; nognomazaHe B3eMaHemo Ha peweHus OCHOBaHU Ha
gokazameacmBa upe3 npegocmaBaHe Ha u3vepnameAHu gaHHU
omHocHo Pb [13].

Llen Ha moBa npoy4BaHe e ycmaHoBaABaHe Ha npakmukume,
cBop3anu ¢ kogupanemo Ha Pb B bvAzapus kbm MOMEHMA, U aHaAu3
Ha npegu3BukameacmBama, koumo umam npegcmaBumeAume Ha
ELL npu mo3u npouec 3a nogobpaBaHe npakmuyeckomo u3noA3BaHe
Ha HomeHkaamypama Ha Orphanet.

Mamepuana u memogu

LleneBa 2pyna yuacmuuuu 6 npoy4BaHemo

lpoyyBaHemo e HacoyeHo koM MeguuuHcku u gpyau
cneuuaaucmu, pabomewu kom oduuuarHo o6o3HaueHume EL| 3a
PB y Hac. 3a masu ueA e usnoAa3BaH Peaucmupa Ha EL no PB 8
BbA2apusa u UHMepHeM cmpaHuuume Ha AevebHUme 3aBegeHus, 8
koumo ca 0603HaueHume ugHmpoBe, kakmo u eBponedickus nopman
3a pegku 3a6oAaBaHua Orphanet. Kpumepuume 3a BkalouBaHe ca
abuauauusa kom Hakol om gedicmBawume ueHmpoBe u nybAu4HO
gOCMbNEH NEPCOHAAEH UMelA agpec 3a koHmakm. 1o mosu HayuH
e chopmupaHa usBagka no ygoocmBo om 06wo 160 nomeHuuaAHu
yyacmHuuu. Ha Bcuuku max ca usnpameHu no eAekmpoHHa nowa
onucadue Ha npoyyBaHemo ¢ nokaHa 3a yyacmue. Yyacmuemo 8
npoyyBaHemo e gobpoBoAHO U B3 gONbAHUMEAHU CMUMYAU.

icmpymenm 3a npoyyBanemouw,

3a ueama Ha npoyyBaHemo e u3pabomeH BonpocHUK,
cbgbpkaw, 10 Bonpoca, 6a3upaHu Ha uHuuuamuBama OD4RD,
kakmo u Ha HopmamuBHama ypegba u npakmukume 3a kogupaHe
Ha Pb B bBua2apus. Bbnpocume ca pasnpegereHu B wecm
pasgena U 06xBawam CcAegHUME mMeMuU: npegocmaBaHe Ha
enugemMuoA02UY4HU gaHHU kbm EBponedckume pedepeHmu MpexXu;
usnoa3BaHa HomeHkAamypa 3a kogupaHe Ha Pb; kBaaudukauus Ha
cneuuaaucmume yyacmeauwiu 8 kogupaHemo Ha PB; 3anosHamocm
¢ ORPHA kogoBe u maxHomo u3noA3BaHe; nogaBaHe Ha
enugemMuoAO2UYHU  gaHHU kbm  HauuoHaAaHus peaucmop 32
pegku 3a 6orecmu; cbgedcmBue ¢ uHuuuamuBama OD4RD2.
iHcmpymeHmMbm € nUAOMHO mecmBaH 3a ACHOmMa U pasbupaxe

Cpeg mpuma MeguuuHcku cneuuaaucmu.

CvbupaHe u 0bpabomka Ha gaHHUme

MpoyyBasemo e npoBegeHo oHAalH B nepuoga 01.06.2023
2. — 20.07.2023 2. [laHHume ca aHaAusupaHu nocpegcmBom
geckpunmuBHa cmamucmuka.

OgobpeHue om emu4Ha komucus

lMpoyyBaHemo e couuoAoz2uyecko no xapakmep U He
BknalouBa kauHuuHU uHmepBeHuuu. CbomBemHo, MO He nogAeXu
Ha pasaaeXkgaHe U 0goGpeHue om emuyHa komucus.

