NETHALECETA HALLNOHAAHA KOHQEPEHL A
3A PE[KI BOAECTI 11 AEKAPCTBA CPALLU

13-14 cenmemBpu 2024 2.
Xomen Nimnepuan — MaoBguB

O\

CbOPHUNK ‘I’IPE?:EHTALI,I/IIII
y |




NETHAQECETA
HALNOHAAHA KOH(QEPEHLINA
3A PEQAKW BOAECTU 1 AEKAPCTBA CIPALLIA

xomea Nimnepuan, 2p. MaoBguB

13-14 cenmemBpu 2024 2.

noa NATPOHAXA HA

£ &

Komucus no 3gpaBeona3B8axe MunucmepcmBo Ha Hauuonansa
kom 50-mo HapogHo cv6paHue
Ha Penybauka bvazapus

3gpaBeona3Banemo 3gpaBHoocuzypumenHa kaca

C nogkpenama Ha:

A
MEDIS&N VERTEX

l‘:O MSD (!, NOVARTIS

rrrrrrrr

3AameH cnoHcop 3AameH cnoHcop 3AameH cnoHcop 3AameH cnoHcop 3AameH cnoHcop

CnoHcop HayuHa cecus  CNOHCOp HayyHa cecus  CnOHCOp HayuHa cecus

(GENESIS @) PharmaPro




METHALQECETA HALWOHAAHA KOHOEPEHLIMA 3A PELIK BOAECTH 11 AEKAPCTBA CUPALIA 13-14 cenmemBpu 2024 — MroBguB

ISSN 1314-3581
* MpunoxkeHue kom ,Pegku 6oaecmu u aekapcmBa cupauu® (fToguHa 15, 6pol 2, 2024).
* CoopHukom ce usgaBa om boazapcka Acouuauus 3a Mpomouusa Ha 0bpasoBanue u Hayka (BAMOH).

BAMNOH

4017 MnoBguB, yA. ,bpama CBewapoBu” 4
e-mail: info@raredis.org

men./dakc: 032 57 57 97

* BAMNOH He Hocu omzoBopHocm 3a BepHocMMa Ha CogbpXkaHuemo Ha nybAukyBaHume Mamepuaau.

* MNy6aukyBaHume mamepuaau Mo2am ga He ompa3aBam MHeHuemo Ha BAMOH.

 CoopHukom ce pasnpocmpaHaBa 6e3naamHo npu kopekmHo u NbAHO N030BaBaHe Ha OpU2UHAAHUA U3MOYHUK.
BAIMOH 2024 © Bcuuku npaBa 3anaseHu




https://vev.raredis.org/

CBOPHWK C MPE3EHTALIN

OPTAHW3ALWOHEH KOMWTET

Anu begenoB

Anzen YukoB
AnmoHusa MuayweBa
bokugap banabaHoB
Baneca NempoBa
Baagumup TomoB
leopau MckpoB
leopau CmegaHoB
EBeauHa PovXkeBa
EneHa MumoBa
EneoHopa XpucmoBa-AmanacoBa

1Ban AmaHacoB
KameH emkoB
KocmaguH Jumumpo8
KocmaguH KocmaguHoB
Heau [aHaunoBa
Paauua PalveBa

Pas LLlepeBa

PymeH CmedaHoB
Cemux A3u3

Cmegan CmedanoB
Xpuc-Mapusa CraBoBa

HAYYEH KOMWUTET

Akag. 18aH MuaaHoB
Akag. Nvuesap TpaiikoB
Mpod. MepaaHa MempoBa
Mpod. NBairo TopHeB
Mpo¢. Pymen CmedaHoB
Mpo¢. CabuHa 3axapueBa
Mpod. CHexkuHa BacuaeBa
Mpog. luma MexpabuaH-CnacoBa
Mpod. DAuaH AHaHueB
Hou. Amanacka EaeHkoBa
Nou. leopau NckpoB
Nou./Beauna IopgaHoBa
Hou. NBaH AxkoB

Hou. Memvp PyeB
Hou. Paauua PadueBa
Nou. Paauua PobeBa
Hou. CoHa XpucmoBa
Hou. XacaH bypHycy3o8
g-p Ataun (DedizyaroBa
g-p MNBaiiro BacuneB
g-p MNBecma KupoBa
g-p Muaa baliueBa

g-p Muna MapkoBa
g-p Cumona MapkoBa
2-H Baagumup TomoB
2-ka EneHa EHeBa




METHALQECETA HALWOHAAHA KOHOEPEHLIMA 3A PELIK BOAECTH 11 AEKAPCTBA CUPALIA 13-14 cenmemBpu 2024 — MroBguB

YBakaemu koaea2u u npuameau,

Mpeg Bac e coopHukom ¢ HayyHu gokaagu om 15-ma HauuoHaaHa
koHdepeHuusA 3a pegku boaecmu u AekapcmBa cupauu. 3a nemHagecema
nopegHa 20guHa Bogewu mMeguuuHcku cneuuasucmu, 3gpaBHu Baacmu,
CMygeHmu no MeguuuHa, nauueHmu, U npegecmaBumeAu Ha UHgycmpuama
ce cbbpaxa ga npegcmaBam u 06cbgam HoBocmume u akmyaAHume
meHgeHuuu B guaszHocmukama, AeYeHUemO U npocAegABaHemo Ha
pegkume 6oaecmu u gocmobna go uHoBauuu B obaacmma Ha pegkume
3ab0AABaHuA U AekapcmBama cupauu.

bux »kenan ga 6aazogapa Ha Aekmopume u mogepamopume, kakmo
U Ha Bceku eguH om Bac 3a Bawemo yyacmue u uHguBugyaaeH npuHoc. MpegcmaBeHume Aekuuu u
Hay4HU gokaagu 0602amsBam Hawume no3HaHUsA 3a pegkume 60AECMU U Ca peaaHa npegnocmaBka 3a
no-gobpu, no-kayuecmBeHu 2puku 3a xopama ¢ pegku 3aboAABaHUA Y HAC U mexHume bAu3sku.

Tasu 2o0guHa no Bpeme Ha cvbumuemo omoeas3Bame 20 20guHU om cb3gaBaHemo Ha Hcmumym
no pegku Goaecmu, yudmo ekun ycnewHo e ocowiecmBua pa3Bumuemo Ha HauuoHaAHama noAumuka
U cmpameaua 3a pegku Goaecmu, npegocmaBuA € uHOPMAUUA U KOHCyAmauuu 3a nauueHmu u
MeguuuHcku cneuuaaucmu, kakmo u YCnewHo e peaAusupaa peguua 0byyeHua, npoekmu u cemuHapu.

Mokeme ga caegume akmyaAHume cvbumua U Ha uHmMepHem cadma Ha Miiecmumyma no pegku

borecmu.

npod. g-p Pymex CmedaHoB, gm
Om umemo Ha Op2aHu3auuoHHUA komumem
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AKAZLEMIAA 3A PEOKW BOAECTIA

» Pegkume 6orecmu 8 nyamonozusma
I MempoBa

» Cuxgpom Ha kbco muhko yepBo 8 gemcka Bv3pacm - HoBocmu 8
XpaHeHemo u megukamenmo3sHama mepanus
. AnkoB

» Koza ga mucAum 3a umyHeH geduuum?
X bypnycyso6
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PEAKWTE BOAECTI B MYAMOAOIATA

l[epzana NempoBa

—— — — —
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0. nm
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MNonosunHata oT Te3n peaku 3a60/1ABaHNUA 3acAraT Aeua
0Kon0 80% Ca pe3ynTar oT reHeTUYeH AedekT

HosopoaeHo XaTenHa HeoCTaTbYHOCT

Crpuaop

MeHo06pasHy CeKPETH OT YCTaTa, KOUTO He MOXe Aa NPerTbTHe
CopAetiHa HeAOCTaTBYHOCT

CnyyaitHa Haxoaka

UwnaHo3a npu 3apaso aete

[AMXaTenHy 3aTpyaHeHs

(Bpyru ca pereHepaTUBHU UK NpoaudepaTUBHM 3abonasaHua)

6-8% OT HaceneHMeTo wWe 6b/ae 3acerHaro oT pAAKo 3abonasaHe

Bpete
Xemo(Ti3a, XemoTopaKe
BpoHxueKTasuy, 6poHxo-nnespanta pucryna
Crepong Ha neTUwa
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CbpAeuHa HeAOCTaTBYHOCT
Kawnuua npu nueHe Ha TeuHocTn
Benoapo6eH emG0nM3LM (pAAKO)
ManurHena TpaHchopmauma

Okono 300 MAH. Xopa Mo CBeTa CTPaAaT oT peaku 6e10ApobHU

MynmonoruaTa..... YCNOBHO pasgename

BB3MOXHM TOKANU3aLMN HA aHOMANNNTE Ha
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Knacuduraums:
1.AHOMannK Ha TpaxesTa
* BpOJCHA CTCHO3a Ha TpaxesATa
* Tpaxeomajanus ¥ TpaxeoMeraius
* aHOMaJINM BBB PA3JICIAHETO HA TpaxesaTa Ha GPOHXI/ITC

* JOIBITHUTENHH PA3KIOHEHHUs/TpaxeaaeH OPOHX, KUCTH,
JMBEPTHKYIH U Jp./

2.AHoMasnK Ha GPOHXHUTE

g
* anmasus /

* XUIIOIIA3Us d 4
* KHCTUYHH 3a00IIABaHHA A *
A Y
oY 4

| i g
* areHesus Ha 6eus 1po6 5 G, /\
A N\ .
A A 2

N4HN BenoapobHM 3abonaBaHMA

« Bpoznena mandopmarus Ha quxarenaute nbruia (CPAM)
* BpOHXOreHHH KHCTH
¢ MHTpANyIMOHAPHH M MEIUACTHHATHH. MIHTPAMy IMOHATHHTE - TPEIKa B
pasBuTHeTO Ha GenoapobHara eMOpHoHasHa MbiKa. [To-4ecTo ce 3acsrar JOMHHTE
noGose.
* BenoapoGHa cexpecTparus
* Jlesopranusupanu chaose u [I1, HHTpa/ekcTpamyIMOHapHH, H3XpaHBaII
AHOMAJIEH ChJI OT a0pTaTa, OGHMKHOBEHHO B CIHH 1106
* BpozeHo no6apHo cBpbXxpasaysate ( BpojeH sobapen eMduzem)
* Ilpousxoxna ot cnabo passutus xpyupsin B ronemure JI1. JIIT crapar Muoro
MeKH, Koabupar U 3a]Ibpskar YacT oT Bb3/yXa ¢ BCAKo aumBane. OGHKHOBEHHO
ca B ropHATE JI0GOBE OT €HATA CTPAHA HA IPBIHUS KOILL.

3BUTUE Ha 6pOHXOI'IyﬂI\/\OHa

nacvdukanms Ha Monaldi:

e3us1 Ha Oestist APod,

asus,
XUIOTIa3Hs H

HEIOPa3BUTHE HA MAJKHTE GPOHXH.

XMIOTIa3Hs 1

HEIOPa3BUTHE HA MATKHTE OPOHXH.

uQukarms na Monaldi:
e3ust Ha Oenmus 1po6,
annasus,

XHIOIIA3HS 1

€0pa3BUTHE HA MATKHTE GPOHXH.

\




https://vcv.raredis.org/ CBOPHIUK C NPE3EHTALIIA

XuctonornyHa knacuoukauma 2002

« [lobaBeHu ca owe ABa TMNa

* Tun 0 — 1-3% auuHapHa aucnnasms,
acouuupaHa c gpyru aHomanumu.

HecbBmectma ¢ xkusorta (TpyaHa A4 ot
6poHxXoreHHa Kucra)

CPAM - congenital pulmonary airway malformation

OopmA ce B Kpan Ha V-Ta, Ha4anoTo Ha VI-Ta ceamuLia

* Tun IV — 15% ronsama Kucra ¢ pasmepu 4o
10 cm, nnocbk enuten. [lobpa nporHosa
(TpyaHa AL oT nneBponyamoHaneH

Jlunca Ha GpoHXHAJIEH XYL
Jlunca Ha GPOHXHAIHH TYOYIAPHHU JKIIe3H
Hajnune Ha BHCOK CThJIO0OBH/IEH eNUTe I

\ CBpBLXNPOAYKIHS HA TEPMHUHATIHH Gnacrom) ;,_‘\\‘ ¢ (‘ Y »
'\ OpOHXHOIAPHH CTPYKTYPH ¢ oopMsiHe Ha ) %
 KucTH 0e3 aiBeonapHa audepeHnuanus "
MacHBHO pa3suIMpeHHe HA 3acerHaTHs 106 Gestenton s ot o Pl RIS L e ﬁ 54
ke 155100 4
neonatal desthPedatc el Coe Mediine (6380531, NOV 2007 £
.

Pulmonol. 2001 Dec32(6)4715,

Knacnodurauma Ha CTokbp 1977 KAT Ha besaua

TN Tun |

MNceBAOMHOrOCNORH enuTen

50% OT NOCTHATaHUTE CAYYaU- MHOXECTBO KICTH,
MbAHK C Bb3AyX W TEYHOCT, € pasmep ot 3 4o 10 cm, ¢
HOPMA/IHM aNBEONM MEXAY TAX. OBUKHOBEHO
[OMUHMPA eAHa OT TAX

To31 TN MMa MHOFO 6AaronpUATEH U3xoa —8 90 %
OT CAy4auTe NauMeHTUTe NPeKMBABaT.

Stocker T 184

Knacmuoukauma Ha CTokbp 1977

i I
Usasn g asTen
apeaTaR ERT 45 5T RACTHITATHHTY CAPTaE-
M ST TG MATKR NMCTH © plomcp ag E em. Teos
THE naeerre (B0 R OF SELOmI ¢ APYTE BpOEHE
AHIMATHH, BEAKRHTEARS M. HE BEGOISI-ASRITT,
B CEpECIECIAsaTE M OB Sn il AFTARITE

Y CCTEMI, KT W PR | RN ITH
' wcpumsm pramaing stpeans. pormors na e 1
O BARHOHAT TESETT: AHHTE de

KomnaekcHmn aHomanmnm -

et e r

Stocker T 00%28:155 184

Knacuédukaums Ha Ctokbp 1977

L -

Tun Il Conuana
camo 10% OT NOCTHaTanHUTe CAydam.

M/T6THa Maca oT KUCTH ¢ pasmepw 0,5 cM

Ky6uuen enuten

FoNeMM 1e31M, KOTO Mp! Ha

OpraHu - TPaxeTa, CbPUETO U He3acerHaTa YacT ot 6enna Apo6
ca u3byTaHu U KoMNpecupanm.

> Moe 42 A0BEAE A0 PA3BUTUETO Ha XMAPONC B NOHE ABE OT

KyXMHWTE Ha NI0A, KATO HaNPUMep B 0BNACTTa Ha KOpeMa,
OKONO CBPLIETO MM BennTe APo6
Mporxosata e nowa

discase n nants and cilren. Feta ediar Pathal. 2009,28:155-184

Sa6c0 0, Pedt Pulmonol 2009 144: 244:5.
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[MupeufiHa YunuapHa QUCKUHe3us

Ipyna 3a60nABaHMA C AUCHYHKUMA Ha PECTHUUKMTE, HO He MPUYMHEHM OT MHGbEKLMA.

MbpBUYHa UMAMapHa auckeHesus (PCD)

* Acommmpa ce ¢ aGHOpMHA IHITHAPHA
CTPYKTYpa 1 (yHKIMs

* 3a/phKKa Ha MyKYC 1 GakTepun B
PECIMPATOPHHUS TPAKT

*  XPOHHYHO OTO-CHHO-TYIMOHATHO .
3a00IABAHE, AHOMAITHH B . A
PA3IOJIOKCHHETO HA OPraHUTE U
aBGHOPMHA MOJBHKHOCT Ha
CIIEpPMATO30H/IHTE.

« Juarnoctukara Ha PCD u3uckBa:

- HAJINYKE HA XapaKTEPEH KIMHUYCH
derorin

- U /WJIM OTIPE/IETIeH Ype3 eNEKTPOHEH

MHKPOCKOI  Ie()eKT B CTPYKTypara =
HA LMIMATE

- WIIN JI0KA3ATENCTRO 30 aGHOPMHA &=
LuHADHA (yHKIS. |

‘() OunadparmanHa xepHus

Normal Congenital Diaphragmatic hernia

3a mykosucumaosarta... 13:40 banHa 3ana

10
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— The ChILD syndrome
o Chronic lung disease,

o Diffuse lung disease,

= Child Intestitial Lung Discase

o Diffuse infiltrative lung disease

o Diffuse parenchyma lung disease

B negmatpuyHaTa npakTMKa TepMUHUTE
anodysHo 6enofobHo 3abonasaHe n
MHTEpCTULManHUTe 6en10806HM
3abonsABaHMA Ce U3MOA3BAT KAaTo
CMHOHUMM, BbINPEKM Y€ MHOTO OT Te3n
3abonABaHMA He 3acAraT camo
MHTEpPCTULMYMA
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Dertschretal: 2007

German center for lung research- annual report, 2015,
Deutsches Zentrum fiir Lungenforschung

Yeerora ma paxmmunure rpynu HB3 npu geua moa 2
roanmm (A) n npn zeua ot 2 10 18 roxmmn (5)

D

Deterding RR et al Pediatric Allergy, Immunology, and Pulmonology. 2010
Guillerman iatric Allergy, and 2010
Soares JJ et al. Pediatrics. 2013;

Bb3pacT Ha usssa

PecrnmpatopHu Hapywe

Vopwar< yviere M =

Connective tissue disease-assoclated lung discase In children tends to present
2 recognizable radiclogic-pathologic patterns
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KIIMHUYHA KAaPTUHA

+ KoBapHO Hawyano — 4ecTo TO He MOXE JAa ce onpeaenu. Mexmay mbpBUTe
MPOSIBH M JIMarHO3aTa MHHABA J0CTA JIBJITO BPEME.
* BenHa n Jieka CHMIITOMATHKA, HE OTroBapsilia Ha 60raTuTe PeHTTeHOBH
WM3MEHEHHUs Wi HapymmeHusTa ot GHJI.
. d)OpM]/lTe 1 IPOTHYAHETO IIPH ACLAa 3HAYUTEIHO C€ OTIINYABaT OT TE3U IIPH
BB3PACTHUTE

o Xunokeus cse SatO, oz 90 %

o Jlecarypamus 1o BpeMe Ha ChH, XpaHeHe U (PH3HUIECKU YCHIIHS.

0 AyCKyNITaTOpPHO YECTO €€ J0JIaBAT NPBbCHATU KPSITUTALHU

o ledpopmanust Ha rpbauusi ko (PE)

o benonpo6na xunepuHdIanus ¢ pa3ayT TOpake M HAIIHPALIH ce Xerap u

CIIe3Ka.

o Benonpo6na xunepronus — JIK obpemensiBane, akieHTyupan P2

olluano3a n 6apaGHHHK MPBCTH — KbCHO CUMIITOMH.

o THPCAT Ce MPU3HALM HA CHCTEMHA KOJIAreH03a MIIN BACKYJIHT.
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4 KpuTepwA 3a AMarHosa

1. PecnupaTtopHu cumnTomu (Kawnauua, 3agyx, TaxunHes)

2. Benesu Ha xpoHW4HO 6enoapobHo 3abonssaHe (Hanp.
6apabaHHK NpbCTH, ,HeBUPeEeHE")

3. Xunokcemusa
4. [Vdy3HN peHTTeHONOMMYHU U3MEHEeHUA

3a guarHosarta e Heo6X0AMMO NaLMEHTBT Aa NOKPMBaA 3 OT
nocouYeHUTe KpUTepuu U Aa 6bAaT UKAoUeHN 3abonsaBaHMA KaTo
MYKOBUCULLA03a, 6POHXMEKTa3nmn, HepPBHO-MYCKYNHO 3a6onsBaHe.

Bush A et al Thorax. 2015 Nov;70(11):1078-84. 1.

Nu3osomhn Gonecrn
MpoTenHoBa HenoHOCUMOCT(AH3UHYPUA)
TruKorewosuTun 1u il

Bonecr wa Farber

Hacneacreenara opotosa aunaypua

Niemann—Pick Tn AuC
Bonecr Ha Gaucher un Il w Iil
‘Opranmuny aungemmu
Muroxonapantu 3aonasanus

Nuzosomun Gonectn
Nlporennosa wenoocumocr
(nuanmypa)

Vmymen
Aeduuur

Wrdexuun
wa AAN

XpoHuHa xunokcemws, scneacTeme Ha ILD,
VHTPANYIMOHANHM WBHTOBE 3apaAN

LIAYHKUMA Ha ANXGTENHA MYCKYAGTYPA WAW
Kpanwodauvanim aedopmaunn u/nm 26HOPMHa MexaHuKa MOpaaM YTNemeHH oprany.
aHOMA/HWY Ha MEKHTe TbKaHM

Myxononusaxapuposu

MyKononusaxapuaoau M3 CHAIOBETe C aGHOPMHM KAETKY Wk MeTaGouTH

Beuuku HM3 ¢ yBenuienn oprani (au3o3omuw) Bonecr wa Gaucher tun |
/i HeBponorHo 3acarane Tamkorenosa tun fa u Ib

Bonect Ha Wolman, HUPRA

European Respiratory Review Dec 2013, 22 (130) 437-453; DOI: 10.1183, 180.00008012

Kurland G et al. Am J Respir Crit Care Med 2013; 188:376.

AT Ha e4ANH He

ACE-
"~ uHxubuTOp
Kawnuua

KopTiKocrepouam
n.oc

Bonkas *
Kopema

meThopmuH —
Demeniua
* Hambannsake
+oue Gonkas
Kopema .

Aprmmanc ) 4
XpOHMUHA
Avapua * Boau ao B12 peduumnt

FeHeTn4HW NpmunHK 3a B3

SP-C ancyminn M

He Ha 6enunte aApobose oT nekapcTealli W B |
Table 2. CAM-Induced Pulmonary Dison

) ABcA3 sfec TIFL(NK.2) 200 SLTAT
p12p112 169133 21 149133 232,613 149112
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CBOPHWK C MPE3EHTALIN

CUHAPOM HA KbCO TbHKO YEPBO B
NETCKA Bb3PPACT — HOBOCTIA
B XPAHEHETO 1 MEAWKAMEHTO3HATA
TEPANIA

NBaH AnkoB

KOHGAMKT Ha MHTepecn

HacToAwiarta npe3eHTauua He e nogKpeneHa oT puHaHcoBa Uan
06pa3oBaTe/iHa UHCTUTYLMA U He Cb3AaBa KOHOAWKT Ha UHTepecH.

* KnuHuyHuTe xapakTepucTuku Ha THH
BapuMpaT B 3aBUCUMOCT OT CTeNeHTa 1
aHATOMWMA Ha YpeBHaTa 3aryba;

* CnocobHOCTTa Ha OCTaHanuTe Yepsa

DYHKLMOHANHO fja KOMNeHcUpaT

pesekuuaTa;

I'Ipe3 nopsute 2 rOAMHWN OCTAaTbYHOTO

4epBo Moxe GYHKLMOHANHO Ce aaanTupa;

WneymbT ce afantupa CTPYKTYpHO 1

GYHKUMOHaHO, AOKATO feloHyMa Moe

/i3 Cce afianT1pa camo yHKLMOHANHO;

MAJIABCOPBELU

Hucka BepoATHOCT 33
TYH npu naumeHTH ¢
Ab/KMHA Ha HeloHyma >
35cm.

Pa3NnuHa BepOATHOCT 3a

) TYH, Ho e no-ronama npu
NaUMEHTH C OCTaTBK Ha
VietoHyma < 60-65 cm.

Pa3/yHa BepOATHOCT 38

J ) TYH, Ho € no-ronAma npy
s Rauen € ocTaTex va
oy ieloyma < 115 cm.

c—w

NPEOENEHUNE

* Mpy Bb3PACTHM HOPMA/IHATa AbXKMHA HA THHKOTO 4YepBo, e 275 -
850 cm, B 3aBUCMMOCT OT HaYMHa Ha U3MepBaHe;

* MpKn AOHOCEHO HOBOPOAEHM Ab/IXKMHATA HA THHKOTO YepBo e 160
cm v HapacTea Ao 600-700 cm npes nybepreTa

* [AbnkuHa Ha dyHKUMOHaneH SB no-masnka ot 200 cm e npueto
onpezesneHue 3a KbCo YepBO NPy Bb3PACTHM;

* CUHAPOMBT Ha KbCOTO YepBo (TYH) e TbHKOUpeBHa
HE/IOCTAaTbYHOCT, NPUYMHEHA OT Hama/ieHa eHTepoLMTHa Maca
nopajau MacvBHa peseKuus, BROZEH iedeKT UM CBbP3aHa CbC
3abonsBaHe 3ary6a Ha abcopbuusa.

3a6aBA M3npasBaHeTo Ha CTOMaxa

KbM TbHKOTO 4epBo.

HaBnnsaHeTo Ha XpaHUTENHM BellecTBa B UieyMa 3abaBa TpaH3WUTa Ha TbHKUTE YepBa U

He CbluecTBYBa TakbB KOMMEHCATOPEH MEXaHM3bM 3a ieloHyMa

PesyntatuTe ca no-A406pK 1 Npu NaLMeHTH CbC 3anaseHo aebeno Yepso 3aLwoTo aebenorto
4epBo Nomara 3a 3a6aBaHe Ha NPEMUHaBAHETO Ha XMMyca

WneouekanHaTa knana ce cHMTa 3a BaXKeH perynaTop Ha CKOPOCTTa Ha YPEBHUA TPAH3UT
MneuuekanHaTa Knana e (bVISVI‘-IECKE ﬁapl’lepa 33 aHTeporpagHoONOTOK OT XMMycC OT ,qeGenoTo

PaiioHbT Ha MneouekanHaTa Knana NpeACTaBnABa BaKHO MACTO3a XOPMOHa/IHA CeKpeuns
(rntokaroHonogo6HM nentuam 1 m 2 v nentua YY)

MAJIABCOPELU

NPEOENEHUE

KaHagckaTa acoumauma Ha AETCKUTE XUpyp3m - HeobxoaumocT oT X noseye ot 42 AHn
Cej, pe3eKLyA Ha YepBaTa UM OCTaTbLM OT <25% O4akBaHa Ab/KMHA Ha YepBaTa 3a
recTaLMoHHa Bb3pacT ;

[lpy»KecTBOTO 3a AeTCKa TbHKOYPEBHA HEAOCTaTbYHOCT - HeobxoaumocT ot PN 3a> 60 AHK
nopaau YpesHo 3a6o/ABaHe MU AUCHYHKLMS;

Pesekuus Ha noseye ot 70% OT TbHKUTe Yepsa u/unn Heobxoaumocr ot MX 3a noseye ot
42 AHW cies YpeBHa peseKLma U/Mam oCTaBalla Ab/KUHA Ha TbHKWUTE Yepsa oT
AurameHTa Ha Treitz no-maska ot 50 cm 3a HefloHOCceHu 6ebeTa, No-manka ot 75 cm 3a
AOHOCEHM HOBOpOAEeHM 1 noa, 100 cm 3a aete Ha 1r. (NASPGHAN);

HamanssaHe Ha TbHKOUYPeBHaTa GYHKLUMOHANHUA yM, Heob: 3a yci 0
Ha MaKpOHYTPUEHTU /UK BOAA U eNeKTPO/IUTH, Taka Ye Hyxaa oT MX Heobxoaumo 3a
noAAbpIKaHe Ha 34paBeTo u/unm pactexa (ESPEN);

MpubansutenHo 24,5 Ha 100 000
KMBOPOAEHW/roanHa

YBenmyasa ce npes nocneaHuTe
HAKOJIKO AeceTnneTns

Nopo6peHa npexusAemMocT nopaam:
Hanpe/abK B NOZKPenara Ha XpaHeHeTo
VHTEH3UBHUTE FPUMKM 33
HOBOpPOZIEHUTE

aHeCcTesnA U XUPYPrUdHM TEXHUKN

YEC

Hosopoaexun
- HEK
lacTpocxusa
Bonsynyc
Omdanouene
Atpesua Ha TY

Jeua:

Boneynyc v Tpasma
Heonnasma
PaanaumoreH enteput
Cbzi08M 3360NABaHNA
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*[luc6anaHc Ha TEYHOCTM U eNEKTPONUTH
*[ucperynauma Ha xopmoHuTe ot TNUT
*HapyweHus B 4pesHUA MOTUANTET
*[lucbakrepnosa

*YcnoxHeHus, cebp3aHu ¢ LIBK

*KocTHa 6onect, noABa Ha XAb4HM 1 6bBPEUHM KaMbHU

EHTEPAJIHO XPAHEHE

OnTUmanHaTa cTpatervs 3a 4ocTaBKa Ha xpaHata (OX cpeuy EX) u 6oayc cpeuy
HENPEeKbLCHATO XPaHEHe OCTaBaT CopHH;

Mpu Aeua ¢ XpoHU4Ha Anapua HenpekbeHato EX noaobpsasa upesHata abcopbums 1
TEMOBHUA NPUpPacT;

BonycHoTto EX BoAM A0 UMKAUYHM NPOMEHM B NNa3MEHWUTE HMBA Ha XOPMOHUTe Ha UT,
KOWTO Ca BaXkHM 3a ajanTauuaTa 1 pacTeka;

Kom6uH1paH noaxoa (HeMpeKbCHaTO XpaHeHe Npes HowwTta u 6onyc npes Aeks) ce
Tonepupa Hait-aobpe;

EHTEPAJIHO XPAHEHE

CbCTaBbT M BpEMETO Ha eHTepasiHO XpaHeHe MoraT /ia MOBAWAAT NOCTUTaHeTo Ha
eHTepasiHa aBTOHOMMA

PaHHOTO Hayano Ha eHTepPaNHOTO Xp: cnen p
cTeneHTa Ha eHTepasiHa aBTOHOMMUA

Ha yepBarTa no,

XpaHuTe TpAGBa Aa ce yBeNUYaBaT NOCTENEHHO cnopes, NoHOCUMOCTTa

Llen aa ocurypu afanTuUpaHeTo Ha Yepeara Ypes usnonssaxe Ha M’T

OpanHoTO XpaHeHe e No-GpU3nN0NOrUYHO OT EHTEPASHOTO XpaHeHe

APEHTEPAJIHO XPAHEHE

MX 3Ha4YMTENHO NOA06PY NPOABIKUTENHOCTTA Ha KMBOTA Ha deua ¢ TYH;

BpoAT Ha peuara, ot X, cey 10CTOAHHO;

Kpaithata uen Ha NX e npu nogobpera abcopbuus 1o Aa 6bAe NPeKpaTeHo UAK NoHe
HamaneHo;

lbArocpo4HOTO NpunokeHue Ha MX ce noctura Hai-ao6pe B AOMa;

Mo3sonsasa NbHaTa XpaHWUTeNHa noaKpena Ha Aeua ¢ TYH;

EHTEPAJIHO XPAHEHE

3a KbpmayeTa cbe TYH, Kbpmarta yecTo ce u3bupa 3a EN, HO AaHHWTe B NoAKpena Ha To3n
1360p ca orpaH1yeHM;

KbpmeHeTo TpAGBa Aa ce CTUMYMPa;

Kbpmata CbbpkKa pacTemHn GpakTopu, aMUHOKUCENNHI, UMYHOINOBYNHM 1 APYTA
MMYHO/IOTUYHO BaXKHU CbEAMHEHMA, KOUTO MOTaT Aa CTUMY/IMPAT YpeBHaTa aaanTaums;

Kbpmata cbbpka GakTopu, NOAAbPKALLM Pa3BMBaLLATa Ce YPEBHA MUKPOBHOTa 1
MMYHHaTa CUCTEMa Ha HOBOPOAEHOTO;

Ynotpe6ara Ha KbpMa MOXe:
- /ia A0BE/je /10 NO-MafIKO AHM Ha 3aBUCUMOCT OT MX
- /il HamMany pucka ot YepHoapo6Ha Bonect, cebpsaHa ¢ TYH

APEHTEPAJIHO XPAHEHE

X e »kmBOTOCMAcABALLA TepanuA Npu NaumeHTH cbe TYH 1 TpAabGBa Aa ce 3anoyHe paHo,
e/JHOBPEMEHHO CbC 3ary6aTa Ha TbHKOYPEBHa Maca;

B onuT Aa ce cBe/ie A0 MUHUMYM YBPEXAAHETO Ha YepHuA Apob, Tpabea aa ce npueme
NapeHTePanHO XPaHEHe C HACKO CbibPaHNe Ha MasHWHM (No-manko ot 1 g/kg)

TpAGBa /Aa Ce A0Mb/BA C ECEHLMANHIM MACTHU KUCenUHM (omera-3);
NX Tpa6ea aa 6bae CbOBPasEHO C HYKAUTE Ha OTAENHMA NALUEHT;

PaHHOTO cnupaHe Ha MX Moxe Aa AoBeae A0 BUCK OT XMMNOBUTaMUHO3M;

EHTEPAJIHO XPAHEHE

He ce nsnonssat nonumepHu anetu;

MpeanouunTa eKCTeH3NBEH XMAPOAN3aT;

Cbabpka KbC nenTuam, no-Aobpe abcopbupanm oT cBOGOAHNUTE aMUHOKMCENIMHM, KaKTO 1
cpeAHoBepPUKHN TpUrAuuepuan (MCT);

3axpaHBaHeTo TpAGBa Aa ce 3anoyHe Mexay 4 v 6 mecel, (KopurpaHa Bb3pacr)

APEHTEPAJIHO XPAHEHE

YcnoxHenuATa Ha MX TpaGBsa Aa ce OTKPUBAT paHo

Bb3MOMHM YCIOKHEHMA Ca:

Xonecrasa, cebp3aHa c NX

YepHogpobHa 6onect, cebp3aHa ¢ NMX (Y5CMNX)
nbuHo-KameHHa Gonect

Cebp3aHu ¢ LIBK (KaTeTbp — cencuc, TPOMBOTUYHM YCIOXKHEHUA)
TbHKOuYpeBeH 6akTepuaneH CBpbXpacTex

MoTUANTETHM HapyLeHna

JlednunT Ha MUKPOHYTPUEHTM

Hedponutnasa

14




https://vev.raredis.org/

CBOPHWK C MPE3EHTALIN

APEHTEPAJIHO XPAHEHE

MpodunakTuka Ha YepHoapobHaTa 6onect, cebp3aHa ¢ NMX (YBCMNX)

HamanssaHe o6ema Ha X 3a cmeTka Ha EX

Lnknunuro MNX (< 18 yaca/aeH)

MoHwuTopupaHe cbeTasa Ha MX

- MHdy3mnoHHa CKOpOCT Ha Itoko3aTa < 8-12 mg/kg/min

- Konnuectso Ha aMmmMHO Kucenuhm < 2,5 g/kg/neH

- KonwnyectBo Ha amnuaute < 45 % OT AHEBHUTE Kanopumn
- HamansgaHe Konnyectsoto Ha Mn v Cu npw xonectasa
- PaHHo BKAtoyBaHe Ha UDCA B TepanuaTta

MEONKAMEHTO3HO JIEYEHUE

[MP®-1 (MHKpEeTUH) ce Npunara ycnewHo npu Anabet Tun 21 3aTibCTABaHE.

lokaroH-nopo6eH pacrexkeH dakrop 1 (MPP-1)

Cam nnum ocobeHo B KombuHauua ¢ IMP®-2, uHKpeTUHa noaobpsABa xuapatauumsTa,
yBe/NM4eHa MacTHa maca;

Mpw KAMHKUYHO u3nuTBaHe liraglutid e nokasan fo6bp edekT B masnka cepus CKY tun 1 (TbHKO
4YepBo CbC cpefHa Ab/MKMHa 110 cm);

06embT Ha ypu1HaTa ce yBennyasa, yCnopeAHo C HaManeHo OTAENAHE OT CTomaTa, nojobpeHa
abcopbLuna M HamaneHa 3aryba Ha eHeprus npes Yepsara;

APEHTEPAJIHO XPAHEHE

TeHKOUpeBeH BaKTepuaneH cBpbXPacTex

HapyuwieHna 8 xpaHeHeTo

PasaysaHe Ha Kopema W xemaToxesus

D-naktaTHa aunaosa

/lnarHo3ata YecTo ce NOCTaBA MO KAMHUYHATA KapTUHa

/lnxaTeneH BoAOPOAEH TECT

MocsABKa OT AyoaeHaneH acnupat

JleyeHune — eMnuUpUIHa aHTUBMOTUYHA Tepanua

Mpo6uroTULMTE — INMCa Ha CUTypeH edeKT, PUCK OT CBPBXPACTeX 1 GakTepuanHa
TpaHcaoKaLma

MEONKAMEHTO3HO JIEYEHUE

EdexTsT Ha MP®-2 BbpXy CTOMALIHO-4YpeBHaTa GYHKLUMA € OLLEHEH Npu nauueHTy 6e3
TEepMUHANEH UAeym 1 Ae6eno YepBo 1 TexKa Manabeopbuma

lokaroH-nopo6eH pactexkeH dakrop 2 (MMPd-2)

Neyenuero c [MP®-2 (teduglutide) nogobpnsa upesHaTa abcopbuua Ha eHeprusa u
YBENNYM TeNECHOTO TerNo;

Hamannga 3aBucumocTTa ot MX 1 CHUKABa CEAMUYHUTE HYXKAM OT NapeHTepasHn
pastBopyn

[MP®-2 e Halt-NOMMYHUAT MEAULMHCKIA MOAXOA, 3@ PAHHO IEYEHNE Ha NaLMEHTH C KbCO
4epBo, 0COBEHO Te31 C pe3eKUMsA Ha uaeyma.

MEOUKAMEHTO3HO JIEYEHUI

OpaneH uHcynuH (OU) n MHcynmHonogobeH pactexer ¢-p 1 (MP®-1)

* [pw HapacTBaww Ao3n OU ce H: WH np dep Ha Caco-2

KNeTtkuTe;

YKMBOTMHCKM MOZleNIM NTbXOBE NOKa3BaT noao6peHne Npu NpunoxeHue Ha OU;

Te AeMOHCTpUpaT BCukKM 6en1esn Ha eHTepanHa agantauus;

Mopo6Hu ca pesynTatute 3a NpunoxeHue Ha UPO-1.

KbM HacToAwwma momeHT Tepanuata ¢ OM n UPP-1 He ce npenopbyBa KaTo PyTUHHA.

MEONKAMEHTO3HO JIEYEHUE

Jvnrogeiicteawm MokaroH-nogobeH pactexeH daktop 2 (MPH-2)

[Jbnropeiicteawy aHanor Ha IMP®-2 (glepaglutide) e ¢ nonyxwusotoT 50;

HamansasaHe 06eMbT Ha U3NpaxkHEHUATa W yBeUYaBaHe Ha YpesHaTa abcopbuuna, npu
nauueHTn cbe CKY.

Mpunara ce BeAHLX MM ABa MBTH/CEAMUYHO.

MpeagapuTenHuTe pesynTatv ca 4o6pu, KaTo yCAOXKHEHUATa ca Noao6HK Ha [MP®-2
aHa/o3MTe — YCAIOXKHEHUA OT CTOMaTa, rajieHe, KopemHa 60/ka.

MEOUKAMEHTO3HO JIEYEHUI

YoBeLWKN peKOMBVHAHTEH pacTexeH XOPMOH (4pPX)

MpoBe/aEeHO e OTBOPEHO KNMHWYHO U3NUTBAHE NPU KbpMayeTa, KOUTo ca noyyasanm 0,3
1U/kg/neH 3a 10-gHeBeH Nepuog, Ha eveHue;
Cb06LieHO e 3a 3HAYUTENIHO HaA/jaBaHe Ha Tero No BPEeMe Ha /Ie4eHNeTo

OTBOPEHO M3NUTBaHe Npu Aeua ¢ HeoHataneH CTY, ca nonyyasanu 0,6 1U/kg/neH 3a 3
Meceua;

BCHUKM IOCTUraT eHTepaiHa aBTOHOMMA MO BpeMe Ha NepuoAaa Ha nedeHue;

Ho camo 2 geua (25 %) obaue ocrasar 6e3 MNX 1 roauHa no-KbCHO.

KbM HaCTOALMA MOMEHT TepanuaTa ¢ YpPX He ce NPenopbYBa KaTo PyTUHHA.

MEOVNKAMEHTO3HO JIEYEHUE

CTomalliHa xunepcekpeuns ce Hab/1l0AaBa Npy Noseye OT NO/I0BNHATA NaLMEHTH cieq,
peseKuma Ha yepsara.

WM ca nekapcTsa OT MbpBa /IMHMA B TO3M C/y4aii, Thit KaTO Te NOTUCKAT CeKpeUMATa Ha
CTOMaLLIHa K1CenuHa.

CToMallIHaTa XunepceKpeLma 06UKHOBEHO € NPEXOAHa, HO MOXeE Aa NPOABLAKM A0 12
meceua.

ONTMManHaTa NPOABLAKUTENHOCT Ha NOCTONEepaTUBHaTa aHTUALMAHA Tepanua Npu
3acerHaTiTe NaLMEeHTH He e U3BECTHa.

Mpegnonara ce spb3ka mexay UMM n nHdekumumute Ha MT u AuxaTenHata cuctema,
BEPOATHO BK/IOYBALLYYM BaKTepHaneH TbHKoYpeBeH capbxpacTex, UMM Tpabsa Aa ce cnpe
Bb3MOXKHO Halt-paHo.

WHxu6uTOpM Ha npoToHHaTa nomna (UMM)
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MEOUKAMEHTO3HO JIEHEHUI

AHTUMOTUAMTETHM NpenapaTh 1 cMoamn

* [vapuata npu CKY ce nosanABa raBHoO ¢ nonepamuz,

Toit edeKTUBHO yBeNMYaBa NacaXKHOTO Bpeme Ype3 3abaBAHe Ha YpeBHUA MOTUAMTET.

JlonepammabT MOXe fla ce CBbPXKE CbC CMO/IM, CBHP3BALLM XKABYHUTE KUCENNHM, KOETO
BMNOCNEACTBME HaMaNABa TAXHATa aKTUBHOCT.

XONeCTMPaMUHBT NPUHAA/IENKM KbM KaTeropuaTa Ha CMO/IW, CBbP3BALLM KITbYHI KUCENNHU
1 MoXe Aa 6bje Noe3eH 3a CBbP3BaHE Ha X/TbYHM COM MPU NALMEHTM C OCTAaTbYHO
[Aebeno Yepso 1 XonepeTuiHa Auapus.

[euata ¢ OBWMPHN UNEANHM PE3EKLIMM MMAT YNCTA 3ary6a Ha TBUHN KUCEUHM 1
XONECTUPAMMUHBT MOXKE [1a BOLIM CTeaTopenTa U ManabcopbumaTa Ha MasHUHM.

3AKJTIOYEHUE

Pa3BuTHeETO Ha 3HaHWATa B K/IMHWYHaTa NPaKTUKa AoBeje A0 HaManABaHe Ha CMbPTHOCTTa U
3a60/1€BaeMOCTTa NPy AbATOCPOHHO NPOCAEAABAHE;

JIMarHoCTUYHUTE 1 TepaneBTMYHUTE pewenus npu CKY B TpAGBa Aa ce B3emar ot
MYNTUANCUMANAHAPEH €KWUM, KOWTO BK/IOYBA HEOHATON03M, AETCKN XMPYP3K, AETCKM

racTPOEHTEPON03M, CNELMANNCTI NO XPaHEHE N MEANLMHCKM CECTPU.

OCHOBHaTa LieNl € paHHO MAEHTUULMPAHE Ha NALIMEHTH C PUCK OT BATOCPOUHA 3aBUCUMOCT
o7 X, 3a 4a ce U3BerHaT Hail-CepUO3HUTE YCOKHEHUS

3HauNTeNHO NOA0BPEHME Ha NPOrHO3aTa MOMKe /ia HACTbMM Ype3 BHUMATEHO NPoC/eaABaHe
Ha XpaHWUTENHUA CTaTyC, U36ArBaHe Ha 3aBUCMMOCTTa OT IMX U paHHOTO BbBEXAaHE Ha EX.

PaunoHanHoTo n3non3saHe Ha MeANKamMeHTO3HaTa Tepanua Hamanasa 3aBMCMMOCTTa oT MX.

MEOUKAMEHTO3HO JIEYEHUI

Mpo6uotnuu

Mpo6uoTnuyTe MoraT ja UrpanT pona 3a NoaobpABaHe Ha YpeBHaTa aganTauua npu CKY.

Mpeanonara ce, ye NoA06PAT MyKo3HaTa 6apuepa Ypes TAXHATA aIXe3UA KbM INraBUYHUTE
NOBbPXHOCTY.

Mpo6uoTuumTe AeiicTeaT Ypes:

MHXMBUpPaHe Ha natoreHHUTe 6akTepum;

OTAENAHETO Ha GaKTOPK, KOUTO NOACBPABAT LENOCTTa Ha GapuepaTa
MMYHOMOZY/IMPaHE BbPXY KAETKUTE Ha MMYHHaTa ccTema.

KbM HaCTOALMA MOMEHT TepanuaTa ¢ NpoBMOTULM He Ce MPEenopbYBa KaTo PYTUHHA Npu
CK.

¢

WUHCTUTYT
NO PEAKU BOAECTU
www.raredis.org

V]
BJZIATOOAPSA 3A BHMMAHVIETO\
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MpUYNHK 32 NO-4ECTO, NO-PA3INYHO U NO-TEXKKO 6one,u,yBaHe

KOrA OA MICAM 3A NMYHEH e s
* Kbca Escraxuesa Tpbba
* Jlunca Ha MHEBMATU3aUMA HA CUHYCUTE — MaKCUAAPHU CAIeA, TOANHA, GPOHTANHM Criep 8 T.

ﬂEm m u m T? * WmyHonornyHa HespanocT
H

* Mpu nHdekuun Ha MOC:
+ [o nbpsata roauHa 6oneayBar NpeanMHO HeobpA3aHu MoMYeTa — 8 MbTH NO-YecTo oT
obpazaHuTe
* Cnep nbpeata rognHa 601eaysaT NpeaymHo MOMUYeTa

Xac aH vachyaoB * MK o 2 rog.—2.8: 5.4, a cneg tosa 1:10 ([Tpeo6radasam momuyemama)

ALANMACICELNEN A
CTO T = TR
[—

L T

MbvpBuAT onucaH MU,

el gt 4 el g st o . 1
W o e e e, b g b
1952r.- Ogden Bruton onucsa 8-
TOAIMLIHO MOMYE C NOBTapALLY ce
6aKTepranHu MHGeKLMn n aunca Ha
ramarno6ynuHu B cepyma.

=y bt o e b il b e By e s e et
P omm el v b e e e b

MbpBuAT onucaH M/, . KakBo e MMyHEH
T Legpuyum??

ramarno6ynuH nomorHana- ,3a
usmuHanume 14 meceya nayueHmvsm e
10/1y4a8a1 eXEeMeCeyHU UMEKYUU C
2aMa2a06y/UH U He e UMasn cenmu4Hu Ha pyweHne Ha UMyHHaTa cucTtema, BoaeLlo

CEEH [10 MOBULLIEHA YeCcToTa Ha MHPEKUUN

HapyweHne
LB LGl | ® HecTo ca Hanvue v Apyry,
cuctema, HEUHPEKLMO3HW NPOSBU
KakBo e SuE I e ABTOMMYHUTET, (aBTO-)
YecTo boneayBalwoTo aeTte?? s R
VI N\VH €H "ecrota Ha numoonponudepatmsHm

UHeKuUn

* [leuata B AeTcku rpynu/ acam ,ﬂ,ed)l/lLl,VlT?

* 8-10 UHPEKLMN Ha FOPHUTE AUXATENHW MBTULLA FOANLLHO.
* 1-21HPEeKUMM Ha CTOMALLHO-YPEBHUA TPAKT FOAMILIHO.

* [eua 2-15 r.8.- 6-15 nbTH/rognwHo (WWI- Kora ga
* 2-31.8.: 6 1 NoBeye/roaNWHO 3 3anogo3pem NI?)
* 4-5r.8.: 5 1 noBeye/roAnWHO

® Texkkmn
Kaksu © MpoabAKUTENHN
CLLOEUTER S e HeobMuaiiHm
* [NoBTapALwm ce
* Hap 6-7 r.8.: 4 1 noseye/roguiwHo

L K. Mymmnen. Hecro Goneaysauo pere. M0, Cogw, 1998 1
2 v n 4

R, Smolkin, 5. 601 Vork, .

hitpsfdoirg/10.1 0050 32
A & Kanariow, M.G.

21(3), 465-473, 401 10.111/,1399-303.2009.00964.x.

84, PMID: 26525479
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KAnHWYHKW npoasu Ha N[,

BpoaeHU aed)eKmU * 1. fledeKTn B KNETHYHUA U XYMOPANHUA UMYHUTET
o~ * 2. KOM6MHMPaHW MMYHHU AedNULNTM C acounumpaHm
MbpBoO U Hall-BaXKHO: MHdeKLumUTe ca olmqureneu 6ener Ha Ha umyHumema- wn CMHAPO’;HM xapZnepﬁcquL:‘ e
nmyHoaeduumtal Hnacmd)w Kauna * 3. Mpeobnaaasalio aHTUTENHN AedULUTH

* 4. UMyHHa aucperynauma
* 5. ledpekTn 8 6pos/dyHKumMATa Ha barouuTuTe
* 6. ledeKTH B KOMMOHEHTUTE Ha BPOAEHMA UMYHUTET

Bb3MOXKHO e 0baye Aa vma n apyru CMMnTomMu, no-3abenexnmm B Ha4anoTo M TOBA MOKE . 7. ABTOVIHd)ﬂZMETODHM 3abonaBaHua
Aa Gb/ie NOABEKAALO: « 8. lednumTH Ha KoMNnemeHTa
e e e B8 wseiaticien
M3ocTaBaHe B T o e s B o8 e ! Cbien A T .
pactenan paseutero  JAYOAHATEMOMDM oL o piaokn AsToumyHHM npossk, (LY - 9. GEHOKOMUA Ha MbPBUUHI UMYHHIU AEPULMTHI
o e Be3pacTHy, 3360nABAHHA ... R R Y M)

Kbm l/lMyHOLI,e(bVILI,VITHO CbCTOAHME HACOYBaAT:

YectoTta Ha [N/,

* ®amunHa aHaMHesa 3a NOIMMOPTANUTET B PaHHa Bb3PACT Nopaay MHOEKLMA, BAKCUHALMA
wAn xemoTpaHchysua;

* TMoBMLIEHA CKNOHHOCT KbM UHOEKLUK;
* MoBULIEHA CKAIOHHOCT KbM aBTOMMYHHM W 310Ka4eCTBEHM 3a601ABaHMA;
* Heo6uualiHu CUCTEMHM peaKLum Cnes, BakCUHaLMA

e mean s [ ————

* CUHAPOMOKOMMIEKCH, CBbP3aHU C UMYHEH Aeduumut -.
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* M3ocTasaHe BbB * TebK KOMBUHMPAH MMYHEH
e 3a6aB€HO $usnyeckoTo passuTHe Aeduumt (TKUA)
tr ng s childran TILULY d)l/l3l/lLieCKO * Hucbk pbet * Hacousaly nabopatopeH
. HeHaﬂﬂaEEHe Ha Terno nokasaTen:
1 pa3BMTMe n pM * MannyTpuuma * MKK+AKK: Iumdonenus
& HOBOpOLI'eH n * YecTo B Cb4eTaHue ¢ * PaswupeHn UMyHONOTUYHU
3 XPOHMYHA ANapUA v3cneasaHuA:
4 Mankn geua * Potasupycu * IumoouuTHu
s (« HeBu peeHe») * AneHosupycy cy6nonynaumm (TBNK)
« EMTepoBupych * OT nbpBOCTENEHHO
6 L T 3HauyeHune-
T Porpdons brocs e s o bangd vt on i * Bpoii u dyHKumA Ha T-
B Viead by remmere s sofldones i clary wesos AnmoupTuTe;
@ ot vow smncmd vkt cw rolebeg wetoe « [lo6pa nporHosa, ako
» E TPAHCNNAHTaUMUATA HA CTBONOBU
10 A bowvdy hastry ik M KNEeTKM Ce U3BBPLIN HaBpeme.
j TR — -
OceM xaKkaTepHW KAMHWUYHK npoasu npu ML, MoBTapALUM ce MMOreHHN NHEKLMM
* MosTapAWy ce MHEKLMM Ha AnxaTeNHuTe MbTULwa * NMoBbPXHOCTHU NMNOTEHHU UHEKLMN:
* 3abaBeHO GpU3NYECKO pPas3BUTME NPU HOBOPOAEHM U MasKM Aeua * Bbpxy yBpeaeHa Koxa,
(«HesupeeHe») « Mpu eK3ema Uan nsrapaxms,
* MoBTapALLM Ce NMOreHHN UHPEKLUM — ObNAGOKM KOXKHM abcuecu nunm * He ca cBbpP3aHy ¢ UMyHOAEHULMT.

abcuecyu Ha BbTPELHN OpraHu

o o * lIbn6OKO Pa3noNoKEHW NUOTEHHU UHDEKLMUN
* HeobuyaiiHu MHbEKLMM UNKM HEOBUYAHO TEXKKO NPOTUYAHE Ha UHPERLUK A P bekumm,

* OcobeHo B KOMSMHBLI,MR C rpaHyN0OMaTO3HO Bb3NaseHne 1 10O 3apacTeaHe

* MoBTapALM ce UHPEKLIMM CbC CbLLWA TN NaToreH Ha paHm
M ABTOMMyHHO WA XPOHNYHO Bb3NaIUTENHO 3abonssaHe n / uwn * Hacousa KbM fednunT Ha parouuTuTe.

HMM¢OHPOHM¢EP3LLWR * Hal-4yecTo- HeyTponeHms, 0OBUKHOBEHO e ATPOTeHHa (XMMMOTepanua n Apyru
* XapaKTepHu CUHAPOMOKOMM/IEKCH fleapcrea).

* UcmuHcKu Oechekm Ha hyHKYuAMa Ha pazoyumume — XpoHU4Ha

¢ AHrnoesem 2paHynomamosHa 6onecm (XIB).

de vries . Gl Exp Immunol. 2006;145:204-12,
devries . updte.Ci 1 19

MosTapawm ce

MoBTapALLM Ce MUOTEHHU MHbEKLMM
NHOEKUMN Ha AMXaTeNHUTe NbTMLLA

¢ KnuHuyer npumep- IB.T., 3r.11m. * IMYHONOTMYHM U3CNeaBaHUA:
Hacousawu npossu: a ce usKnlouar: * [0 10 m.8.- vemupu OV TAMN- ¢ . _ .
tn np A nopo6pexue cnen Ab-Tepanus; IgA - 6.23 g/l,
* Aneprus u / unm 6poHxuanHata . 1gG-27,1 g/l;
Hetvpu uan XnneppeakTMBHOCT; * Ha 10 m.B.- nHeBMOHWA - Ab 3a 14 aHK- € . IgE- 7.95 IU/ml;
flOBEHE OTHTA B * AHaToMMYHa 0B6CTPYKLMA, Hanp. nogobpenme; !
dmtramai aferoMaHa xunepTpodus; on . * lgM-2.8¢/l;
. a M.B.- HKY/l Ha rppba Ha AgAacHa . - . -
« FacTpoesodareaneH pedayKe Ha Ll e dypyiyn a mpBa o ncka  « Komnnement: C3 - 1.51g/l; C4 - 0.32 g/1.
* Opyru: nopobpeHne
* 6poHXONyIMOHaNHa AnCNNasnsA, * NBT: 11 % (p.u.: 10-20%);
. * Ha 12 m.B.- OCTEOMMENUT Ha BTOPA - o ’
MyKkosucunAosa, MeTakapnanHa KocT BAACHO
° HyXAoTANO, « Enterobacter, Serratia;
* BpoAeHa aHoManus, * Jlunca Ha OKCMAATUBEH B3pUB B
* UMaMapHa AUCKUHe3usa « Mpuapyxasalya NHeBMOHMS- BA/T- NeBKoUMTUTE, NOTBBPAEHO U
* al-aHTUTPUNCHHAEOUUAT. Chryseobacterium indologenes dnoyunTomeTpuuHo Ypes DHR-test

* Knunnuen npumep- * Xunoramarnobynue 'ﬂ‘ MarHo3sa- X rB
muna-
* Momuue, 14 r.8. * UrA-0,01r1/n,
[ToBTa pALWn C * NpasunHo * UrM-0,08 r/n, « OTToraBa NPo/b/KaBaT
¢::::Tel4°:° nHN- * WrT-4,5r/n; Bb3nanuTenHute 6enoapobHn
MHd)eKLl,V]VI Ha P * TBNK- aumdountHi ek3auepbaummn
* Peunansupawm cy6nonynaumn-
r'ﬂ‘l_l nHdekumn Ha IAn: pedepeHTHM 32 * PeHTreHONOrMYHO- aBaHCMpaHe Ha
* 2r.B.- MAacToANT Bb3pacTTa; NPOMEeHUTe C XapaKTepUCTUKa Ha
* XpoHU4eH oTUT * Ar- CVID; FPaHYNOMaTO3HO Bb3ManeHune
* MHOroKpaTHu * Teanus- cybetutyuna
Kran; ¢ Ur (noHacToswem-
* THOEH CUHY3UT; Cy6KyTaHHo). * Tepanusa-
* Ha 5 r.B.- oTHOBO * Bucenton
oTUT C * ASUTPOMULMH

macrouamT; * UHTepdepoH rama- 18 (MmykuH©)
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13-14 cenmemBpu 2024 — MaoBguB

HeobuuaitHn nHdekLmm nam
HEOobMYaHO TEXKO NPOTUYaHe Ha UHbEKLMM
* HeobWuaiiHo NpeACTaBAHe Ha YeCTo CpelliaHo 3a6oNABaHE e MHOO NO-4ecTo
o pAAKo 3abonAsake kato M/,
* NBI-C
* PanHo pasnosasane Ha MNAL
* AnexsaTHo nevenne
+ MopoBpena nporkosara.

+ "CurHanHu" nHdeKumm c:
* Pneumocystis jirovecii- TKU/
Kanaunaosa- TKUZ,
N. meningitidis - Komnnemert
Pseudomonas, Serratia, S. aureus — darouuteH aedext
Pneumococcus — IRAK4/Myd88
EBV - XLP
Giardia lamblia- awruTenex pe¢uunt

+ YCAOBHONATOrEHHM MUKPOOPFaHU3MH
+ Rhisobium radiobacter ot ropnen cexper
HeoBuuaiiku 3a 3cneasanata cpeaa 6aktepui
+ Klebsiella (Enterobacter) aerogenes oT ropneH cexper;

MNosTapALm ce
MHbEKLMN CbC
CbLUMA TN NaToreH

Casanova JL, et al. From idiopathic infectious diseases to novel
primary immunodeficiencies. J Allergy Clin Immunol.
2005/116:426-30.

* Yecro cpewyanm npu:
* HanuueH aHaTommnueH gedekT (ypouHdekuum),
+ MoBMweHa eKcnosuums (aeTcka rpaauHa),
* HeapeksaTHO neveHue;

* NIMyHOAEMUMT - AOPH aKO NALMEHTBT € MHaYe 3APaB.

+ 3acara ce egun Ho
MOXKe A3 6/ KUBOTO3ACTPALABALA.

* Mpumepu:

i ibility to ial diseases (OMIM
209950,4 onucax 1951)

P
Neisseiria npu AedeKT B TEDPMUHANHUA MBT HAa KOMNAEMEHTa
(C5 a0 C9)

. XPOHMUHA MYKOKY (OMIM
114580, onucaHa1969)
X- cBbp3aH JINC npu Epstein-Barr virus (c-m Ha Duncan;
OMIM 308240, onucan 1975)
« IL-1 peuenTop-acouMmpana kuHasa-4 aeduumT- ocobeHo
Ha

HeobuyaiHu MHOEKLUN AU HEOBUYAMHO TEXKO
npoTMYaHe Ha MHOEKLMKN- KTMHUYEH NPUMEP

* KKK, Ha 6 mec., anarHocTuumpaHa NHEBMOHMA
* BriowasaHe Ha CbCTOAHMETO, BbNPEKM aAEKBATHO HAYA/HO NIeYeHe
* CYE 24 mm/h u CRP 4 mg/L

ABTOMMYHHO WUAK

OBMH4aIAHO ABTOUMYHVTETLT, XPOHMIHOTO
" ra He ca

CBLP3AHM C MMYHOACHULUT.

a7l

* LDH 3aBnwena — 1112 U/L XPOHUYHO + Tosa obaye e Bb3MOKHO, aKO ce NOABAT
* KIA - Texka apTepuanHa XMNoKcua 1 xunocatypaums n108MapAwu ce undexyuu:
Bb3Na/inTesIHO + 06wy Bapnabunen umyHeH aeduuut,
* Hopmanku octaHanm Mc p M4HN
3abonasaHe u / van * JehuupT Ha KomnemeHTa
« T-KneTbueH AeduuUMT
* 3 HeraTMBHU pesynTaTi OT AUPeKTHa Ha acnupar; PCR ﬂMMdJOI'IpOﬂVId)epaIJMﬂ
jirovecii /+/. * Mpumepu:
* APECED, IPEX - aBToumyHuTeT
« XLP - umdonponndepauns
* Bokasan TKMA, — MHC class Il gepuuut
* Jleuenne
* 3amecrutenta Tepanua ¢ Msir
« TpancnnanTauma Ha XCK — B 406p0 cocToaHue 1 100% xumepusbm (1r. ¢ 9 mec.).
P. Jirovecii nnesmonusn Hyamozpagpuu
2-pi en Ty e
* 1) FOUA u sigA-pgedpuunt
* 1 Ha 20 nauueHTn c OUA nmar sigA-geduunt
2)IBD u CVID
© Npy MAaau MHAMBNAN
ABTOUMYHHU- 3) UTN u xunoramarnobynmHemus
/B'b3|'|a}'| UTeNHU * NOBTaPALLM Ce MHPEKLMM B MUHANATa UCTOPUA
4) Umy NeKcHU 3abo0. ] () Ha
3abonaBaHma u KOMNAIeMeHT

® cTaBHU U 6b6peyHmn 3abonssaxus, C/IE

5) ABTOMMYHHA eHgoKpuHonaTus nu CMC

6) AsToUmy HeyTp v aed T Ha CD40L
n CVID

7) Capkounponopo6bHa 6onect u CVID

8) AUXA u CVID

TpaHcdy3nMOHHO-CBbP3aHa
GVHD npwu SCID

XapaktepHu
CUHAPOMOKOMMNEKCH

* UmyHopedpnumTot e:
* CbnbTCTBalLa NPOABA C Pas/nyHa TexecT
* MMbpsa v eauHcTBEHa NpoABa
* Moxe v aa avncsa
* [l1arHo3a — no xapaKTepHWTe NpU3HaLM B
CMHAPOMOKOMNNEKCa
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MonoxutenHa d)amvm Ha aHaMHe3a
* 1) Cunpgpom Ha Wiskott-Aldrich
© TeXKa eK3ema; PeKTa/lHO KbpBeHe
2) Cunapom Ha Di George

® TeTaHUA UK NpUNagbuM B paHHa Bb3pacT; 96% OT NauneHTUTE C OT NauneHTuTe ¢
Xunokanuuemuma

XapaKTepHm © BPOAEHU CbpAeuHn ManpopmaLmm
CUHAPOMOKOMMIEKCH- 3) cunapom Ha Omenn s
® IpamMaTU4HO KOXHO 3abonsAsaHe,
npumepy eosnHodUma 1. damunHa aHamHesa 3a N[,
4) AtaKkcus-TeneaHrmeKkTasms
© aTaKcuATa 3ano4Ba Aa ce B/IOLWABA C BpemeTo 2. NPOABL/KUTENHO NEYEHME C MHTPABEHO3HW aHTUBMOTULM

® OYHa TeNeaHrnMeKkTasua
5) Xunep- UrE cuHapom

3. "HeBupeeHe"
® TeXKa eK3ema; TUMUYHU XapaKTepUCTUKK Ha

/muero Subbarayan A et al.
Clinical features that identify children with PID.
Pediatrics 2011; 127:810-816
AHrvnoenem biiaroaaps 3a BHMMaHWeTo!

* Knacuyecku HacneacTseH aHrmoegem
* /luncea C1- uxxubutopa (SERPING1)
* Tpurep- cTpec uau uHbekuma
* YecTo He ce pa3nosHaBa, 0cobeHo ako
OTOK®BT Ce NOABU BbB BbLTPeLleH opraH
* Nlevenne
* C1-INH koHueHTparT (Firazyr).

* AndepeHumnanHa amarHosa
* Aneprua
* HedpotnyeH c-m
* 3noKauectseHo 3abonasaHe
* ABTOMMYHUTET.

Chumko: htps://wwwwikiwand.com/en/Nephrotic_syndrome

MonoxuntenHa pammnaHa aHamHesa

® 0-roNAM CUBANHT, NOYMHAN OT UHbEKUMA
e gyiivo c NNA

* HpaToByes No maiunHa amHua ¢ NN, 5 |
® HAKOW OT CEMEMCTBOTO e Ha Ur-Tepanusa Na ro'ﬂ‘a pﬂ 3a BH/MaHNETO:
© HAKOW OT CemMeincTBOTO, Nnonyunn KMT

© HAKOW NOYMHAN B CEMENCTBOTO B paHHa Bb3pacT

® KPBBHO POACTBO (3aTBOPEHM OBLLHOCTH, CENCKM PalioHw)
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OTKPNBAHE HA KOH(QEPEHLNATA

» Pegkume 6onecmu 8 bvazapus
P. CmedanoB

» AeyeHue Ha pegku 3abonABaHuA u3BoH 00xBama Ha 3agbAkumeaHomo
3gpaBHo ocu2ypsBaHe e neuedHu 3aBegeHun B bvazapus u yykouHa
I. MopganoBa

» HauuoHaneH aauaHc Ha xopama ¢ pegku 6oaecmu
B. TomoGB
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CBOPHWK C MPE3EHTALIN

PEOKWTE BOAECT B BbATAPIA

Pymex CmedanoB

* MeauumHcKkm uenTbp ,Papefinc” npegocrasa

MeAnUMHCKM LeHTbp ,Papeduc”

3a aar

, " pexab Ha
—Hag 20 000 nauueHTy 3a 15 roguHm

—Hag 2 500 naumeHTH B aAanTMpaHn KbM KOHKPETHO 3ab60/1aBaHe Nporpamu 3a nogkpena

&

‘ Mopuipsacem youTvp “Papofiuc”

2009

XV HAUMOHANHA KOHOEPEHUMUSE

3A PEAKW BONECTHM K
NEKAPCTBA CUPAUMN

« Akapgemus ,Penku 6onectu”
* 6 Hay4YHW cecun
* 63 Hay4Hu goknaga

8 crnoHcopupaHu cecumn

* O6yyeHue no Orpha kogupaHe

* LienTbp 3a OyeHKa Ha

—60 A0KNa/ia 33 OLEHKa Ha 3/1paBHM TEXHONOMMM 1 GapMAKOUKOHOMMUYECKN aHaN3m

LieHTbp 3a OuEeHKa Ha 3APaBHU TEXHONOIUM U aHANU3N

L]
.. :‘ LesTop 38 Oigosinn iia Jgpadse a
= TR AL
WoITA

2013

UMOHANHA KOHOEPEHUMWE
3A PEAKWN BONECTHU K

JNEKAPCTBA CUPALMN

« > 230 yyacTHuUmn

— > 165 MeguuMHCKu cneuvanucta
— > 40 npeAcTaBUTENM Ha NALMEHTCKM OpraHn3aLnm
— > 25 npeacTaBUTeNM Ha 3paBHK BNACTU U UHAYCTPUS

« Ci

CnucaHue ,PegKu 6onect u nekapcrsa cupaumn’

»Peakn ]

cupaum” (ISSN 1314-3581) e peLeH3npaHo

MHAEeKcMpa B aBTomaTu3MpaHaTa 6ubnnorpadeka 6asa gaHku ,bbarapcka MeanumHcKa
nutepatypa” v Google Hayka. BkatoueHo B HaumoHanHuus pedepeHTteH cnucbk (HPC) Ha
CbBpeMeHHU 6barapcku HaydHu usaanua Ha HALMA,

—TMy6auKyBaHu Ao momeHTa 33 6pos cbe 166 cTatuu u 14 cynnementa

c AocTbn 1 6e3 Takey 3a Ny6auKyBaHe. CnvcaHueTo ce

NHbOpMaLMOHEH LIeHTbP 3a peaKu 60necTu u nekapcTea cupaum

* UHOOPMaLMOHHUAT LEHTBbP 3a peaKku ] cupauy e Cct cuen
AOCTHN Ha Te ] -1 Ao ¢
noaroteeHa n ¢ 3a peakn
—Hag, 6000 nepcoHanunanpaHu 6e3nnaTHu KOHCYATaLuMu KOOPAUHWUPaHH OT Hag 20
MeAMLIMHCKM eKcrepTn

—Cb3pafeHa e oHnaiH 6ubanoTteka 3a peaku 601ecTu C OTBOPEH A0CTbIN Ha 6barapcku

es|
" :-‘-E\_ Higopradndaod WeadTegE
H F'Eﬂ': 12 Pagaw Banseti

., L o Nexaperea Cupauy

2004

* Papefluc ConywwbHc KapTorpadupa cneunduyUHUTE €TanK OT NbTA HA NALUEHTUTE C PeAKU

Papefiuc ConywbHc

A06pu pesyntatn

pea/s y cuen Ha no-

Gafhpanuc

BAYWRNE

2019
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BuUpTyaneH KOHrpeceH LLeHTbp

* BUpTyaNeH KOHrpeceH LeHTbp:
—Hag 100 suaeo cecum ¢ GpoKyc peaku 60ecT 1 nekapcTBa cupauu

MapTHbOpPCTBa € UHAYCTPUA

* HaumoHanHa Kamnauua ,Kato Bcuuku Hac”
—5 Buaen c Hag 600 000 rnepanus 8 YouTube

&

* ,KMBOT CbC CNUHaNHa MycKynHa aTpodus”

—1 Buaeo ¢ Hag 12 000 rneganus B YouTube

MosuwaBaHe Ha OCBEAOMEHOCTTa, CNoAeNAHe Ha 3HaHUA U ynecHABaHe
AocCTbna A0 MHoBauun

* 15 HauMoHanHM KoHbepeHUnH 3a pegku 60n1ecT U nekapcTBa cupauu
—Hap 300 HayuHM cecumn

—Hag 100 cecum, nogKpeneHn oT MHAYCTPUATA, € GOKYC BbPXY MHOBAaTUBHMU
TepaneBTUYHMU pelueHun

—Haga 400 nocrepa
—Hap 4500 peructpupaHu yyacTHULM

*6 p i depeHuMm 3a peakn 6onecTM M NeKapcTBa cUpaum

MeXAyHapoAHO CbTPYAHMYECTBO U Ny6AnKaumm

* AKTUBHO yyacTue 1 NpuHOC B 15 eBponeiickn NpoeKTa 3a peaku 6onectu:
—2007-2010 RD PORTAL 1 (Orphanet)
—2008 4EEC RDOD
—2008-2011 EUROPLAN
—2010-2011 RD PORTAL 2 (Orphanet)
—2010-2013 BURQOL-RD
—2011-2013 EPIRARE
—2011-2014 Orphanet Europe Joint Action
—2013-2015: ST.0.RE
—2013-2016 RARE Best Practices
—2015-2018 ASDEU
—2015-2018 RD-ACTION
—2015-2018 COST Action CA16210
—2021-25: SCREEN4CARE
—2023-26: BUR-EB
—2023-26: OD4RD2

* Hap 80 ny6aunKaumm B pepepupaHu MeXAyHapOAHN HayYHU U3AAHUA
¢ 06wy, umnakT pakTop 184,5

MapTHbOPCTBa CbC 3APaBHU BNACTH

* HauwonanHa nporpama 3a peakm 6onectu 2009 — 2013
—Mbp.ata B M3TouHa EBpona
—Bropara 8 EC cnep Tasu Ha ®paHuuna

Hapep6a Ne 16 ot 2014 r.3ay
nsa p n

v peaa 3a per Ha p
Mpeku 3a peakm 3a6onasaHna
* 10 MeXAyHapOAHM CUMNO3MYMa C GOKYC OLLeHKa Ha 34PaBHU TEXHONOTMM:
— 24 mexayHapoaHu ekcnepT oT ABcTpus, bearna, O6euHeHOTO KpancTso, fepmanus,
W3paen, Ucnanua, Utanua, Hugepnanamsa, CALLL u ®paHuma

MeXAyHapoAHO CbTPYAHMYECTBO

* 18 roauHm napTHbopcteo ¢ EURORDIS

* 17 roanHm napTHbOpCTBO € Orphanet

* 10 roaMHM aKTUBHO y4acTue u npuHoc Kbm ICORD
* 2 roanHK napTHbopcTseo ¢ ISPOR — Bbarapua

* UarpaxkpaHe Ha KanauuTeT B o6nacTTa Ha pegKute 6onectu B
Apmenns, Mpysusa, PymbHua, Pycus, Copbus, CeBepHa MakegoHus,
Typuus, YKpaitHa

MapTHboOpCTBa

* HaumoHaneH anunaHc Ha xoparta ¢ peakun 6onectn

—60 CbBMECTHM NPOEKTa, NOCBETEHM Ha NOZOGPABAHETO Ha XKMBOTA Ha XOPaTa C PeaKM
60nectn 1 TexHuTe cemeiicTea

* AcouMauma Ha CTyAeHTUTe Meauum B Bbarapua
—HaupoHaneH GoToKoHKypC
> 100 CHUMKM OT BCUYKN MEAULIMHCKN YHUBEPCUTETH
—AKaziemus 3a peaku Gonectu
—Hag, 30 o6pasoBatentu cecum ¢ Gokyc peaku 6onectn
M Hay4Hu apy
—10 HaumoHaH1 perncTbpa 1 NPOEKTH 3a eNUAEMUONOTNYHO NpodUaMpaHe

MNpu3HaHue

* 2023 - npod. PymeH CtepaHoB e n3bpaH 3a npesngeHT Ha ICORD

* 2023 - Mpe3naeHTLT Ha Bbarapua Harpaam ¢ NOYETHUA ¢y 3Hak Npod. Pymer CtepaHos U
uneHoBe Ha HayMoHanHUA anMaHC Ha Xopara ¢ peaky 6onectu
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Komucua no peaku sabonssaHus

* 7 HOBM NpenopbKM 3a Ha 336 B CnucbKa Ha pepkuTe 3a6onasaHna
(262 peakn 6onectn 06wo)

* 4 HOBM eKCNEepTHM LIeHTbPa 3a peaKu 3abonssaHua (33 o6wo):
— EKcnepTeH LeHTbp No Ty6eposHa ckneposa (MBAJHM ,Cs. Haym*, Codun)
— EKCNIEPTEH LIEHTbP 33 CHHAPOM Ha KbCO ThHKO UYepso (YMBAT ,Ca. feopru’, Mnosavs)
— EKCnepTeH LeHTbp No Koarynonatuu u peakn aHemun (YMBAN , [1-p Feopru CrpaHckun®, MaeseH)
— EKCnepTeH LieHTbp 3a 3a60/1ABaHMA OT CNeKTbPa Ha ONTMYHMA HeBpomuennT (MBAJTH ,Ca. Haym",

Codua)

 Np KOHKypC 32 KbM ] pedep Mpexm 3a

peaku 3abonssaHus

1. OcurypsiBaHe Ha eNUAEMUONOIMYHU AaHHU 32 peaKuTe

3abonsBaHuA B Bbnrapus ypes nono6psBaHe Ha obxBaTa

n .qeﬁHocn'a Ha HaumoHanHusa PerncTbLp Ha naumeHTun c

peaku 3abonsiBaHus

* LisinocTHo uHTerpupaHe Ha Cnincbka Ha pegkute 3abonsiBanus,
ycTaHoBeHu B Peny6nuka Bvnrapus, B HaunoHanHata
3apaBHovHdopmMaumoHHa cuctema (H3UC)

* Mopo6psiBaHe Ha obxBaTa u AeiHOCTTa Ha HaunoHanHWs perucTbp Ha
nauveHTu ¢ peaku 3abonssaHus

Komwucua no pegku 3abonABaHuA

. n 33 MepKu B AeliHoCTTa Ha 3a peaku
3a6onasanuA B Bbarapua
— Ha 33 ABa WwatHK

OduLManHO 0603HaUEH eKCNEpTeH LEHTBP NO PEAKM 3a60nABaHMA

1 TeXHMIECKM CEKPETap) KbM BCeKn

— MeToan4Ha NoaKpena oT CTpaHa Ha Ha
CTaHAAPTHY AOKYMEHTU U NPOLIEAYPH BbB BPB3KA C AEHHOCTTA HA eKCNIEPTHUTE LEHTPOBE 3a PeAKN
3a60/19BaHIA U TAXHOTO YHACTHE B €BPONEVCKUTE PehePEHTHI MpesH

-M 3a Ha BbHWHY KoM AEAHOCTTa Ha eKcnepTHHTe
UenTpOBE 32 peaKv 3a6onABaHMA

— MexaHn3bM 3a NOKpUBaHe Pa3sXOAWTE 3a TPAHCMOPT Ha c peakm noc
eKCnepTeH UeHTbP

— Uenesw cpeactsa 3a " va UeHTPOBE N0 peaKt 3a60nABaHIA

- M 3a Ha AVATHOCTUYHY 1 nevebHM AeiHOCTH 33 Peak

3360N1ABAHMA, KOWTO HE Ce NOKPMBAT C NYB/NHM CPRACTBA KbM HACTOALIA MOMEHT M C NIOKPUBAT B
OrpaHmieH ofem, KOVTO He N038019Ba AACKBATHO A3 Ce OTTOBOPY HA MEANLYHCKATE NOTPEGHOCTH Ha
CboTBETHMTE NaueHTH

~ Uenesn 3a Ha HOBa aNapaTypa u/WA PEMOHT Ha Beve HanuuHa TaKasa.

2. WHTerpupaH noaxop Npu npunaraHeTo Ha npodmnakTuka,
AnarHocTuka, neyeHme u meguko-couyunarnHa
pexaﬁunwrau.wﬂ Ha nauueHTUTEe C peagku 3abonsiBaHUA n
TexXHUTe ceMelcTBa
+ OcurypsiBaHe Ha MbpBUYHA NPoUNaKTVKa 3a peaku 3abonssaHus
+ OcurypsiBaHe Ha AMarHocTKa Ha pefku 3abonsiBaHus
» ONTUMKU3MpPaHe YNpaBneHNeTo Ha EHOCTUTE 3a MacoB HeoHaTarneH
CKPUHWUHI

. I'Io,qupﬂBaHe Ha Ka4yeCTBOTO Ha NEYEeHUETO N NpocneasBaHeTo Ha
nauneHTuTe C peakm 3abonasaHus

* MNopobGpsiBaHe Ha AOCTbNA HA NaUMEHTUTE C peaku 3abonasaHus Ao
neYeHne ¢ nekapcTea cupaum

« MNpomoumnsa Ha MexayCeKTOPHO CbTPYAHUYECTBO NPU MeANKO-
coumanHata pexaﬁmnMTau,Mq Ha naumneHTuTe C peaku 3abonsiBaHus

MpoeKT 3a cTpaTerMyecka pamka U NPMOPUTETH 3a HALMOHANHA
nporpama 3a peaku 6onectu

* Llen Ha nporpamara e a AONb/IHU U HOAOGPVI cerawHarta
WHCTUTYLUUOHA/IHA paMKa U MeXaHU3MM 3a OCUTypABaHe Ha
I'IpO(bMIIaKTMKa, HaBpemeHHa AUarHoCTuKa, onTUManaHoO nevyeHue n
pexaﬁunwrau,uﬂ Ha NauneHTuTe C peaku 3abonaBaHuA B anrapm.

3. NosuwaBaHe Ha npocecnoHanHaTa kBanudukaumsa Ha
MeAULIMHCKUTE cneuvanucTu B obnacTra Ha peakuTe
3abonaBaHus
. I'Ipoae)KJ:LaHe Ha MeponpuaTUA 3a noBuLIaBaHe I'IpO(beCMOHaJ'IHaTa
KBanuukaums 1 UHPOPMUPAHOCT OTHOCHO peakuTe 3abonsBaHus
cped MeauuuHCKuTe cneunannuctun

. I'Io,quena Ha Hay4YHUTe n3cnegsaHva B obnactTta Ha peaknTe
3abonsBaHua

Mpuoputetn

8 BLArapus upes Ha obxeata 1

. OcHrypsiBaHe Ha enMASMIONIOTUNHI AAHHY 33 PEAKUTE
AMHOCTTa Ha HALVMOHAMHIS! PErviCTbP Ha NaLVEHT C PeAk aaBonsBanis

2. noaxon npy Ha AMArHOCTYIKa, NeveHie 1 MeaNKo-coLnanHa
Ha ¢ peakn " TexHuTe

3. M Ha Ha B 0BnacTTa Ha peakuTe
3abonasaHns

4. MMopkpena Ha AeitHOCTTa Ha Te ueHTpose 1 Te Mpexu 3a peaku 8 Bonrapus

5.0 ™ KamnaHws 3a ™ ¢ peakvTe W HaunHwTe 3a
TSIXHaTa NpodunaKTAka

6. Mopkpena n PY, c n Ha NauneHTyn ¢ peaku

3abonsisaHns

~

. CupyaHmectso ¢ EBponefickata KOMUCHS! U CTPaHWTE — unienky Ha EC 3a rapanTUpane Ha AbirocpouHa

Y Ha or

4. MNopkpena Ha AeMHOCTTa Ha eKCNepTHUTE LIeHTPoBe U
pedhepeHTHMTE Mpexu 3a peaku 3abonsiBaHUs B
Bbnrapus
+ PaswupsiBaHe Ha obxBaTa Ha eKCNepTHUTE LIEHTPOBE U pedepeHTHUTe
Mpexw 3a peaku 3abonsiBaHus B Bbnrapus

* Mopkpena v cneumdUyHU Mepki 3a NofobpsiBaHe Ha Ka4eCcTBOTO Ha
AENHOCTTa Ha eKCNepTHUTE LIEHTPOBE U pedhepeHTHUTE MpeXU 3a
penku 3abonsiBaHvs B Bbnrapus
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13-14 cenmemBpu 2024 - MAoBguB

5. OpraHuM3upaHe Ha HaUMOHarnHa KaMnaHus 3a 3ano3HaBaHe
Ha o6LeCTBOTO C peAkuTe 3a6onsABaHUA U HAYUHUTE 3a

TAXHaTa NpodunakTmka

« OpraHusnpaHe Ha HauuoHanHa MHpopMaLMoHHa KaMnaxus 3a
3arno3HaBaHe Ha obLIECTBOTO C peakuTe 3abonsBaHus

Orphanet Bbnrapus

* [lepuognyHo o6HOBsIBaHe Ha MHOpPMaLMATa 3a eKCNEePTHU

LeHTpoBe N NaunMeHTCKN opraHnusaunm ot 5bnrapvm

» O6y4yeHue 3a nanonaeaHe Ha Orpha kogndukauusTa 3a pegku

3abonsBaHusa

g alel:

KNOW
THE i~
RARE

6. Moakpena u CbTPYAHUYECTBO C HENPaBUTENICTBEHUTE
opraHusauum n acoymaumuTe Ha NnauueHTU ¢ peaku

3abonsBaHusa

* CbTPYyAHWYECTBO C HEMpaBUTENCTBEHUTE OpraHu3aLmm 1 acoumaummnTe

Ha nauymeHTn ¢ peaku 3abonaBaHusa

« MNopkpena 3a oTGens3aBaHe U nonynsapuavpaHe Ha MexayHapoaHus aeH

Ha peakuTe 3abonsiBaHus B Bbnrapus

npOMeHVI B couManHo-nKoOHOMU4ecKaTa TeXecT Ha

6ynosHata enuaepmonu3sa B Espona (esponeicku npoekt BUR-EB)
Ung

12

.