Pesyamamu

Couuanno-gemozpadcka u npodecuoHanHa

xapakmepucmuka Ha yyacmHuuume

MoayyeHu ca omeoBopu om 30 (18.75%) pecnoHgeHma
u om gBama 2paga B bBobacapus, 8 koumo ca peaucmpupaHu
EU - Coqua u BapHa. MHosuHcmBomo om aHkemupaHume
cneyuaaucmu ca om Codus (n =27, 90.00%), 2raBHo nopagu no-
2ondMama koHueHmpauusa Ha ELL mam. MoayveHu ca omeoBopu
om npegcmaBumeau Ha 20 om 06wo 25-me peaucmpupaHu EL
y Hac (80.00%). Pa3snpegeAeHuemo Ha pecnoHgeHmume no EL e
kakmo caegBa — ELL no gucmoHuu Ha MBAAHN ,CB. Haym* (n =
5. 17%), caegBan om ELL no pegku eHgOKpuHHU 3aboaaBaHus Ha
YCBANE ,Akag. 1BaH MenueB“ (n = 4, 13%) u ELl no nbpBuyHu
UMYHHU geduuumu Ha YMBAA ,AnekcangpoBeka“ (n = 3, 10.00%).
Cpeg pecnoHgeHmume 28 Auua npumeXaBam 06pa3oBamenHo-
kBarudukauuoHHa — cmenedH  ,Mazucmbp’ N0 MeguuuHa
(93.33%). Hal-zonam e genom Ha Aekapume € npugobuma
cneuuaaHocm no Jemcku 6oaecmu® (n = 10, 33.33%),
mpuMa Om MAX UMam npugobuma mMmACHA CNeuuaAHoCm no
~aemcka kauHuuHa xemamonozus u oHkonozus® (30.00%), gBama
ca ¢ npugobuma cneuuaaHocm no ,MeguuuHcka 2eHemuka“ (n = 2,
20.00%), a ocmanaaume cneuuaaucmu no ,Jemcku boaecmu® ca ¢
mAcHa cneuuaaHocm no ,Jemcka 2acmpoesmeponoaus®, ,Jlemcka
kapguonozua®, ,[lemcka HeBpoaozus®, ,Jemcka nHeBmonozua U
dmusuampus®, ,Jlemcka eHgokpuHoAo2us U 6oAecmu Ha 0bMAHama”.
N\ekapume ¢ npugobuma cneuuaaHocm no ,HeBpoaozus“ ca 16.66%
(n = 5), eguH om mAx uma npogbuma Bmopa cneyuaaHoCM no
,0dmaamonozua“. Touma om omeoBopuAume ca C nhpugobuma
cneuuaaHocm no ,EHgokpuHonozuAs u borecmu Ha o6bmAHama’
(10%). Om pecnoHgeHmume gBama ca cneyuaaucmu no
,Kapguonoaus“ (6.66%), cowuam e 6pos U Ha cneyuaaucmume no
,/ACMPOEHMEPOA02UA U XenamoAozus*. [18ama om pecnoHgeHmume
(6.67%) He ca ¢ npugobuma o6pa3oBameaHo-kBaaudukauuoHHa
CMeneH ,Mazucmbp‘ N0 MeguuuHa, me ca Ccneyuaaucmu no
kAUHUYHA ncuxonozus U MoAekyAApHa BuoAozus.

lpegocmaBaxe Ha enugemuoAO2U4HU JaHHU Ha
EBponeickume pedepenmu mpexku (ERN)
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Om ankemupaHume, 13 aekapu (44.82%) cvobwaBam, ye
npegocmaBam enugeMuoAO2UYHU gaHHU Ha koopguHamopume Ha
ERN, gokamo 16 aekapu (55.17%) 3aaBsBam, ye 8 momeHma He
cnogeaam makuBa ganHu ¢ ERN.

13non3BaHa HomeHknamypa 3a kogupaHe Ha 3abonsBaHus

MKB-10 e Hal-yecmo u3noa3BaHama cucmema 3a kogupaxe
Ha PB. Homenkaamypama 3a Pb Ha Orphanet (ORPHA) e nocoyeHa
kamo Bmopama no yecmoma Ha u3noA3BaHe, gokamo 2-ma
pecnoHgeHmMu cbobwaBam, uye u3noa3Bam Online Mendelian
Inheritance in Man (OMIM) 3a kogupaHemo um. Humo eguH om
PecnoHgeHmume He cbobwaBa 3a u3noA3BaHe Ha Systematized
Nomenclature of Medicine Clinical Terms (SNOMED-CT). [18ama
om omzaoBopuAume nocoyBam, ye mexHume EL| He usnoasBam
cneuuduyHa cucmema 3a kogupate Ha PB (Quaypa 1).