BUR-EB |

Partmers

7. CbTpyaHuyecTBO ¢ EBponeickaTa KOMUCHUSA M CTpaHUTe —
uneHku Ha EC 3a rapaHTuMpaHe Ha AbNrocpo4yHa
YCTOMYMBOCT Ha pe3ynTaTuTe OT Nporpamara
« CbTpyaHuyecTBo ¢ EBponerickata KOMUCUS M CTpaHuTe — uneHku oT EC

3a rapaHTupaHe Ha ObnrocpoyHa yCTOVI‘-WIBOCT Ha pesyntatute oT

nporpamara

The Modernisation of Newborn Screening
as a Pan-European Challenge — An
International Delphi Study

Ha

[AaHHM 33 AMArHOCTULWMIPAHE Ha ek GONECTY Upes NoaAbpKaHE Ha
HomeHknatypata Ha Orphanet u npeaoctasaHe Ha aKTvBHa
noaKpena 3a HelHOTO NpunaraHe B nevebHM 3aBeaeHMA.

* XapmoHM3upaHe Ha CbBMPAHETO Ha AAHHW B PA3NMuHN CPeAn

(3APaBHY AIOCHETa, PErUCTPH) M AbPKABU Upes PasnpOCTpaHeHHe Ha

6pute 3a

« Moanomarane Ha pewenus Ha 8a

upes npepoCTaBAHe Ha M3YepnaTenHW AaHHW OTHOCHO pejKuTe

6onectn.

‘i MHCTH YT NO PEAKW BOJIECTU
QF'!pE,U,HC L - (&) Papefinc

YT R

BceKu AeH HUe ce CTPeMMM Ja YCKOPUM A0CTbNa A0 Tepanus,
noao6pum 34paBeTo M KMBOTA HA NaLMEHTUTE C peaku 6onectu upes
XONUCTUYHM, ETUYHU U YCTOWUMBMU peLueHunn!

¢

BOABCTH

o ranetiel org
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AEYEHUE HA PEOKI 3ABOAABAHUA
N3BbH ObXBATA HA 3AAbAXUTEAHOTO
3PABHO OCUIYPABAHE E AEYEBHIA
3ABEAEHINA B BbATAPUA N YYXBIHA

lana NopgaHoBa

JEYEHUE HA PEJIKH 3ABOJISIBAHUS, B ToBa
YUCJIO C JUETHYHH XPAHU 32 CHEHUATHH MEIHIHHCKA
1eJIM, KOETO He Ce 3alliallla Ha OTAEIHO OCHOBAaHHE OT
obxBara Ha

JAbPIKaBHUS 6}0[1)KGT n € WU3BBH

3aBJDKUTEIHOTO 3IPaBHO OCUTYpsIBaHE

MEJIMIIMHCKHUTE U JAPYTH VCIIYTU I1O YL 82, AJI. 1A 11 3 OT 3AKOHA
3A 3JIPABETO, 3A KOUTO BBJITAPCKUTE TI'PAXJIAHWU WMAT IIPABO HA
3AIUVIAIIAHE W3BBbH OBXBATA HA 3AJBJDKMTEJIHOTO  3JPABHO
OCUI'YPABAHE U M3BbH MEJMIMHCKUTE YCIIYIU 10 YJI. 82, AJI. 1 OT
3AKOHA 3A 3]IPABETO.

FBJITAPCKUTE I'PAYKJIAHN UMAT TTPABO HA 3AIIJIAIIAHE 3A YCIIYTH
BBB BPB3KA C JIEHEHUETO VM B CTPAHATA UJIU B UY)KEMHA CBbOBPA3HO
TAXHOTO 3ABOJIABAHE, 3A KOUTO HE CA TIPEJABUJEHU JIPYTU
MEXAHU3MHU 3A ®OUHAHCHUPAHE CBbC CPEJCTBA OT JbPXKABHUA
BIO/KET, OBIIMHCKUTE BIO/UKETU U OT BIOJKETA HA HALIMOHAJIHATA
3[IPABHOOCHUI'YPUTEJIHA KACA (H30K) UJIM KOUTO HE MOTAT JIA BbJAT
OCHUTI'YPEHH B CTPAHATA.

[AwnarHosa MKB NekapcrseH npoaykT ¢ INN noun.7,an. 1, .2 nt.2a
BpoaeHy agpeHoreHNTanHn
PasCTPOIiCTBa, CBLP3AHM C eH3UMEH
Aednunt E25.0 INN Hydrocortisone
OcreoxoHApoAMCNasHA ¢ AedeKTH B
pacTexa Ha TpbBECTUTE KOCTH 1
rpb6HauHMA CTLAG - AXoHApONNasMA Q7.4 INN Vosoritide

JIEYHEHUE B BBJITAPUS U YUY KBUHA HA JIEHIA C
PEJIKU 3ABOJISIBAHUSA:

Myxononusaxapunosa Tun VI E76.2 INN Galasulfase

Epidermolysis bullosa - Epidermolysis bullosa

dystrophic: as1.2 INN Cerliponase alfa

Arpanynoutosa - ArpanynounTosa o70 INN Filgrastim

JIMOATA JIO 18-IT'OAMIIHA BB3PACT HMAT IIPABO HA
MEJUIMHCKA TIOMOII M3BbH OBXBATA HA 3A/IBJDKUTEJIHOTO
3/IPABHO OCUT'YPSIBAHE, KOSATO BKJIIOUBA U 3AIUIAIIIAHE CbhC
CPEICTBA OT [JbPXXABHHMA BIOJOKET HA MEJIUIUMHCKHA
U3JIEJIUS, BUCOKOCHELUAJIU3ZUPAHU ATNIAPATU/YPEJIU 3A
UHIUBUAYAJIHA  YIIOTPEBA, JUETHYHHU XPAHHU 3A
CHEHUAJIHU MEJUIMHCKHM HLEJIA MW  JEKAPCTBEHU
MPOAYKTH, KOUTO HE CA BKJIIOYEHHU B CITUCHKA 1O YJI 262,
AJl. 1 OT 3AKOHA 3A JIEKAPCTBEHMTE IPOAYKTH B
XYMAHHATA MEJIMLIUHA.

JIEYEHHME HA PEJIKM 3ABOJISIBAHM A

C HEPASPEUIEHH 3A VIIOTPEBA B PENYBJIHWKA BBJTAPHUS JEKAPCTBEHH
ITPOAYKTH IIPU CITABBAHE HA YCJIOBUSATA U PEJIA, OTIPEAEJIEHM 3A TAX C HAPEJIBA Ne 10 OT
2011 I 3A VCIIOBUSITA U PEJIA 3A JIEYHEHWE C HEPA3PEILLIEHHW 3A YIIOTPEBA B PEITYBJIMKA
BbITAPUS  JIEKAPCTBEHU TIPOAYKTH, JIEKAPCTBEHM [IPOAYKTH, [PUJIATAHA W3BBH
VCIIOBUATA HA  PASPEIIEHMETO 3A VIIOTPEBA, W JIEKAPCTBEHM TIPOAYKTH 3A
CBbCTPAJIATEJIHA VIIOTPEBA, KAKTO U 3A YCJIOBUATA U PEJIA 3A BKJIFOYBAHE, [TPOMEHU,
M3KJIIOYBAHE U JIOCTABKA HA JIEKAPCTBEHU IMTPOAYKTH OT CITMCBHKA TIO UJI. 266A, AJL. 2 OT
3AKOHA 3A JIEKAPCTBEHHMTE ITPOJIYKTU B XYMAHHATA MEJIMIIMHA, KOTATO JJEYUEHUETO HA
CBHOTBETHOTO 3ABOJISIBAHE C TAX HE CE 3AIUIAIIA HA OTIAEJIHO OCHOBAHHME C
MYBJIWYHHU CPEJCTBA WJIHA ChC CPEICTBA OT BIOJUKETA HA H30K U E BE3 AJITEPHATHBA
B PENYBJIMKA BbJTAPHST
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JIEYHEHUME HA PEJIKI 3ABOJISIBAHI A :

C HEPA3PEIIEHM 3A YIOTPEBA B PENYBJIUKA BbJTAPUSI JIEKAPCTBEHH
MPOAYKTH, JIEKAPCTBEHH IPOAYKTH OT CIIMCBKA IO WL 266A, AJL. 2 OT 3AKOHA
3A JIEKAPCTBEHUTE INPOAYKTH B XYMAHHATA MEJMUMHA I[P CIIA3BAHE HA
VCJIOBUSITA U PEJIA, OTIPEJIEJIEHM 3A TSIX C HAPEJIBA Ne 10 OT 2011 I. 3A YCJIOBUSITA U
PEJIA 3A JIEYEHME C HEPA3SPEIIEHW 3A VIIOTPEBA B PEIYBJIWKA BbITAPHUA
JIEKAPCTBEHHU TIPOAYKTH, JIEKAPCTBEHH TTPOJYKTH, TIPUTTATAHA M3BBH YCIIOBUSATA
HA PA3PEIIEHMETO 3A VIIOTPEBA, W JIEKAPCTBEHM ITPOAVKTH 3A CBCTPAZIATEJIHA
VIIOTPEBA, KAKTO U 3A YCJIOBUSATA U PEJIA 3A BKJIFOUBAHE, IIPOMEHU, U3KJIFOYBAHE 1
JIOCTABKA HA JIEKAPCTBEHM ITPOAYKTHU OT CITMCBHKA I10 YJI. 266A, AJL. 2 OT 3AKOHA 3A
JIEKAPCTBEHUTE TNPOAYKTU B XYMAHHATA MEJUIWHA, KOTATO JIEUEHHMETO HA
CBOTBETHOTO 3ABOJISABAHE C TAX HE CE 3AIUIAIIA HA OTAEJTHO OCHOBAHHUE C
NYBJIAYHU CPEJICTBA WM CBbC CPEJACTBA OT BIOKETA HA H30K M E BE3
AJITEPHATUBA B PEITYBJIHUKA BBJITAPUS

JIEYHEHUE HA PEJJKU 3ABOJISIBAHUS

C JIEKAPCTBEHM IIPOJAYKTH, TIPUWJIATAHHM M3BbH VYCJIIOBUATA HA
PA3PELIIEHHUETO 3A YIIOTPEBA 110 PEJIA HA YJI 2666 OT 3JIIIXM IIPH CITIA3BBAHE HA
VCJIOBUMSTA U PEJIA, OTIPEJEJIEHU 3A TX C HAPEJIBA Ne 10 OT 2011 I. 3A YCJIOBUSTA U
PEJIA 3A JIEYEHUE C HEPASPELIIEHM 3A VIIOTPEBA B PEIIYBJIMKA BbJITAPUS
JIEKAPCTBEHU  TTPOAVKTH, JIEKAPCTBEHW TIPOAYKTH, TIPUJIATAHU W3BBH
VCJIOBUATA HA PA3PEHIEHWETO 3A VIIOTPEBA, W JIEKAPCTBEHM TIPOAYKTH 3A
CBCTPAJTIATEJIHA VIIOTPEBA, KAKTO 1 3A VCJIOBUATA U PEJA 3A BKIIIOUBAHE,
TIPOMEHU, U3KITIOUBAHE U JOCTABKA HA JIEKAPCTBEHU ITPOJIVKTH OT CITMCBKA T10
WI. 266A, AJl. 2 OT 3AKOHA 3A JIEKAPCTBEHMTE I[IPOJIVKTU B XVYMAHHATA
MEJIMLIMHA, KOTATO JIEYHEHMETO HA CbOTBETHOTO 3ABOJISIBAHE C TSIX HE CE
3AIUIAIIA HA OTAEJHO OCHOBAHME C NYBJIWMYHUA CPEIACTBA WJIH CbC
CPEACTBA OT BIOI)KETA HA H30K W E BE3 AJITEPHATUBA B PENYBJIHWKA
BBJITAPHSA.

JIEKAPCTBEH IIPOAYKT CbC CBOTBETHHMA INN 3A JJAJEHO
3ABOJIIBAHE E BKJIFOYEH B CIIMCBKA TIO YJI.266A, AJl.2 OT
3JIIIXM CBC 3AIIOBE] HA MHHHUCTBPA HA
3IPABEOITIA3BBAHETO

JOKYMEHTH 11O 4JI. 30 OT HAPEJBA Ne 10 OT 2011 I

(oT JIe4eGHOTO 3aBeeHHe 32 GOJTHHYHA TOMOII)
MPOTOKOJI 3A MNPEANMCBAHE HA JIEKAPCTBEH MPOAYKT
[pUIAral W3BbH YCIOBUATA Ha paspelleHHeTo 3a ymorpeba (mpmioxenne Ne3 KoM
a1.30, am.l xeMm Hapenb6a Nel0 or 2011 ) ¢ MOCOYCHH HAIMYHH HAYYHH
JI0Ka3aTeNcTBa 3a Ge30MaCHOCTTa U e(UKACHOCTTA Ha JIEKAPCTBEHHUS IIPOLYKT ;

CTAHOBHUIIE HA MAT. ®PAPMAIEBT OTHOCHO BE3OITACHOCTTA
1 EOMKACHOCTTA HA JIEKAPCTBEHW ITPOJIYKT;

UH®OPMHUPAHO CBIIACUE HA NAUMEHTA  (POIMTEI,
HACTOMHHUK).

TMPOTOKOJI 10 MAJI, U3JAIEH OT JIEYEBHO 3ABEJIEHUE 3A BOJIHUYHA
TIOMOIII TTPH YCJIOBUATA, TIO PEJTA Y1 3A CPOKA T1O HAPEJIBA Ne 10 OT 2011 T. 5

JOKYMEHT/CBITIACME OT HMAJI JIO JIEYEBHOTO 3ABEJIEHME 3A
JIOCTABKA HA HEPA3PEILIEH JIEKAPCTBEH ITPOJIYKT;

MPOTOKOJIBT MOXKE JIA E U3JIAJIEH 3A KOHKPETEH/M MALIMEHT/H WX
3A OCHUI'YPSIBAHE HA JIEKAPCTBEHHUSI NPOAYKT HA PA3NOJIOXEHHUE B
JIEYEBHOTO 3ABEJEHME 3a ciyyauTe Ha HEOOXOAMMOCT OT NPHIIAraHETO My
TP KOHKPETeH/H MalHeHT/H.

i — E161 INN Octreotide.

Bonect Ha Chron [perworaper exrepyr] - Bonect va Crohn Ha
THKOTO Heps0 K500 INN Vedolizumab,

IYPrYD3 APy xemOparIM CoCTORHMR - MaornaTaina
TPowBoLToneHHa yPIYDS 0693 1NN Ritudmab

NexapcteeH npoaykT c INNnoun. 7,an. 1,

[AwarHosa MKB T.21 T.3,-4n. 266A ot 3/INXM
HepaspeleHn
XEMOIMTUYHO-YPEMUYEH CUHAPOM D59.3 INN Ravulizumab
Epidermolysis bullosa letalis Q81.1 INN Betuale cortex

HOHOLWeCKM apTPUT CbC CUCTEMHO
Hayano MHOXecTBeHa NoKanusaumna M08.20 INN Anakinra

[TPOBEX/IAHE HA JIMATHOCTHUKA YPE3 TEHETUYHU W3CJIEJIBAHUS B JIEYHEBHUW 3ABEJIEHU S
B PEINYBJIMKA BbJITAPHS, 3A KOUTO HE CE 3AIUIAIIA HA OTJIEJJHO OCHOBAHME OT
JABbPKABHUSA BIOJUKET U CA M3BbH OBXBATA HA 3AIBJDKUTEJIHOTO 3APABHO
OCHT'YPABAHE;

JIMATHOCTUYHU W JIEYEBHU TPOLIEAYPHU, KOUTO HE MOIAT JIA BBJIAT W3BBPLIEHU
CBOEBPEMEHHO WJIM 3A KOUTO HSIMA YCJIOBUS 3A M3BBPIIBAHETO MM B PEINYBIMKA
BbITAPUSA.
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CBOPHWK C MPE3EHTALIN

MEJIULIUHCKHA U3JIEJIUS, KOUTO HE MOTAT JIA BbJIAT OCUI'YPEHU B PEITYBJIMKA
BBJIFAPUSI WJIM KOUTO HE CE ®UHAHCHPAT OT H30K B PAMKHUTE HA JIEYEHUE B
CTPAHATA TIO KJIMHMYHHW TBTEKH, C M3K/IIOYEHME HA MEIWMUMHCKHW M3AEAA,
TIOMOIIHHU CPEACTBA, CbOPBKEHHA U TTIPUCIIOCOBJIEHUA, OCUT'YPABAHU T1O PEJA HA
3AKOHA 3A XOPATA C YBPEXJIAHUA;

BUCOKOCTIELIMAJIM3UPAHN MEJIMLIIMHCKH AITAPATH )i YPEJIN 3A
WHAUBUIAYAJIHA VIIOTPEBA OT IALMEHTA B CIIVYAUTE, KOTATO TAXHATA JIMIICA E
TPUYAHA 3A HEBB3MOXHOCTTA JHA CE HW3BBPIIBA AJIEKBATHO JIEYEHHUE HA
IMALIMEHTA B PEITYBJIMKA BBJITAPUSI;

JIEYEHHMETO HA JIEHA B UY’KEUHA HAM-YECTO E I10 TOBOJ] HA:
M3YEPITAHU Bb3MOXKHOCTUTE 3A JIEHEHUE HA TEPUTOPUATA HA PEITYBJIMKA BBJITAPUSA;

B JIEYEBHOTO 3ABEJIEHHME B UY)KBUHA CE IPEJUTATA METOUMJIN PA3IIOJIATA C ATTAPATYPA,
MEJIMLUHCKA W3/IEJIUA WK JIEKAPCTBEHU TIPOJAYKTHU, KOUTO JIUTICBAT B CTPAHATA
(ITPOBEXXJIAHETO HA ITPOTOHTEPATINS, CAR-T KJIETBYHA TEPAITH ),

BB3MOKHOCT 3A MVITUAMCHUIUIMHAPEH TIOAXO IPA JIEYMEHHME HA 3ABOJISABAHMUATA,
KAKTO U HA HAJIMYUETO HA CIHIELUAJIM3UPAHU LIEHTPOBE KAKBUTO JIUTICBAT B BbJITAPHS
(CHEIMAJTIM3UPAHU TIEHTPOBE 3A YEPHOJIPOBHA/EBEPEUHA TPAHCIUIAHTALIMA HA JIELIA,
TPAHCIUTAHTALIMA HA CTBOJIOBU KJTETKU TTPH IELIA);

MPUJIATAHE HA CIHEUU®WYHHA METOJIM HA JIMATHOCTHUKA W JIEYEHWUE/M3CIIEJBAHUS,
KOUTO HE CE MNPUJIATAT WWJIHN 3A TAX JIMTICBA BA3A W OITMT B CTPAHATA, KAKTO U 3A
JIEMHOCTH, KAKBUTO 110 BHJl, OBEM W IPOABJDKUTEJIHOCT HE CE IIPEJOCTABAT B
BBJITAPHA, KATO YACT OT UAJTOCTHATA JIEYEBHA CTPATETMSA 3A TIALIMEHTUTE
(ITPOTOHTEPAIIMSL JIBYETEPAIIMSL C JIVTELIMIA, CAR-T KIJIETBYHA TEPATIMA TTPU
3JIOKAYECTBEHH OHKOJIOTMYHW/OHKOXEMATOJIOTUYHHU 3ABOJIAIBAHWSA, PESUCTEHTHH HA
CTAHJIAPTHUTE JIEYEBHU AJITOPUTMHU; JIEYEHUE C JIEKAPCTBEHH [TPOJTYKTH).

TPAHCIIJIAHTALIMA HA OPTAHU M XEMOTIOETUYHHM CTBOJIOBU KJIETKH B YY)XKBMHA
TPU MAJIMTHEHW XEMATOJIOTUYHM 3ABOJIABAHMA, KAKTO W TPM HAKOU TEXKO
TIPOTUYALIM BEHWUIHEHU 3ABOJIIBAHWSL W [IPM YTBBPAEHU HEXEMATOJIOTMYHU
3ABOJISIBAHUS, B JIEYEHW 3ABEJIEHU S KOI'ATO T$1 HE CE M3BbPIIIBA MJIM HE MOXE JIA BBJIE
M3BBPIIEHA CBOEBPEMEHHO B PEITYBJIMKA BBJITAPUSA;

B CJIVYAUTE HA TPAHCIUJIAHTALIUS MOTAT JIA CE 3AIUUTALIAT M PA3XO/IM, CBbP3AHU
C HAMHWPAHETO HA JIOHOP, BKJIIOYUTEJHO HEPOJACTBEH, M3CJIEABAHMA HA JIOHOPA,
B3EMAHETO HA  OPFAHA/CTBOJIOBUTE KJIETKM W TAXHOTO TPAHCIIOPTHUPAHE,
JIEKAPCTBEHH TIPOJIYKTH nu MEJIUIIUHCKHA W3JIETINA, HEOBXOJIUMHU 3A
TIPEJIONIEPATUBHOTO JIEYEHHME, PEAHWUMALIMSATA W CJEJIONEPATUBHMS TIEPMOJ JIO
M3IMCBAHE HA NAUMEHTA OT JIEYEBHOTO 3ABEIEHME, JUATHOCTHUKA W JIEYEHME HA
KWBUA NOHOP M HA PELMIIMEHTA B CJIEATPAHCIUIAHTALIMOHHUA TEPHO/, CbOBPA3HO
JIEMCTBALLIATA B CTPAHATA HOPMATUBHA YPEJIBA;

JIEYEHHUE B YY’>KBUHA HA JIMIIA HAJL 18 r. :

VYYACTHUE HA YYKJIECTPAHHU MEJIMIIMHCKU CIIELHUAJIUCTH B U3BBPIIBAHETO HA
JIUATHOCTUYHU U JIEYEBHU TTPOLIE/TYPU U TPAHCIIJTAHTALIMH B JIEYEBHU 3ABE/IEHUS HA
TEPUTOPUSITA HA PEINYBJIMKA BbITAPUS B CJIYYAUTE, KOTATO HSIMA BbJITAPCKH
MEJIMLIMHCKHU CTIELUAJIMCTA WHJIM TAKMBA C OMUT B CHOTBETHATA OBJIACT W/WJIK
TOBA E HEOBXOIMUMO 3A JIEYEBHHA ITPOLIEC.

Y. 82, AJl3 OT 33: JIEHEHUETO HA PEJIKH
3ABOJISIBAHUSI C JIEKAPCTBEHHM TIPOAYKTH H
JUETHYHNU XPAHM 3A CHELOMAJHU MEJUIMHCKH
HEJA, 3ANOYHAJIO TNPEAU HABBPIIBAHE HA 18-
I'OJUIITHA Bb3PACT, IPOABJI)KABA JIA CE 3AIIAILIA U
CJIEJ] HABBPUIBAHETO HA TA3U BB3PACT (JIB Op. 35 or
19.04.2024 r.)

ispaasa

Tepmanus
AscTpust
lseii
Benrns
Dpanims
lomma

Crnosenust

TaHus

Wranus

XnbpBarcka

Vcnaunus

Yexus

Wranus

Hunepnanjus

MBIIPATEHO E ITMCMO 0 M3: C MOJIBA 3A KOHKPETEH CIIELLIEH OTI'OBOP
JAIA 10 MPUBEXJIAHETO HA HAPEJIBATA B CbOTBETCTBME C YJI. YJL 82,
AJL3 OT 3AKOHA 3A 3JIPABETO MOXE JA CE IPWJIATA PEJIBT 3A
OJIOBPABAHE HA  3AIUTAIIAHETO HA  JIEYEHMETO HA JIEHA C
OHKOXEMATOJIOT'MYHM 3ABOJIABAHMNA, TTOIAJIAIIIM B OBXBATA HA 4JI. 82,
AJL. 3, I3PEYEHME BTOPO HA 3AKOHA 3A 3/I[PABETO.

M3JAIEHA E 3AIIOBEJl HA VIIPABUTEJII HA H30K 3A PA3IJIEXIAHE
3ASBJIEHMA 3A OJIOBPSIBAHE HA 3AIUIAIIAHEIO HA JIEKAPCTBEHHUTE
TMPOAYKTHU U JUETUYHUTE XPAHU 3A CIELMAJIHA MEJMUWMHCKHU LEJA 3A
JIMLA C PEJIKU 3ABOJISIBAHMS CJIEJI HABBPIIBAHE HA 18 TOJAUILIHA Bb3PACT
MO PEJA 3A PA3IJIEXJIAHE HA 3ASBJIEHHS 3A OJIOBPSIBAHE HA
3ATUTAINAHETO HA JIEYEHUE HA OHKOJIOTUYHU U OHKOXEMATOJIOTMYHU
3ABOJIABAHUA CJIE HABBPIIIBAHE HA 18-TOJIMIITHA BB3PACT.
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B UJL. 1, AJL. 3 OT HAPEJIBATA: JIEHEHHMETO HA PEJIKM 3ABOJISIBAHWA
C JIEKAPCTBEHU TTPOAYKTU U JUETUYHU XPAHU 3A CIHELHAJIHU
MEJUIMHCKHW IEJIM, 3AIIOYHAJIO TIPEJM HABBPIIBAHE HA 18-
TOAVIIHA BB3PACT, IIPOJBJDKABA JIA CE 3AIUIALLIA W CIEJ
HABBPIIBAHETO HA TA3U Bb3PACT;

YJ1.35 OT HAPEJIBATA: 3AIUIALLIA CE U 3A JIEYEHUE B CJIYYAMTE I10
YJI. 1, AJL. 3, UBPEYEHHME BTOPO;

TP HEOBXOJMMOCT OT TPAHCILJTAHTALIMSI HA OPTAH MOTAT
JIA CE 3AIIAIIAT U PA3XOJU MO IPEATPAHCIUIAHTAIIMOHHO
JKUBOTOIOTBPXKAILIO W/MJIN XMBOTOCIHACSBAIIO JIEYUEHUE HA
3ABOJISIBAHETO, HAJIATAILIO TPAHCIUTAHTALMSITA, ¢
JIEKAPCTBEHH MPOJIYKTH IO UJI. 263 OT 3JIIXM, KOTATO TO3U BUJL
TPAHCIUTAHTALIMSI HE MOXE JIA CE M3BBPLIM CBOEBPEMEHHO U
HEOCBIIECTBSIBAHETO HA JIEYEHMETO CbC CBOTBETHHUTE
JIEKAPCTBEHH TPOAYKTH TPEJICTABJISIBA TIPSIK PHCK 3A JKMBOTA
HA TIALIMEHTA U HSIMA JIPYTA JIEKAPCTBEHA AJITEPHATHBA,
TIOZIXOJISIIIIA 3A TTALIMEHTA.

JIEUEHUE B UYKBHMHA, U3BbH TPAHCIIJIAHTALIMATA, KOETO HE E
BKJIIOYEHO B OBXBATA HA 3AJBJDKUTEJIHOTO 3PABHO
OCHUI'YPABAHE, YPE3 HEOBXOJWM 3A KOHKPETHHA TTALIMEHT
METOJI, KOUTO HE E TIPWJIOXKUM B PENVBIIMKA BbJITAPUSA,
KOI'ATO CbUIMAT CE TPUJIATA B UYXKBMHA U E C JJOKA3AHA
E®EKTUBHOCT HA JIEHEHMETO B CBETOBHATA MEJIMLIMHCKA
TIPAKTHKA;

TPAHCIUIAHTALIMSI HA OPTAHM M XEMOIIOETUYHHM CTBOJIOBU
KJIETKM B UYXKBMHA, KOTATO T4 HE CE N3BBPUIBA WJI HE MOXE
JIA BBJIE U3BBPIIEHA CBOEBPEMEHHO B PEITYBJIMKA BbJITAPUS;

JIEYEHUETO B YYXBUHA HA JIMLIA HAJ[ 18r. E HAI-
YECTO I10 ITOBO/I HA:

- U3YEPIIAHM Bb3MOXHOCTHUTE 3A JIEUEHHME HA TEPUTOPUATA HA PEIYBJIMKA
BBJITAPUSL;

- BJIEYEBHOTO 3ABEJIEHME B UYYXKBUHA CE ITPEJIJIATA METOJI/MJIA PA3ITOJIATA
C ATIAPATYPA, MEJIMLIMHCKW W3JIEJNS WJIM JIEKAPCTBEHHW IIPOAYKTH, KOUTO
JIMTICBAT B CTPAHATA (ITPOBEXJIAHETO HA TTPOTOHTEPAIINS, CAR-T KJIETBYHA
TEPAIIVSL,  NENTUJAPAJMOHYKIWMAHA  TEPAIIMS, XMMWUO  JIBYETEPAIIMS,
VMYHOTEPAIINA );

- Bb3MOXHOCT 3A MVYITUAUCUUILUIMHAPEH MOJAXOJ IIPU JIEYEHHME HA
3ABOJIIBAHUATA, KAKTO M HAJIMMUETO HA CHEHWAJIM3UPAHU LEHTPOBE,
KAKBUTO JIMIICBAT B BBJITAPUA (CIIELIMAJIM3UPAHWU ITEHTPOBE 3A BBBPEUHA
TPAHCIUIAHTALIMSA, B CTPAHATA HE CE H3BBPUIBAT TPAHCIUIAHTALIMW TIPU
KPBBHOI'PYTIOBA HECbBMECTHUMOCT).

YYACTUE HA YYXXJECTPAHHU MEJJULINHCKHN CITELUAJINCTU
B JMATHOCTUYHU 141 JIEUHEBHI IMMPOLEAYPU )41
TPAHCIIJTAHTALIMU B JIEYEBHU 3ABEJIEHUS HA
TEPUTOPUSATA HA PEIIYBJIUMKA BBITAPHA B CIYYAMTE,
KOI'ATO HSMA BBJITAPCKM MEJUIIMHCKU CIEHNUAJIMCTU
WWIN TAKUBA C OIUT B CBOTBETHATA OBJIACT W/WJIA
TOBA E HEOBXOAMMO 3A JIEYHEBHUSI TTPOLIEC;

3AIUIALIAHE 3A VYCIVIM B JIBPKABA U3BBH
EBPOIIEICKUST CBIO3, EBPOIENCKOTO MKOHOMHUYECKO
[IPOCTPAHCTBO U KOH®EJEPALIMS IUBENLIAPUS CE
JIOIIYCKA II0 WU3KJIIOUEHUE, KOTATO E HEOBXOIUMO
[IPUJIATAHETO HA METOJ WM TEXHOJIOTMS, KOSTO HE
CE INPWIATA B JbPKABA - WIEHKA HA EBPOIIEACKIUS
CBI03, EBPOIEMICKOTO UKOHOMUYECKO ITPOCTPAHCTBO
WIA B KOHOEJEPALUS IUBEMLIAPUS, AKO E YTBLPIEHA
OT MEJIMLIMHCKATA HAVKA U [IPAKTHKA B IbP)KABATA U
IIPU IIPUJIATAHETO 1 [10 OTHOLLEHUE HA IALMEHTUTE
CE OTUUTA PE3VJITAT B [TOJI3A HA ITALIMEHTUTE.

B CJIVHAUTE HA TPAHCIIIAHTALIVISI MOTAT JIA CE 3AIUIALIAT 1
PA3XOJ/IU, CBbP3AHU C HAMMPAHETO HA JIOHOP, BKJIFOYUTEJIHO
HEPOJICTBEH, W3CJIEJIBAHUsS HA JIOHOPA, B3EMAHETO HA
OPTAHA/CTBOJIOBUTE KJIETKH W TIAXHOTO TPAHCIIOPTUPAHE,
JIEKAPCTBEHU ITPOAYKTH U MEJJUITMHCKU U3AEJINA, HEOBXOUMHN
3A TIPEJOITEPATUBHOTO JIEYEHUE, PEAHUMAILIUATA n
CJIENOIIEPATMBHUMSA TIEPUOJ] JO WM3IMCBAHE HA TTALIIMEHTA OT
JIEHEBHOTO 3ABEJIEHUME, JTUATHOCTUKA W JIEHEHME HA XHWBUSA
JIOHOP 1 HA PELTUIIMEHTA B CJIEATPAHCIIJIAHTALIMOHHIM A ITIEPUO/,
CBOBPA3HO JIEMCTBAIIIATA B CTPAHATA HOPMATVBHA VPEJIBA.

IJIAHOBO B JIEYEHUE YY) KBUHA U
TPAHCI'PAHUYHO 3PABHO OBCJ/1YKBAHE

IIJIAHOBO JIEYEHUE B JIBP)KABU — YJIEHKM HA EC C ®OPMVIISP S2 B
CBOTBETCTBUE C PA3IIOPEJBMTE HA PEIJIAMEHT (EO) Ne 883/2004 HA
EBPOIIEMCKUS ITAPJIAMEHT M HA CBBETA OT 29.04.2004I. 3A KOOPJIMHALIMSI HA
CHUCTEMMTE 3A COLMAJIHA CUTYPHOCT WM HA PEIJIAMEHT (EO) Ne 987/2009 3A
YCTAHOBSBAHE TIPOLIEIYPATA 3A ITPUJIATAHE HA PEIJIAMEHT (EO) Ne 883/2004,
KAKTO M HAPEJIBA Ne 14 OT 19.04.2007 3A PEJIA 3A M3JIABAHE HA JIOKYMEHTH,
HEOBXOAVMMU 3A VIIPAXXHSIBAHE HA 3/IPABHOOCUT'YPUTEJIHU ITPABA, CBITIACHO
TIPABUJIATA 3A KOOPIMHALIMSI HA CUCTEMMTE 3A COLIMAJIHA CUT'YPHOCT;

TIPEJIBAPUTEJIHO PASPEIIEHUE 3A TIOCJIEABAILIO BB3CTAHOBSIBAHE HA
PA3XOJIMTE 3A TPAHCI'PAHMYHO 3JIPABHO OBCJIV)KBAHE I10 PEJIA HA JIMPEKTUBA
2011/24/EC HA EBPOIIEMCKMUSI ITAPTAMEHT U HA CbBETA OT 9 MAPT 2011 'OJIMHA
3A YIIPAXXHSIBAHE HA TIPABATA HA TIALMEHTHUTE ITPU TPAHCTPAHUYHO 3/IPABHO
OBCJIYKBAHE, TPAHCTIOHUPAHA C HAPEJIBA Ne 5 OT 21.03.2014 T. 3A YCJIOBUATA U
PEINA 3A VIIPAXHABAHE IIPABATA HA TIALIMEHTWUTE IIPU TPAHCI'PAHUYHO
3[IPABHO OBCJIYKBAHE HA M3.
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JEYEBHUTE ~ 3ABEJIEHUSI B FbJTAPHSI U
YY)KEMHA,  CA  IIVBIMKYBAHH  HA BJIATOJIAPS
O®HLIATHATA CTPAHMIIA HA H3OK,
PYBPHKA, JIEYEHHE B FbITAPHS U
YY)KBHHA“
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BAITEICEATIEE ATTHATC 5k
HOPA C PEIKH BOJECTH

TENK U PEXABUNTUTALUMOHHU NMPOrPAMU

HALNOHAAEH ANMAHC HA XOPATA C O
PEnKM BOAECTI’I :poaunu:n npu e:iauu cbwa Au:::;:;.mmy 5 1100% = ronewm rpagose -

OueHKa NO KpUTEpUM 3a CLNBLTCTBALM 3a60NABaHUA.

Te cpeAcTBa KONMYKM, NndTepu, KUCNOPOAHN
KOHLIEHTPATOPU, MHXaNaTopy, MEAULIMHCKM Ferna v Ap. — npobnem 3a
XPOHWYHUTE 3a6onABaHUs
BAagu MU p TOMOB MokpuBaHe Ha NneyeHMe + NUNca Ha pexabunuTaumus = Napu Ha BATbpa Npu

ronsiMa 4acT ot peakute GomnecTu.
He poctatbyHo thHaHCUpaHu npoueaypu.

He poctatbyeH 6e3nnarteH npecton B Te
LieHTpoBe.

Hepoctur Ha K cbusnoTey TU No peTHu
3abonsBanusA.

3 HANMATHRATIER AJIRARC RA [BLATIE F'H}..]IE:E.. AJITRIATRIC T

<24 | MOPA C PEIKE BOJIECTH HORA C PRIKE BOJECTHE

UEN 6_(% orphanet nexapctea cupau () s oo e
= O

OT 2001r. HAQ 40 NNEKAPCTBA CUPALIM CA OCUT'YPEHU OT EbJITAPCKATA 3[PABHA
CUCTEMA

3A MALUMEHTM NOA OCEMHALECET FOAWHWU, HOBA TEPAMUA E Bb3MOXHO A
3AMOYHE CNEA ABA MECELIA

PV HOBU 3ABOfISIBAHUS] 3AIOYBAHETO HA JIEYEHMUE CE 3ABABSI OBEYE OT
[OBE rOAUHN

HOBATA MOJITUKA HA KOMMAHWUUTE, HE JABA Bb3MOXHOCT 3A AETAUIHO
AHAITU3UPAHE W PELLABAHE HA MPOBNEMUTE C PETUCTPALIMUTE

JIOWA CTATUCTUHECKA OLIEHKA OTHOCHO PEMMBYPCALIUATA HA PEOKUTE
BONECTU B PB

BLATIEIOELAJIER AJTRARC FLA

2 TRLA TR ’_""E-EJIEE ATTFARIC FlA
- e J'rf .I_I.‘J.i".. E'E:rf‘ﬂ F‘Lﬂu]:E ru-v.—_|

HOPA C PEICH BOJECTHE

YYACTHWLW B NMPOLIECA f v s
o G'.‘, O Q12 1L CbCTPABATENHO N3MON3BAHE 0“““““'"‘- .
= O @) =
KOW NEYEBHU METOAM: ——
ExkcnepTHuTe LieHTpOBE 1 pechepeHTHUTE Mpexu no PB NEKAPCTBA, 3A KOUTO MMA JOCTATBLYHO [OKASATENCTBA, YE NEKYBAT — - :
YHuBepcuTeTCKUTE C TexHuTe PaTOPHU, AUArHOCTUYHU, KIMHUYHY O :
n pexaﬁunuTal.lMoHHVI 3BEeHa; WMA MHOOPMALIMA OTHOCHO HAYMH HA NMPUNATAHE U HEOBXOAUMO
POAMNHY M HEOHATONOTMYHM OT KbM Te 3a KOMMHECTEO
6onHMYHa nomoL; 3AKOTO:
. NALUMEHTU C NOCTABEHA IMATHO3A, B TEXXKO CbCTOAHUE WU C 3ABONSABAHE, KOSITO E XXMBOTO
TeHeTMuHN naGopatopum Ha neveGHu saBeneHus; 3ACTPALIABALLIO, HE CA BKTIOHEHM B KNUHVYHO NPOYHBAHE, KOSITO Ao
MuHucTepCcTBO Ha 34f o, Mi PCTBO Ha prna " Ta E HE E ®EKTUBHA
nonutuka, M PCTBO Ha TO 1 HaykarTa, | Ta KO/ NPELIEHSIBA:
3ApaBHOOCUrypUTEnHa Kaca; AreHuml 3a 3aKpuna Ha AeTeTo; NEKYBALUMAT NEKAP MPEANATA Bb3MOXHOCTTA )
HenpaBuTtencTeeH cekTop 1 acouvauum Ha naumeHTn ¢ PB; EEE AT GG, W [ I @R LA EEIE @
HaumoHanHm KOHCYNTaHTUBHN ChBETH M MeANLIMHCKN APy)Kec'rBa, PEFNAMEHT HA EBPOTEVICKUS! APNAMEHT Ne726 OT 2004r.
CLCrOBHM OpraHu3auum, [PELSUELAE P L VIMA HALIMOHAITHA PEFYTIALSI, HO HSIMA MEXAHW3BM , 10 KOWTO NEYEHUETO IA CE OKPUBA OT

BBIIFAPCKATA 3[JPABHA CUCTEMA

LA FIDELAJIER AJIELAEC HLA
0P C PIETETR HOFCTTH

FLATIENELA TR AJTRLATRC FLA
HOPA C PEJKH BOJECTTH

BIINAHUE HA EBPONENCKUAT CbIO3 EKCMEPTHU LIEHTPOBE MO PEAKU BONECTY
ooy oo
2004 r. PEMTAMEHT 3A KOOPOWHAUWSI HA CUCTEMUTE 3A COLMAITHA  3a counanka curyphoct
CUrYPHOCT - KOMUCUS 3A NIIAHOBO JIEYEHUE, KOTATO E HEBH3MOXHO 1A CE - -
NPOBEAE B BbAFAPUSA U E QOKA3ANO CBOSATA E®EKTUBHOCT. PETUCTPUPAHU 33 EKCMEPTHU LIEHTBPA. -".;-.- —_— e
2007r. KOMIOHWKE HA EBPOMEVCKATA KOMUCUSA OTHOCHO PEKUTE BOMNECTN -

2008r. MPOEKT EBPOIJIAH - MPUEMAHE HA HALUMOHAIHM MITAHOBE MO PEOKW U 'lUPLAN CNEQ AKTYATTU3UPAHE CMUCTHKA HA
BONECTU B EC PEOKUTE BOJIECTM 2022r.— YOBOSIBAHE
2009r. COBLHNE HA EBPOMENCKTA KOMUCHS — PEIKUTE 3ABOJIAIBAHUS BPOA HA EKCMEPTHUTE LIETPOBE

NPEOU3BUKATENCTBO 3A EBPOMNA
BE3 Bb3MOXXHOCT 3A BKIIOYBAHE HA

2011r. BUPEKTUBA 3A TPAHCTPAHWYHO 3[PABEOIA3BAHE PEQIKW OHKOIIOrMY4HU 3ABONABAHUSA

2013r. EBPOMENCKA NNAT®OPMA - PETUCTPY 3A PE[IKW EONECTN BRI Al YHYACTUETO HA EKCMEPTHU LIEHTPOBE B
—— EBPOMNEWNCKW MPEXW HE E QACTATBYHO
2015r. PASBUTUE U YCTOMYUBOCT HA BA3A [IAHHU ORPHANET -#‘ ERN Euro Blood Net (2 uentupa), ERN EURO-NMD —

(1 uenTsbp), Endo-ERN (2 uenTnbpa), Metab ERN (1

2023r. UMNJIEMEHTUPAHE BA3ATA [JAHHW ORPHANET B LeHTLP) U ERN RND (1 LioHTLp).