KBaaudukauua Ha cneuuaaucmume, yuacmBawu 6

kogupaHemo Ha pegku 6oaecmu

Mo-2onamvama yacm om pecnoHgeHmume 3aaBaBam, ue
0CHOBHO Aekapu ocoliecmBaBam npoueca Ha kogupaHe Ha Pb.
Mo-manka yacm nocoyBam yyacmuemo Ha gpyau MeguuuHcku
cheuuaaucmu UAU  MeguuuHcku cekpemapu. TpabBa ga ce
ombeneXku, 4e HUMO EeguH OM PECNOHgEHMUME He cnomeHaBa
yyacmuemo Ha cneyuaaucmu no UHGOPMAUUOHHU MEeXHOAO2UU B
npoueca Ha kogupate Ha PB (Quaypa 2).

3anosHamocm ¢ ORPHA kogoBe u maxHomo u3noa3Baxe

Mo-2onamama yacm om pecnoHgesmume (n = 23, 82.14%)
cbobuwaBam, ye ca 3ano3Hamu ¢ HomeHkanamypama Ha Orphanet,
gokamo 5 pecnoHgeHmu (17.86%) 3aaBaBam, 4e He nos3HaBam
masu cneuuduyHa HomeHkaamypa.

88.46%

34.62%

MKB 10 ORPHA kopose

7.69% 7.69%
OMIM He nsnonssame

KOHKpPETHa cuctema

3a KogunpaHe

(uaypa 1. Yecmoma Ha usnon3Bane Ha pasauyHume cucmemu 3a kogupaue Ha PB

93.10%

Nekap

13.79%

MeguunHCKKN cekpeTtap

10.34%

Apyr meamuumMHCKN
cneumanuct

(uzypa 2. Cneuuanucmu, yyacmBawu 8 kogupasemo va PB
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BbB Bpv3ka ¢ usnpawademo Ha kogupaHu gaHHU cnhopeg
usuckBanusma Ha Orphanet kom ERN, kom koumo npunagaeXu
coomBeHua EL, 4 pecnongeHmu (14.29%) cvobwaBam, ue
mexHume ELL 3agomkumeAHo usnpawam gadvu. Jokamo 24 om
pecnoHgeHmume (85.71%) nocouBam, ye B8 MOMeHMa He nogaBam
gaHHu kom ERN.

Om omzoBopuAume, koumo u3noa3Bam HomeHkaamypama
Ha Orphanet, 5-ma (29.41%) 3aaBsBam, ye nopBoHavarHo kogupam
pegku 6orecmu, usnoasBalku Hed, a 12 ywacmHuuu (70.58%)
noco4yBam, ye kogupaHemo ¢ HomeHkaamypama Ha Orphanet
ce u3BvopwBa caeg nopBoHauaaHO kogupaHe Ha boaecmume ¢
noMowMa Ha gpyaa HoMeHkAamypa.

MHo3uHcmBomo om yyacmHuuume, koumo He u3noa3Bam
ORPHA kogoBe, nocouBam, ue ouakBam GBvBekgaHemo um B
mexHus ELL Toaama yacm om pecnoHgeHmu ca 3aaBuau, ye koM
MOMeHMa He u3noA3Bam Homenkaamypama Ha Orphanet, muoi
kamo copmyepHama cucmemama 3a kogupaHe He e npu2ogeHa 3a
moBa. [lpyau npuyuHa 3a Heusnoa3BaHe Ha ORPHA kogoBe ca Aunca
Ha pecypcu U HenosHaBaHe Ha masu Hometkaamypa (Quaypa 3).

MogaBaHe Ha enugemuoA02u4HU gaHHU koM HauuoHanHuA

pezucmup 3a pegku 3a boaecmu

8 pecnoHgenmu (30.77%) 3aaBaBam, 4e npouecbm Ha
nogaBaHe Ha gaHHU koM HauuoHaAHus peaucmbp 32 Pb e

39.13%
34.78%
13.04% 13.04%

OuakBaHe HenpurogHoct Ha  Jlunca Ha pecypcn  Hesano3HaToCT €
BbBEXAaHe Ha cuctemarTa 3a ORPHA kogoseTe
M3MN0N3BaHETO KoaupaHe

(uaypa 3. MpuyuHu 3a Heusnoa3Baxe Ha Homenknamypama wa Orphanet
68.97%
55.17%
48.28%