HALUMOHANHUTE CUCTEMU HA CTPAHUTE YNIEHKU

4
N
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[RLAICFITELAJIEE] AJIFLAEIC HLA
HOPA C PEIEH BONECTHE

WH®OPMALIMOHHUTE KAMNAHUU
AKLEHT B YCUZIUATA HA HAXPB 18 FrOOUHU CbTPYOHUYECTBO U KONABOPALIUA

O

RLATEOHAJIER AJIRARIC BLA
HXOPA C PEIKHE BONECTH

° - m e v 7 il © VHCTUTYT NO PEAKM BONECTU

Und 2004 - 2005 [IOCTABSI OCHOBUTE HA IIPOMSIHATA - M3TOYHO EBPONEHCKH KOHOEPEHIIMU 110 PE/IKM BOJECTH
2006 - OPTAHM3HPA CPELIA HA TAUMEHTH H MAUMEHTCKH MPEACTABHTEIN
CTPYKTYPUPA HAIIHOHAJIHATA IIPOTPAMA 110 PE/JIKH BOJIECTH 2009 - 2013
Ch3/IABA HOBATA HOPMATHBHA BA3A
[OJIATA OCHOBHTE HA IUPEKTHBATA 3A TPAHCTPAHUYHO 3/IPABEONIA3BAHE 1 EBPONIENCKHTE PEGEPEHTHI
PEAKH
'YACTBA B MMILIEMEHTHPHETO HA BA3ATA IAHHH ORPHANET B HAIIHOHAJIHATA 3/IPABHA CHCTEMA

TOUYKM B Ha
il Ha ,upes

fo] " P

TMaLWeHTCKM CpeLy No oTAeNHM 3a601ABaHMA.

DR T—
Wetwornn  Share Cais Dare
Fetwovis .

[RLAIC AT ELAJIEE] AJIFLARIC HLA
HOTEA C PEITER BOJIECTE

WH®OPMALMOHHUTE KAMNAHUU
AKLLEHT B YCU/IUATA HA HAXPB

FLATIEIOELAJIER AJTRARC FLA
HOPA C PEIKH BONECTHE

CemunHapy 3a CTyieHTH, neKapu u

MneseH KaiinbKa — ceMuHap 3a CTyAEHTHM No or e n B
cTpaHat

JlokanHu cemuHapm - LlymeH, Crapa 3aropa, Pyce

AKT Ha

Und TOYKM B Ha

MaumneHTCKM cpeLuy no oTaeNnHn 3a6onABaHuA.

Benunrpap — MaumeHTcka cpewa Bonecr Ha lowe , Codua — MaumeHTcka cpewy GAN

(o} no oTA 61 Crapa 3aropa — lyaimoHanHa xunepToHua
Codpua — A ¢ - ¢
Codpua — ¢ —Mpaaep- Bunun cuiapom, bonect Ha TopHbP U
¢ Ha P

[FLATPITDELAJIER AJTRLABIC HLA
HORA C PEIER BOJMECTH

AEH HA PEOAKWUTE BOJIECTU 29 ®EBPYAPU 2024r.

CBETOBHA UHWUWATUBA
OCBETABAHE HA EMBIEMATUNHM
CIPARW C UBETOBETE HA IP6

177v BT OTEENA3BAME [IEHA| HA PEAKMTE BONECTU - m
B rpaposete Codpus, MNnoeavs, BapHa, MNneseH,

Crapa 3aropa, Pyce, byprac, LLlymeH, Kioctenaun, ‘
CaHpaHcku, Bnaroeerpag, Benuxrpaa, CnivseH,
MepHuk, PakutoBo, Bpaua, Cunuctpa, Benuko
TwpHOBO , MopHa OpsixoBuua, Xackoso, 3aBseT,
KopwuTeH, MeauumHckn yHnBepenTeTH B usnata
cTpaHa otbensi3axa CbC CBOW MHMLMATUBK [leHs Ha
penkute 6onectu.Mpaackvsi TpaHcnopt 6e

6paHavpaH ¢ UhopMaLIMOHHU Matepuani 1
c&msonw Ha [leHsi Ha penkuTe Gonecru.
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HAYYHA CECWA
»,PEJKI BOAECTI B HEBPOAOTNATA?

» PaHHa gua2Ho3a Ha pegku HeBpogezeHepamuBHu 3abonABaHuA
A. TpaiikoB, LLI. Mexpa6uan-CnacoBa

» 3abonaBaHuA cBobp3aHu ¢ aHmu-mueAuH cBvp3aHume 2aukonpomeuHoBu
aimumena (MOGAD): pa3auku Bb8 deHomuna u nogxoga cnpAmMo
onmuyHuA HeBpomueaum?

C. XpucmoBa
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PAHHA ANATHO3A HA PEOKN
HEBPOZETEHEPATIBHIN 3ABOAABAHINA

Mvue3sap TpailkoB, LLluma Mexpabuan-CnacoBa

HacneacteeHn u cnopaauyHu opmu Ha
HespopereHepaTUeHUTe 3a60nasaHUs

Hacneacteeru CnopaauyHu
MyTaums (+) MyTauma (-)
Penku TTo-yectu

PaHHO Hauano KbcHo Hauano

TTo-6bp3a nporpecus |TTo-6asHa nporpecus

HapyweHwus B
npoayKumsaTa Ha
npoTenHuTe

HapyweHus B
AKYMYnaumsTa Ha
npoTenHuTe

> OCHOBHW XapaKkTepUCTUKM Ha pefKuTe HeBpOAereHepaTUBHM
3a60MABAHUSA, MPOTUYALLM C AGMEHLIUA U ABUFATESTHU HApyLUeHWs

* XepeauTapHu
+ [emeHuuna/NapKUHCOHU3BM C PAHHO HAYANO

> Tlpe-KNUHWYHA (asa Ha HeBpoaereHepTUBHU 3a60nsBaHUA
> TlpeBeHUMs U PUCKOBU (PAKTOPU

> Buomapkepu 3a paHHa AnarHosa
* Hseponcuxonoruunu
* Hespowuso6passsaim
* Buoxumunurm
+ TeHetuuHn

HemeHuma ¢ paHHO Hauano
.TlpeceHunHa aemeHuus"

Lancet Neurol. 2010 Aug; 9(8): 793-806

KfIMHUYeH, reHeTuYeH U XMCToNaToNorMYeH CMeKTbp Ha
HespoAaereHepaTtusHU 3(]60J'I$|BHMQ, npoTuyawm ¢

aemeHums

Phanotype
Pathology  MSTOREE FTLD-TON43 FROMWA  FILD-Tae Af plageny Lewy Boches -
ard 1w MFT PrI—
“ . - . .
| l
Cereny TARDEF PCAN Furs MAFT NP 5L SNAL Pk N

Rt 72 iy Lz, vy
and VO and 081

Villemagne 2015

>BONECT HA  ANUXANMEP ¢ PAHHO

» MOHOTEHHMN 2OPMWU HA BOJECTTA HA

HAYANO n
BAPUAHTH

HEUHAUTE ATUTTUYHAN

ANUXAAMEP

PEOKN HEBPOLETEHEPATUBHU
3ABONABAHHA, TIPOTUYALLA C
OEMEHLIMA

1906-2024

Bonect Ha Anuxaimep

TTatonoruyHu benesu:
AMUNOUAHU OTNAraHUa
HeBpogubpunepHu aereHepaumm
AKTUBAUUA Ha Mukpornusa

3ary6a Ha cuHancu

3ary6a Ha HeBpOHU
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Bonect Ha Anuxaiimep
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AemeHTHaTa ¢a3a
BbeexaaHe Ha

ANarHOCTUYHU EMOMSDKSPM

Vallain, et al 2019

HACNEACTBEHW OEMEHLMA

EZ

e Brore 1 3 »

i
-
-u';q ‘,-"P_. ‘.:\u i_}’i:'rv*b j"

&poHToTemnopanaHa aAemerHums (8T ) u BA - HacneacTeeHocT
(Po, et al, 2014)

XeTeporeHHOCT Ha CHHAPOMHTE NPHU 00J1ecTTa Ha
Aulrxaiimep

e

i

Lam et al., Alzheimer's Research & Therapy2013

FPOHTOTEMTTOPANTHA OEMEHLIMSA

FTLD-Tau pathology (red)
TDP-43 pathology (blue)

@poHToTemnopanaHa AemeHums (8T )- KNMUHUYHU CUHAPOMU U NATONOTO-
reHeTUuHK qaktopu: (AaanTupara ot Irwin, et al, 2014)

Hoea PSEN1 myTauus (L381V)

Onucsame Hoea L381V/PSENI myTtaums npu gpamunHa
BA ¢ paHo Hauano cbC 3acerHaT uneHose B TpU
noxoneHus. KnuHWYHO eHOTUNBT npu npobaHaa ce
XapakTepusmMpa C Havano Ha 32 roauHu, 6bp3a
nporpecus Ha fAemeHUMs, CbYeTaHa CbC CNACTUYHG
[OSHA Mapanapesa U eKkCTpanupammaHu cumntomu. B
NOCTBNHATA NUTepaTypa, TOBA e MbpBOTO ChobLueHUe 3a
CbyeTaHue Ha CNacTU4Ha napanapesa "
ekcTpanupamuaHu 6enesu npu PSEN1 myTaums.

CnopaauyeH HZ-TITTA u KBC
Gly389Arg mytauus 8 MAPT reHa
Exon 13/ ( ¢.21706G > A)
Oe6roT - 30 T.

ZPOHTOTEMTIOPANIHA AEMEHLINA
N HEMHUTE BAPUAHTU

FeHOTUN-peHOTUN Kopenauuu u
AVUGrHOCTUYHA HeCUrypHOCT
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TTpe - knuHUYHA/ Npe - CUMNTOMATUYHA
pasa Ha HespoaereHepaTUBHU
3abonssaHus

Tlonsu ot paHHa AuarHosa

OTKpUBaAHE Ha
NOTeHUUanHo
peBep3nbUnHU
npuymHK Ha JIKH

&@apmarosIornyHa
Tepanus

TToaroToska Ha
CemMeincTBoTO

MeauumHcko u A
coumanHo nnaHupaHe
TTpomsHa Ha HauuHa Ha (I
XusoT

'pynu 3a noakpena

Yuactue B KIUHUYHU
npoyyYsaHuUs

HauuwHu 3a YAbxasaHe
Ha agToHOMUATa

CxemaTuU4eH MOAen Ha NOHMUTYAUHAINHO npocneassaHe
Ha TpaekTopuaTa Ha cepymHuTe Huea Ha NfL npu
pa3nUUHU HeBpPONOruYHU 3abonssaHus

+ TTpoMeHN1BG NPOABIIKUTENHOCT Ha NPeACUMNTOMHATA Pasa
+ CKopoCTTa 1 06laTa TeXecT Ha OCHOBHUTE HeBpOAereHepaTUBHU NpoLieck

Front Neurosci. 2021; 15: 672954.

TTIPEBEHUMNSA N PUCKOBHN EAKTOPU

Mporpecusa Ha 6onecTTa Ha Anuxaimep 1
NPOMsAHa Ha BMONOTMYHUTE MapPKepK

— KorHmupa
— DyHikuua (ADL)

A 1 1 1
ABHOPMHM | == /lukeop ABa2 1 1 1
w— AMUNONA U306pasasaHe | 1 1
FDG-PET ! !
— MPT xunokamn H H H FOG-PET
obem H | | MPT xynokamn
= Nukeop Tau | | | ‘obem
1 1 1
1 1
1

Nnksop ABz
AMIROND, Koruuuma
d | 306pasny
yHKUM (ADL)

NIMKeop Tau

1eMclfuvcl /) Aemenuua

Aisen PS, Petersen RC, Donohue MC, et al. Alzheimers Dement. 2010;6:239-46.

; Bpeme
Hopma MNpecumntomaTnyHa

Bb3MOXHU MO3BUYHU MEXAHU3MU 3G MOBULIABAHE UM MOAABPXKAHE Ha
KOTHUTUBHUA pe3eps U HaMansBaHe Ha pUCKA OT MOTeHUUANHO
MOAVUPULIMPYEMU PUCKOBU (PAKTOPU NPU AemeHLUs
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Lancet, 2020 Lancet, 2024

8T - GENFI npoyusaHe

i

flIi{

Hespousobpasssalum 1 KOrHUTUBHU NpomeHu - 5-10 roauHW Npean 04aKBAHOTO
HQYas10 Ha 3a60/19BAHETO NPU GCUMNTOMHU UHAMBUAW HOCUTENIU HA FeHeTUYeH
neqekT (Rohrer et al, 2015)

CbBPEMEHHW BUOMAPKEPU 3A
PAHHA IMATHO3A HA
HEBPOLIETEHEPATUBHA

3ABONABAHHA
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quCTBMTeﬂHM HeBpoONCUXONIOrMYHU Mapepu

Hespousobpassasawm
6uomapkepu

HeBpo-
KOTHUTUBHU

cchepu

CneuungpuyeH NpopUI Ha TeMnopasHa
atpogus Ha MPT

KOrHuuus

Qualitative MTL Rating Scale
Scheltens, JNNP 1992

JIKH
@ EyéxmnomMnanHa qasa AMUIIMOAHO OTNAGrGHE U FNIKOKO3eH XMMOMETA60MUIbM
l Ha BA (npeaHa npu nauveHt ¢ BA
~ MeAManHoTeMMopanHa [11CIPIB-PET u ['8FIFDG-PET

< Mmpexa) - HapylueHa e
U3BBH - KOHTEKCTHATA
namet (AUCT ¢ Aymu,

npeameTu)

Y KNKH
l XunokamnarnHa gasa

Ha BA - HapyweHu ca
M3BBHKOHTEKCTHATA U
KOHTekcTHO 6orarata
R enu3oauyHa _ namet
: (cnyuku,  cvbuTUS,
uctopum)
(eknrousaHe Ha
3aaHata MTK)

Didic, 2011 THE WORLD JOURNAL OF BIOLOGICAL PSYCHIATRY, 2018

—_—
s | -
Neuropsychological signatures of young-onset dementia =

Disgrostic walue of seyiold-PLT and tau-PLT:
T i Pobiadh Lir bt Lo parion

o S q— e e teme e
.. g

(i) TTpu wHTepnpetaums Ha tau-PET ctaauute Ha Braak O-IIT ce
cumTat 3a tau otpuuatenHu, a Braak craauute IV-VI kato tau
nonoxutenHu. CraauuvpaHeto no Braak, npeacTasnseawm  Tay
HaTOBApBAHE U TOMOrpagus, Kopenupar mno-Aobpe ¢ KAUHUYHUTE
CUMNTOMM, OTKOSKOTO GMUIOUAHOTO HATOBAPBAHE;

(i) TTonoxuteneH pesyntat Ha tau-PET noka3ea kakTo HanpeaHana
GMUNOMAHA, TaKa U Tay HeBPONATONOrus:;

(i) Vma pasnuka  Mexay AaMUMOUA-MOSUTUBHU U GMUSIOUA-
oTpULIaTeNIHU HeBPOAEereHepaTUBHU 3a60NSBAHUS C TOMAMA TOYHOCT;
(iv) OTnaraHeTo Ha Tay e TSCHO CBBP3AHO C APYrY Mapkepu Ha
HespoaereHepauus, Hanpumep, FDG-PET u artpoguata. OT apyra
cTpaHa, amunoua-PET moxe Aa 6bAe no-yyscteuteneH oT tau-PET kbm
e e s ottty PaHHUTe asu.
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NuksopHu
6uomapkepu npu 6onectra Ha
Anuxaiimep

BuoxumuyHu
6uomapkepu

Neurol Ther (2017) 6 (Suppl 1):$15-524

TTaTonoruyHU npouecu U CebP3aHUTE C TAX PRYUaAHU 6uomapkepu

.‘dfr =

> [AuarHocTuueH 6uomapkep Ce U3MON3BA 30 OTKPUBAHE UNU MOTBBLPKAGBAHE Ha
HanMuMeTo Ha 3abonssaHe M AA OT APYrU AereHepaTMBHU U He-AereHepaTuBHU
3a60n9BaHUS,

MoHuTopupaly 6uoMapkep Ce M3MepBa CEPUIiHO 3a OLGHKG Ha CBCTOSHUETO Ha
AaneHo 3a6onasaHe

» TIporHocTuyeH 6uomapkep Ce U3MON3BA 3G UAGHTUPULUMPAHE HA BEPOSTHOCTTA OT
KITMHUYHO C‘bGMTME, peumnma unu  nporpecus  npu nauveHTn, KouTo wumart
3a60n5BaHETO
3

v

61

p pkep UMM 6UOMapKep 3a TepanesTUYeH OTroBop
MOKa38a, Ye 6UONOrMYHA PeaKLMs e HACTBNUIG MPU UHAMBUA, KOITO e 61N U3noxeH
HQ MeAULIMHCKU NPOAYKT UM areHT Ha OKOSHATA cpeaa.

COBCTBEHM
TIPOY4YBAHWUA

Buomapkepu 3a BA B KNUHUYHG NpaKTUKa

I CF Bomartens Fenctonal Imaging

+ FOGFET

AR

' Ny
= ; ‘;_""'” Noincdat imaging
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, PET traceny
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I Pasma ang Serum Sructaral imaglog
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TTpomaHa Ha NbpBOHAYANHATA AUArHO3a
cnep uU3cneaBaHe Ha NMKeopa, 6a3VpaHo Ha
A/T/N 6uomapkepHata pamka
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Neurofilament light:

Tau-He3aBucUM mapkep Ha
HeBpOAKCOHANHA AeTeHepauus?

v

THE WORLD JOURNAL OF BIOLOGICAL PSYCHIATRY, 2018

CbBpemeHHU 6uomapkepu
npu
6onect Ha TTapkuHcoH

Neurofilament light (NF-L)

TTosuLweHUTe NUKkBOpHU HUBa Ha NF-L, 3aeaHo ¢ knacuveckute
6uomaprepu 3a BA, npeackaseat no-6bp3a nporpecus Ha
3a6onseaHeto (Zetterberg et al. 2016).

> HecnuumguueH mapkep 3a TexecTTa Ha 3a60J1SIBAHETO Mpu

HeBpoAereHepaTUBHW 3a60MSBaHUA

> Mapkep 3a npocreassaHe Ha TepanesTUYeH eqeKT npu

MHOXecTBeHa ckrieposa (Gunnarsson et al. 2011).

JluksopHuTe HUBa Ha NF-L ca nosuwwern npu

JTAC v naumeHTU ¢ yBpeaa Ha NMUPAMUAHUA TPAKT
Bonect Ha Anuxatimep, Cbaosa aemeHums, NPH

ATunuYeH napkuHcoHussm (Hall et al. 2012; Magdalinou et al.
2015)

®T[ (Scherlinget al. 2014)
MHoxecTBeHa ckrieposa

KpbeHu 1 nukeopH 6uomapkepu npu 6onectra Ha TTapKUHCOH

+ O6IMAT a-CUHYKIEUH B JIUKBOPA € MO-HUCHK NpU NauMeHTU ¢ 6onecT Ha
TTGpKUHCOH, B CpaBHeHWe CbC 3APAaBU KOHTPONU . PUCKDBT OT 3aMbpCsiBaHe Ha
KpPbBTA € BUCOKA. TOUHOCTTA HA AUAFHOCTUKATA e HUCKA, TaKa Ye TO3mn
6uomapkep cam no cebe cu He Tps6Ba Aa Ce CYMTA 3a NOseseH npu
ANArHoCTULIMpaHeTo Ha 6onectTa Ha TTapKUHCOH.

+ CSF 0nUromepHUaT a-CUHYKIeUH U (OCOPUITUPAHUAT d-CUHYKNeUH ca
MO-BUCOKM NPU NAUMEHTU ¢ 6onecT Ha TTApKUHCOH B CpaBHeHWe CbC 3apasu
U HeBpOJIOTUYHU KOHTPONU.

+ CSF npo-arpervpalymte (OpMU Ha d-CUHYKIIEUH Ca NOKA3aau obellasalum
npeasapuTesiHU pesynTati Kato AMGrHOCTUYHU MapKepy npu 60necTTa Ha
TTapKUHCOH.

* M3mepBaHeTO Ha a-CUHYKIIeuH B NIIa3mMaTa U Cepyma e C BUCOK pUCK oT
30MBPCABAHE HA ePUTPOLIUTUTE U AMHAMUKATA HA d-CUHYKITEUH B Ta3u
TEYHOCT e Hen3sBeCTHA. BbTpeepuTpoLMTHUTE BUAOBE A-CUHYKNEUH
NpeACTaBMsBAT BANIMAHA ANTEPHATUBA, HO TAXHATA AUArHOCTUYHA U
NPOrHOCTUYHA CTOMHOCT Tps6Ba Aa 6bAAT NOTBBPAEHWU B NO-ronemu
NpoyYBaAHUA.

+ N'usosomHaTta eH3nMHa aKTUBHOCT e HamaseHa B CSF Ha nauueHTu ¢
6onect Ha TTapKUHCOH. 3aeHo ¢ Apyru BUOMapKepU, TAXHOTO U3MepBaHe Ha
QKTUBHOCTTA MOXe Aa NOAOHPU ANATHOCTUYHATA TOYHOCT MpU
VACHTUPUUMPAHE Ha NAUMeHTU ¢ 6onecTTa Ha TTapKUHCOH.

HEBPOZUNAMEHTU

» Huearta Ha HeBpOPUIIAMEHTHUTE MpOTeUHU Ce MOBULIABAT B JIUKBOP U B KpbBTA Mpu
HeBpOAKCOHASTHO yBpeXAaHe.

> M3cneneaHeTo Ha HeBPOMUNAMEHTUTE Ype3 MbpBO MokoseHUe (MMyHOBIOT) U BTOpO
nokonenve (ELISA) aHanusu yCTaHOBsBG CAMO BBpXa Ha alicbepra nmpu 6onectTa.
AHQNM3UTE OT TpeTo MOKOSeHUe (eNeKTPOXeMUNTYMUHECLIEHLIMA) U YeTBBPTO NOoKOMeHue
C BUCOKA YYBCTBUTENIHOCT OTKPUBAT JIOHTUTYAUHANHW pPA3SIUKU B KPbBHUTE HUBA Ha
HeBPOPUIAMEHTU MpPU HAUYAIHATA (Pa3a Ha 3a60MSBAHETO U MPU 3APABY KOHTPOSU.
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Nature review, 2018

> Huearta Ha AB42 B IMKBOPA HAAGKAHO NPEACKA3BAT PUCKa OT
KOTHUTUBHU HapylleHus nNpu nNauueHTu ¢ 6onecT Ha napKMHCDH.

3a NporHo3upHe Ha ABUraTESTHATE HAPYLIEHWUS He e YCTaHOBeH HaaexaeH
pryuaeH 6uomapkep. T-Tau u p-Tau B IMKBOPA Ca NOTEHLUMANHU
MapKepu 3a ABUraTesiHa nNporpecus npu 60nectTa Ha TTapKUHCOH.

A4

TinasmeHute Huea Ha NfL ca noeuieHn npu  BCUYKM  KOPOBU
HeBpoaereHepaTUBHY 3a60nsieaHus, JTAC U aTUNUYeH NAPKUHCOHOHU3BM.

TTnasmeHute Huea Ha NfL e KNUHUYHO NoneseH NpyU UACHTUPULIMPAHE
HQ QTUMUYEH MAPKUHCOHUIBM CPeA MAUMEHTU C  MApPKUHCOHWU3BM,
AeMeHUMs CbC CUHAPOM Ha [ayH, AemeHUMs CreA MCUXUATPUYHU
pascTpolictea o1 T/,

PeqpepHTHWUTE rpaHULIM Ca BB3PACTOBO-3ABUCUMU.

Nature Comm, 2021

NFL 3a A Ha 6onectta Ha TTAGPKUHCOH OT GTUMUYHU MAPKUHCOHOBU CUHAPOMU

NFL pasnuuHuTe CybeAHULM Ha HEBPO(IUIIGMEHTU CreA GKCOHANHO YBpPeXAaHe ce
0CBOBOXAABAT B MHTEPCTULIMANHOTO NpoCTpaHcTeo B LIHC. Fonemute
MUENUHUIUPAHU GKCOHU UMAT BUCOKO CbAbpXKaHUE Ha HEBPOPUIIAMEHTU B TAXHATA
AKCOMJIAa3Ma U NOPAAM TA3W NPUYMHA NOBULLIABAHETO HA TAXHATG KOHLUEHTpauwus B
KpbBTa U CSF Ce cumTa 3a UyBCTBUTENeH MapKep 3a GKCOHAsHA AereHepaums Ha
6251070 BelyecTeo, NPOLIEC, KOUTO He e TUMUYeH 3a 6onecTTa Ha TTapkUHCOH, NoHe B
HaiA-paHHUTe My eTanu.

3a pasnuKa OT TOBG, MPU ATUMMUYHU MAPKUHCOHOBU PascTpoiicTea, kato PSP, MSA,
CBD ce Habntozasa 3abenexmuTesiHo yuyactue Ha MUeTMHOBUAHU aKCOHU.
Paspa6oTeHu ca ynTpauyBCTBUTENHU TEXHUKU, KOUTO MO3BOMABAT HAAGKAHO
usmepeaHe Ha NFL B kpbBTa.

an nauveHTu ¢ 6onect Ha nGPKMHCDH He ca OTKpUTU CepuosHU AoKasaTesncTsa
3a pasnuKka 8 KoHueHTpauuute Ha NfL 8 CSF u 8 kpbBTa, B cpasHeHue ¢
KOHTponuTe. O6paTtHO, AOKA3GHO e, Ye KoHUeHTpaumsaTa Ha NfL 8 kpveta u CSF
€ No-BUCOKa NpU NAUMUEeHTU € aTUNUYHKU NAPKUHCOHOBU CUHAPOMU, B CpaBHeHUe
¢ Te3u ¢ 6onectra Ha napKMHCOH, C OT/IMYHA TOYHOCT NpU pasrpaHN4aBaHeETO Ha
6onectTa Ha TTapkuHcoH ot PSP (AUC 0,97, uyscTautenHocT 93 %, creumepuuHocT
95%), MSA (AUC 0,95, uyscTeutenHoct 89%, cneunguuHoct 93%) u CBD (AUC
0,96, uyscteutenHoct 100%, crneumguuHoct 93%).
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Bb3MOXHOCTTA 3a HEWHBA3WMBHO OTKPUBAHE Ha d-Syh Lije NOA0GPU paHHATa
AVArHOCTUKA HA Pa3SIUYHU a-CUHYKNEeUMHONATUM, AGBA LieHHa UHpOopMaums
3a NporpecuaTa Ha 3a60N1SBAHETO U OTrOBOPA KbM NeyeHUeTo.

Paspa6oTeaHeTo Ha a-syn - PET e usnpaseH npea HAKOMKO
npeausBUKaTencTea:

® HWUCKOTO KOMMYECTBO Ha a-Syn B MO3BbKA Hasara paspaboTeaHeTo Ha
JIUFGHA C BUCOK agUHUTET.

@ @-Syn OTIGrGHUATA , 3G PA3SIMKA OT GMUIIOUAHWUTE NPOTEUHU, Ca
MPeAUMHO NOKAIU3UPAHU BBTPEKMETBUYHO, KOETO OrpaHUYaBa TAXHATA
BOCTBMHOCT.

@ CenleKTUBHOCTTA HA JIUTAHAG CAPSMO APYTU CTPYKTYpU KATO ammusiona-
6eTa UnK Tay, KOUTO YeCTO Ca NOKANMU3UPAHU 3aeAHO C a-CUH NATONIoTUA e

raroTto n| M3BUKATENCTBO.
Apy! pen; Neuropharmacology, 2022

KpbeHu
6uomapkepu

CbBpeMeHHU 6uomapkepu
npu
6onectra Ha Creutzfeldt-Jakob
(€JID)

KpbsHu 6uomapkepu

* Ab42, Ab42/Ab40 ca HanMuHU
3a guarHocTuyHu uenv B CALLL

" Plasma and Serum
~ s '} B Espona:
Blomarkers * MnasmeHuUTe UK cepymHute H1Ba Ha NFL
! \ ‘ * A, AR, JAD,, Ca Ha/IMYHM 33 UHAMKATOP Ha
. HeBpogereHepaums

(He ca NpenopbYaHN OT MEAULIMHCKUTE CbBETH)
* B 6113Ko Bbjielie: NNa3MeHNTe H1Ba Ha
p-tau morat Aia ce KOM6MHHMpAT ¢ HMBaTa Ha Ab
33 ANArHOCTUKA U NOHITUTYAUHANTHO
npocneansaHe.

M Beg

Diagnosis of speradic Creutzfeldt-Jakob discase
Dyfimine;
Progrcwn € mouopyych @k nadroex AND rororebob sl of sy xhor el or
Bactomecal cvafrmutae
Prodable; 1 Wiy ORI < g RING ITparTone

14 2 ol 1 and ypced E1G*

1+ 2 of 1l and typecal besm MIRI®* n Visssd o Corebeilar Emourtence
. P
1+ 2 o€ 1 and posianve CSF 1430

Pyramdal o evmgy ramedal u g

o Alinctic mutien

Progrewn € Bowoprych @ T adroe and pose s ITONK 10 CM of 0T tnseo
* eichunion of ather Caunen in complete dingaestic werksp

Pessidics

1+ 2ol Il » damation « 2 wears

@urypata e aaantupara ot NCIDRSU criteria, 6asuparu Ha WHO criteria
1 pesusupHa ¢ RT-QUIC, kato AoMbHUTeNeH 6uomapkep. Hermann et al. Lancet Neurol. 2021

TTpenopbkute Ha IWG npu nUUA C HOPMASTHO KOTHUTUBHO (PYHKLIMOHUpaHe

Biomarker measurement is not recommended for cognitively normal individuals

AKo e nposefieHO 6MOMAPKEPHO U3CNEABAHETO NPU LG C HOPMASTHO KOTHUTUBHO
PYHKUMOHUpaHe, Te Tpabsa Aa 6HAGT NpeABUACHU KATO NIULG B PUCK 3a passuUTUe
Ha BA u aa ce KNAcMEUUUPAT, B 3aBUCUMOCT OT HUBOTO HA PUCK.

Dubois, Lancet, 2021

Hepoctatbum Ha HacrTosawuTte 6quapKepwre

PET u3cneasaHe v nukeopHuTe 6Uomapkepu
psako ce npunarat

PET uscneasaHe 4ecto He ce peumbypcupa

v, .
JukeopHoTO u3cneasaHe e UHBAsUBEH MeToA

""'

TTpunanarat ce ocHoeHo B
CreunanusupaHuTe LieHTpose

Hansson O, Nat Med, 2021

3AKNHOYEHUE

r PZFIKMTZ HespoJjereHepaTUeHU 3060N9BaHWA Ce OTNUYABAT OCHOBHO C ATUMWUYHO
npoTUYaHe/paHHO Ha4ano/HacneacTeeHUTe POpMU.

» ChlyecTsyBa npe-KNMHUYHA/MPe-CUMNTOMATUYHA (A3G HA  HespoAereHepaTuBHUTE
3a60n98aHMs, B HaKoM cryuam Ao 20-25 roanHW npeaun AebroTa Ha cUmnTomMMUTE.

> Bbnpexu WHTEH3VBHWUTE MPOYYBAHMS, B MOMHTA HAMA ETUOSIOTUMYHO/MOAUPULMPALLO
JleyeHue Ha peAKuTe HeBpOAereHepaTVBHU 3a60MABAHUS. YCTAHOBEHU CA OCHOBHUTE
PUCKOBYM (PAKTOPU 1 NPEBAHTUBHW NPOTPAMU 30 ACMEHLIMA.

> JIWKBOpHWTE W Hespom306passealMTe 61OMApKepU MOTBBXAGBAT KIMHMYHATA AUATHO3Q
Ha peAKuUTe POPMU Ha 6071eCTTa Ha AMLXIMep. 3a APYTUTE PeAKU HeBPOAEreHepaTUBHIA
3060M19BAHUA  He €A HASMYHWA_ KAWHUUYHO — BANMAM3UPGHA  BUOXUMUYHUA U
HeBpoM306passBalM  Mapkepu. TIpU  TAX, YCTGHOBEHWTE MATOreHHW — MyTaLMM
NOTBBPXAABAT AWArHO3aTa.

»  WHTeH3uBHUTE NpOyUBAHMA Ca HACOYEHU KbM OTKPUBAHE HA KIMHWYHO BASIMAM3UPAHU
6vomapkepu 3a  ApyruTe HespoAereHepaTWBHW 3a60nsBaHWA, OCBeH 6onecTTa Ha
AHUXQMMEP, KAKTO U 3a nNpexoaa Kbm no: KP'hBHlA 6u .
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CbBpemeHHU noaxoam npu anarHosata Ha MNOSD

3ABOAABAHNA CBbP3AHI s o

2 Toaomeaen e 38 AGPEIGG:

I ——

Mpes 2015 r. MexayHapoaHWAT prtp——

C AHTI-MNEANH CBbP3AHNTE e
NMOSD ~ (IPND) _apantupa T —
KNAUHWYHUTE AWNArHOCTUYHU RINIHETO 158 BCHIKH OF CARIHITE HSHC KBNS

FAVKOMPOTENHOBY AHTUTEAA (MOGAD): ||| S o it oo e

r——
cratyc, Te. ¢ wwm be3
[ —————_

PAZAVIKIN BbB QEHOTUNA 1 NOIYOA ||| St m,
CNPAMO ONTNYHNA HEBPOMUEAIT? e ——

P ————
Cnamowmim — NPT
few—— e ——

i AQPETEGH 0N - AGPETEG

e s NPT 1 s, noca

0 G+ T1 2, o s onene o o T 8

ey e o i T e e i e (LET
T T

s ot v s apaperiaa o,

Cona XpucmoBa

emuennHusnpallm 3abonasaHua Ha LIHC
A pauy u MOGAD
fi—— ———5—_ Ce—
CUHAPOMONOTMYHA KNaCUdUKALMA: T . .
6a31pa ce Ha IOKANM3ALMA HA Ne3uuTe z

KYPC Ha NpoTMyaHe
pasmep Ha nesumTe

HeBPONaTONoNA/HEBPOPAANONOTUR e —
P P e p—
KNACHGUKaLA, CHOBPASHO TEIECTTa M XPOHUHOCTTa: =
MC (nporpecupatua, npucTbnHa...) |
OYTIMUHAHTHU [+ ] u, ‘
OFPAHUYEHO PA3MPOCTPAHEHWUE
W30/IUPAHU —

froTPECHpAL (o mmammes i =]

Hosa knacmukauma
MOGAD

* MOGAD 8b3nanutenHu Ha UHC, xapak
MeAMMpaHa AemMuen1HU3aLMA, NPeAOMMHAHTHO 3acAra Aeua

Ce C NPUCTBNYM Ha MMYHO-

NMOSD (AQP4-IgG +) MOGAD
CvHaPOMM CUHAPOMM:
ONTUH4EH HEBPHT ONTU4YeH HeBpUT * MOG - ManbK KOMNOHEHT OT MMENNHA; eKCrpecupa ce Ha NOBbLPXHOCTTa Ha
MS (T -meaumnpaLio 2 O/IMrOAEHAPOUMTPUTE; 0BCHKAAH B NaToreHesarta Ha MC
TpaHcsepsaneH mueaut TPEEEE R
3abonAsare) Area postrema muenuT * Mpe3 2007 r 3a 1M NbT ca ycTaHOBEHU aHTUTeNa cpelly MOG
S:::ﬁ;ca)nMM [AvieHuedaneH Exuedannt * MaTonornmyHu cepym IgG aHTUTENa CPeLLy TO3M I TEMHU = CNeKTbp OT ma
A0EM * Bce Oule He ca WMPOKO Pa3npOCTPaHEHM CEPO/IOTMYHM TECTOBE = HEACHA ENMAEMNONOTUA

AemuenvHusapauy
DynMUHaHTHA
AemuenvHMnpaLy
MporpecusHn

* EBpona: 1.6-3.4 Ha 1.000.000 NaLMeHTCKM FOAUHM; NO-4ecTo B AeTcKa Bb3pacT ?

* e/HaKBO 3acAraHe Ha AgaTta nona
* cpefHa Bb3pacT npu aebiot 20-30

APYTY:
GFAP,

CLIPPERS
Balo's

Kak ga rv pasrpaHuymm...“He ctasa 6bp30”
Jvncea cneuydmryHa KIMHUYHA XapaKTepUCTUKa

* Etvonorua * KauHudaHu u MPT

« Komop6uaHoct ? XapaKTepPUCTUKN * Npucrbn:
« AgToaHTUTENa * Jlokanmusauusa/pasnpocTpaH * YHU - nnn bunatepaneH onTMYeH HEBPUT, CBbP3aH CbC 3Ha4YMMa
eHne 3aryba Ha 3peHue

* Hesponatonorua
. Tal'peTHM MONIEKYNN: aCTPOUUTU; MUENUH
* Bb3nanutenHa peakuma:

* OTroBOp KbM neyeHne

M TpaHsBepaaneH Munenut
* JleyeHne npun

* AKTMBaLMA Ha KomnaemeHTa (MS, NMOSD) npmcnn/no;u:.bpmau.l.o * KOPTVIKEI'IEH eHLl,ed)al'IMT
* TbkaHa nHOUATpauwa: CD 8+ (MS) CD 4+ (ADEM, MOG) * Xop Ha npoTuuate * M03b4HOCTBONOBM, LiepebenapHi
* TbKaHHa yBpeaa * BropwuuHa nporpecva
* femvenvhusaupa « Cabp3aHy ¢ npucTbna * OcTbp AncemnHupaH eHuedanommennt ADEM = ncuxmyecko
+ Hexposa nocneacTsma HapyweHue, oKaneH HeBPONOrNYeH AedULMT, CUMNTOMM Ha
* MmyHeH cybcTpat TPaHCBEP3a/ieH MUenT

* B-knetvuHa gucperynauma
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MoHo¢a3HO/NPUCTBMNHO NPOTUYaHe

* Mpuctbn: PA3BMBA CE 3A HAKO/IKO AHU
* Mnato
* Bv3craHosasaHe: CEAMUUN-TOANHN

* MOXE [A CE NPEALWECTBA OT BAKCMHALINA/ UHOEKLINA

TpaH3Bep3aneH MlAe}'Il/IT/ 3acAraHe Ha rpb6Haqu MO3bK

Typienl apinal cocd lestons om MET in patients with myslin sligodend:ocyts
Whye gt N Wamane

Pasnnuma

e s ogao " acpa' voso

KnnHuana OnTUUeH HespuT, ADEM-nogo6Hm ONTUYEH HEBPUT, MMEAWT, area postrem CHHAPOM,
XapaKTepucTMka MWeNUT, M.CTBONOB (ADEM, MDEM, ADEM- CUHAPOM, WU OCTbp
v uepebenapeH c-M  ONTUYEH HEBPUT) UM AueHuedaneH c-m, uepebpaneH c-m ¢ NMOSD
ONTUKO-CMHANEH WM TUNMYHM MOSBYHM NIE3UN
MO3bUHOCTBONOB
eHuedanuT
Henn:mbie il 1-2:1 8-9:1
Le6ior 20-30r. Mo-uecto npn Aewa, ~ >40r.
OTKOAIKOTO NpH ( )
Bb3pacTHU
BonectHocT (Ha 80-300 1-4 1-4
100000)
X0A Ha NpoThuaHe MpUcTLAHO- MoHodazeH uam M0-4ecTo peLANBHPaLL, OTKONKOTO MOHOdaseH
(4ecto
XpoHMuHO KaTo onTHYeH HeBpuT)

nporpecupay

3acAaraHe Ha rpbbHa4YeH Mo3bK

MPT = 1. MO3bK MHoKecTBo $poKanHu ne3uu Ha 6anoto  ADEM- nogo6Hu nesuu, Jlunca Ha nesnu 8 rasHuA

MO3bYHO B-BO, CbCEAHM Ha IMNCa Ha Ne3nn, HETUNNYHU  MO3bK, HeTUNNYHK 33 MC

naTepanHyTe BEHTPUKYAM, NpbCTH Ha 33 MC neaun (Hepo6pe 1Nesum u/unn nesun s

Dawson, T1 XVNOMHTEH3HM Ne3nn oueprany, < 3) MO3BYHMA CTBON U/MAN B
mocra

MPT - MuenoH Kocv nesnm (<3 seprebpantin Hapnomnn (23 HapowHn (23
cermeHTa) cermenTa)
obxsawawm nymbaneH
CerMeHT U KoHyca

OnTU4eH HeBpUT MHOro No-4ecTo yHunatepaneH, BunatepaneH unu BunatepaneH unu

TeXBK, YecTo

XMa3mara u 4ecto

peunavempay,
peuvanepauy
CSF OCBs Yecro (290%) PagKo (<10%) Paako (<10%)

aKCOHHa yBpeaa u

acTpounTosa

MO3'b‘-IHO/MO3'b‘-| HO CTBOJIOBO 3acCAraHe

OnTnyeH HepB/3acsqraHe Ha ONTUYHMA HEPB

* o - srm v - 0 S

> e
"I

(.
' LIS
e«

ot A s pmtrm b ———

|\/|O3'bL‘IHO/MO3'bLIHO CTBOJ10OBO 3acAraHe

BRI e ges acconpanying the cmtical of
mepwin Sl o dismase (
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Mo03b4YHO/MO3bYHO CTBONOBO 3acAraHe

NleyeHne

* HTpaseHo3eH methylprednisolone 1000 mg fLHEBHO 3a Bb3pacTHM,
nnn 20 po 30 mg/kg oHeBo 3a Aeua -5 nocnefoBaTeNHN AHN

* MaumneHTute ¢ MOGAD 6bp30 ,,0TroBapaT” Ha KC

* 33 NauMeHTUTe, KOMTO Ca PE3UCTEHTHM Ha HaYyaHaTa Tepanua-
nnasmeH obmen naw IVIG

Bb3cTaHOBABaHe cnef nevyeHune

s -~ e
sy o et S ae (SSOALS |

JleyeHune

* Hanara ce HabmoaeHve Ha MOGAD, 3awoTo 40 - 50 % HAmart ciensall,
npucToLn

* [IpodUNAKTUYHOTO IeYeHne ce npuaara Npu NaumeHTn ¢ NpUcTbNHa
dopma: azathioprine, mycophenolate, uHTepmuTeHTEH IVIG,
nepopasneH prednisone, rituximab, uau tocilizumab (annceat gaHHM)

MpuHUMNK 3a Heycnex Npu TecTBaHeTo Ha MOG aHTWena

° KI'IETbHHO’633VIpaH aHanus ce npenopbvyBa

* CepyMHMAT TecT e onTrmaneH, (CSF TeCTbT CbLLO, HO NOANENM Ha
AOKa3BaHe

* TUTLTBLT € OT 3HaYeHMe; NO-BUCOKMUTE ca Hacoysalm 3a MOGAD
* TecTBaHeTO Aa e NO Bpeme Ha NPUCTbLN ¥ Npeayn UMyHOTepanuaTa
* Bb3mOKHM ca Ganwmso (+), 0cobEHO NpK HUCKK TUTPU

* [oKasaHu 3a M3cnefBaHe ca NaLMEHTU C XapaKTePHU KAUHUYHU UAn
paAnoNornyHK peHoTunose

* PYyTWMHHO TecTBaHe Ha NaUMeHTN C MHOXeCTBeHa ckaepo3a 3a MOG-IgG He
ce npenopwysa

* Nepcuctnpareto Ha MOG-IgG npeanonara B ronama cTeneH NpucTbnHa
dopma, a He MoHodasHa

[MporHo3a
* MOGAD moe MmoHodasHa uam npuctonHa dopma

* [lbArocpoyHa MHBaIMAM3aUMa — NO-HUCKK HKBa cnpamo AQP4-1gG-
NMOSD n MC

* 3a pasnunka or MC HE ce cBbp3Ba € MbpBUYHA UM BTOPUYHA
nporpecua

* CMBPTHOCTTA € HUCKa

[MarHoCTMYHK KpuTepum - npeactoun aa 6baat
BaAVAMPaHm

* MauneHTV C eMH UNKN NOBEYE NPUCTBLNYM C XapaKTePHa KNMHUYHA
KapTuHa 1 AcHa MOG-IgG NO3UTUBHOCT (BUCOK TUTHP) B cepym

* MauWeHTH C eAWH UK NOBeYEe NPUCTBYM C XapaKTepHa KAMHUYHA
KapTUHa U C HACBK cepyMeH TUTbp MOG-IgG unn nmkeop MOG-IgG(+)
Ce HY)XXAAAT OT AOMbJHWUTEHO NOAABPKALLM XapaKTPETUCTUKM
(KAMHUYHK/MPT)

* pyrv anarHosm aa 6baat U3kAUYeHU (HAMa No-2o6po obAacHeHue)

MOGAD AQP4-NMOSD Ms

IV KC; nnasmen obmen IV KC; nnasmen omen IV KC; nnasmen obmen

JNledene Ha npucren (psiako); IVIG (npy geua) (wecro) (praKo)

Nuncea HE npu
MOHOGasHoCT; 3a
npuUCTBAHNTE dopMM

0, H 3
inebilizumab u satralizumab

ToAABPAaLI0 Nevetme bl Off label: azathioprine, MHoro ofio6peny BMT
AABPMHAL (azathioprine, IVIG prine AOOP
mycophenolate, rituximab,

myc

methotrexate, rituximab)

Haii-ronama nHsannansaum

ce cabpssa c 1u npycTon;

TpaHsuTopHaTa VHBanuausaums, cebpsana c | Moseveto ca amBynaTopHo

ceponosTBHOCT ce npHCTBN; BTOPUNHa Hesasucumu crea 20 r;
Mpornosa

CBbP38A C MOHO(A3eH XOA;  MPOTPECHA PAAKO, aKO
nepcucTMpawa
CEpONO3UTUBHOCT BUCOKM
TUATPM — NPUCTBNEH X0,

WHBannansaumaTa Bb3HMKBA

1306110 HacTbNY 8 nporpecusHata Gasa
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YepBeeHu 3HaMeHa, Npesnonaraliy antepHaTusHa
[MarHosa

Bbp30 B0WABaHe (B PAMKUTE Ha 6 4.), A3 Ce MM 33 HCXEMMA
Mporpecin cnea 1 M. wAm nporpeciseH xoa mexay nputbnwe (MS, capkonpo3a)
Tewwk pesuayaneH aepuumr - AQP4-NMOSD, ncxemia

MepCHCTPALIM ONIMIOKNOHNHY WBHUM <15% npu MOGAD cpeusy 85% npn MS

CtpaTervsa cnupaHe/aeeckanaums

* OT KaKBo ce HYyXOaeM 3a Aa HanaCHeM CU1aTa Ha MeJUKaMeHTa KbM
C aKTUBHOCTTa Ha 3abonasaHeTo

* [la 3Haem ecTecTBeHUA X0z, Ha 6onecTTa BbB BpeMeTo
* MpuctbnHO
* Hucvk ARR
* Bapupaly XOA BbB BpemeTo

* MpeABMAMMOCT — NPOrHOCTUYHM $aKTOPYM 3a aKTMBHOCTTA Ha bonecTta
* [lemorpadcki/KAMHUYHN XapaKTEPUCTUKM - Bapupa
* MRT aktusHocT - HE
. TVIpr Ha aHTuUTenarta - NpoTMBopeYnBm
* [ipyrv 6uomapkepu — GFAB/Nfl ? — 6e3 3HaveHue

* MeToam 3a MOHUTOPUpaHe Ha epUKacHOCTTa

YepseHu 3HaMeHa, npeAnonarally aaTepHaTUBHa AnarHosa

Op6bura
Jlunca Ha KOHTPACTHO ycUNBaHe Ha ONTUYHMA HepB (HeBb3NanUTeNHa ETUONOTUA, HaNp. UCXEMMA, FeHEeTUYHA, XpaHUTeNHa)
JIMnca Ha peayKUMA Ha KOHTPACTUPaHETo cnes 3 M U nosede (Tymop)

TnaseH MO3bK

T2 Nesuy B AoneH TeMnopaneH 106, 0BOUAHH Ha (Ms)
T1 xunoukTenzHm (MS)
NepcucTupaneTo Ha nosedeto T2 ne3uu Ha MRI creq 6 m. (MS; nosedeto MOGAD T2-nesuv ce

Bb3CTaHOBABAT HAMbAHO)

Bb3HUKBaHe Ha HOBW T2-ne3un mexay npuctbnute (MS)

MepcuCTUpaHe Ha KOHTPACTHO ycuABaHe Haa 3 M. (TyMop, capKouao3a, apyro)

Ipb6HaYeH MO3bK

EgHa unv noseve T2- 3 cermeHTa, 8 (MS)

MepcucTpaHe Ha T2-XONePUHTEH3HM /1e3uM C BPEMETO, 0COBEHO 10KaAM3MpaHK nepudepHo (MS; noseveto MOGAD nesun
Ce Bb3CTaHOBABAT HAMLAHO)

Bb3HMKBAHETO Ha HOBY T2-1e3Mn Mexay npucTbiuTe (MS)

MepeucTpare Ha KOHTPACTHO ycunBaHe Hag 3m.(Tymop, capkonao3a, Apyro)

CTpaTterns cnupaHe/neeckanaums
nepcnekT1ea 3a bbaelleTo

* CNMpaHETo e Bb3MOMKHOCT Npu ,M36paHn” nauneHTn
* MoHodasHu, mnagu/aeua, MOG-IgG cepoKoHBep3us
* [leeckanaumata — fa 6bae npoyyeHa

Hle‘IMHM 3a CNpaHe Ha TepannAata

* EpumKacHoCT: Bb3abprKaHe oT (HE)Heobxoanmo neyexme —
NpeAoTBPaTABAHE Ha CBPbX/IEYEHe

* Be3onacHoOCT: HamanieHWe Ha pUCKa OT Ab/AroTpaliHa ekcnosuuusa

* O6LUa TepaneBTUYHA CTPATErMA: UHAYKLMUA
* HamepeHwe 3a penpoayKuuma

* PeweHue Ha NauueHTa

* LleHa

*bnaropapa 3a BHuUMmaHueTto!

XnMnoTe3sn

* CMIUPAHE: naumeHTsT we ce nogobpu/octaHe ctabuneH 6e3
MeAMKaMeHTH

* OEECKANTAUMA: naumeHTHT e OTrOBOPU M Ha MO-Maiko akTUBHA
Tepanwua

. anEKﬂPO‘-IBaHe:
* OT nonuTepanua KbM MoHOTepanua
* 0-Manko akTMBHU MeanKaMeHTH

* Tutpaums | :
* Peaykuma Ha gosata
* YBenuueHue Ha A030BUA MHTEPBaN
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HAYYHA CECWA
“PEAKIA BOAECTI B NEAWNATPIATA’

» 3a mykoBucuugoszama kamo 3a mykoBucuugosa
I. MempoBa

» Ocmpa yepHogpobHa HegocmambvyHocm — npegu3BukameacmBa u
Bv3amokHocmu
M. baiiueBa

46




https://vcv.raredis.org/

CBOPHWK C MPE3EHTALIN

3A MYKOBINCLI1J03ATA KATO 3A
MYKOBICLL103A

[ep2ana lNempoBa

Etanu Ha yepHoapobHuTe 3abonaBaHua H

im- wepew apcl Crearosa Sulpon Unposa

3) avaber

YepeH Apo6 > cTasa Ha il =
VBpesa u KambH ol

-

y |
KakBo e MyKoBUCLUMAO3a

* Bonect Ha coneHara Lenyska
* EaHO OT Haifl-yecTuTe pesku 3a6onABaHuUA
* MOHOTEHHO (€IMH OT Hait-roIGMMUTE FeHN B YOBELIKOTO TANO)

« dartanHo B paHHa AeTcka Bb3pact O NPEAN 50 roanHn =

1. NOAO3PEHME 3A 3ABOIABAHETO NO CUMMNOMMTE
2. GAMMUNHA AHMHE3A - AP
. 3/1ATEH CTAHZIAPT ~ NOTEH TECT (>60 mEq/l)

NP~

-—
"mucus" (cny3)
+
"viscidus"
(nenkas, roct)
-

KOMMMEKCHO JIEMEHUE

MeaukaMeHTHn
Liasmnom

Cyomom
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CBOPHWK C MPE3EHTALIN

OCTPA YEPHOAPOBHA HEOQOCTATBYHOCT -

NMPEANSBNKATEACTBA 11 Bb3MOXHOCTI

Muaa baiyeBa

ANATHOCTUYHU U TEPANEBTUYHW NMPEMNOPBHKNU

North American Society for Pediatric Gastroenterology,
Hepatology, and Nutrition Position Paper on the Diagnosis
and Management of Pediatric Acute Liver Failure

“James E. Syuires, 'Exsella M. Alowso, "Samar H. Mvahiee, 'Vard
Mercodes Martinez, ond "Rodert B Syw

pper, Mokt Keher,

Squires JE et al. J Pediatr Gastroenterol Nutr. 2022 Jan 1;74(1):138-158

The Sick Child, Edvard Munch 1896

Prodome ¥ = Hosptaization

@ = Liver Transplant Recovery

Disease Trajectory

Death

Time (hours, days, weeks)

Squires JE et al. J Pediatr Gastroenterol Nutr. 2022 Jan 1;74(1):138-158

BbBEAEHME

» Ocrpara yepHogpobHa HepgocTaTbuHOCT (OYH) e eaHO OT Hal-ronemuTe
npe/AuM3BMKaTeNCTBa 3a AETCKUA XenaTonor

»Acute liver failure in childhood... a diatric h ist’s headache”

Prof. Giorgina Vergani, King’s College Hospital, London, UK

* PAako 3a6onABaHe, U3K/IOYUTEIHO MO TEWECT U CEPUO3HOCT, C BUCOKA CMBPTHOCT

* KAMHUYHWAT GEHOTUN Ce XapaKTepu3mnpa ¢ BHE3aNHO Havano Ha YepHOApPOBHa
ANChYHKUMUA

* [UCcKyTUPa Ce aNTopuTbMa 3a NleveHne

* Ba)HO e 1a ce NOMHMK, Ye Nb/IHO Bb3CTaHOBABaHE € Bb3MOXHO U1 ce Cy4Ba

KnuruueH cnyqal 1

LEOUHULMA

> PALF Study Group

* OCTPO HacTbNBALLA TEXKA YepPHOAPOBHA AUCHYHKLMA NPU IUNCa Ha U3BECTHO XPOHWUYHO
3abonasaHe

* BMOXMMWYHM laHHU 33 TeXKa YepHoapo6Ha yBpeaa

* Koarynionatis, KOATO He Ce KOpUrMpa OT NPUOKEHUE Ha BUTaMUH K — npOoTPOMBUHOBO
speme (MB) 15 cek uau INR 1.5 ¢ yepHoapo6Ha eHuedanonatus uav NB 20 cexk uam INR
>2 c/6e3 eHuedanonatua

NB! 3advaxumenHu ca u mpume Kpumepus

Squires JE et al. J Pediatr Gastroenterol Nutr. 2022 Jan 1;74(1):138-158

» Momuye Ha 4 1.9 M. OT MbPBa HOPMA/HO NPOTEKNa GPEMEHHOCT 1 pakaaHe

* [NafbK HeoHaTasneH nepuos,

* HopmanHo $p13MYECcKO M HePBHO-NCUXMUYHO Pa3BUTHE

* Papko 6 y HepesoBHM UMy , OTpUYaT aneprum

* OTpuuaT GpammaHOCT 3a YepHOAPOGHM 3a60/1ABaHUA; AAA0 NO MARYNHA IMHWA C enunencus

» 3abonssa ocTpo Ha 05.01.2024 ¢ rpunonofgo6HM cumnToMM — xpema 1 bebpunutet
* B cneagauyTe AHM € C OT cT, M nox Ha Koxata
* Ot 12.01 pogutenute ye YpVHaTa cTaHana no-TbMHa Ha

UBAT 1 Ha 15.01 geTeTo e xocnutanusupaxo B YMBAJT , J1-p lfeopru CTpaHcku” rp. M1eBeH ¢
nosuLeHn TpaHcamuHasu|(ACAT 3138 U/L; AJIAT 1631 U/L)]vl 61nnpy6un 300/235 umol/L

> Pasrpblua ce KAMHWUKA Ha BYIMMHaHTHA YepHOAPO6HA HEAOCTAaTLYHOCT — UHTEH3UBEH
nKTep, eHuedanonatus, koarynonatus INR 2.9, XunonpoTenHeMUs U XMNOTIMKEMUA

OTpuyaT KOHCYMALMA Ha Mb6Y UM CbMHUTENHA XPaHa, NPUEeNo eAHOKPaTHO NapaueTamon;
YCTaHOBEH rpun A, XenaToponHu BUPYcK — A 1 B, KaKTO M MMYHO/IOTUA, Ca OTPULATENHY;
KOHCYNTUPaHO C MHEKLIMOHUCT U TOKCMKONOT
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KNUHWUKA NPV O4YH

»AHamHesa VPN

[TEER

Squires JE et al. J Pediatr Gastroenterol Nutr. 2022 Jan 1;74(1):138-158

Indeterminate Pediatric Acute Liver Fallur
Temporad Cluster of Five Children in the Neth

Clinscal Characteristics of
fands in the Spring of 2021

5 Cases of Indeterminote Pediotric Liver Follure

Poatiny At

B
[ ———
soeand the awrid

Lexmond WS et al. United European Gastroenterol J. 2022 Oct;10(8):795-804 3

» OT YMBAN ,,-p Feopru CTpaHckn® rp. MneseH Ha 25.01 geterto e npeseseHo B Y6 JlozeHel,
* YepHoapobHaTa HefOCTaTbYHOCT ce 3aabnboyasa v Ha 01.02 feTeTo e Haco4eHo 3a
601HUYHO neverne kem OU Ha CBAIAB ,Mpod. MeaH Mutes” rp. Codua

> MocTbnBa B TEXKO yBpeAeHo 0610 cbeToAHne

* Adebpunta

* Cwu3paseH ukTep

* [iBycTpaHHo BeaukynapHo auwane 6e3 xpunose, A4 32/muH

* PUTMMYHa CbpZieyHa e/ HOCT, ACHW TOHOBE, 6e3 NaToNornyHa Wymosa Haxoaka, CY
108/muH, AH 108/66

* Kopem Haj, HMBOTO Ha rpbAHWA KOwW, 6aNoHMpaH C U3paseH acuuT, KopemHa obukoska 57

CM, 10/10BMMa NEPUCTaNTMKa, XenaTomeranua

, 6p , OPUEHTUPaHA 33 IMUHOCT

MoBuLWweHa YecToTa Ha TeXbK OCTbP XenaTUT Npu Aeua

2022-2023

> TEMbK OCTbP non-A-E XENATUT
Mosuwerne Ha AJIAT >500 U/L, HUCKa 4ecTOTa, YCAOKHEHO NpoTUYaHe,
Bb3MONKHa € OYH, Bb3MOXKHa € KOCTHOMO3bYHA an/iasus, BUCOKa CMBPTHOCT
* Napeo supyc B19 IgM — 0,177 o1p., AzeHo supyc IgM — otp.
* SARS CoV-2 IgM/IgA CLIA - 0,484 rpaH., SARS CoV-2 IgG CLIA — 11,484 non.
Xenatw E - Anti HEV IgM — oTp.
Liutomeranosupyc IgM — otp., Liutomeranosupyc IgG — 4,33 non.
Xepnec cumnnekc Tun 11 2 IgM - oTp., Xepnec cumnnekc Tn 11 2 1gG - 5,53 non.
Enwaiii Bap upyc - VCA IgM — 0,1 oTp., Enwaiti Bap supyc - VCA IgG — 2,94 non.
Xenatut B - HBs Ag — oTp., Xenatu B - Anti-HB cor total - oTp.
Xenatut B - Anti-HBs - konmuectsen — 25 miU/mL
Xenatyt C - Anti-HCV, v.3.0 - oTp.
XenatuT A - Anti-HAV IgM - oTp., XenaTuT A - Anti-HAV total — non.
HIV1/HIV2 AHTUreH-AHTUTANO — OTP
He ce u3oaupar u enteposupycy 8 HU3MB — npotokon Ha M3/P3M1

Total Conj. Chol LbL HDL TG Glucose
bilirubin  bilirubin mmol/L mmol/L mmol/L mmol/L mmol/L

pmol/L  pmol/L

RBC Pit Urea  Creat CRP  Total Alb  Ammonia
x10°12 x10"9 mmol/L pmol/L pmol/L mg/L  protein g/L  pmol/L
8/L
3.9 271 84 26 141 0.7 273 660 132 552 463
(m3n)

KIA: pH - 7.45; pCO2 - 32.0 mmHg; pO2 - 134.0 mmHg; HCO3 act - 22.0 mmol/L; SBC - 24.0 mmol/L;
BE(ecf) - 2.0 mmol/L; tCO2 - 51.0 mmol/L; BE(b) - -1.0 mmol/L; %SO2C - 99.0 %

APTT — He Koarynumpa; APTT — 59.9 sec

MpotpombuHoso Bpeme, INR — He koarynupa, INR 2.97

MpoTpom61HOBO Bpeme, sec — He Koaryaupa, MpoTpom6uHOBO Bpeme, sec — 35.1 sec
DdubpuHoreH —0.674 g/L

D-aumep > 11044 ng/mL

AHTUTPOMBMH Il — 23 %

AJITOPUTBM HA NEYEHWE MPU OYH

> Crpora Konabopauus Mexay NeanaTbp-racTpOEHTePOIOr/XenaTonor U CneLmaaucTi no:
*  WHTEH3UBHO ieyeHne

HEeBPO/IOrUA/HEBPOXMPYPTUA

Hedponorusa

meTtabonuTHM 3abonasanna

TPAHCMNAHTALUMOHHM XMPYP3M

> Hacokn

MOHMUTOPUpPaHe 1 NoAAbPKaHE Ha NauMeHTa

naeHTUdUUMPaHe N eyeHrne Ha YCIOKHeHUATa

pa3BuBaHe NPMOPUTETHO Ha AWNArHOCTUYHA CTpaTerna cnopes Bb3pacTta
NeyeHue Ha NauyeHTa 40 Mb/IHO Bb3CTaHOBABaHE

Squires JE et al. J Pediatr Gastroenterol Nutr. 2022 Jan 1;74(1):138-158
Bhatt H, Rao GS. Curr Pediatr Rep. 2018;6(3):246-257 15

LOVUATHOCTUYEH W TEPATIEBTUYEH NOAXOL

[;AVIGJEPEHLLMAHHA AWATHO3A >I]E"IEHVIE]

* Mukpo6uonorusa

«*Bupyconorus

* UmyHonorua — ANA, ASMA, LKMA, ANCA,
pasiumpeH aBTOMMYHeH naHen

MeTa6oAnTeH CKPUHUHT — HecrenduHu
aBHOPMHOCTY B PaMKM1TE Ha TexKaTa
xenatanHa aucdykuus; VLCFA — B Hopma

* Exorpacdua Ha KOpeMHu opraHu

* Exokapavorpadus

PeHtreHorpadus 6sn Apob u cobpue

JONATHOCTUYEH N TEPAMEBTUYEH NOAXOA,

» NNEYEHUE

* MoHwuTOpeH KoHTpon, LIBK

* AHTMBMOTULY, AHTUMUKOTULIM

* Vitamin K (Konakion) 10 mg i.v. exxeaHeBHO
Pantoprazole 20 mg i.v. 2x AHEBHO
Furosemide 10 mg 2x aHesHo c N3M
Mannitol 15% 100 ml i.v. Ha 6 4aca
UHdy3uma: 10% Glucose, NaCl 0.9%, pectpukumsa 70%
Lactulose 20 ml 4x gHeBHO p.o.

* Spironolactone 10 mg 4x AHeBHO p.o.
Amoksiclav 4 ml 3x gHeBHo p.o.

HacouBaHe 3a cneluHa YepHoApo6Ha TpaHCNNaHTaLMUA, NOATOTOBKA Ha XWB JOHOP — Maiika

MoarotoBka Ha cneuyannsnpaH TpaHCMopT
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CBOPHWK C MPE3EHTALIN

Systemic Manifestadons of Acute Liver Falure
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YEPHOAPOBHA EHLIE®ATIONATUA
DranuHr EEI npomenn | Kmuauka

1 (mposipomu) J MHHHMaJTHH JIEKH HHTEJIEKTYaTHI
HapyueHus, HapylleH [UKbJT
CBH-CBOYK/IaHe
1I (sanpezBam) 1[0 3 CHHJIMBOCT, 0GBPKAHOCT,
PHTHM HeaJIeKBaTHO NI0Be/IeHHe
III (cTymop) HaJIMYeH, IPH aGHOPMHOCTH CBHJIUB, HE OTTOBAPS Ha
CBTPY/IHUY 1] Bepﬁal’lﬁ“ KOMaH/Iy1, u3paseHa
manueHT o0BpKaHoCT, XUnleppedyieKcus,
Babunckn (+)

IV (xoma) JIMIcBa JleITa BbJIHY, JleniepebpanoHeH i
HaMaJIeHu JEKOPTHKAIIHOHEH OTTOBOP HA
AMIUTUTYIH 6071Ka HATMYEH WX JIMIICBAIY

Kelly, DA, Diseases of the Liver and Biliary System in Children, 2017

KnuruveH cayyal 2

TEPANEBTUYHW NPEAN3BUKATENCTBA (1)

EHuedanonatma, 8 AMHaMMUKa 2-pu KbM 3-TW CTafWid, He OTFOBapA Ha BbMNPOCH, TPYAHO
ce OpUeHTUPa, NO-paspasHUTENHA e, COMHONEHTHA, HanuYeH BabUHKCH ABYCTPaHHO

* OT M3cneaBaHMATa He Ce OTYMTa CbLUECTBEHA INHAMMKA, HO [1a Ce UMaT NpeABuA,

BEPOATHO NO-BMCOKM CTOMHOCTM Ha aMOHAKa B KpbBTa. [punara ce BUCOKa A03a
NaKTyno3a ¢ 406bp edeKT — 3-6 M3XOKAAHMA 3a 24 4, KAKTO M eHTepaneH aHTUBUOTUK

* Bb3MOKHOCT NpK Hanpe/aBaHe Ha XMnepamol Ta, p6UAMpyY6 Ta n
eHuedanonaTmaTa 40 CONOP-KOMa e NposexaaHe Ha Nnasmadepesa, ocTasa
BUCOKOPWCKOBA C Of/le/, TeXKaTa KoarynonaTus

* O4YHM AbHA ?MO3bYEH OTOK, NOAPOBEH Npernes, u cTatyc ot Hesposor, EEN

* [la ce uma npeaBsuzA YyBCTBUTENEH BOAEH BanaHc Ha opraHuama npu OYH, BKA. puck oT
MO3bYEH OTOK; MOXE /1a Ce NPUNOXKN MAHUTON

»Momue Ha 9 roanHU OT HopmasHa BPeMeHHOCT U paxaaHe, MajbK HeoHaTaneH Nepuog; ¢
HOpMasnHo d)MSMHeCKO N HEPBHO-NCUXUYHO passuTne

. BO}!EIJ.YBE 4ecTo oT MH¢eKLLMM Ha AuxaTeNnHuTe NbTUlla, OTpUYaTt aneprum

* damunHoCT 3a AnabeT 1 CbpAeYHOCHA0BM 3a60NABaHNA

»>3abonssa ocTpo Ha 06.01.2024 ¢ nospbluaHe, pebpuauter, otnagHanoct, Ha 08.01 e
06bPKAHO U CbHAMBO

* Xocnutanusupat no cnewHoct 8 MBAN , laiid xocnutan” rp. Byprac, npoeeaeHa e Tepanus
C pexuapaTaums, aHTMBUOTUUHO U aHTUEMETUYHO SIEYEHIUE C BDEMEHHO NnoobpeHme

* OT NnpoBeAeHUTE U3CNeABaHMA e C JaHHU 33 JIeK aHemudeH cuHapom Hb — 113 g/Ln
NOBMLUEHM CTOWHOCTM Ha TpaHcamuHasute ACAT 315 U/L, A/IAT 220 U/L

»Mopaay nepcucTpaHe Ha ONnakBaHMATA OT rajieHe, NOBpPbLLLAHE U KOpemHa BOsIKa, KaKTo 1
vKTep, Ha 09.01 aeteto e npesegeHo B OTaeneHune no xupyprua/OAPU/T 8 YMBAJ Byprac,
M3Ka3aHO e CbMHEHMe 33 OCTbP aneHAULNT, 3aN04HaTa e BEHO3Ha pexuapaTaLua, NeveHmne
c Ab 1 Mapauetamon, HO NOPaAN HENOBAMUABAHE € OCbLUECTBEHA N1anapoToOMuUA U
aneHgexkTomua

TEPAMEBTMYHM NPELM3BUKATE/ICTBA (2)

* Koarynonatua — cneg nHeyaus Ha M3I KoarynauMoHHNAT CTaTyc ocTasa 6e3
nogo6peHue, NPUNOKEHNE Ha GYPAHTPUA, CIEAAT CE eNEKTPONUTI

* KOHTpO/IHa Koarynauma Bceku AeH
* UHby3ua Ha M3M Bceku AeH, cneam ce 3a 06eMHoO npeToBapsaHe
* Xunornukemus - KpbBHaTa 3axap Aa e >3.5 mmon/n

* MoBuLwweH puck oT MHdeKuumn, Hanuume Ha LIBK, npectoit B peaHumauma

* HenocpepacTseHa NoAroToBka 3a TpaHCNoOpTUPaHeTo

» OT npoBe/ieHNUTe U3CNEABAHNA e C AaHHM 33 MeTaboNUTHa aLnA03a, XUNorKkemns — 2.3
mMmon/n, aHemudeH cuiapom — Hb - 97 g/, neskoneHus - 2.7, 3aBULLEHN YePHOAPOBHM
nokasarenu - ACAT 1757, AJIAT 915, 14X 2690, 06w, 6ununpy6un 132 mkmon/n, AnpekTeH
61nnpy6uH 101.3 MKMOAI/A, KOarynaunoHHN Hapywenus: NT>120, pubpuHoren 0.95,
xunoanbymmHemus - 29, obwy, 6entuk - 44, supyconorus - Covid - 19, CMV, EBV, HEV, HBV,
HCV, rpun A v rpun B - oTp. Cnep onepatMBHaTa MHTEPBEHLIMA AETETO € CTaHao Mo -
0TNajHano, NOABUAM Ce OTOLM W NapeHe no KpaiHuuuTe. MpuaokeH e XymaH anbymuH n
[ieTeTo e NpeBeAeHo B peaHMmaLma

> Mopaan HapacTBaHe Ha CTOMHOCTUTE Ha TPAHCAMMHA3UTE U HEMOB/IUABAHE OT NPOBEAEHOTO
JleyeHune AeTeTo e XoCnuTanusupaHo 8 6onHULa B rp. MctaHbyn Ha 12.01, ycraHoBABa ce
XunepamoHuemms, xunepbunnpybuHemms, cnagaHe Ha TpaHCaMWUHa3W U Hanpezgalla
Koarynonatus 8 pamkute Ha OYH. MNposeseHa e nnasmadepesa, akTUBHa Tepanua ¢
6ronpoaykT1 1 apyru, u Ha 18.01. e nposeeHa YepHOAPOGHA TPAHCMNAHTALMA OT K1B
AoHop (nens)
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CNEUNSOUYHO NEMEHNE

MpuunHm 3a OYH npu geua

Wndekuun
XepriecHu Bupycu
EHTepoBupyc

MapBoBupyc
Nexapcrsa/Tokcuum
Napaueramon
Amanita phalloides

CneundunyHo neyexHne

Acyclovir

Pleconaril

IVIG?

OTCTPaHABaHE Ha TOKCUHa
N-acetylcysteine
Silibinin, Penicillin

Squires JE et al. J Pediatr Gastroenterol Nutr. 2022 Jan 1;74(1):138-158 5

PUCK 3A CMbPTHOCT MPU O4H

LiR et al. J Pediatr Gastroenterol Nutr. 2024 Feb;78(2):320-327

CNEUNOUYHO NEYEHWNE

MpuunHm 3a OYH npum geua CneuunduyHo neveHne

Meta6onuthu 3abonasanmna
TuposuHemus Tun 1 NTBC /2-(2-nitro-4-trifluoro-
methylbenzoyl)-1,3-
Bonect Ha Wilson cyclohexandion/
lanaxktosemusa LTx
Okucnenne Ha MK 6e31aKTO3HO XpaHeHe

10K033, U3BArsaHe Ha mMagysaHe
WmyHHa aucperynauus
XemodarouuteH cuHaApoM
HeoHaTanHa xemoxpomatosa
ABTOMMYHEH XenaTut

VP-16, KopTMKOCTEPOMAU
aHTMOKCUAAHTU
KOpTUKOCTEepOMAY

Squires JE et al. J Pediatr Gastroenterol Nutr. 2022 Jan 1;74(1):138-158 %

13804M

»OYH 8 aetcka Bb3pacT Tpabsa Aa 6bae AnarHocTULMpaHa 6bp30, Aa ce npoyyat
BbH3MOKHUTE ETUONOTMUYHN MPUUMHY 1 A Ce NPOBE/E af|eKBATHO IeYeHNe Criopes Hai-
CbBPEMEHHM NPOTOKOAM

»HaBpemeHHOTO HacouBaHe KbM TPAHCMIAHTALMOHEH LIEHTBP € PeluaBallyo 3a
nporHosarta Ha naupeHTuTe

MPOrHOCTU4YHN ®AKTOPU 3A CMBPTHOCT MPU O4H

1144 naumnenTn ¢ OYH 3a nepwog oT 15 roguHu

Dywones Prevhactinn Toed Ast bonps ovesd Mortabity Prede T be Pedisl i ACete | ver | whore

Li R et al. J Pediatr Gastroenterol Nutr. 2024 Feb;78(2):320-327

B/IATOOAPA 3A BHUMAHMETO!

MPOrHO3A 3A CMbPTHOCT NMPU O4H
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Li R et al. J Pediatr Gastroenterol Nutr. 2024 Feb;78(2):320-327
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HAYYHA CECIWA
“PEAKIA BOAECTW B AEPMATOAOTATA’

» CvBpemeHnHa knacudukauua na BpogeHa byno3Ha enugepmoAu3sa u gpyau
2eHemuy4Hu 3aboaaBanua ¢ kokHa ¢ppakuaHocm
IN. MopganoBa

» BpogeHu uxmuosu
IN. MopganoBa

» [lpoekm BUR-EB: usmepBaHe Ha couuanHo-ukoHomuvyeckama mexkecm Ha
byno3nama enugepmonu3a 8 EBpona
I. ckpoB

» byno3Ha enugepmoAu3a
E. EHeBa
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CbBPEMEHHA KNACUQUKALUA HA
BPOAEHA BYAO3HA ENMUAEPMOAN3A 1
APYTIN TEHETUYHI 3ABOAABAHIA C

KOXHA OPAXINAHOCT

NBenuna NopganoBa

* 1898r.- Hallopeau

* [bpBeu oNuT 3a KNacupuLMpaHe Ha
naumeHTuTe € BpoaeHa EB

* BbBexaa TepmuHute simple un
dystrophique, makap ye muHasat 2
[AeceTuneTus JoKaTo Te 3ano4Har aa
6bAaT WHPOKO U3MON3BAHN.

* EBdystrophica —vw3nonssa ce 3a
Tesn NaLyMeHT! KOUTO MMAT HOKBTHA
AUCTPOdUA UM KOXKHA aTpodua
cne enuTenmsaLma Ha MexypuTe.

] * EBsimplex -3a BCUYKM OCTaHaNN

’ NaLMeHTU NpU KOUTO He ce
HablogaBaT Te3mn 4B8a KOXKHU
npu3sHaka.

Frangois- Henri Hallopeau

(1842-1919)

¢ Mpe3 1971r. Gedde-Dahl npaBu KAMHWUYHO W TFEHETUYHO
npoy4ysaHe Bbpxy BpogeHaTta EB B Hopserus, gaHHuTe oT
KOeTo ca nybanKyBaHM Kato MoHorpadus.

* To3u Tpya BKAOYBA CBeAeHMA 3a noseye oT 100 naumeHTa
EB oT 46 HOpBEXKM bamuamu.

« OT TOraBa Hacam ca OMucaHW Manbk 6poi cnydaum Ha
nauveHtT c¢ Epidermolysis bullosa ¢ KAMHUYHM K
pogocnosHu 6enesn, KOWTO ce OTIMYaBaT oOT Beue
onucaHuTe OT HEero 3a Tosa 3abosifBaHe.

Gedde-Dahl T Jr. Epidermolysis bullosa: a clinical, genetic and epidemiological study. Baltimore: John
Hopkins Press 1971.

MCTOPUYECKA CIPABKA

* 1870 r.-Von Hebra

Mbpeu cayyai Ha HacneAcTBeHa 6yno3Ha
fepmarosa, 6e3 npusHaum Ha
uMKaTpuUsMpaHe.

“Erblichen Pemphigus”

* 1882r.- Goldscheider

“Hereditaere Neigung zur Blasenbildung"
* 1885r. - Valentin

“Hereditaere Dermatitis bullosa"

Dr. Ferdinand von Hebra (1816 -1880)

Cb3pgaten Ha BueHckaTa AepmaTonormyHa
wkona

bbvnrapckata lepmatonornyHa LLkona
no TOBa BPeMe...

e boaHoB /1. Epidertmolysis bullosa simplex aestivalis

(Syndroma Weber-Cockayne) lepmatonorusa u BeHeponorus
1976; 1: 37-42.

* 3natkoB H, WMeaHoB B. Epidermolysis bullosa hereditaria

simplex y eaHoAWYyHM 6auM3Hauu. [epmatonorua
BeHeponorua 1975; 4: 283

* Magapos WU, AtaHacos B., MuHkos [l., HaHos B, LLlymkosa E.

Bbpxy KAMHWMKaTa U damunHuA xapaktep Ha Epidermolysis
bullosa simplex TMn Weber-Cockayne. [epmatonorus u
Beneponorua 1977; 2:103 -105

¢ CumeoHoBa M, AHrenosa J1. [eHETUYHO KOHCYATUpaHe Ha

cemelicTBa C reHofepmaTosu. [lepmaTonorna n BeHeponorusa
1988; 4: 53-56

* 1886T. Koebner BbBexaa TepMuHa
epidermolysis bullosa hereditaria
eaHa GamnnunA 3acerHata B HAKO/IKO
NOKOJIEHMA C NPeaAUMHO aKpaiHO
obpasyBaHe Ha CEPO3HM MEXYPU.

[0 Kpas Ha XIX 1 B HayanoTo Ha XX B.
Apyrv 6enexutn aepmatonosu - Brocq,
Hallopeau, npogbnxasat fa HasoBaBsaT
3abonaBaHeTO KaTo

congenital traumatic pemphigus,
congenital traumatic blistering,
acantholysis bullosa.

¢ 1908r., AHrMA e u3gageH NbpsuAT
y4e6HWMK MO epMaToNoruaA KbeTo 3a

Cb3paten Ha [lepmaTonornyHaTa KAMHUKa I'IprM NbT Cé n3Non3ea TepMMHbT

epidermolysis bullosa 3a onucaHuemo Ha

nayueHmu c o6pasysaHe Ha Mexypu o

8 Breslau, Monwa Koxcama om pamdaHemo.

Heinrich Koebner (1838 — 1904)

Kem Meaunumckua YHusepcutet

oetirar H. He

afa Anlaga mur Blasenbildong. DEch Med Wochenschi LE36; 11: T

BypHa ny6/MKaLMOHHa aKTMBHOCT Mo TemaTta
Epidermolysis bullosa hereditaria 8 Amepuka n Espona

* [lo Kpas Ha 1986 r. - 100 roanHM cnea NbpBOTO CbObLLEHMe 33
3abonABaHeTo, 6POAT Ha Hay4HUTE Ny6AMKaLMM NO Tasn Tema HaJBuILaBa
1300 3arnasua.