OnTummnsnpaHe Ha
Bb3MOXHOCTUTE 33
KOMYHWKauUusa

Oby4yeHue Ha eknna

®unHaHcupaHe

(uzypa 4. NMpenopuku 3a 3acunBaxe va napmubopcmBomo mexgy ekcnepmuume uenmpoBe u Hauuonansusa pezucmup 3a pegku

6onecmu
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gobpe ycmaHoBeH U He cpewlam 3ampygHeHusa. Ho noBevemo
ankemupadu  (n=18, 69.23%) cbobwaBam, ye ca usnpaBeHu
npeg npegu3BukameacmBa no Bpeme Ha nogaBaHemo Ha gaHHuU.
MocoyeHume mpygHocmu BkalouBam mexHudecku npobaemu,
02paHuUYeH gocmbn g0 HAUUOHAAHUA pe2ucmbp U Aunca Ha
mexHuyecku nepcoHaa, kolimo ga yAecHU npoueca.

AnkemHama kapma BkalouBa u Bbnpoc ¢ npenopbku 3a
nogobpaBaHe Ha napmHvopcmBomo mexXgy ELl u HauuoHaaHuA
pe2ucmbp 3a pegku Goaecmu. MHokecmBo pecnoHgeHmu
noguepmaBam Heobxogumocmma om o6yyeHue 3a nogobpABaHe
Ha npouecume. OnmumusupaHemo Ha GBb3MOXHOCMUME 32
komyHukauus u ocuzypaBaHemo Ha GuHaHcupaHe ca gpyau katouoBu
obaacmu 3a nogobpeHue. Hsakou pecnoHgeHmMu u3pasfABam
AUNCA Ha pasbupaHe N0 OMHOWEHUE HA NOA3UME U 3HaYeHUemo
Ha HauuoHaaHus peaucmbp, kakmo U Aunca Ha uHdopmauus 3a
He208omo Bov3gedcmBue u uHmezpauus cbc 3gpaBHama cucmema
(Quzypa 4).

CvgeiicmBue ¢ uHuyuamuBama 0D4RD2

Ha yuyacmHuuume e npegaokeHo ga cnogeaam  kak
uHuuuamuBama 0D4RD2, koamo uma 32 uea ga BbBege Orphanet
kogoBe 3a peaucmpauua Ha Pb 8 cmpaHume om EBponetckus
Cvlo3, MmoXke ga nomoz2He Ha mexHume ekunu npu paspewatasemo
Ha npobaemu, cBup3aHu ¢ npakmuyeckomo npuAa2aHe Ha
kogoBeme Ha Orphanet. Hakoako pecnoHgeHmu nogyepmaBam
3HayeHuemo Ha 3akoHogameAaHama nogkpena, (HOpMaAHOMO
00yyeHue u komyHukauuama ¢ eBponedickume pedepeHmHuU MpexXu.
Jlocmonom go mexHuuecka noggpokka u OnpegeAeHo Auuge 3a
koHmakm Cbwo ca npegrokeHu 3a NognomazaHe Ha ycnewHomo
U3NbAHEHUE Ha uHuuuamuBama, kosmo ce oyakBa ga goBege go
uszpakgaHemo Ha kanauumem OMHOCHO HOMeHkAamypama u
uHcmpymeHsmume Ha Orphanet 3a nogkpena Ha kogupaHemo Ha
pegkume 6oaecmu B HauuOHaAHama Hu 3gpaBHOUHMOPMAUUOHHA
cucmema.

Juckycua

HomeHkamypama Ha Orphanet e paspabomeHa, nopagu
cybonmumanHama  epekmuBHocm  Ha  MekgyHapogHama
knacudukauusa Ha borecmume no omHoweHue Ha Pb u e BkaloueHa
kamo npenopoka 3a gopkaBume-uaeqku 8 JupekmuBa N2 2011/24/
EC na EBponetickua naprameHm u Ha CbBema om 9 mapm 2011 2.
3a ynpakHABaHe Ha npaBama Ha nauueHmume Npu MpPaHc2paHuyHo
3gpaBHo obcaykBane (0B, L 88/45 om 4 anpun 2011 2.) [4,
10]. basupaHo Ha pesyamamume om aHkemama, 82.14% om
omzoBopuaume nosHaBam ORPHA  kogoBeme, omHacawu
ce 3a 3aboaABaHuAama B mexHuA EL,, HO me ce u3noa3Bam om
34.62% B exkegHeBHama um npakmuka 3a kogupaHe. Te3u gaHHuU
koHmpacmupam cbc cumyauusma 8 gpyau eBponelcku gopkaBu,
Hanpumep beazua, kogemo Homenkaamypama Ha Orphanet ce
usnoa3Ba 6 mexgy 92.7% u 100% om cayyaume 3a kogupaue