* OnuTuTe Aa 6bAaT 06ACHEHM NPUPOAATA, NaToreHesaTa U HauMHUTe 3a
NeyeHue Ha EB ca 06eKT Ha AepMaToiosu, NeamnaTpu, reHeTULM, XUpyp3K,
racTpPOEHTepPO1031, NaTON03U U Ap.

* lonemuaT nHTepec kbM 6ronornyHna deHomeH bynosHa Ennaepmonnsa
[IHeC e [10BeN1 10 U3ACHABAHETO Ha reHeTUYHaTa NPMPoAa Ha NoBeYeTo OT
bopmuTe Ha 3abonasaHeTo.

* Hay4HuTe NOCTMXKEHUA MO BBMPOCA Ca AaM Bb3MOXHOCT 3a NPOy4BaHUA
CBbP3aHM C reHHaTa Tepanus Ha 3abonasaHeTo.
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AmepukaHcka Akagemus no epmatonorua /AAD/ 1989r.
MbpBa MexayHapogHa cpelua, MbpBr KOHCEHCYC OTHOCHO
KNVHUYHUTE U 1abopaTOpHU KpUTepUM B KnacupuKaumaTta Ha EB

Sl Fepeat

KnacuduraumoHHata cuctema pasgens

o clmcal wnd laborstory oonas far mbfypes . naymenTUTe C EB B 3 masHu TMna:

of inburiond apelermlyes bulins - EBSimplex,

ST Ln o= EB Junctionalis,

- EB Dystrophica,

Bb3 OCHOBA Ha:

YATPACTPYKTYPHOTO HUBO Ha

obpasysaHe Ha mexypuTe n

- KNIWUHUYHUTE KpUTEPUM ONUCAHU OT
Pearson - mopdonorua Ha nesuute u
TAXHOTO PasnpocTpaHeHue:
JIOKaNU3npaHu, reHepannsnpaHun

- Tuna Ha yHacneassaHe /AD, AR/

MNauuneHTUTe Cce noapasaenart 8 23

cybTuna.

“Onion skinning” — 2014 r. HoB noaxoa kKbm EBH knacudukauymata

dati "

Fine et al. Inherited epidermolysis bullosa: updated on di is and cle
J Am Acad Dermatol 2014 ;70(6):1103-26

3acerwar rex (AHK-
MyTaLmOHeH aHanus)

Tapreten npotev
(penatusha
excnpecits) - IIF

HauunH Ha
yHacnepsBaqe

/AL, AP, de novo/

®eHoTMNHaTa
XapaKTepucTuka

PasnnyHute cnoese:
afanTMpaHn Kbm
BCEKM KOHKpeTeH cTpykTypm — IIF n

Hugo Ha o6pasysare
Ha Mexypa 8 KoxHMTe

eneKTpoHHa

naumeHT
MMKpOCKONMA

OCHOBHM AMarHoCTU4HU MeToau 3a EB: MmyHodnyopecueHTeH Antigen mapping u/unn
TPaHCMMUCMOHHA €NeKTPOHHa MUKPOCKONUA

BTOpM MHTepHaLoHaneH KoHceHeyc 3a AMarHocTvKa U knacudukauma Ha EB -
1999 r.....ueNTa e fja ce onpocTu knacudpukaumaTa

3a 10 rog,. - u3obuaue ot HoBa
nHpopmauwa 3a EBH
HauuoHnaneH EB Pernctbp B USA -
noseye ot 3000 nauueHTa
- YcTaHOBABAT Ce MONEKyNApHUTE
OCHOBY Ha NMOBEYETO OT NO3HaTUTE
cybTmnose Ha 3abonasaHeTo
enMmuHupaHe Hakowu EB cyb6Tunose
3ana3saHe Ha HAKOM eNOHWUMM Ha
3abonasaHuATa:

- npeaus3BMKBaT HezabasHa
— - BM3yasiHa Npe/cTaBa 3a
= = cneundUIHN KAMHUYHN

deHoTMNOBE

- BkstoyBaHe Ha TapreTH NpoTenHn
ot AET B peBu3npaHaTta
Knacupurauma.

R R )
e b G Bma R pred] 1ol Ty sl
R

] il . ] 4 el Yt

KakBa e uenTta Ha TO/IKOBA MHOrO KOHCEHCYCM?

e OTKpuBaHeTO Ha Bce no-ronsm 6poi nauneHTn ¢ EBH wu
HaTpynBaHeTo Ha BCe noseye daktn OTHOCHO
YNTPACTPYKTypHaTa, aHTUreHHa n MO/IeKynApHa
XapaKTepuCTHKa 3a cybTunoseTe Ha 3abonfaBaHETO BOAAT A0

* PeBusmpaHe M  onpocTABaHe Ha  CbluecTByBaluTe
KnacuduKaumoHHN cxemu 3a EBH.

* [ocnepHuTe cTaBat no-pasbupaemu n yaobHu 3a ynotpeba ot
NpaKTUKyBaLlmuTe nekapu /Bepmatonosu, reHeTuum,
HeoHaToN03u, neavatpu u ap./

TpeTn MHTEepHaLMOHANEH KOHCEHCYC 3a AMarHoCcT1Ka Ha EB — 2008 r.

- Tasu knacudukauma e nsrpageHa
s A b o Ha OCHOBaTa Ha YecToTaTa Ha
Lol biples e g oy KNWHUYHUTE NPU3HALM Ha
otgenHute EB cy6Tunose,
M34MC/IeHa Mo 7-CTeneHHa ckana
Bb3 OCHOBA Ha JjaHHUTe B
nonynauuaTa 601HM Ha
HaumoHnanHua EB Pernctop B USA
P T 0606LaBaT yNTPacTpyKTypHUTE U
3 '_ = 3 = FeHHUTe MyTauuu 3a BCEKU OT
P i R b rnasHuTe TMNoBe U cybTunose EB
: peakute EB cybTunose ca
U3K/IOYeHN
T=== : - Bknwousa ce Syndroma Kindler
- Bb3MOXHO M3non3BaHe Ha
KnacuduKaLMoOHHaTa cxema oT
KAVHULMCTUTE lepmMaTonosm

W
VW AT Bnr el o By

Consensus reclassification of inherited epidermolysis
bullosa and other disorders with skin fragility*

TN

Has C. etal. Consensus r of inherited epidermolysis bullosa and other disorders with skin fragility.
British Journal of Dermatology 2020;183(4):614-27

YeTBbPTM MHTEPHALMOHAIEH KOHCEHCYC 33 AMArHOCTUKA U
KnacuowmKkauma Ha EB -2014 r.

L T e T =]
S PP

KAKBO HOBO [10BABHA...
Peknacudpmkaums Ha EBH ot 2020 r.?

1. BbBexAa KoHuenumuaTa 3a ,reHeTuyHM 3a607BaHNA C KOXHa GPaKUAHOCT” B
KOATO KNacuyeckata EB npeacrasnssa npototun.

2. PasmexAa HAKOM HOBW KAMHUYHYW W TEHETUYHMN aCNEKTH, FEHOTUMHO-
bEHOTUMHYM KopenaLmm U MoANLMGULMPALLM KAMHWUYHATA U3ABA HA
3abonABaHuATa OT rpynara Ha EB, paktopu.

3. Bk/touBaHe B peknacuMKaLMATa Ha OTAENHM KaTeropum Apyru 3abonasaHus ¢
KOXHa ppasknnHocT /nog erngata Ha EB, HO pasnnuHm ot Hest/ ¢ eaHaTa uen 3a
OCUTYPABAHETO HAa MeUNLMHCKN U COLMANHO-MKOHOMUYECKN TPUXKN U 3a TE3U
nauneHTun.
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leHeTU4YHU 3abonaBaHmAa ¢ KoxkHa dpaxkuaHoct Dpyrv reHeTUYHM 3a6019BaHNA C KOXKHA GPAXKUAHOCT
= [eHeTUUHUTE 3a60NABaHMA NPOABABALLM Ce C KOKHa — e— — bt s St l
GPaKMAHOCT, Ce XapaKTepu3npaT CbC CTPYKTYPHU @ e e —— I — {
aHOMa/InK B C/I0EBeTE Ha KOXaTa, KOUTO HamanasaTt w-_ . |
HeliHaTa YCTOMUMBOCT KbM MEXaHUYHO HanpexeHue. ot -~ |
1 : =

= B 33aBMCHMOCT OT JIOKa/IM3aLMATA Ha CTPYKTYPHUA AedeKT B E N S ]
KOXKaTa, KIMHUYHWTE NPOABM Ha 3a60ABaHUATA C KOXKHA ~ o~ i
bpPaKMAHOCT MOTaT f1a BKAIOYBAT: e = ——t !

- [ecksamauus /Peeling/ g Svmgbuts | I A ||| Sy 804 §
- O6pa3syBaHe Ha Mexypw, epo3nu, A3Bu, paHu unm benesu "‘_'- u“”""' camae bt r—all :

Has C. et al. Consensus reclassification of inherited epidermolysis bullosa and other t
disorders with skin fragility. British Journal of Dermatology 2020;183(4):614-27 Mas C. et al Consensus reclassification of inberited epidermedysis bullasa ard other disorders
with skin fragility. British Jaurnal of Dermatalagy 2020;183(4)-614-27

Knacndpukauma Ha Knacuyecka EB

e AW brrbe ] o
- -
T, THET TPt e e e §
= P S —— o [ [
o w b B e H
. e
= 1
— [ - .y —
S ———-—— g T g
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Has C. et al. Consensus reclassification of inherited epidermolysis bullosa and other disorders
with skin fragility. British Journal of Dermatology 2020;183(4):614-27

PEECTHTYT
N0 PEAMM BOATCTH
W rarech g

NabopaTtopHa AMarHOCTUKa
Ha
Epidermolysis bullosa
hereditaria

EB SIMPLEX GENERALISATA EB JUNCTIONALIS EB DYSTROPHICA GENERALIZATA

Kindler BynosHa Ennaepmonusa

Collagen VII - HeraTuBeH

Pepayumpana ekcnpecus K5 Laminin 5- neratusen

]

JNETANEH U3xoa
Ao 4-6 m. Bv3apacr : ‘!

NO-A0BPA NMPOTHO3A TEXKA UHBAMAU3ALMA
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MpaKTUYEeCKM HapbYHWMK 3a NabopaTopHa AMarHoCcTMKa Ha EB

1. MpenopbyBa ce Aa ce U3BbPLIK
/N1abopaTopHa AMarHOCTMKa Ha nauueHTa
NpU NbpBOTO KNIMHUYHO CbMHEeHue 33 EB.
2. PaHHaTa guarHoctuka ypes IFM n IHK
reHeTU4YHo nscneaBaHe e AO0CTaTbyHa 33
0CUrypaBaHe Ha NPOrHo3a 1 nomara npu
B3eMaHeTo Ha peleHus B nose4yeTo
cnyyan.

3. IFM ce npenopbyBa v 3a
NpUOpUTU3MNPaHE Ha FTEHETUYHOTO
u3c/eaBaHe, KaKTo W ynecHaBaHe Ha
Tb/IKyBaHETO Ha reHeTU4YHUTEe pesyntatn

4. Mpenopbysa ce nabopatopHata
AmnarHocTuka Ha EB ypes IFM n DNA
aHa/n3 A ce M3BBPLIBA B AKPEANTUPAHM
N1aBopaTopum C AOKYMEHTUPaHa
cneunduyHa eKcnepTusa u onuT B
obnactTa Ha guarHocTukara Ha EB.

Has C, Liu L, Bolling M et al. Clinical practice guidelines for laboratory diagnosis of epidermolysis bullosa. Br J Dermatol 2020;
182:574-92.

E.H.W., 5 meceuga, rp. LLymeH

patopua no
Aepmartonorua
Knuhuka no [lepmatonorus,
YHuBepcuteTckn MeauumHcku LieHTbp no
BynosHa Dpaiibypr,
2007-2019 r. U®/14 kbm M3 PE Bbarapua
2020- pocera r. H30K

W.B.M. 20 aHwn, rp. MoHTaHa
A. EBJ Herlitz

EnupaepmonmuTiien mexyp

Antigen Mapping

W.T. A. 1 meceu, rp. Copua

"

e

=3

. — ~

ey
Y

Antigen Mapping
Nuncea Laminin - 332
(Laminin 5)

N

wa/koKTpONa/:

Nayuent:

|

FpanuueHimexyp
(€ollagen IV,a noaa)

'}

W.B.M. 20 aHwn, rp. MoHTaHa
A. EBJ Herlitz

ENMAEPMOnHTYEH MeXYp.

Antigen Mapping
E.HM., 6 anu, rp. WymeH
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Antigen Mapping

TotanHa smnca Ha Collagen VII

COL7A1 — myTauma c.425 A>G,
‘Hopmanka koa /KowTpona/ €.2005 C>T, p.R669X

Collagen VIl nosurusen

ﬂepManmJur:N Hexyp

(Collagen IV Ha nokpuea)

PaGorHy cpeuy C.6.E.5. 8 Bb/rapua — TRaANLIMOHHO Npes M. OKTOMBPH
2000 Mnesen, 31 “ara Nonoss”/,
2002 /Mnenen, 2ana Lo wa yien
2005 /Cotun, 312 “Meannncxa Texsra Hroxenepne”,

2009 /Bapwa, xoren “Manac”, vommnexc “Cries eH’/
8 0 Gurapul . BEBRA Croati.

2002 - DEBRA UK — cnieunanusauua & uektpanata wa DEBRA UK, Great Ormond Street Hospital for children — London - flow, 4-

p Msenwra Mopparosa

2004 - Cb3aasaHe 1 NOAABPKaHE Ha MHTEPHET CTPaHWLa Ha C.6.E.6. http://www.debrabg.com/

2005 - KOHTaKT U CLTPYAHMNECTBO Ha C.6.E.6.c MLIPB/IC — Nnosavs, flou, Pymen CTedaros

IR S RN R A . 3
-

———— A 44 PP W 4 N TTI re

2007 - C.B.E.B. - YneH Ha AnManca Ha xopata ¢ peakn 6onect, -+ Baaaumup Tomos
2007 ITupea XADYPrH DEKOHCTRYKIA a Mitens deformities  Buraps, 4-p flomin Mees ~ Kbk 1o nnacrina
XMpypruA, UHCTUTYT “Muporos” Co

2008 - KowTaxT 1 akTueHa xunaﬁopaum  E6 enTup, MY ®paii6ypr, fepmarn - Mpod.a-p Cristina Has. Antigen mapping u
[IHK MyTaUOHeH aHanu3 Ha NaUMeHTH C pasnuany Gopmu Ha EB.

2010 - Cneuvianusaums o EB LienTup, MY ©paii6ypr, fepmanys, no Kom
Knuukata no flepmatonorws (A-p Cristina Has w Prof. Lenna Bruck d ), Ch cTunenaus or
[lepmaTonoruiHo Jpyxectso.

2011 - Pewerme Ha Nnes. Okp. Cba 3a 3anuuasane Ha C.5.E.6 u npeoGpasysanero v & [1EGPA BbArapu (3UAN0 NauveHTCKa
opraHm3aUmA ¢ npeacenaTen I-xa flecucnasa AGapuesa u YC OT nauytenT ¢ EB v TexHy 61M3Ku, C be cepanmue rp. Pyce,
snocneacTave rp. Codun, HOBO n0ro — IEBPA Bbrapus)

2011 Nposenari va 0ByyeHme Ha Nekap v MeANUMHCKa cectpa o KB Nnesen 6 fleTckaTa Kanknka Bambino Gesu 8 Pum, 8
1 Mankn Aeua ¢ Bpoaea 6y103Ha enuaepMonu3a.
2012, MapT - Kypc 32 CECTPUHCKM MEAMUMHCKN rpuwm, KB, YMBAN “L1-p T. CrpaHcku” Mnesen.

2012, Centemapy - Cnieuuanu3auma Ha neawarsp v xupypr ot YMBAN “[1-p” I. Crpancku” Mnesew fetcka Knukuka Bambino
Gesu's Pum — 33 rpwkm 3a nauyenT c BpoaeHa BynosHa envaepmonu3a, cue crunenawm o IEBPA UktepHauvonan, ¢
noaKkpenara a JEGPA Bbarapws.

2015 . - 0uakaa ce chopMMpate Ha CewUaAPaN eHTp 2 2 nesenne va 60nHM ¢ EB Ko YMBAN “f1-p . CrpaHckn”

Nneset 3a OkaseaHe Ha 1 8B3pacTHY GonHU.

P.A.T., 6 meceuga, rp. Pyce

A. EBD Texka
reHepanusnpaHa popma

ACOUMALINA BYNO3HA ENNOEPMO/IN3A — BB/ITAPUA

DebRA

(Dystrophic Epidermolysis Bullosa Research
Association)

\

Phyllis Hilton, ocHoBaTen Ha 6naroTBopuTenHa opranmusaums DebRA UK,

1978 r., AHruA, NocBeTeHa Ha HeliHaTa abuieps Debra Hilton, koaTo ce
paxaa 8 1963 r. c auctpoduuHa popma Ha EB 1 ymupa TparmuHo 8 1980 r., aeH
cnes GMHaAHCUPAHETO Ha MbPBUAT HaydeH NpoeKT ot DebRA UK.

OpwuruHanHm uenm Ha DebRA UK ca:

1. MNoBMwWwaBaHe NO3HAHMATA 32 U B WHTepecC Ha CcTpajgawuTte ot EB v TexHute
cemeiicTBa.

2. ®uHaHCcMpaHe Ha HayYHW u3cnenBaHua Bbpxy EB.

[ERA

Ennaemunonoruna Ha BpoaeHata bynosHa
Ennpgepmonusa B bbarapua

M3BbpLLIEHO € peTpo- 1 MPOCNeKTUBHO NpoyyBaHe Ha Epidermolysis
bullosa hereditaria 8 Bbarapus.

[JaHHuTe obxBawaT obwo 120 naumeHTn ¢ EBH peructpupanu B KamHuka
no [lepmatonorus u BeHeponorua Ha YMBAN ,[-p I. CrpaHcku” MneseH
npes nocnegHute 50 rogunu /1971 r. -2021r./

3a nepuoga 1971-2001 r. - 81 nauneHTV ca M3AUPEHN B CTPaHaTa U IMYHO
npernefaHu, aHKeTUPaHN U AUarHOCTUMHO YTOUYHEHU.

3a nepuoaa 2002-2021 r. - 39 NauMeHTM ca NperneAaHu U AUarHOCTUYHO
yTouHeHu B KKB3 lNneBeH, cneg Kato ca 6unuM HacoyeHu ot
YHusepcutetckute KavHukm no Jepmatonorua u Beneponorus,
O6nacTHuTe KoxHo BeHeponornyHu fiucnaHcepu, KoxHute n
HeonaTtonornynu Otgenenns kem MuoronpodunHute bonHuum 3a
AkTuBHO JleyeHue, LieHTposeTe 1 Kategpute no MeguumHcka leHeTuka
KbM Bucwmnte MeauuMHCKK YHUBEPCUTETU.

06wwo 25 aywwu ot naumeHTuTe ¢ EBH ca nounHanu 3a obcnepsarma 50
TroAWLIEeH Nepuoa.

COPYEHME
BY/I03HA ENUAEPMO/N3A — Bb/ITAPUSA
/C.B.EB./

*  MacTo Ha perucTpauua: KanHuka no Koxkuu 1 BeHepuuecku 6onectn B
MneseH;

¢ CbpebHa peructpauma No117/14.02.1995, MaeseHcKku OKPBbIKEH CbA;

* Mpeacepaten - fou. A-p M. Tpawnuesa, 4.

+ OpraHusaumoHeH Cekpetap — [1-p Ms. MopaaHosa, 4.

« 1998 — 2002 r. paspaboteH avcepTtauvoHeH Tpya B KAB — MNneseH
Ha Tema “Epidermolysis bullosa hereditaria - enuaemuonorus, kKvHuKa,
ANarHo3a, MeAULMHCKN MEHUIPKMBHT”

* HayyeH pbkosoguten: flou. [-p M. Tpawnuesa, 4.,
«  aucepTaHT 4-p Ue. MopaaHosa.

N3non3saHn meToam 3a ANArHOCTUYHO
YyTOYHeHMe Ha nauneHTuTe ¢ EBH

AHKETeH MeToZ, — MeAMLMHCKa UCTOPUA, GamUAHOCT

KnuHuyeH npernes — onpeenaHe Ha KNMHUYHU KpUTepun

TpaHCMUCUOHHA eNeKTPOHHA MUKpocKonuaA — Ao 2007 r. BKA.
NmyHodnyopecLeHTeH aHTUreHeH MmanuHr — ot 2007 o cera

[HK — myTareHeH aHanu3 Ha npobaHAaa v HerosuTe poacTeHULM — ot 2007 go
cera

OnpegensHe Ha NokasaTenu 3a GU3NYECKO pasBUTME B Pa3INYHNTE Bb3PaCcTOBU
rpynu

OnpegensHe Ha NoKasaTeny 3a oLeHKa Ha 34paseTo Ha EB 6onHuTe -
CMBPTHOCT, 60/1ECTHOCT, MMALLM NPAKO OTHOLLEHWUE KbM KauyecTBOTO Ha XUBOT.

OnpegensHe Ha nokasarens bonectHocT (Prevalence) KaTo cbBKYNHOCT OT
BCUYKM PErMCTPUpPaHK Npes roanHata 3a6oaaBaHns — CTapyu U HOBMU.

58




https://vcv.raredis.org/

CBOPHWK C MPE3EHTALIN

Pasnpepenenune Ha naumeHTnte ¢ EBH no ocHoBHM
noaTunose Kbm 7.09.2021 r. /n=120/

bonectHocT 3a EBH B bvarapua
Kbm 7.09.2021 r./1 mnH.HaceneHne

*  06wusa 6poit kumewn naumeHTu ¢ EBH B Bbarapusa e 95 gywm kbm 7.09.2021 r.

* 25 aywwu ot naumenTtute ¢ EBH ca nounHanu 3a o6cneapanua 50 roauiueH nepuog.

*  [MaHHuTe 33 6poA Ha HaceseHNeTo Ha Bbarapua ca NoyYeHM oT NpeacTaBUTeNHO
npoyusaHe "lMpe6possaHe 2021" Ha HauuoHaneH cTaTUCTUYECKU UHCTUTYT (HCH).
B M3Nb/HeHUe Ha PernameHT (EO) Ne 763/2008 Ha EBponeiickusi napnameHT u Ha
CbBeTa 1 Ha 3aKoHa 3a npebponBaHe Ha HaceneHueTo 8 Peny6anka bbarapua
npes 2021 roanHa.

*  Kbm 7.09.2021r. HaceneHueto Ha Bbarapus e 6 519 789 aywum

*  Kbm 31.12.2001 r. obwara nonynauus 8 bbarapus e ot 7 973 673 gywm

*  BuaHo e ye 3a 20 roa. nepuog /ot 2001 r.- go 2021 r./ HaceneHueTo Ha Bbarapus
e Hamanano ¢ 1453 884 aywn.

EBH. EBS EBJ EBD Kindler

146 81 01 58 06

PasnpepeneHune Ha naumneHTuTe ¢ EBH no non s
OCHOBHWTE NnoATMMoBe Ha 3abonasaHeTto /n=120/

T
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k
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MpnyumHM 3a cmbpTHOCT Npun EBH

* YCTaHOBMXMe, Y€ NPUYMHA 38 CMbPTTa Npu nauueHTuTe ¢ EBS
ca CbpaeYHO-CbA0BU 3a60/1ABaHMA M TO BbB Bb3PacTTa Hag 65
r /T.e. He e cBbp3aHa cbC 3abonsasaHeTo/

* [pu naymeHTuTe ¢ EBD npuumHmTe 33 CMbpPTTa Ca CBBP3aHU
CbC 3a60N1ABAaHETO U CMBPTTA € HacTbnuAa Ao 35 roa. Bb3pacTt

/x2=4; P<0,05/

* OCHOBHa NPUYMHA 38 CMbPT € Pa3BuTHETO Ha Ca
spinocellulare Ha koxaTa

Bpoit HoBu cnyyan EBH/roamwHo
3a nepuoga 2001 r. -2021 r. /n=39/
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3akntoveHue: 3Ha4YeHne 1 NPUIOoXKEeHME Ha
nokasaTtenuTe Ha 3abonesaemocTTa npu EBH

» [Jonbnsat KOMNAEKcHaTa oLeHKa Ha 34paseTo Ha 6onHuTe ¢ EBH

» Te ca 6a3a 3a nnaHWpaHe Ha HeobxoaMMUTe CPeACTBa, Kagpu,
maTepuany v MeaMKameHTU 1 Ap. 33 yA0BETBOPABAHE Ha
NevyebHUTE HYXKAM Ha U3CNEeABaHUA KOHTUHIEHT OT 601HM ¢ EBH

» Te ca ocHOBa 3a Cb3faBaHe Ha NPOGUNAKTUYHU NPOTPamu

» Ypes TAX MOXKe [a ce YCTaHOBU epeKTUBHOCTTA HA
NPoGUNAKTUYHM M HOBM NedebHU MeToam U cpeacTBa

BonectHocCT 33 EBH

¢ bonectHocT /prevalence/— CTAaTUCTUYECKO NOHATUE, KOETO ONMcBa
YyecToTaTa Ha 3a6019BaHNATA 33 KOUTO € noTbpceHa MmeaMUMHCKA NOMOLL,

* TMepuoaHa 6onectHoct /period prevalence/ -u3mepsa CbBKyNHOCTTa OT
BCUYKW PErUCTPUPaHK Npes AaaeHa roauHa/nepnoa/ 3a6onasaHns, KakTo
HOBOPErUCTPUPAHUTE, TaKa W CbLIECTBYBaLLMTE OT NPEAU, 3a KOUTO e
NOTbPCEHa MeANLMHCKA NOMOLL,

¢ He Bceku naumeHT c EBH e peructpupan!

* BonectHocTTa 3a EB 3a 50 rog. nepvog ot 1971 r. go 2021 r. /period
prevalence/ e n3uncieHa, KaTo CbOTHOLEHME Ha BpoA Ha KuBUTE
nauMeHTH BbB BCAKa rpyna EBH, kbm obwima 6poit Ha HaceneHMeTo Ha
Bbarapua kem 07.09.2021 r.

s
VECTHTYT
M0 PEAKM ECAICTI

Wk rarechL o

JleyeHue Ha naumeHTUTE C
Epidermolysis bullosa hereditaria
B8 bbarapusa

KakBo HoBO?
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Birch bark extract (Oleogel-S10, Filsuvez ren)
(TpuTepneHu ot 6pesa): mexaHW3bM Ha aeincTene

Betula pendula RS

Oleogel-S10: TexHonornyHo MHOBaTMBHA NeKapcTBeHa (hopMa, KOATO ChAbpXKa
ot TBO TpUTEP oT bpe3a, KbM pa3nuyHy eTanu ot
3apacTBaHEeTO Ha paHuTe

EdpekTi Ha TpTEpnEHUTe OT Gpesa AKTUBHUTE CHCTABKY B KOMBUHALMA CbC CMLHIOMEA0BO ONNO
prity

oBpasysar re,

P pakuren
KOHTPONMPAHO CTYMYMPaHE Ha UNTOKMHUTE, YMaCTEaLM Npn
3apacTeawero Ha panuTe.

Oleogel-510

Ipepynara ce B CTepniHa TYGUKa 32 €AHOKPATHA YNOTEGa
EerynuHosa kucenuHa 2,4%

FemT MOe A2 ce MpWAaFa oT RaUVENTa (W oT MeAMIANEKH
cneunanncr/obrpmiaaLso ue)
Oneawonosa kucenuxa

Nyneon 2,4

Eputpoauon 0,5

1. Ebelng . ot al. PLoS On. 2014:9:086147. 2. Schwiager-Brel A, ot al. Dormalol Thar. 2019,32(4) 612983, 3. Laszczyk M, o al. Planta Mod. 2006,72(15)-1389-95; . Ko JS, ot al. rals
201920350, 5. UPAC ios-igoidbook T d danuary 2022

Kakso npeacrasnsizat TepneHuTe?

TeprneHuTe ca apoMaTHWUTE Macna, OTKPUTU B pacTeHUATa, NnogoseTe, GUKnUTe N
uBeTATa, KOMTO NPUAABAT YHUKANEHUAT UM MUPUC U BKYC.

B “cTopusATa NpUNoXKeHUsA Ha TepneHnTe ca OTKPUTU NPU ernNTAHKW, BaBUIOHLMK,
PUMNAHM, MbPLM, €BPEUN U KUTALM.

OB6WUOTO MEXAY BCUUKM TE3U KyNTYpU €
M3N0N3BAHETO Ha eTePUYHM Macna U
TepneHoBM eNemMeHTU B MeauLMHaTa.
TaxHaTa ynotpeba moxe Aa ce
npocneau ao Apesex Ervner, kbaeto ca
6111 M3NON3BaHM KAaTO apomaTU3aTOpPn
npy PeAMrnosHun uepemonmnm. Cneam ot
TepneHu uma u npes Xl B., korato
apabute BbBexAaT Kamdopa B M3TouHa
EBpona, NpeAMMHO 3a nleveHue Ha
6onka.

Oleogel-S10 (Tputepnenu ot 6pesa)
B/INSIE BbPXY €CTECTBEHMA NPOLLEC Ha
3apacTBaHe Ha paHuTe

3apacteanero
Wa paHuTe
npemuHasa

npes 4 cragus!

TIpU NPeAKNMHMNHM NPOY|BaHWS € AoKa3aH edhekTLT Ha Oleogel-510 (TpuTepneHy or

Gpesa) BbpXy 3apacTBAHETO Ha paHwTe

BLINATEHME 24} HoBA
v
Mpexonwo Moaynupare Ha TBKAH
weRvaTopiTe v Murpaug v omn

Hours Daye

RAHOBA
BAPUEPA

Petonenmpane na xoxata

iopagu anepeHuaLA Ha

L EbelingS, et al. PLoS One. et —
505, Woallo U, ot al. 6 Scwieger-aril A ot a. Dermatol T s

OcBeH ye mupuwat Aoﬁpe, Te3u CbeAUHEeHUA OCUTYPABAT NON3U 33 NCUXUKATA U
Tenata Hu.

Cnopeg, HeBponora 1 u3cnegosaten UTbH Pyco, TepnenuTe ,Morat aa
NPOM3BEX/AAT CUHEPTUA MO OTHOWEHME Ha IEYEHUETO Ha GONIKa, Bb3naneHue,
Aenpecua U TPeBOXKHOCT.

Russo E. B. (2011). Taming THC: potential cannabis synergy and phytocannabinoid-terpenoid
entourage effects. British journal of pharmacology, 163(7), 1344-1364. doi:10.1111/}.1476-
5381.2011.01238.x
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CtumynupaHata gudepeHumaums Ha KepaTMHOLUMTUTE BOAM 40

06pasyBaHETO Ha HOBA KOXHa Bapuepa

N Kpaitna Andepenumauma I e "™
——

iR
B e )
229

L /

TE-
Woelte Ut 3! et

BETYNUH
18-Tn BEK, repMaHO-pycKus xummk MoxaH Tobunac JlosuLy
BeLuecTBo OT YUCT pacTUTeneH npousxos /TputepneH/ Koeto
npuaasa Ha 6pesosata Kopa TUNUYHKA 6An LBAT. Npeanassa
6pesuTe OT BAMAHMETO Ha OKO/IHATa CPEeAa KaTo eKCTPEMHM
TeMNepaTypu 1 CIbHYEBa CBET/IMHA, a CbLUO TaKa M

npeanasea oT BpeauTenu.

BavsAHMe Ha TpuTepneHuTe oT 6pesa Bbpxy
3apacTBaHeTOo Ha paHuTe — 06o6LieHmel

Mo yacos Mo ceamuuy

Moaynupate Ha OGpasyatie Ha HoBa
Bb3naneHueTo enuaepmanta 6apuepa

Mpexopo woaynw

eauatopure na
5, L&

S oo
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beremagene geperpavec svdt noctura sHauntenHo nogobpexue npu
EBD 3a3/1paBABaHETO Ha paHuTe (100% 3aTBapAHe) cpaBHeHO C nnauebo

MbAHo 3aTBApAHE Ha panuTe NPu 31 nauvenTa Ha 3 1 6
Mecety

Hali-4ecTTiaT cumnToM Ha EBD e NlecHo HapaHRemaTa Koxa, pH KORTO ce 06pasysaT MexypH, pani,

BTOpHUHM UHDEKUMM U Genesu. 6 8 7 [0
; R — 0 65% » 0 oo,

PRNATE MOTAT 72 2 MATKI WA ORGHH, TPYAHO Sa3FPAOTIaLN W1V HE J33GPIBSTALN BLOSUE, KAKTO W A CE OTEIPAT OTHOBD CTER SpEe:

OcBen KoWaTa MOraT 4a GbAAT 3aCErHaTH BLTPELWHM OPraHM W CUCTEMM, HANPUMED O4M, YCTHM, TUT, ypuHapeH TpakT beremagene beremagene
geperpavec svdt Gepuputedy svdt26.

CaeH UaMIECKUTE CUMTOMA, NALIMEHTHT C EBD 1 B/V3KHTE i, KOUTO OATaT IPUXH 32 TAX, CE HYWIAAT OT CEPHO3HAA EMOLMOHANKA , S2yIpABARAT HAMLO 0, Saypansegnaige,

26% ==

Bk pakik NpH naupenTTe C EBD TPAGBA A3 Ce MPHEMaT CepHOSHO, T.K. BCAKa ea beremagenclgeperpavec beremagencfseperpave
PaHa 61 MOr/1a /ia Ce YC/IOKHH KATO Ce MHBEKTUPA Uik KaTO Ha oHa Ha paHaTa ce. Crap Ha

e crHoLenynapeH KapuHOM
pas uenynapen Kapu npoyuBakeTo Ha 311 mecey Ha 671 mecew

Hali-uecTuTe CTpanHuHM peakumm(>5%) Ca 6unn Cbp6ex, 3auepBABaHe, OGPHE, KALWAMLA U Xpema.

Omocno €A | pertaAcherea Pesymatn — fszoe O6obuenve.
‘geperpavec svdt? o ‘geperpavec svdt
\mportant Safety Information _Prescribing nformation Impertant Safety nformation  Prescribing Information

Mpeaw v cnep TpeTupaHe ¢ beremagene geperpavec svdt— npu mMasku, CpefiH1 1 ronemu
paHun

| EBD e reHeTuuyHo 3abonsBaHe, NPUYMHEHO OT
MyTauma Ha reH, HapeueH COL7AT1

Nausenr B
Cpeawa para

Bere or s

Nawien D Fonawa paa.
rps6
Buspacren wu

oL IO . s oo oussce o 1o RRMTIb w1 e Acrarm o R

mun ¥ i Pawo brapacnia
(type wewa
Toite Eure PUBPMAM, KOUTO oMaraT 3a Tor i cﬁgnxwuwwmu 3aKOTBAWM UMM, pH
cevpy: mat > K€ < TAGJIAT PECHO NPH TPUEHe.
- I TIpH ManKw, CPeAHM M ronemu pam, beremagene geperpavec svdt nocTura msaHo
l F 3aTsaprwe Ha parmre.
BAXHO!
— beremagene geperpavec svdt ren TprGsa Aa Ce HAKACA OT MEALIHCI NEpCOHA,
Nauyienrire He TTpAGea 4a pasavpasar npespbaKara 3a 24aca, KKTO W A3 TANAT W Neuar panara
mportantSafety Information  Prescribing nformaton important Safety Information  Prescribing Iformation
beremagene geperpavec svdt e nokanHa Tepanus, koato foctasa Hos COL7AT OT paHuTe, NeKyBaHu ¢ beremagene geperpavec svdt, KOWUTO ca 3a3gpaBenu Ha 31
reH AnpekTHo B paHuTe npu EBD, 3a Aa nognomorHe 33a3paBABaHeTo Ha paHWUTe mecel- 67% (14/21) 3ana3BaT CbCTOAHWMETO CU U Ha MeceL, 6
- e
s S -

T ; . 67%

‘\\ —
- =~ 1 70% » MK aHa/w3, NPOBEAEH CRER NPHKNOYEAHETO Ha

-] 1 33Y% oo a3 e s i oo
0 . U - ecei 6, 53 5 ce el ooueHTa va B
R S = S o
|
—_— —_— —_— Skin treated with _ 20%
e,

beremsgene epepaec st st o COLTA sens oo Socronue ™ St Sropsor

‘AocrasA Hos COL7AT AMPEKTHO B ‘8BIMOXHOCMIMA Ha KAemKume da ennaepmmca 3 ‘Aepmara " o beremag Placebo

s ooseendom pobomes woparen VI nasasener wogpaaners o

s e naront i s
El

| 3a3gpassABaHeTo Ha paHuTe ¢ beremagene geperpavec svdt e u3nuTaHo B | beremagene geperpavec svdt ce Tonepupa AOBpe OT yuacTHALMTE B

KAMHWYHO npoyysaHe (GEM-3 study) npu nauueHTn c EBD

npoy4ysaHeTo
LlenTa Ha NpoyYBaHETO @ NbAHO 3a3ApaBABaHe Ha panuTe (100%).
' Mpoyssanero sxnovsa 31 naurenTa va sv3pact o 1 70 44 og, C » Leima va mpoyiBaHEro € Mo Sapacrease wa pawTE 33 nEPHOAGT 6

oMW W1 PeuECHSHa Gopa Ha EEL  wecein
» T ek nauHeHT ce MaBHPAT A OEOGHYH Pas, Karo egHara ce R —

Tperupa ¢ beremagene geperpavec sat,  Apyrara- ¢ nnauego . WAL, AKD paATe e NGAOSPRSET, AEUENIETS TPOAB TGS,

N Crless npUKIOUBaHE Ha OCHOBHOTO Npoyusane GEM-3 study, naumenTute Most common side effects in 31 people treated with beremagene

i swamoHOGT 7 Mo & Open Label Extnsion study” geperpavec svl HUTO eppun ysacrimk ve

npeKpaTHA NeveHueTo ¢

Side effects Number of people (%) beremagene geperpavec svdt
HAYAIO PAHHA OLIEHKA HA PAHUTE ITb/IHO 3A3/IPABABAHE HA PAHUTE nopaay CTpaHHuHy edeKTH
Itching 3(10)

chills 3(10)
Pava 1 Pava2
Tpetupa (0)@] Tpetupana 3 mecey 6 Mecely Redness 26
wach cnnayeso
beremagen Rash 2(6)
e m
eperpavec emecemrirol Cough 2(6)
The O Eae fgiension sty was destgned to assess lonterm saety
RPERE v " " v kS Runny nose 2(6)
ImportantSafety Information  Prescribing Informtion important Safety Iformation  Prescribing formation
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| Neyenue c beremagene geperpavec svdt

beremagene geperpavec svdt ce HaHacsA IOKa/HO BEAHBK
cep , 32 fa He 3a3 eTO Ha paHuTe

CamO MEAMUMHCKO JLE MOXe Aa NPEATMILE W NPUIOXM beremagene
geperpavec svdt

MMa cneupanim ycioBuA 3a NPUrOTBAHE 1 ChXpaHeHue Ha beremagene
geperpavec svdt

bereméagene geperpavec svdt res ce HaHacA Ha Ma/IKM Kanuuuy, KOMTO ca
Ha Pa3CTOAHME OKONIO 1CM @/Ha OT APyra Ha M3GPaHK paHM, 0BpasyBaiiki
TBHBK DU/IM C/IeA KOETO paHaTa ce NpeBpb3sa

CTaHAapTHO NPeBpPb3BAHE MOXE Ja Ce MPUAOXKM 24 Yaca C/lef, NpeBpb3KaTa
¢ beremagene geperpavec svdt

/AoKocBaHeTo Ha paHuTe TpAbBa Aa ce M3GArBa, HO aKo Takosa BCe nak ce LhE
CNyum, ce NpenopbYBa 0BNMBAHETO Ha paHaTa C Tevala Boza 3a noHe
15MuH

PhueTe TpAGBA A3 Ca YMCTH, A CE M3NONIBAT CTEPUIHM PHRABMIM 1
CTepUnHM npeapb3aKyt

Important Safety Information  Prescribing Information

MmyHoTepanua Ha nokanHo asaHcupan Ca spinocellulare npu EBD

cbe Cemiplimab. oBeUko MOHOKTORaHO aHTHTA HacoveHo cpeuly PD-1 peuenTopa. Tepanuara
Som 0 AW TpeNABREMOCT 1o T- AN BOUTATE 20 AN 13
cucTema. BCreACTEHE Ha TOBA C@ NOATUCKA AMPEPEHUMALMATA U NPOAMPEPaUMATa Ha
Tymopare kneris

| NeueHune c beremagene geperpavec svdt

beremagene geperpavec svdt UMa MaKCHMa/Ha CeAMMIHA A403a,
8 32BUCHMOCT OT Bb3PACTTa Ha NALMEHT

32 nauent ua snspact an 3 o N

. MaKcumazHaTa ceammina A0 b
e t6mL Y

svitrene 08mL

\ . beremagene geperpavec saren
o\ KA, Ha PISCTORAH OT T K. Ha woBpar b,
|\ T G CReA KoBTO ce B TR

Important Safety Information  Prescribing Information

CAO Kypc “MyATUANCUMNAMHAPHU MEAULIMHCKN N CECTPUHCKU TPUXK
3a nauueHTn ¢ EB” kbM MeanuuHcku YHusepcutet MneseH
MneseH, KnuHnka No KOXHW 1 BeHepuyecku 3abonasanus, YMBAJS] - MneseH

| Cvapasate Ha neveben nnaH ¢ beremagene geperpavec svdt

Tlopaau MaKCHMANHATA KyMY/IATHBHA CEAMMHHA 032 € BL3MOXHO beremagene geperpavec svdt aa e
6b/3€ HaHeCeH BLPXY BCHUKN PAHH ~32€HO C NEKYBALIA NEKaP Ce H3TOTBA NaH 3a fIeveHHe Ha

NPHOPHTH3MPaHH paHu

Crbnka 1 Crbnka 2 Crbnka 3
Wabupane wa Execeaminino Hanacame Ha Wasupane va
npwopTem 32 seperp pann3a
neenme pasn svat

nevenme

BaxHO € 42 Ce NPOAB/TKM EXECEAMMIHOTO /IeeHMe A0 MLHOTO 3a3APABAEAHE Ha PaHNTE.
Cnea ToBa MOe A3 Ce 3GEPT HOBU PaiH, Ha KOHTO Aa Ce NpWAara neyeHwe.