Ha Pb [14]. CoweBpemeHHo no-maako om noaoBuxama EL
peaucmpupaHu B Bbazapus usnpawam gaHHu go EBponelckume
pedepeHMHU Mpexku, 3a pasauka om aHkemupaHu ueHmpoBe
8 lcnaHus, kogemo mosu npoueHm gocmuza go 80 %. EgHa
Om OCHOBHUME nNPUYUHU 32 HEus3NpawWaHemo Ha QaHHU €
Henpu2ogHocmma Ha 3gpaBHume uHGOpPMauuoHHU cucmemu B
pasAuvHUMe gopxkaBu [16]. Hapegba N2 6 om 21 gekemBpu 2022 2.
32 QyHKUUOHUpaHemo Ha HauuoHaAHama 3gpaBHouHGOpMAaUUOHHA
cucmema ypexga Buga Ha uHdopmauuama, koamo ce npegocmaba
om AevebHUmMe U 3gpaBHume 3aBegeHua B8 MuHucmepcmBomo
Ha 3gpaBeona3BaHemo 3a cb3gaBaHemo U noggbpkaHemo Ha
enekmpoHHume 3gpaBHu 3anucu Ha 2pakgaHume Ha Bbacapus B
HauuoHaaHama 3gpaBHouHGOpMaUUOHHa cucmema U Cb3gaBaHemo
Ha erekmpoHHO 3gpaBHo gocue. 3a kogupaHe Ha bGoaecmume
ce u3noa3Ba MKB-10, Ho HomeHkaamypama Ha Orphanet He e
uHmezpupaxa [15]. Mogkpenama, koamo ce oueHAaBa kamo BakHa 3a
BuBekgaHemo Ha HomeHkaamypama Ha Orphanet cbBnaga ¢ gaHHu
om gokaaga Ha npoekma RD-CODE - noBuwaBaHe uHmepeca Ha
om20BopHuUme uHcmMumyuuu, 3akoHogameaHa nogkpena, 0by4eHue
3a paboma ¢ masu HomeHkaamypa u mexHuyecka noggpoxkka [16].
MpaBu BneuamaeHue, ye noBeye om noAoBuHama aHkemupaHu
umam npobAeMu npu nogaBaHemo Ha gaHHu kbm HauuoHaaHus
peaucmbp no Pb. MNocoyeHume npuyuHu 3a moBa ca mexHuyecku
3ampygHeHUA, AUNCa Ha NepcoHaA U duHaHcupaHe. [o-2onavama
yacm om pecnoHgeHmume onpegeadm no-gobpama komyHukauus
u 0byyeHuemo kamo katouoBu 3a pewwaBaHemo Ha me3u NpobAemu.

OzpaHuyeHus Ha uscnegBaHemo

He ca noayyeHu omeoBopu om Bcuuku ELl (o6pamHa
Bposka e noayueHa om 80.00% om peaucmpupasume ekcnepmHu
ueHmpoBe 3a pegku 6oaecmu), nopagu koemo moBa uscaegBane
He MoXe ga ce cyuma 3a penpe3eHmamuBHO N0 OMHOWEHUE Ha
kogupanemo Ha Pb 8 boA2apua koM MomeHmMa, u3noA3BaHemo Ha
HoMeHkaamypama Ha Orphanet u omyumaHe Ha mpygHocmume,
koumo umam npegcmaBumeaume Ha EL| npu mo3u npouec.