Tlpu nponycKake Ha 403, T0 TA TPAGBA A Ce NPHEME BB3MOKHO Hali-CKOPO, C/IEA KOETO Ce.
3an048a GpOEHETO Ha Creasauy 7 A

Important Safety Information  Prescribing Information

1403
VTETIMANE BiVIEm “-.I-Mdh-'-ud!i*

Management of cutaneous squamous cell carcinoma in

patients with epidermolysis bullosa: best clinical practic
guldelines
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PabotHa cpela Ha lpynata no 6yno3nu gepmatosu kbm B/, naumeHTn ¢ 6ynosHa
enuaepmonusa, AnnaHc no peaku 6onectu u Mpod. D. Murrel, X-HaunoHaneH
KOHrpec Ha 6barapckute gepmartoseHeponosu, Codus, 3.11.2023 r.
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BPOAEHN NXTUO3U - KNACUPUKALNA

I ic forms of ited i l
s ' 1

X-linked i y [ (with) |

- RXUI = syndromic presentation

- Ichthosis follicularis-atrichia-

BPOﬂEH I’l I’IXTI’I 03“ photophobia (IFAP) syndrome
- Conradi-Hinermann-Happle
syndrome (COPX2)
i 1 X 1
- Prominent hair Prominent Fatal diseases course Other
abnormalities neurologic signs “Gaucher syndrome type 2 associated
NBeauna NopgaHoBa Nenermopdone || Srperaon || e ™ || o

(NS) syndrome (SLS) deficiency (MSD) -KID syndrome
- Ichthyosis hypotrichosis -Refsum syndrome - Cerebral dysgenesis- - Neutral lipid
syndrome (IHS) (HMSNa) neuropathy-ichthyosis- storage

- IHSC (ichthyosis- - Mental retardation- palmoplantar disease with
hypotrichosis-sclerosing pathy 'ma (CEDNIK) ichthyosis

) sy deaf v - Ichthyosis
- Tric ophy - -Arthrogryposis-renal prematurity
(TTD) = not assoc with ichthyosis- dysfunction-cholestasis syndrome (IPS)
congenital ichthyosis keratodermia (ARC) syndrome
(MEDNIK )sy

OEPNHNLUNA
YecTo cpewaHn XTmosmn

* [eHeTUYHO XeTeporeHHa rpyna BpOZEeHU
3a60n15aBaHNA C yBpeXAaHe Ha KepaTUHU3aumuaTa
Ha ennaepmmca. - Ichthyosis vulgaris
* [pofABABaT ce HEMOCPEACTBEHO OT paxaaHeTo! - X-CBbp3aHa UxT1o3a
* Hait-yectte MoHoreHHU 3abonasanusa - 1 : 250 —
1:300 000
* OnucaHu ca BCUYKM TUMOBE Ha yHac/neasaBaHe no
MeHpgen
* B Hawu pgHn — [. ce noctaBa u4pe3 [eHHO

CeKBeHMpaHe — MAeHTUGUUMPaAHe Ha HOBM reHM
npu BPOLEHa UXTMO3a.

XAPAKTEPUCTUKA Ichthyosis vulgaris

* K/IMHWMYHO ce XapaKTepmsmpar ¢ reHepanmnsvpaH

epuUTEM N KOXHa AeCKBamauua, npeacraBeHa C ° A'D' yHacneaasaHe, Wmpoka BapVIa6VU'IHa

HeobuyaitHa AebennHa Ha poroBUsA CNOM, PasANYHO €KCnpecmMBHOCT
KauyecTBO M/IM KOIMYECTBO Ha 0BpasyBaHUTe CKBaMU, * YecrtoTa 1:250 - 1:1000
WAV HapyLLEHa KMHETMKA Ha KepaTUHOLMTUTE. « MyTauma B MonekynaTa Ha profilaggrin u

* TpomeHuTe ca CBbP3aHM C Bb3NaseHne Ha KoxaTa, filaggrin (pesyuMpaH Wan HambAHO NWNCBa)
nopaam HapylleHaTa KoxHa 6apmepHa GyHKUmA. * MpPoABA Ha ATONMUEH AEPMATUT U ADYFH

* 3abonsBaHMATa MMaT Pa3NMUHA TEXKECT U KAMHUYEH aTONWUHM NPOABM B 25-33 % OT NaLneHTUTe
KypC. .

MponBAaBa ce CbC CyXa KOXa B MbPBUTE HAKOJIKO
Meceua caes paskaaHeTo

» [obpa nporHosa — nogobpeHne npes NeTHUTe
meceum, B nybepTeTa

* YecTo ce cbyeTaBaT C U3BBHKOXHU NpU3Haun n
CMMNTOMU — CUHAPOMHU nxtTmosu!

[OunarHosa:
BPOJEHM UXTUO3M - KNIACUGUKALIMA Xuerononio
mnscnegpaHe -
I Non-syndromic forms of inherited ichthyoses ] KOMMNAaKTHa
i L I ] opTOKepaTo3a u
Common Other forms S
Ichtinjoses recessive ichythyosis (KP1) | - Loricrin keratoderma (LK) Jinceauy
- Ichthyosis - i "
v:lﬁnvis [Ile l(:':zvl)wi v:rr-y;x;l’-':k(et’:\‘;)’de"n : rpaHyno3eH cnon
- Recessive X- . iny di
linked chthyosis -congonmatretiosr * B ennaepmnca
(RXU) - N‘on ichythosiform erythroderma
syndromic (CRIE)
l - Keratosis linearis — E}'IeKTpOHHO'
ichythyosis congenita =
keratoderma (KLICK) MUWKPOCKOMNCKO
Minor
Major types variants ‘Major types Minor variants uscnengaHe -
-Harlequin = Self-healing - Epidermolytic | | - Annular epidermolytic -
ichthyosis (H1) collodion ichthosis (€1) ichthyosis (AE1) . a6HOpMal‘IHM
-lamellar baby (SHCB) - superficial - Ichthyosis Curth-Macklin (ICM)
ichthyosis () - Acral SHCB pidermolytic -AR Epi ytic ichthyosis KePaTOXnaMHHN
Congenital - Bathing suit ichthyosis (S€1) | | (AREY)
ichthyosiform ichthyosis - Epidermolytic naevi rpaHynM
erythroderma (CIE) | | (Bs1)
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Ichthyosis vulgaris

X-CBbp3aHa UXTNO3a

* [lnarHo3a — xMcTonaToNoOrM4yHo —
XMnepKepaTosa, peayumnpaH rpaHy103eH ciomn

* Jlunceat ANarHOCTUYHU eNEKTPOHHO-
MWKPOCKOMNCKM NPU3HaLM

* M3mepBaHe Ha cTepona-cyndartasHaTa
aKTUBHOCT B nieBKouuTUTe (Apmncyndatasa C
TecT) Ha 6oNHMTE U HoCUTeAUTE

* He ce Habnogasa nogobpeHue ¢ Bb3pacTTa

W.M.M., Ichthyosis vulgaris

ABTO30MHO-PELECUBHM
BpoaeHn nxtnosu (ARCI)

Major types:

v’ Harlequin Ichthyosis

v Ichthyosis lamellaris

v Erythrodermia ichthyosiformis congenita nonbullosa
Minor types:

v’ Self-healing collodion baby

OcHoBHU Buaose ARCI (Major types)

P (Mpyna Ha Ichthyosis lamellaris)

YecroTa 1:2000 ao 1:6000
pakaanua Xlinked ichthyosis « bonectHoct 1:200 000
3acAra camo MbXKKU non, .
YKeHUTe ca HocuTenn 57 g ? 175 geoe '.\ - 1'300 OOO

o ' - ' * LLlecT pasnnNyHM reHHN
MyTauma B reHa OTroBopeH ’ L ,u,ed)eKTa, cpes, Kouto
3a CMHTe3a Ha eH3nma M
Creponacyndatasa STS B str. Hau-4ecCTo CpellaH e
granulods)um Ha enuaepmumca . ,u,ed)eKTa Ha reHa
- TpaHchopmmpa
xonectepon-cyndara TGM1, otroBopeH 3a
xonectepon. L] q q CUHTE3a Ha eH3MMa

X ¥ Transglutaminasa-1
. nss:;u:HgT%mg;qegmo Q Fermale carvier ARecred make yyacTBall, BbB
Nominann 1 YT BOAM A IS $opmupaHeTo Ha
KOpHeozecmo3omure. porosusa C10M Ha
enuaepmuca

(30-40 % oT cnyyauTe)

PeTeHUMOHHa xMnepKkepaTosa

leHHU gedektn npu Ichthyosis lamellaris

Bua namenapHa XpomosomeH nokyc | 3acerwar ren Aedexren npotent Redexr
wxtosa
[ TeM1 Hapy!

14q11

NPOTEWHM U IMNMAY B Str.cormeum

2434 ABCAL2 Ha
AaMeNapHHTe Tenua n NpeHacAHeTo Ha
nunwguTe
E 19p12q12 FL139501 o protei Hapyuwen
enuaepmaniuTe nunMam

[ 17p13 ALOX128 12R-lipoxigenase [lsaTa eHsuma B3uMaT yHacTHe &

ALOXE3 Lipoxigenase-3 MeTaBoNuTeH BT, KpUTUNeH 3
enuaePMANHUA NMIMARH
merabonmuzbm

KnnHnyHa nsasa
DUHM CKBaMU U NIeK epUTEM B MbpBUTE
ceaMnLM Ces pakaaHETo;
XapaKkTepHu TbMHOKadaBU pombonaHu
CKBamu OT Bb3pacT 3-4 meceua,
PasnoNoXeH! No KokaTa Ha TPYHKyca n
€KCTEH30PHUTE NOBLPXHOCTU Ha KpaitHuLuTe,
JINNCBA 3acAraHe Ha MHKU.

5933 ICHYN Ichthyn ThaHcmempareH npotent
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Ichthyosis lamellaris

* KAMHWMYHA KapTUHa — epuTpoaepmus,
eaponamenosHa feckBamaums,
XunepkepaTosa, ducypu, nunceat 6ynu

* Hali-Te)kKkuns KanHudeH ¢eHotun — Harlequin
fetus

* [oBeyeTo OT NALMEHTUTE NPW PaXKLAHETO Cca C
KapTuHaTa Ha Collodion baby

HARLEQUIN ICHTHYOSIS

!r N

T.K.M, 1,5 roannun

MyTauma B reHa TGM1

NlamenapHa nxtnosa L1

WU.M.MN., x. 1 pen, NneseH

JdedeKT B reHa TGM1
NamenapHa uxtnosa L1

—

Mymauusa e 2ceHa TGM1 —

JlamenapHa uxmuo3w

T.K.M, 3 gHu, m, I.Mutpononus,
MneseHcka obnact
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Dedekt B reHa ALOX12B
JlamenapHa nxtmosa L5

®.M.B., 5 gHun

®.M.B., 2 meceua

CM.C.7 aHn

ARCI Minor types —
Self-healing Collodion Baby
* [leTeTo ce paxkaa 06BUTO B Npo3payHa

uenodaHonogobHa uuna.

* To MoKe fa 3aBbpLUM C IeTaNlEH U3X0A, B MbpBUTe
[HW OT XXMBOTA Ha HOBOPOAEHOTO, BCNEACTBUE
pecnupaTopHu MHPEKLMM 1 cencuc

* TemnepaTtypeH MHTONEPAHC - NOPaAM 3anyLwBaHe
Ha OYKTYCUTE HA EKPUHHUTE MOTHU 3K/1e3n

* [lexugpartauus u xunorepmms
* 3ary6a Ha Terno
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W.B.1., 1roa, Self-Healing Collodion Baby

12 anu, Self-Healing Collodion

KepaTuHOMatnyHu
BpoaeHu nxtnosu (KPI)

OcHoBHU Buaose (Major types):

v Ichthyosis epidermolytica

v MosbpxHocTHa Ichthyosis epidermolytica

v’ Erythrodermia ichthyosiformis congenita bullosa
BtopocteneHHu Bugose (Minor types):
v Ichthyosis epidermolytica — AHynapeH T1n

v Ichthyosis Curth-Macklin

v Nevus epidermolyticus

1.B.W., 21 guu, Self-Healing Collodion Baby Ichthyosis epidermolytica
(Erythrodermia ichthyosiformis congenita bullosa)

* ABTO30MHO-AOMMWHAHTHO yHacneaABaHe

* leHeTU4HU myTaumm B reHnTe KRT1 m KRT10 —
KepatuH 1 n Kepatun 10

* BpoaeHa eputposepmua

* [ofABa Ha NOBBLPXHOCTHWU MeXypU 1 epo3nn

* MexypuTe ca pa3nonoxeHu B obnacTta Ha
CNWHO3HMA CNOW HA enuaepmMuca

* [MoTorHOMOHMYeH GpeHOMEH - AKaHTOKepaToIM3a
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Cnep, 9 m. nevenue c Acitretin

EnnaepmonnTMyHa xmnepKepaTosa
(AkaHTOKEpaTONMN3a)

HE, YB.X40

CMHApPOMHU dopmm
Ha BPOAEHW UXTNO3M

C KOCMEHM aHoOMaIn

v CuHapom Ha Netherton

C HEBPONOrMYHM aHOMaNUK

v CuHapom Ha Sogren-Larson
v CuHapom Ha Refsum

C Apyrv acoummpaHm npusHaLm
v'KID syndrome
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CuHapom Ha Netherton

* Syndroma Comel-Netherton - Comel npe3 1949 .
Netherton npes 1958 r.

* PajKa aBTO30MHO-peLLecMBHa reHo4epMaTosa B rpynata Ha
BPOAEHWUTE UXTUO3N

* BpoaeHa uxtnosndopmeHa eputpgepmus (erythrodermia
ichthyosiformis congenita) nau Collodion baby.

* aToNW4YHa AuaTe3a npeacrtaBAlla ce C XpaHUTeNHU anepruu,
CeHHa Xpema U aCTMma

*  peuMAVBUPALLM KOKHU UHPEKL MK
* 33aBULWEHM HMBA Ha IgE
* 3abaBeHo ¢pusMyecKo passuTHe

A3.n,6r.

CuHapom Ha Netherton

* TeHHaTa myTaums, B SPINKS reHa (5932).

* 3aryba Ha aKTMBHOCTTA Ha KOAMPAHWA OT TO3U reH
npoteuH - lymphoepithelial Kazal-type-related
inhibitor (LEKTI).

* lMpexaeBpeMeHHa Jerpagauma Ha
KOpPHEeo4ecMo30MUTe B npoLieca Ha
[AecKBamaums Ha envaepmuca

* Jluncara Ha LEKTI Boau o yBpesa Ha 3awMTHaTa
dYHKLMA HA KOXKaTa, KOeTo ynecHsBa
neHeTpaumATa Ha 6akTepuanHn, rMOUYHU U
TOKCUYHW MNPUYUHUTENIN N aNEePreHn B Hes.

Trichorrhexis
invaginata

A3.0,6r

CuHapom Ha Netherton

* MNayuneHTUTE C TO3U CUHAPOM UMaAT
CENIEKTUBEH aHTUTANO AedULUT KbM
HaKTepManHUTe NoM3axapuam, NOBULLEHO
HWBO Ha IgE 1 18G4, HUCHK BPON KNETKK
ectecTBeHM youiium (NK) 1 yBenmueHn HuBa
Ha NPOUHOGNAAMATOPHU LUTOKMHM (IL-1B, IL-12,
TNFaq, IL-2, IL-19), KaKTo B cepyMa, Taka U B
KoxkaTa. Bcuuko ropecnomeHaTo obycnass
NPOMSHA B KOXHUA MUKPOBMOM npu
naumeHTUTe cbe cuHapoma Ha Netherton

AN

,ﬂ,Mal’HOCTMKa Ha BPOAEHUTE NXTUO3U

VI31cKBa MyNTUAMCUNNAMHAPEH NOAXOA (AEPMATO/NOT, HEOHATONON, MeA. FeHeTUK,
0odTaNMOIOr, OTOPUHOIAPUHTONOT, AETCKIU HEBPOJIOT U Ap.)

KOOPAMHMPEHE OT AepMaTo/ior, 3@ Aa Ce CbNOCTaABAT KIMHUYHUTE XapaKTePUCTUKK,
MUKPOCKONCKMTE W 1a6OPaTOPHMTE AaHHM 1 Aa Ce GOPMY/MPa ANATHOCTMUHA XMMIOTe3a NPy
BCEKWN KOHKpeTeH CﬂY‘Ial’l

XWNCTONATONOMNYHO 1 eNIeKTPOHHO-MUKPOCKONCKO M3C/1Ie/iBaHe Ha NaToN0TMYHO NPOMeHeHa
KoXa.

Tpuxockonua Ha KocmuTe Ha ckanna (Syn. Netherton)

TbpceHe Ha U3BLHKOMHM NPU3HALM (HEBPOIOTUYHI NPOABY, 3a6aBeHO GU3NUECKO pasBuTHe,
manpopmaummn

(o] Ta AuarHosa ) ce yc ypes ) U3cnegpaHe.
MyTauuu B ronama rpyna reHu, CBbp3samm ¢ AudepeHumaunaTa Ha KepaTuHouMTUTe 1
byHKUMATA Ha enuaepmantata Gapuepa. [IHK —MoneKyNApHNAT aHau3 e oT Non3a 3a
npeHaTanHa AuarHosa.

TeHOTUNHO-GEHOTUNHM KopenaLum

A3, 6r.

MOﬂeKy/'IHpHO reHeTUYHOTOo n3cnenBaHe,
Next Generation Sequencing (NGS)
B AMArHOCTMKaTa Ha BPOAEHUTE UXTUO3UN

i Yot ot b

Roke of mokecular testing In the b
madtidinciplinary diagnostic sppeoach
of kb

!
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n

JleyeHune Ha BpoAEHUTE UXTUO3MN

* ToHacToAlLEM He e OTKPUTO Kay3anHo feveHne

M JleyeHUeTo e CMMNTOMATUYHO

. B HeoHaTanHata BB3PACT ONACHOCTTA OT Pa3BUTUE HA CENCUC € UBKTHYUTEHO
ronfAma v Hanara no-AbAbr I'IpeCTOVI Ha HOBOpPOAEHWUTE B HEOHATONIOTUYHUTE
OTAENEHNA 33 NPOBEXK/AAHE HA CUCTEMHO aHTUBUOTUYHO NIeYEHME, BOAHO-CONEBA
pexuapartauuma u i.v. npunoxeHue Ha humanalbumin, IVIG.

*  CMHAETM M 0/na 33 NOYMUCTBaHE Ha KoxaTa, coaa bukapborar 3-6r/1 5. soaa,

aHTUcenTUYHU pasteopw ¢ chlorhexidine (MpUTUpaT M U3cylwaBsaT KoxaTa)

EMONMeHTHU 6ancamm 1 NOCUOHM C KepaToNUTUYHO AelicTeue ¢ 10 % ypes - Haa 2

rog,. Bb3pacT, 1 X JHEBHO, BbPXY OrPaHUUYEH! y4acTbUM /ANaHu 1 cTbnana/

Calcipotriol (Vit. D3)

JNokanuu petuHomam (Tasarotene)

CucTemMHuM peTuHonam - Acitretin — 0.5-1.0 g/Kg T. T./AHEBHO (CTPUKTHO cneaeHe Ha

KOCTHa Bb3pacT, MnuaeH npodun, YepHoapobHM eHsumu) npu ARCI — ches

HaBbpLIBaHe Ha 8-9 meceyHa Bb3pacT.

MatoreHeTnyHo NeyeHme (Thl Moaen Ha Bb3naneHue B KOXaTa Npu UXTUO3UTE)

BuonornuHa Tepanua — anti-TNF alfa, anti-IL 17, Dupilumab

3aKknyeHune

[euata c BpogeHU UXTMO3K YecTo BuBaT M30CTaBAHM 3a
ocuHosABaHe B AMCI[, nopagu nnawewmsa UM BbHLIEH BUA,

He3aBMCUMO OT HaMb/IHO HOPMAJIHUTE MM Bb3MOMKHOCTM 3a
YMCTBEHO pa3BWTME, TaM Te Pa3BMBAT COLMaNHa
onurodppeHus.

MXTMO31TE MMAT CUMNTOMATUYHO U NAaTOreHETUYHO NeveHue!

Mpu fo6pu exeAHEBHU FPUKN, NALUEHTUTE C UXTMO3N MoraT
4a 6bAaT coumanHo BrpagMmmn U 4a BOAAT NbHOLEHEH
HauYMH Ha >KMBOT.

e . m
e e ] Drpfaiied Knomal of
g g | L ] A Rare - =

MNew developments in the molecular 2,
treatment of ichthyosis: review of the literature
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NMPOEKT BUR-EB: N3MEPBAHE
HA COL{NAAHO-NKOHOMWNYECKATA
TEXECT HA BYNOSHATA
ENMNAEPMOAINSA B EBPOIA

feopau NckpoB

IpoexkT BUR-EB

+ 3MepBaHe Ha COUMAsIHO-NKOHOMUYECKaTa TexecT Ha GynosHaTa
enungepmonn3a B 7 cTpaHu oT EC (Wcnawus, ®paHuus, Fepmanusa, UTanus,
YHrapusi, ABCTpusi W BbArapusi) v CpaBHUTE/NIeH aHanu3 C JaHHuTe,
cb6paHu npeau 12 roauHu no npoekTa BURQOL-RD.

+ 3paboTBaHe Ha KapTU Ha MbTA Ha NayueHTUTe C Gyno3Ha enuaepmonusa
1 06yuYnTeNHU MaTepuanu 3a NauMeHTUTe N TeXHUTEe NPUApYXUTenu.

BUR-3B
b F & o FU

Z,
=0 2 ﬂ'eb';c;

CouMallHO—MKOHOMMYECKa TeXecCT
Ha BabolsiBaHUS (Burden of
disease)

+ CoOLManHO-MKOHOMUYECKATa TEXECT Ha 3abonsBaHMATa € QyHAAMEeHTaneH
nokasaTen 3a CbBPEMEHHOTO 06WECTBEHO 3jpaBe.
+ CoumanHo-nKoHOMMYecKaTa TexecT Ha 3abonsBaHuATa BK/IOYBA:
* Npekn pasxoau
« Mpeku pasxopu 3a 3gpaseonaseaHe (MPerneay, XocnUTanu3auuu, nexkapcTsa W ap.)
. ,Cprl)'M npekn pasxoan (6OMHOFNEAAY, COUMANHW YCNyru, 06pa3oBaTenHu ycayru u
ap.

* Henpeku pasxogu
+ Hamanesa wnn n3ry6eHa paboTOCNOCOGHOCT Ha nauneHTa

*+ \3MepBaHeTO W OUEHKaTa Ha COLMANHO-UKOHOMMYecKaTa TexecT Ha
pasnuuHnTe 3a6onsBaHWA NO3BONABA Ha 3[paBHUTE BRacTW W nnaTun aa
onTl paT npouecuTe Ha onp Ha npuopuTeTV U pasnpejgeneHue
Ha pecypcu B 3/paBeonasBaHeTo.

poexkT BUR-EB

* JMHFBUCTUYHO BasMaupaHe Ha CNeundUUHU MHCTPYMEHTU 3a OLEHKa Ha
KauyecTBOTO Ha XMBOT NpPU NauMeHTW c GynosHa enuaepmonusa u TexHuTe
npuapyxmTenu:

* Quality of life evaluation in epidermolysis bullosa (QOLEB)
» Epidermolysis Bullosa Burden of Disease (EB-BoD)

* MPOBEXAAHE H™ ~ntnmiin™n mnnuinnin o B2 ncanun  uni o cenTemMBpU

2024 r. e rer— w12 i bpraais g :

+ CbTPYAHUYECTBO W CneuuanHn 61arofapHoOCTU Ha:

IOpoexr BURQOL-RD (2010 - 2013)

.

*BURQOL RD

Bnaromapss 3a BHMMaHMeTO!

BynosHaTa emnmpepMolm3a Inpes

2012 r.

N3Bagka OoT 204 naumeHTU OT 8 eBPOMENCKM CTpaHu (BKAWYMTENHO 8
nauyueHTU oT Bbarapus U 5 nMua, KOMTO cCe rpuxat 3a TAX)

CpefHa roguwHa couuanHo-uKOHOMWYECKa TexecT Ha nauveHT e € 31 390
(€ 17 671 3a Bbnrapus)

NpekuTe pas3xoau 3a 3apaseonassaHe ¢opmupaT 18.0 % (20.3% 3a
Bbnrapus) oT obwata TexecT, ApyruTe npeku pasxoan 74.8 % (78.2% 3a
Bbvnrapusa), a Henpekute 7.2 % (1.5% 3a Bbarapusa).

— e =

Social/economic costs and health-related
quality of life in patients with epidermolysis m

bullosa in Europe
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bYAO3HA ENNAEPMOAINSA

Enena EHeBa

OPYCTPUPAHU NOTPEBHOCTU

B paHHa AeTcka Bb3pacT:

* 6esonacHocT

*  NPeaBUAMMOCT 1 yCellaHe 3a KOHTPO
*  CeH30PHO-MOTOPHA aKTUBHOCT

B no-kbcHO AeTcTBO:
*  coumanHa NoTPeBHOCT - Urpa C BPBCTHULM
* camocToATenHocT

*+  yTBbpPXKAABAHE B rPyNaTa OT BPLCTHULM

Mpes toHowecTeoTo:
* CaMOCTOATEeNHOCT

* coumanna notpe6Hoct
* ceKcyanHa notpe6Hoct

3AYYEHA BE3NOMOLLHOC

Mpes 1964 r. Cennrmar u Maitop oTkpysar, ue
UBOTHM, KOWTO He MOTaT Aa W3BATaT OT HenpuATHa,
6onesHeHa CUTyaums, octaBaT NacMBHM, AOPM KOrato
yenouATa ce npomeHsr.

o ChlyaTa peakuua ce NOTBLPXKAABA U NPYU XopaTa.

PE3UWIMEHTHOCT

besonacHo mAacTo — KpeBsaTye, KbT4ye, B KOeTO HUKOI He nputecHABa AeTeTo

MoAABPIAHE Ha HAAGKAATA, THPCEHE Ha HOBM NedeHMs

Mpago Ha M360p, AOPH 1 MATTLK — OTKbAE A3 3aMOMHEM NPEBBPIBAHETO — KPaK, PbKa, TPb6, KOpem?
Mo3BonABaHe Ha CaMOCTOATENHOCTTa, BBMNPEKN pUCKa

Pa3BuTMe Ha CUIHUTE CTPaHM, HACLPYABaHe Ha NPOAYKTUBHOCTTa

YdacTue 8 0BLIHOCT, AONPUHACAHE 33 HELLO NO-TONIAMO OT Cebe cH

TPABMA

TPABMATUYHO iii} [McounaumaTa sause Ha:
NPEXUBABAHE * TenecHa TemnepaTtypa, HUBO Ha eHepruaTa
* MNamerra
*  YcewaHeto 3a TANO, 33 Bpeme
+  Ocb3HaToCTTa 33 emoummTe
bescunune
+ 3a6aBA XpaHOCMMNAHETO, NYACa, KPBBHOTO
BesnomouwHocT
HanaraHe
BesHagemaHocT
,,3AMPB3BAHE"
[avcoumaums
-

3AKJTIOYEHUE

XpoHuyHoTO 3a6onfABaHe B paHHa [eTCKa Bb3pacT
3a/€7iCTBA NCUXMUHN 3ALUMTHU MeXaHW3Mu, KOWTO B
HAKOW CUTYaLMM MOTaT A1 NOPOAAT NAaCKBHOCT.

Xopata moraT 4a 6baaT M3BEAEHM OT TOBa ChCTORHME
upes n nc niHa
paboTa cbe 3aMpb3BAHETO U rHeBa.

XAPAKTEP

BCAKO UBO CHUIECTBO AKTUBHO AEHCTBA 33 33A0BONABAHE Ha NOTPEBHOCTUTE CH.

NCKAM - NONYYABAM - [OBEPUE

XPOHUHOTO 33607ABaHE B PaHHa ACTCKA Bb3PACT HAPYLLABA MPOLIECA HA 33A0BONABAHE Ha
notpe6HocTUTe.

VCKAM  mmm)

Tosa NpOMeHA ncuxMIHUTE cabp3aHM Che Ha

MOHEXE HAMA JATIO/IYYA  mmm)  HE VICKAM  mmm * (rHAB)

HE NOJIYYABAM ‘ HELQOBEPUE

MoBeAEHHETO Ha XOPaTa CTaBa M0-MACHBHO, PA3BUBAT OHAKBAHHA HAKOI APYT A3 33A0BOMM
NOTPEBHOCTUTE MM W CHNEH THAB, aKO TO3M APYT HE Ce CETH KaKBO UCKaT.

A3 HE MOTA A UICKAM, 3ATOBA TV TPABBA AA CE CETULL U OA MU TO OALELL

¢ y:
\

Wi

BJIATOOAPSA 3A BHMMAHVIETO\x‘

WHCTUTYT
MO PEAKU BOAECTU
www.raredis.orq

EneHa EHesa

abe
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HAYYHA CECWA
,PEAKI BOAECTW B EHAOKPIHOAOTNATA

» Psagvk cayyail Ha Xuno20HagompoNeH Xuno20Hagu3bivi
P. PobeBa

» OmkpuBaHe Ha pegkume KAUHUYHO 3HAQYUMU MyMOpU cpeg yecmume
HagobvopeyHuU uHUUgEeHmanomu
IN. KupoBa

» OmkpuBaHe Ha pegkume xopMmoOHOocekpemupawu mymMmopu cpeg yecmume
XUNOQu3HU UHUUgEHMaAoMU
M. MapkoBa
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PAODBK CAYYAIN HA XIIMOrOHAZOTPONEH
XNNOroHAZM3bM

Panuua PobeBa

KJIMHWYEH CJTYYAW
[ =75 il
(nmol/l) (un | qun (pg/ml) (pmol/l)
21 83 4

I-8a <0.7 1.0 8 AT 16/8/10 mm; NT
xocnutanusauns 16/8/8mm
G1 no Tanner;
Bes ot npu Y30 opraHu u Ha TOpY;
MN3: AUT3 - xunoTupeouaHa casa;
n C TecT ecTepu ¢ MHOTO 06bp edeKT U NOHOCUMOCT;
276 <0.7 0.9 AT 17/10/10 mm;

Cnep 5 roguun
T3T T 18/10/11 mm.
NT- enup. kucra ¢
AnameTbp 6 MM;
G5 no Tanner;
Azoocnepmus;

BbBEAEHUE

BpOﬂeHV]HT XUNoroHagoTponeH XunoroHaau3bM € psaako 3abonsiBaHe

KJIMHWUYEH CNYYAW
A
- IS
21 1.0

AuarHosata u neyYeHUeTo ce cpelua
4ecTo, HO nyﬁepTeTHaTa nHAOyKUumAa C
TECTOCTEPOH BOAM A0  afeksaTHa
BUpUnun3aumsa npu BCUYKU naymeHTu.
> lpu xenanve 3a cepTunuTeT ce

H

D0
POOL

nposexaa neyeHve C
PEKOMBUHAHTHU rOHaA0TPONUHMU,
KOETO MWHAyuupa crnepmaroreHesa

npu 64% OT nauueHTUTe U XMBK
paxganusa npu Hag 50% ot Tax (2).

i

2016 350)e2867

WHxmbun B | AMX V3[ Tectucu
(ORPHA: 238666), xapakTepu3avpallo Ce C HapyLUEHO MOroBO pasBUTHE (pg/ml) | (pmol/1)
nopaau XMnotanamo-xmnoduaHa AMChYHKUMS. I-8a xocnuTanMsauma <0.7 83 48 BT 16/8/10 mm; 1T 16/8/8mm
N G1 no Tanner;
> B nse TpeTn oT cnydauteé nauueHTUTeé ca CbC CUHAPOM Ha Kallmann Cnea 5 ropunm T3T 27.6 <0.7 0.9 AT 17/10/10 mm; NT 18/10/11
(XMNoroHafOTPONEH XWUMOTOHaAW3bM C @aHOCMUs), @ MpW edHa TpeTta - ce nm. 1T- enva, kucra ¢
AMameTbp 6 MMm;
HabniofaBa M3onMpaH WMAMonaTUYeH XWMOTOHaAOTPOMNEH XUMOroHaAU3bM ey A
(MXX) Cnep 2 rogunmn hCG+rFSH 18.74 152 21 AT 25/12/14; NT 35/17/17, 8
enuanaMma kucrta 9 Mm,
& OCTaHana CTpyKTypa 8 Hopma.
G5 no Tanner; Asoocnepmus;
Mpoavmxena Tepanua ¢ hCG+rFSH-> HacoueH 3a TESE > apeksatHa WH BUTPO
npoueaypa - 1 gete.
3 mcnep cnupane Ha 0.48 <0.7 <0.7
£ hCG+FSH
e Mpoabnkena T3T
‘, A : =
BbBEOEHUE KJIMHWYEH CNTYHAU
A A Deraoomry et 1144 M)
' » MMpun MbXeTe, 3aKbCHeHue B Testovteere ' " o xi'“m' Pt Tonat (MO
| | « P YA T

KJIMHUYEH CNTYYAU

» MaumeHT Ha 23 roguHn, noctenea B YCBAJIE nopaan nuncealyo nonoso
pasBuTHE, onepupaH Ha 6 — roavLHa Bb3pacT 3a KpUNTOpXusbM, 6e3 Apyru
3abonsBaHMs 4O MOMEHTa, HOPMarHo 06oHsIHME;

®A: 6ala CbC 3aKbCHSANO MOMIOBO Pa3BUTUE;

» AnpponoruyeH cratyc: Tanner stage G1; geceH Tectuc 1 mn, nsiB TecTuc
— He ce nannupa; neHunc — 6e3 JaHHu 3a xunocnagus.

» Exorpacus Ha TecTucu: geceH 16/8/10, c xoMoreHHa CTPYKTypa; Ha Bxoaa
Ha WHIBMHANHUSA kaHan B NsBO hopMaLus, Hail-BEPOSTHO TECTUC C P-pu
16/8/8.

» XopMOHanHW nokasaTenu — [AaHHM 3a W30NMpaH XWMNOroHaAoTPOneH
XUNoroHagusbM, 6e3 OTKIOHeHWs B Apyru nokasatenu Ha XX oc.

» MPT Ha xunodm3sa: 6.0.

b [

v

i males with
A

far putsertsl

L & o
B

e i TR T
| e

cnepmaroreHesa
Camo hCG 40% (95% Cl 25%-56%)
Kom6uHauma hCG+hMG  76% (95% Cl 68%-84%)

Kom6uHauusa hCG+rFSH  86% (95% Cl 82%-91%)
i Camo GnRH 76% (95% Cl 65%-86%)

JJ w_cem [ g
A

MpeanKTOpK 3a Heycnex: Manbk TeCTUKyNapeH obem W3XOAHO,
KPUNTOPXM3BM, aHOCMWA.
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A

=

ONCKYC

UgmonarkyeH XUNOroHaA0TPONEH XMNOTOHaNMS LM
B ChueTaHKE ¢ O6CTPYRTUENE A300CNePMUA

> Bonpeku ue c e MeToA 33 nedeHMe Ha UH(EPTUANTETA NPH MbiKe C
BPOAEH XMMIOTOHaAOTPONEH XMNOTOHaAU3bM, CIeABa Aa C& OTUMTAT U CHLTCTBAUMTE 3a60NABAHNS,
KOUTO MOKE A3 BOWAT NPOTHO3aTa Ha NALMEHTMTE.

NMPOBJIEMU

NMpoSnemu npes, NauueHTUTe ¢ peaxu Ganectu kare MX(:

> KypcbT Ha feueHue NpuU CTaHAApTHAa AO03MPOBKA CTpyBa Haii-manko 1300
nesa/meceuHo uam 31 200 neea/obuio camo 3a snekapcTsa 6e3 CToMHOCTTa Ha
KOHCYNTaLunTe U HEOBXOAUMMUTE N3CNIeABaHUA, KOUTO He ce noemar ot H30K.

q > Hanmue ca oY, npu Ha
MEeAMKaMEHTH, KOUTO MOKeE Aa 3aTPYAHAT NPOBEXAAHETO Ha NleyeHue.

[ » KbcHarta guarHosa u Te cou KK TpyA, “n T
TMTe 3a npu 6%, Te c UXX.
Heo6: ca ue UeHM ycunma 3a P AWarHosa U ajekBaTHO

neyeHne Ha wuHbepTuamTeTa npu  Mbxkete (okosno 400) ¢ BpoaeH
XUnore (ORPHA: 238666) B Bbarapus.

I e N

ONCKYCUA

[o] unoc P! paT npu
cboTeeTHO 61% 1 48% ot naumenTuTe ¢ UXX gopun
cnep roavku X3T ¢ TeCTOCTEPOH.

T yBenuuasa KOCTHOTO chopmMMpaHe, £2 Y [ E. -
upes npsik ecpekT Bpxy h B = S
ocTeobnacTuTe ocobeHo B nybepreta, a1 : R S

Kkato nelﬁcma OCHOBHO BbpXy -
TpabekynapHarta KocT;

E2 yBenuyasa KocTHOTO dhopmupaHe n
HamansiBa KocTHata peaopGumﬁ, Kkato
[e/iCTBa OCHOBHO BbPXY

KopTUKanHaTa KocT;

E2 Hamanssa anonTosarta Ha

ocTeouuTUTE M OcTeoGnacTuTe.

)

f
BJZIATOOAPA 3A BHMMAHI/IETd‘

www.raredis.org

Panuya Pobesa
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CBOPHWK C MPE3EHTALIN

OTKPUBAHE HA PEOKWUTE KANHI4HO
SHAYMI TYMOPI CPES, YECTUTE
HAJBbbEPEYHI NHLLWAEHTAAOMN

NBecma KupoBa

» OueHKa Ha pUCKa OT MaJIMFHEHOCT AunarHocTuyeH noaxon,

= o D e it 2000
= KT ¢ koutpactHo

abconioren washout > 60% abconioren washout < 60%

yeunsane oTocuTenen washout > 40% oTHocuTenex washout < 40%
mPT usomTencHn T2-06pasure T1 18 T2-06pasure
VCunBaHe Ha 06paza C/eR NPATONEHHETO Ha KOHTPACT
xomorexHocr, naaxn i HapaCTBaHe Ha paswepa 8 X042 Ha NPOCTeRRBaNE;
peGose VHTDATYMOPHY HEKPOSH, KPBOMSINEM, KaNUYHKATH, HHEa3UA 5 Chcensi

CTRYITYDH, HEXOMOTEHHO U XHNEPARHCHO ChABPHAHME

*®ur. 1 HagGuGpesen aenom

A
.l

“our. 2 GeoxpomouTom

Tumors. Eur Endocrin 3023189061642
“ iy asa(2334

Hap6b6peyeH UHUMAEHTANOM

£
R or

*®urypa 1: Hopmanen KT 06pa3 Ha HaaGLGpeshi waean

JKNE3K, OTKPUTa C/1y4aiiHO Ype3 06pasHO U3cnesBaHe, OCHILECTBEHO
10 NPUUMHK, KOUTO He Ca CBbP3aHN C NOA03peHNe 3a HapBbbpedHa
natonorua

» Yecmoma cped nayueHmu, nposenu KT:

* Bnepuopa 19821994 1.~ 0.3-1.9%

* NoHactosuiem — 4.4-5%

Bb3pacToBo pasnpegenenme

* Mon30ron. —0.2%

* 3070 ron. - 3%

* Han70ron. —10%

Mo-BMCOKa YecToTa Npy NawweHTy ¢ obesuTet,
3axapeH Anabert TMN 2, apTepuanta XunepToHmA.

Chatzells , Kaltsas G. Adrenal Incidentaloma. In: Feingold KR, Anawalt B, Blackman MR, et al., eds. Endotext. South Dartmouth (MA}: MDText.com, Inc.; May 28, 2024
“Cturtlik , Koranda P, Tichy T. linical Repub. 2014;158(1):23-34.