3aknloueHue

HomeHkaamypama Ha Orphanet no3BoaaBa no-gobpa
Bugumocm Ha nauueHmume ¢ PB, no-npeuusHo nNAaHupaHe Ha
3gpaBHume pa3xogu Ha 6azama Ha No-NOgPOBHU eNUJEeMUOAO2UYHU
gaHHU, CbbupaHe Ha gaHHU 3a KAUHUYHU Npoy4YBaHusA U CNOgeAdHe
Ha BakHa undopmauus mexkgy pasauvHume EL [17]. Bonpeku
moBa 34.62 % om pecnoHgeHmume A u3noA3Bam 3a kogupaHe Ha
Pb. EgHa om ocHoBHume npuyuHu 3a moBa e Henpu2ogHocmma
Ha 3gpaBHume UH(OPMAUUOHHU cucmemu. AH2akupaHemo
Ha 3gpaBHume Baacmu 3a 06CwkgaHe UHMe2pupaHemo upes3
3akoHogameAHa nogkpena Ha Homenkaamypama Ha Orphanet 8
codmyepHUme cucmemMu 3a kogupaHe Ha boAecmu Ha Ae4ebHUME
3aBegeHusd u HauuoHaAHa 3gpaBHOUH(OPMAUUOHHA cucmema, go
kosmo umam gocmon Bcuuku me, e kalouoBo 3a npeogoaaBaHe
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Ha masu npeyka. Tasu uHmezpauud e BakHa 3a noAyyaBaHe Ha
NOGPOBHU enUgeMUOAO2UYHU gaHHU OMHOCHO pegkume Goaecmu
8 boA2apus, nAaHUpaHe U pasnpegeAeHue Ha 3gpaBHume pecypcu
U nogobpABaHemo Ha guacHocmuka, AeyeHuUe U npocAegABaHe Ha
nauuesmume ¢ Pb. MpoBexgaHe Ha uHGopmauuoHHa kamnaHus 3a
nonyAApu3upaHe Ha noAsume om npuaokeHuemo ORPHA kogoBeme
Cpeg MeguuuHcku cneuuaaucmu u HacbpyaBaHe Ha aganmupaHe 8
npakmukama um 6u gonbAHUAO Me3U gaHHuU.

0byyeHue u nogobpeHa komyHukauua, kakmo e nocoueHo
0m no-20AAMama 4acm om nonbAHUAUME aHkemHama kapma, ca
0m OCHOBHO 3HAYeHUEe 3a UHMe2pupaHemo Ha HomMenkaamypama
Ha Orphanet u noBuwaBaHe u3npawaHemo Ha gaHHU kom ERN u
HauuoHaaHuAa peaucmop 3a pegku Goaecmu. CompygHuuecmBo
C MeguuuHcku acouuauuu U akageMuyHU UHCMUmMyuuu 3a
uspabomBaHe u npoBexkgaHe Ha npozpamu 3a 00y4yeHue, koumo
npegocmaBam Ha MeguuuHckume cneuuaaucmu  cneuuguyeH
onum U no3HaHuA 3a gobpu npakmuku 3a kogupaHe Ha PB ¢
HomeHkanamypama Ha Orphanet, paboma ¢ HauuoHaAHUA pe2ucmbp
32 Pb 32 npeogoadBaHe Ha mpygHOCMUMeE, CbWO0 €a NOCOYEHU Om

pecnoHgeHmume.
CmapmupaHemo Ha UHGOPMAUUOHHU kamnaHuu
nocpegcmBom  cbbumuA  kamo  HayuHu  koHdepeHuuu U

cumnosuymu we goBege go noBuwaBaHe ocBegomMeHocmma cpeg
MeguuuHckume cneuuaaucmu u 06wecmBomo 3a BbamoXkHocmume
Ha HomeHkaamypama Ha Orphanet ga npegocmaBu u34yepnameAHu
enugemMuoAO2UYHU gaHHU omHocHOo Pb, koemo we goBege go no-
wupokomo BvBexkgaHe Ha ORPHA kogoBeme B8 npakmukama u
Wwe nogobpu guazHocmukama, Ae4eHUEMO U NpOcAegABaHeMO Ha
nauueHmu c Pb.

Pesysmamume om aHkemama we nocaykam  3a
ycmaHoBaBaHe Ha npegu3BukameacmBama u nompebHocMUMe
Npeg NapmHvLOpUMe U We ca 0cHoBa 3a pabomama Ha Cb3gageHus
HauuoHaneH ueHmbp ORPHANET Boaz2apus, Yuamo ueAa e ga ce
yckopu ORPHA kogupaHemo u ga ce yAecHU npaBuAHomo My
u3noa3Baxe 8 EkcnepmHume ueHmpoBe 3a pegku boaecmu y Hac.
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