[unarHocTuueH nogxop,

» OueHKa Ha XOPMOHaNHaTa cekpeuna

OueHka Ha
CKPUHUH — KOPTU30N CRles eKCnpeceH GAOKax ¢ 1 Mr [leKcameTa3oH Nn.0.; CBOGOAGH ypUHEH KOPTU3ON; KOPTU30N0B PUTLM
NoTsbpipaasare Ha AKTX-Hesasucumoct — L AKTX, JIXEAC

cekpeuus

N.B. [100po6Ha aHamHe3a 3a cKopowHo Ha

> Jlexa aBTOHOMHa KOPTM30/108a CeKpewUs
(mild autonomous cortisol secretion, MACS)

NP HEMOTUCHAT KOPTU3ON CAEA eKCMPECeH —_
GNOKaX M MNCa Ha KANHUM4HY Genesn Ha —
XMNepKOPTU30N03bM.

v

Beuukw naumenTn ¢ MACS nogiexar Ha
CKPMHUHT 3 NOTEHUMANHY CBBP3AHM C
KOPTU30M CHMBTCTBAUY 3260NABAHNA.

Endocnnol 2023189(11 1. G2

o110 3390 cancers 5184735

Hap6b6peyeH MHUMAEHTANOM

A

» Yecmoma Ha

mymopu cped Hadl npocnedeHu 8

' YCBAJIE “Akad. MeaH lNeHyes” 6 nepuoda 1995 — 2010 2.
20 1% /1%

B XopMOHOHECeKpeTHpaLL HaABBPesieH aneHom

B /lexa aBToHOMHa KOPTM30/108a Cexpews (MACS)

= MaAsen curapom Ha KywwHr (ORPHA:443287)

= GeoxpomouuTom (ORPHA:276624)

 HaaGbGpeven kapuuHom (ORPHA:1501)

= Mupsiien anpocTepoHusbm (ORPHA:235936)

3%
6% |
' 87%

Hanbu6peun 4 otar,

O Meracrasa, KvicTa, XeMaTom, XeMoparis, aMWnOWAO33, CapKowA03a, TyGepkyno3a, abcuec

[uarHocTuueH nogxop,

> OueHKa Ha XOPMOHaNHaTa cekpeuna

OueHKa Ha andoc cekpeyua

CKPUMHUHT - cboTHOWeHue MPA (akTuBeH peHuH) / AnpocTepoH
B Tect - Tecr,
PnyApOKOPTHIOHOB TecT

 usmonoruen p-p, O6pemensBaHe ¢ HaTpWii n.0.,

N. B. [lod20mosKa 3a oyerxa Ha PAAC 4pe3 KOPeKLUA Ha GHMUXUNepmen3usHama mepanus!

Tabn. 10 a6/

- = — % —— (o]

Funder JW, Carey RM, Manterof, et al. The Management of Primary Aldosteronism: Case Detection, Diagnosis, and Treatment: An Endocrine Society Clinical Practice
Guideline. i d0i:10,1210/jc.2015-4061

Hap6b6peyeH MHUMAEHTaIoM

/ » Yecmoma Ha mymopu cped Haol
’ YCBAJIE “Akad. UeaH lNeHyes” 6 nepuoda 1995 — 2010 2.

npocnedeHu 8

2% 1% 1%
B XopmoHoHeceKpeTHpalL HaaGbGpeueH aneHom —>

« Komnnerc a Kapwin (ORPHA1359)

« Cunapom Ha McCune-Albright (ORPHA:S62)
« AKTX HE32BHCHMa MAKPOHORYAZPHE
xinepnnazua (AIMAH)

B Jleka aBTOHOMHa KOPTU30/108a cexpeuu (MACS)

/7
 Mansen cunapom Ha KywwHr (ORPHA:443287)

“WETIn 2T a
* Bonect wa von Hippel-Lindau Tun 2 (ORPHA:892)
B GeoxpomouyTom (ORPHA:276624) ——> |- HeapodwBponaosa tan 1 (ORPHA36)

- SOHD actyr (ORPHA25072)
Towana ua Kapw (ORPHA1355)
 Avana wa Kapr Crparasue (ORPHA: 97
B Hap6u6pese kapumHom (ORPHA:1501) \f Eale AR A CTos e O EHA S7200)

~Cunppom va Li-Fraument (ORPHAS24)
* Beckwidth-Wiedeman cunapom (ORPHA: 116)
 MpButen anaocTepoHmsbm (ORPHA:235936) | Cuiapom ua Lynch (HNPCC) (ORPHA:L44)
* MEH Tvn 1 (ORPHA: 652)

HanGuGpesn 4 o14r,

» OueHKa Ha XOpPMOHaNHaTa ceKpeuus nuarHOCTquH noaxon

OueHKa Ha cekpeyun

CHPUHIUHT — BPAKUMOHAPaHY METaHedPUHM B 24 1. YpUHa / CBOBOAHM NnasMenM MeTaredpuhy; N.B. Cred kpusal
U HeKPO3M, BUCOKA NTBTHOCT > 20 HU, pasmep > 4 cu.

O6pastu - , 30HM Ha

MoTebpAUTenH# 06pasHi uscreasarnn — 23-MIBG SPECT (aaGuGpeden deoxpomouuTom), #F-FDG PET (meTactatuuna Gonecr),
#9Ga-DOTA PET-CT (eoxpomouuTom/naparanrnom)

“®ur. 2 1/VIBG SPECT, FDG PET 1 DOTA PET-CT Ha meTacTarisen $eospoMouATon

@ur. 1 KT wa GeoxpomouuTom (apiws wa YCSANE]

ok, Tl
e o sl bl NEK2815

103-151 (0151, htps./dotra/10.1007/13139015.0331.7
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TepaneBTUuYeH nopxoa

y _ 4
pz e e 2o @ J e e y
'f/
BJIATOOAPA 3A BHVIMAHMETO\!

—

\

=

[-p Msecma Kuposa

%

3AKJTIOMEHUE

> KAMHUYHO 3HAMMMUTE XOPMOHA/HO-aKTUBHY 1 3N0KAYECTBEHY TYMOPH Ca PRAKOCT CPEA YeCTUTE HaAGBEpeUHH
MHUMACHTaROMM.

> Cebp3aaTa C Tax NOBUWeH 3260NIEBAEMOCT M CMBPTHOCT U3CKBA TAXHOTO BKTMBHO THRCEHE MPM BCRKM NALMEHT C
HapBLBpedEH MHUMACHTANOM.

>3a ep umy e noaxoa 1 exun
(HacouBawY crewnanvicT, 06pa3eH ANATHOCTHK, eHAOKPUHONOT, TEHETHK, XMPYPT).

N.B. Mlpeau HacouBaHe Ha NaLVEHT 3a OLEHKa Ha cexpeuns e Kopexuws Ha
Tepanua u npu T Ha Ha
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OTKPUBAHE HA PEOKWTE
XOPMOHOCEKPETWPALLIN TYMOPI
CPEQ, YECTUTE XUNO@U3HN
NHLWAEHTAAOMN

Muna MapkoBa

CBeToBHa niMTepaTtypa

ce
n1pu 0Ko10 10% om nauesmumMe, MOONOMeHU HO 06PA3HO
3a 2z

% PeTpOCneKTHBHO NpoyuBaHe 2:
> 61 naunenra (38 muae u 23 xenn)
> Cpepwa sb3pact = 5342 roguHy

> Nepuoa Ha npocnepsBaHe = 48+ 8 meceua

% Haf- 4ecTH NPUMHA 32 OTKPUBAHE Ha
bopmauumre?:

> TnasoGonue

> Ceerosbprex
> Cunkon .
» Wncynt

> Tpasma Ha rasata

P Anagnostits ; . Adamidou; S. Polyzos; Z. Efstathiadou; A. Panagiotou; M. Kita
2-Endocrinology Clinic, Hippokration Hospital, Thessaloniki, Greece, 2011

-

v

VHUMAEHTaNOMM Ha XMNOGU3aTa- TYMOPH, OTKPUTY CAYHARHO Npu
M3C/IefiBaHMA, HELENALM OTKPUBAHETO Ha XMNOdU3HA NaToNOrMs;

v

Pa3Ho06pasHa KNMHWYHA CUMNTOMATHKa;

v

Mo- ronAMaTa YacT ca HeyHKLMOHMPALLK, HO NPU HAKOU UMa
XOPMOHa/IHa CBPbXCEKpeuna=>

MPONAKTUHOM (ORPHA: 2965)

*  AKPOMEranua (ORPHA: 963)
BonecT Ha KywnHI (ORPHA: 96253)
TOHaAOTPONMHOM (ORPHA: 91348)
TCX-0M (ORPHA: 91348)

Al

> W3cne/iBaHmnA KaKTO B HACOKa XOPMOHaHa CBPbXCEKPeUUs, Taka 1 B
HacoKa XUMoMnUTYUTapU3bMm.

e

CeeToBHa iMTepartypa

“ TepanesTuuen noaxon 2> e S

> KOWCEPBATUBHO NeUeHHe- 52%  memmmp 1% Hamanasane wa paswepa
11% ysenwuasane wa pamepa

Ao — 48

“* XunonuTyutapusom->
> 12% npu oTKpuBaHe Ha popmaLmATa;

> 57% cnep oNepaTMBHOTO Nevenme;

* KaKBo MOMeM Ha B3emem 72

> Mo- ronamara 4acr oT HLMAEHTaNOMMTE Ha XMNOdMsaTa ca
HedyHKUMOHMpaLL;

> Cres, onepaus -> PeUMAUS u/ WA XHIONUTYMTaPUILM; .

> Moseuero or
He NPOrpecupar no pasmep u ca crabunkm.

P Anagnostits*; . Adamidou; S. Polyzos; Z. Efstathiadou; A. Panagiotou; M. Kita
2-Endocrinology Clinic, Hippokration Hospital, Thessaloniki, Greece, 2011

CBeTOBHa niuTepatypa

PubMed, Medline u Cochrane Reports 3a nepuoda 1965- 2013z.*

/ 0630p Ha HaysHu Ha
-1 <+ [IMarHoCTMKa-> NPEAVMHO ONNAKBaHMA OT CTPaHa Ha HepBHaTa

cHCcTeMma 1 o4HMA aHanusaTop

% AvarHosa va wipox ofxear’;

# XVICTONATON0MHa ANATHO3a C/le ONepauyts o NoBoA Xunodusen
uHUMAEHTaNIOM-> 80% aeHOMHN !

, New York, 20131

A R Laws Jr; Springer

L e

M3BagKa OT PbKOBOACTBO 3a KAMHNYHA NPaKTUKa

npy xunodusHu MHUMAeHTanoMM 3

Evaluation & Treatment of Pituitary Incidentalomas
Evaluation of Pituitary Function *

Canically Nonfunctioning

Micro- Macro-incudentaloma®
incidentaioma
Oopamine Surgery VFtesting® = Surgery
o M Hypopitutariam

Evaluation®

Repeat MRI &
Piuitary Function®, VF*

Tumor Growth, VF Abnormality

Surgery

Pamela U Freda et. Al, 20117

. CBeToBHa nuTepatypa

Ha6niogenus 1:

TpM PYTUHHO NPOCNEAABAHE PACTEN C TeueHMe Ha BPEMETO ce HaBnloAasa Npu okono 10 %
ot n24.% ot

% PacTex ¢ TeueHMe Ha BPEMETO M0~ UECTO Ce HaBAI0AABa NPU CONMAHM, OTKOAKOTO Ny
KUCTUUHM opmaLLm;

10% OT HOBWTE NaLeHTM ¢ cac

1 c Haii-uecto ce c
(NpU MBKeTe) W MHbepTUAUTT;
@ G oTkpTU Hali-uecto ca acumm , Ho

MOFaT A2 UMaT HEACHY ON/IAKBAHWA OT YMOPA U CEKCYanHa AUChYHKLY
XOPMOHa/IHa CBPbXCEKPELYIA- ONIMCaHM CAYHaM Ha XMNepNpPOaKTUHEMN
KOMN/ieKcHa OLeHKa Ha Te3N NaLMeHT! Pa3KPUBa XUNOGU3HM EHAOKPUHHA aHOMAnUH
NPy 0KO70 15 % v pakHa 3ary6a Ha 3peHMETo Npu okono 5 %.

New York, 20131

A dward R. Laws Jr ; Springe

KakBo o6e3aTesniHO Aa 3aNOMHUM...

» Mpy BCEKM NALMEHT € XMNOdU3eH MHLMAEHTANIOM CNesiBa Aa
Ce U3K/I0YAT XOPMOHA/HA CBPBXCEKPeLNA 1
XUNONUTYUTapU3bM;

Y noaxop 8 or
XOPMOHaNHUA CTaTyC U AaHHUTE OT HEBPOJIOTUYHUA N
ohTanMoNorMuHUA nperneau;

» MpocneaasaHeTo Ha NauMeHTUTe, HE3aBUCUMO AanK
bopmaumnTe ca cekpeTUpaLy UK He, CNeaBa A3 e PeryniapHo
v Aace or ekun.
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HAYYHA CECWA
,HEOHATAAEH CKPUHWHI 1 ANATHO3A
HA PEOKNTE BOAECTI B HEQPOAOTUATA’

» Mopdonozua Ha pegkume 6bopeyHu 3a6oaaBaHua — “Mukpokocvoc 8
uBemoBe”
0. AHaHueB

» [pegusBukameacmBa npeg yHuBepcanHuAa HeoHamaneH CAyXx08 ckpuHuHz B
bva2apusa
M. PyeB

» Landscape analysis of available European data sources amenable for
machine learning — eBponeucku npoekm ,,Screen4Care”
P. PailueBa

» ORPHANET Homenknamypa u knacudukauusa Ha pegkume 6oaecmu:
0CHOBHuU Hacoku
K. QumumpoB
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MOPQOAOIIA HA PEQKWTE BbBPEYHN
3ABOAABAHNA — “MUKPOKOCMOC B
LIBETOBE”

HOAuaH AHaHueB

7 P
. ) . ) B cnedsawyume muHymu we
eudume:
KOH (*)11 UKT HA UHTE peCVI ., Pedru® 6vb6peuru sabonsearus;
- 3 Ha Moppo. 01 e;
» EQuH 6'6p3 nozned . . . & ygemose u CeHKU

« Amunoudosa

b

- HIVAN u COVAN
+ Tenemuunu saborsieanus arneaxupauu IEM
« Jpyeu zener
- aHUS

Hu sabonsearus

+ He neknapupa KOHMVKT Ha MHTEpPecH.

» Take home message

»Pedku” 6L6peyHu
3abonsaeaHus

+EU - 3a psidko 3abonsieaHe
ce cyuma makoea ¢
pasnpocmpaHeHue He
noseve om 5 Ha 10 000 dywu —
e EC. — e

% - ue

aK xupypebm -USA/EU- 150 17 —e 3

o4akea 6uorncuYyHusi et wan] W o
cu omz0oeop . . .

L)

w 3HavyeHue Ha Mopgbosio2uyHOmMoO u3scsiedeaHe

:

’,—'—-&;‘———}' |
e - R
SR
- - ) J i
— Yy
‘ e - onpenens B A0 47% Kn. AMarHosa; * MpoTenHypus; j Ty
- - ‘4 \

- - - npomeHs TepanusaTa B 4o 41%; + He(poTUeH cuHapom; .
5 . ’ « onpepens nporHosara B Ao 51% * HedpuTeH ciHApoM; -
~ . KaK nam0ﬂ03 ume ce + acuMnTOMaTM4Ha Xematypus;
A - ap.

=

3 onumeam ,,0a usmucaam*

.

3HayeHue: WHdukayuu:
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Jdoxa3BaHe:

- PAS

« Congo Red

- Congo
Red /mosapusarus

- EM

L)

3HayeHue Ha MopghosI02U4YHOMO u3criedeaHe

)

Amunoudosa

+ ,PubpusepHa“ raomepyaonaThs ¢ pasmep Ha cubpuaure 7-12 nm;

» ET/Em: Haii-uectu AL, AA, ATTR, AB2m), « Mopdoaorus:

’ + Me3aHTHaAHA €KCIIAH3MS M OTAAraHe
+ 50-70 r; MiX=2:1; Ha e03UHOMHAHA MATEPHs,
+ MyATHIIACH MHEAOM,aBTOMMYHHH «
+ IMomo6Hu Ha ,IIMITIETa” OTAATAHHS HA
3a60AsIBAHUST, XPOHUYHH BB3MAAMTEAHU
IportecH, haMHAHM 3a60ATBAHUS; cpebrpra umnpernanusg u Congo Red;

+ [IeTI03UTH aHTaXKUPAIIH BCHYKH

+ Kaunmka: nporeunypus, XBH, GBOpeuHH CTPYKTYPH;

He(PPOTHIEH CHHIPOM;
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)
aﬁprmepna rAoMepyAonaTHSA

« He ammaonaHa raoMepyaorniaTHs ¢ pasmep Ha duGpuaure 10-30 nm;

« ET/Em: <1% OT BCHYKH GBOpeIHH
Guorcum;

+ Mopdoaorus:

+ [udysHa Me3aHTHAAHA €KCITAH3US

-+ Acoruupa ce ¢ MAAUTHEHH 3a00AsIBAHUS, HeratusHa 3a Congo Red;
mucnporennemusi, CAE, HCV; ’

+ MesanruasHa nposudeparus;
+ KAMHHEKA: IPOTEUHYPHH, XeMaTypHs, + MIITH;

xuneprensus, BH; « CerMeHTHa CKAEPO3a;

« Ilo 50% OT manueHTHTEe pasBUBAT

« Iloayaynust B 25% OT caydaure;
ESKD; i o o ey

EM -
XapaKTepucTuk
a

EM -
XapaKTepucTuk

L))

Eﬁponex'rrm TAOMEPYAOIIaTHS

. T Gyaap rIaTHs C M AHH 1 CYE AHH JIETIO3UTH OT
HUBPOHEKTHH

« ET/Emn: myranus B FNI rena Ha
pubponekTuHa; oraarane Ha FN B
TAOMEpYAH;

+ Mopdoaorus:
« AoByaMpaHe Ha KOHBOAYTA;
.+ 20-40T; + XuIOLeAyAapHTET;

+ MesaHruasHa U CyGeHI0TeAHA
+ KAMHHKA: IPOTEHHYpHSI, CKCIIaH3Us;
MUKDPOXEMATyPHsI, XMIIEPTOHUS,
GBOpeYHa HEIOCTATHIHOCT;

+ Hecnermduyaau ApyrH MPOMEHH;

+ CpaBHHTEAHO GaBHA ITPOTPECHST;

HMyHOTaKTOHAHA TAOMEPYAONATHS
« TaomepyaonaTusi MUKpOTyOyAapHu fenosury ot IgG ¢ pasmep Ha dubpuaure >30 nm;

+ ET/Em: < 0.1% OT BCHYKH GBOpeIHH
Guorncun

+ 50-60 r;
« HeusBectHa eTnosorus (!), Ho arperanus
Ha UMYHOTAOOYAMHU U (hOpMUpaHe Ha

MHKPOTYOYAH M aKTHBAIHMS HA
rommaemenTa; HIV uan HCV;

+ Mopdoaorusa:

« MIIpTH, MIITH, MH, HeraTuBHa 3a
Congo Red;

« Arpodus u pubposa;
+ JObAHUTEAHO JETIO3UTH —

nepugepHH HEPBH, KOPHEA, CTOMAX;

« Kaunuka: He)pOTHIEH CHHAPOM,
XeMaTypHsi, XUITOKOMITAEMEHEMHST;
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HIVAN / COVAN / APOL1 acouuuparu I'TT

+ Et/Em: 6u0peksT — ,pesepBoap® 1?!

+ HIV - 2.7-19.3 ®a 100 000 ayum xHa
roauHa;

+ COVID-19 - ?;

- Kaunnga: nporeuHypus - Texxka, OBH,
HehpPOTHIEH CHHAPOM,
MHKPOXEMATyPHsl, OTOLLH;

- Mopdoaorus:
+ Koaamcua TAOMEPYAOIIATHHA
- OCTC;

+ MuKpokucTHYHa TyOysapHa

AMAQTALINS;

+ VHTEpCTUHUIMAAHO BB3ITAACHHE U

OTOK;

« CpaoBeTe He Ce aHTaXKHparT...Ho...;

Cunzapom Ha Alport u GoaecT Ha ,, T'BHKHTE

meMbOpaHu*

+ Er/Em: MyTaly B TeHH KOAMUPALIHA
a3, a4, uAu a5 BEpUTHTE Ha KOAAreH
Tun 1V;

- KAMHHKA: XeMaTypHus, IIPOTEUHYPHS,
XBH;

+ Mopdoaorus:

« Hopma:

+ 0 M: 370 £ 50 nm
+ 02K: 320+ 50 nm

+ 0 150 nm npu paxaase, 200 nm Ha 1

T

- 11! Hax 50% <200 nm

N® Haxogka —
C-OM Ha
Alport

84




https://vcv.raredis.org/

CBOPHWK C MPE3EHTALIN

BoaecT Ha Fabry

+ AusosomHa GoaecT cBBp3aHa ¢ AedHIUT Ha a-galactosidase A enzyme (aGal), Bogema 1o
HaTpynBaHeTo Ha Hepamun (GL3);

+ Mopdoaorus:

« IleHecTa LMTONAA3MA HA IOJOLMTHTE,
AMITHTHH TPAHyAH;

Et/Em: ycraHoBeHH ca >500
MyTalHH;

15-40 r r; M>X;

+ MesaHTHAAEH XHIIEPIIEAYAAPHTET;
» MyATHOpPraHHO aHraXKHpaHe — ChpLe,
LHC; + EHIOTEAHH KACTKH — AMITMIHH TPAHYAH;
« TyByAM M HHTEPCTHLMYM - AUITHIHM TPAHYAH,
« IIporuoza-M - XK.; Ty6y: P 4 A pany:
hubposa;
+ Cb0Be — aHTrXKUPAHH OT AMITH/HU IPaHYAH;

- Kannuka: XBH; + EM - "se6poBunau dpurypu®

Take home message!

HoO YACT OT IIATOAOTHSTA, HO ITBK SHAUHTE:

v T ca a wact ot Heposormsita. TE
CBHIIECTBYBAT!

v TlpefocransiiTe MbAHM KAUHWYHM M AQGOPATOPHM JaHHM Ha Bamute natososu! TE OMPEAEASIT 40% OT BAIIATA
AMATHOSA! (ranmure, He 1aToA03uTe)

¥ [luarnosara 3a CEXKAaACHHE HE BUHArH € cratuiHa. TS CE MPOMEHSI!

VI e 1 npu cBoute 1 Ha cn. BT E TIO-
BAMEH OT EFOTO HH!
v W naxpas . . . BBAETE HENPHMHPHMH K'5M CEEE CH H CBOSITA TIO/I'OTOBKA H TIPELIEHKA!
Co Kp2amo O ce dobasw, a
K240 HAMA KRGO O Ce npemaxpe.

Anmoar dvo Cenm-Exgionepu

HUS / aHUS / TMA

+ ET/Em: Haif-4ecTH MyTalluH B + Mopdoaorusa:
AATepHATHBHUSI BT Ha KOMIIAEMEHTA
- CFH, CFHR1-5, MCP, CFI, CFB, C3;
KOGAAAMMH HAU C-Ma Ha KaryAalusTa;

+ KanmuasipHM ¥ apTepHasHH TPOMOGH;

+ OTOK Ha eHJoTeAd;

+ Mesanruoausa;

- Kannauga: OBH, nporeunypus, + Octpo TySyaHo yBpexaane;
XeMaTypHs, CHCTEMHO 3acsaraHe (?); « Iy6aupane na 'BM;

« ®ubposa u arpocus;

Aumepamypa:

+ Swanepoel CR, Atta MG, D'Agati VD, Estrella MM, Fogo AB, Naicker S, Post FA, Weame N, Winkler CA, Cheung M, Wheeler DC,
Winkelmayer WC, Wyatt CM; Conference Participants. Kidney disease in the setting of HIV infection: conclusions from a Kidney Disease:
Improving Global Outcomes (KDIGO) Controversies Conference. Kidney Int. 2018 Mar;93(3):545-559. doi: 10.1016/j.kint.2017.11.007. Epub
2018 Feb 3. PMID: 29398134; PMCID: PMC5983378.

+ Herera, G.A. (2019). Fibronectin Glomerulopathy. In: Trachtman, H., Herlitz, L., Lerma, E., Hogan, J. (eds) Glomerulonephritis. Springer,
Cham. https://doi.org/10.1007/978-3-319-49379-4_51.

report/it

+ hitps:/h kd 5386(15)01039-2/f 1
+ hitps://www thelancet.com/doilstory/10.1016/pic.2021.05.27.108770
+ COVID-19 and Glomerular Diseases, Klomiit, Nattawat et al. Kidney International Reports, Volume 8, Issue 6, 1137 - 1150

+ hitps:/h htmi

+ hitps://bmenephrol.biomedcentral.com/articles/10.1186/512882-019-1451-6

« hitps 10.1186/s1 123

¢
WUHCTUTYT
MO PEAKU BOAECTU
www.raredis.org

BITATOOAPA
3A BHUMAHMETO!

85




METHALECETA HALIMOHAAHA KOHMEPEHLINA 3A PELKIA BOAECTIA 1 AEKAPCTBA CUPALIN

NPEAN3BNKATEACTBA MPEA
YHNBEPCAAHINA HEOHATAAEH CAYXO0B
CKPWHWHI B bbATAPUA

Memop PyeB

o YHuBepcaneH HeoHataneH Cnyxos
CKpuHUHT (YHCC)
* Craptupa IX 2015 roa.

* MIHWUMaNeH cnyxoB CKPUPUHWUHT 3@ BCUYKM
HOBOPOZEHU METOAA HA PErucTpupaHe Ha
0oTOaKycTM4HU emucun (TEOAE, DPOAE).

* Re3ynTaTsT OT M3C/eaBaHeTo ce oTpasAsa B U3
Ha HOBOPOAEHOTO KaTo TeKCToBM dopmat
(Enukpusza).

* Heobxoammo e aa 6bae B aurutaneH dopmat
(H3KMC).

é’(*& screen

&

3a KakBO CTaBa Bbnpoc?

* YecToTa Ha BPOAEHUTE CYXOBU YBpEXKAAHUA
~1+3/1000 3a pM3noNorMuHNTE OTAENEHMSA 3a
HoBOpoOAeHU 1 ~2+4/1000 — 33 MHTEH3UBHUTE
otaenexus [JCIH, 2000].

* CnyxoBw yBpeXaaHWA — NepMaHeHTHa ABYCTpaHHa uau
eHOCTPaHHa, 3ByKONpPMEMHa Uu 3BYKONPOBOAHA
3aryba Ha cnyxa, cpegHo 30+40 dB naum noseve 3a
yectoTHaTa obnact ot 500 go 4000 Hz [JCIH, 2000].

* BcMYKM HOBOPOAEHM C TakaBa 3aryba Ha cayxa aa
6baaT OTKPUTKU B Hal-paHHa Bb3pacT [JCIH, 2000].

fﬁ; screen

& MBAN »Tpakna“ rp.Crapa 3aropa -

PesyntaTtu
FopuHa Hosoponesd UNHS %
2015* 136 128 94,12%
2016 520 395 75,96%
2017 505 407 B0,59%
2018 523 454 86.81%
2019 505 423 83,76%
2020** 2126 201 88,94%
[o -} 2415 2008 B3,15%

*IX-XI; **1-1X (6e3 1I-111)

Uig screen

Pa3BuTHe Ha rosopa

* [leuata CbC CIYXOBM YBPEXKAAHUA, OTKPUTU B pe3ynTaT
Ha NpoBeseH HeOHaTaNeH CNYX0B CKPUHUHT, UmaT 2.5
nbTM No-406po pa3suTMe Ha roBopa npes nbpsute 5
rOAMHM OT }KMBOTA, CPABHEHMU C AeLa CbC CAYXOBU
YBPEKAAHWUA, KOUTO He ca BUAKN NOANOXKEHM Ha
HeoHaTasIeH CIYXOB CKPUHWMHT, T.e. MPKU KOUTO
Hama/ieHWETO Ha C/lyxa e OTKPUTO crief 6-meceyHa
Bb3pacT.

[Yoshinaga-Itano et al., J Perinatology., 2000]

* OcBeH TOBa e A0Ka3aHo, Ye cnabute, HO
NepcucTUPALLM CYXOBU YBPEKAAHUA Y AeLiaTa BoAAT
[0 3a6aBeHO pa3BMTUE Ha roBopa v peuTta. [Ross, Volta
Rev., 1990]

fﬁ; screen

" LLANOCTHa ayAMonorMyHa AmarHocTunKa

* B cnyyait Ha yCTaHOBEHW OTKIOHEHUS OT
HOpMaTa, Ha poauTens (HacToiHMKa) ce gasar
yKa3saHuA 33 He06X0AMMOCTTA OT U3BbpLLUBAHE
Ha KOHTPOJIHO M3C/IeZBaHE Ha C/lyXa Ha
HOBOPOAEHOTO M Ce HAaco4BaT KbM YHI-
cneunanuct 8 YHI-otaenenme/knnnuka lll
HMBO Ha KOMMETEHTHOCT.

* BERA TecT — 06eKTMBHa aygMoMeTpus.

Uig screen

AneKBaTeH CYXOB CKPUHWUHT

* Ha cerawHus etan oT pa3BUTUETO Ha MeAMULMHCKATa HayKa
€[ MHCTBEHaTa Bb3MOMKHOCT 338 PaHHO OTKPUBAHE Ha
BpOAEHaTa rMyxoTa e BbBeXaaHeTo Ha YHCC.

* BbBexpgaHeTo Ha noBcemecTeH M agekBateH YHCC e
OTroBOpHa 334a4a OT HALUMOHA/IHO 3HaYeHue.

* CpegaHata Bb3pacT Ha Cl npu geuara gocera belwe
OTHOCUTE/IHO BUCOKA NOPAAM IMNcaTa Ha CKPUHUHT. C
BbBexaaHeTo My oT 2015 r. cpegHaTa Bb3pact Ha Cl ce e
HaManuna, HoO He e AOCTUIHANA KeNaHOoTo HMBO!

¢ EdEeKTMBHOCTTa Ha NPOBEXAAHWUA CKPUHUHT TPA6Ba
nepuoaMYHO Aa ce NPoBepsBa Ypes NpeasapuTesHo
Cb3faeH 3a TOBA NPOTOKO.

*‘v“’Q screen

.
e AQEeKBaTHO ABYCTPaHHO
cnyxonpoTesmpaHe

Dunsmbrary byr | Sing Hparg Sidy u Ve ety
Wernan T

Py 3204

P

"Q screen
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& HaBpemeHHa KoxneapHa
MMNNaHTaUms

* MHAMKaLMM Npm Jeua: TeXKKa U MHOTO TEXKKa
3aryb6a Ha cnyxa (70+90> dB) 1 nunca Ha ycnex
cnef 6 mecela afeKBaTHO CIYXONpoTe3npaHe;
MRI Bb3MOXHO Hait-paHo; CT Scan Bb3MOXKHO
Hali-KbCHO Npeau onepauuaATa.

* MHAMKaLUK NPU Bb3PACTHU: TEXKKA U MHOTO
TeXKKa 3aryba Ha cnyxa (70+90> dB) ¢
ANCKpUMUHauma <50% npu 65dB rosopHa
ayaAMOMETpUA C ABYCPUYHU AYMU.
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bron Ha AbNGOUMHA Ha BbBEKAAHE HA €N1EKTPOAA CPelly AUCTAaHLMA Ha NaTepanHara
CTeHa NPU MaNKM, CPEAIHN 1 FONeMU KOXNEN.

screen

o

CnyxosB LeHTbp

* 2013 —[MbpBaTa KOX/I€apHa MMNAAHTAUMA B
MEBA ,,Cs. UBaH Puncku Yypgoteopeu” Ct. 3aropa
(MedEl)

* 2014 — Tpakuiicku LleHTbp no KoxneapHa
MmnnaHTaumsa kbm MBAJT ,,TPAKMUA“ CTapa
3aropa cbC cbaencTameTo Ha Rhur University
Bochum

* 2015 — Nbpeua BoneBridge B8 Bbarapua (MedEl)

* 2018 — MbpeuaTt naumeHT ¢ Cl npu SSD (MedEL)

* 2020 — MbpBKAT NaumeHT B bbarapusa cbe Slim J
Electrode (AB)

s. HALMOHA/HA KOHOEPEHLMA 3A
[IKV BONECTM U NEKAF IPALY
13-14.X1.2024, N/IOBAVB
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‘ XV HAUMOHA/HA KOH®EPEHLUA 3
PEAKI BONNECTM M NEKAPCTBA CUPALIA,
-14.X1.2024, N/I0BAVB

Crecrenve Ha Scala tympani Ha 180°

o

Cl - ocobeHoCTU

* Knacuuecku 4OCTbMN Ypes MacTOMAEKTOMMUSA U 3a4Ha
TUMNAHOTOMMSA C M3MON3BAHE HA MOHWUTOPUHT HA
nuuesus Heps (Neurosign 400).

e [locTbn Npes KpbINoTo npo3opye 6asnpaliku ce Ha
npuHUMnuTe Ha Hearing Preservation Surgical
Technique (Havenith, Sarah et al., Otology &
Neurotology: 2013 34 (4): 667-674).

* Bb3MOXKHO Hali-AbNI6OKO BbBEXKAAHE Ha e/1IeKTpoaa
(complete cochlear coverage) npu ronam nsbop Ha
e/IeKTpoAM CbbtogaBaliku:

-UHAMBUAYANHOTO HaManeHue Ha Cnyxa;
-MHAMBUAYaNHATa aHAaTOMMA Ha KoxsenTa:

XV HALMOHAH,

Ro Stenvers (Cochlear View)

screen

‘. XV HALMOHA/HA KOH®EPEHLIUA 3
PEAKN BONECTM 1 J PALY
3-14.X1.2(

ko

Audiology
Neurotology

The Size of the Cochlea and Predictions
of Insertion Depth Angles for Cochlear
Implant Electrodes

Bemard Escudé® Chris James® Olivier Deguine® Nadine Cochard®  Elias Eter®
Bernard Fra

Clinicyon Pasteus, *Department of Otolaryngology-Heed and Neck Surgery, CHU Purpan, Toulouse, Frarce

screen

Cl - epeKTUBHOCT Ha pa3xoguTe

» KoxneapHaTa MMNAaHTaumMs He camo nogobpssa
KauecTBOTO Ha KMBOTA, HO W BOAM [0 3HAUUTENHU
MKOHOMMYECKM NOA3M 33 NALMEHTUTE B
pabotocnocobHa Bb3pacT v 3a HaLMOHaNHaTa
MKOHOMMKa, KaTo Te3u Nnosi3un HaaBuLaBeaT obLute
pasxoAu 3a camaTta KoxneapHa umnnaHtaums (Eric
Monteiro al., 2012).

* To31 MIKOHOMUYECKM eDEKT e Hal-OTYET/IUB, aKO
MMMNIQHTUPAHETO Ce U3BbPLUM NpU AeLa:
-nog 2 roguwHa Bb3pact (Heide Schulze-Gattermann et
al., 2002), 0606eHHO
-nog 18 meceyHa Bb3pact (Yevgeniy R. Semenov et al.,
2013).

PEOKW BONECTU U NI PCTBA CUPALLY

screen
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Cl npn AHL n SSD

*  WHaukauun npu geua
1 CTYAEHTU:

* [pepgumcTeo npu

NloKanusaumaTa Ha sl

3BYKa, YyBaHe 1

pasbupaHe B WymHa

cpepa v nosaussaHe AL, sy

Ha Wwyma B ywmre! FTA, prose i

BRI

okt gap  wE1AR I

PTA ™ nr
FTA 80 548 8811
PIRE il

tilad deairwns AL awymsswery hosssy e
wrTag

cn.ng,21r, 132019

HALMOHANH, m
M BC TEKAF 1
1 C Ve

www.trakiahospital.com

e-mail: petar.rouev@mail.bg
Knuhuka no YHI bonectn, MBA/1 TPAKUA — Crapa 3aropa

screen

BTopuyHUM XOnecreatomu cnep,

KoX/Z1eapHa MMnNAaHTauuA

* OCHOBeH HeAoCTaTbK Ha CynpameaTanHUAT 4OCTbI e
Bb3MOXHOCTTa 3a 06pasyBaHe Ha BTOPUYEH
Xonecteatom

* Bb3MOMKHO e OCTpaHsABaHe Ha MaTpMKca Ha
XO/IecTeaToMa CbC 3anasBaHe Ha eNekTpoaa U
umnaaHTa (EKCTpakLma uam ekcTpysus Ha enektpoaa!)

Bvaewm npeancemKaTencrea:
leHHa Tepanual

AAV1-hOTOF gene therapy for autosomal recessive deafness: a single-arm trial
Jun Lv et al., The Lancet, Published: January 24, 2024
Autosomal recessive deafness , caused by mutations of the OTOF gene, is

characterised by congenital or prelingual, severe-to-complete, bilateral hearing
loss.

A single injection of AAV1-hOTOF was administered into the cochlea through
the round window.

Six children for AAV1-hOTOF gene therapy (1 received a dose of

9x 10! vector genomes [vg] and 5 received 1-5x 1012 vg)

All participants completed follow-up visits up to 26 week.

Five children had hearing recovery, shown by a 40-57 dB reduction in the
average auditory brainstem response (ABR) thresholds at 0-5-4-0 kHz.

AAV1-hOTOF gene therapy is safe and efficacious as a novel treatment for
children with autosomal recessive deafness.

screen

e i

* [loBcemecTeH HeoHaTaneH CAyxoB CKpUHUr = npes 1-a mecel,

¢ LlAanocTHa ayAMoNnorMyHa oueHKa Ha Aeuata oTnagHanum ot
MbPBOHAYA/IHOTO TECTyBaHe =P /10 Kpas Ha 3-a meceLl.

¢ PexabuauTtaums u cayxontotesmpaHe = He No-KbCHO OT 6-A mecel,
(PaHHOTO 3ano4BaHe Ha pexabunuTauuaTa e npeanocTaBska 3a
NOCTUraHe Ha MaKCMMa Ha IMHIBUCTUYHA U KOMYHUKATUBHA
KOMMETEeHTHOCT)

¢ KoxneapHa umnnaHTtaumsa < okono 1-sarta roguHa.

* UNHTepaucumnaMHapHo obrpuxksaHe = B Te4eHMe Ha Meceum u
rOAMHM C aKTUBHOTO Y4acTMe Ha LIeIMAT €KMN OT C/TYXOBUA LEHTDHP,
HO U CbC CbAENCTBUETO Ha CEMENCTBOTO Ha C/IYXOBOYBPEAEHMS.

screen

o

screen

&

N3Bogm

* Camo Ypes OTrOBOPHOTO NpOBeX/AaHe Ha HeoHaTaHNA
CNYXOB CKPUHUWHT MOraT fja ce NoCTUrHaT Aobpu
pesynTaTv Npu nocnesBallaTta Koxn1eapHa MMNAaHTaumA.

¢ YcnexwsT Ha Cl 3aBucu or:

-Mpu peuara ycnexa oT KoxseapHaTa UMNAaHTaLMA
3aBMCU Hall-Beye OT y4aCTUETO Ha POAUTENnTe B LeNNAT
npoLiec Ha CNyxoBO-peyeBa pexabuauntaums.

-Mpw Bb3paCTHUTE OrPOMHO 3Ha4YeHune 3a ycnexa ot
Kox/JleapHaTa UMNAaHTaLMA MMa IM4HaTa MOTUBALIMA Ha
nauueHTuTe.

screen
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LANDSCAPE ANALYSIS OF AVAILABLE
EUROPEAN DATA SOURCES AMENABLE
FOR MACHINE LEARNING — EBPONEINCKMI
MPOEKT ,,SCREEN4CARE"

Panuua PaiveBa

Results (1)

> Databases’ profile

Joata n health related registries{
330 unique replies, reflecting the same
number of distinct databases

Over 80.0% (n=269) of the databases were still
active, with approximately 60.0% (n=191)
established after the year 2000 and 71.0% last
collecting new data in 2022.

18 (16.7%) expressed a direct willingness to
contribute to the project by sharing their
databases. Among them, an equal split
between pro-bono and paid services was

|
wostiatnformationsyster | ECEE
sctronicmedicalrecorss | | | | N
stecroricheatnecorss | |
| cannot answer

This s a lassified information

2

2% 0% 0%
tribution of the databases characteristic by type of data the

s operating with (the overall percentage exceeds 100%, ©Observed
because this was a semi-closed enumerated question) (n=629)

Bulgarian Association for Promotion

48
SCREEN & Qo' ileition tna sciuncs | BAPES

Part of Screen 4 -
Care WP 1.2

Aim
to identify ke
mapping European rare disease databas
to ML-ba: screenir
izational, FAIR a

Slic Health

29 - 30 CENY

p. NACH

Challenges in mapping European
databases, relevant for ML-based
technologies in terms of organizal
legal principles: scoping review

. Kostader Kestadeon'

Wrap-up
(1) ensuring better data quality, sustainability,|
funding, and g a of rare disease’
registries;
(2) establishing ~and
ompliant databases; and
ing the legal framework for
orthy data collection, access, uses, and

) suigarien Association for Promotion

Qo Baucarion snd Seienc  BABES

maintaining  FAIR-

§ coor e

Results (2)

»> Databases’ profile

Patient registry
Clinialregistry 24.2% (n=80) national, 10.0% (n=33) regional,
88% (n=29) European, and 55% (n=18)
international registries coordinated in Europe.
The frequency with which a database was
updated varied extensively: 155% (n=51) of
respondents perform the action once per
month, 6.4% (n=21) once every six months, 5.8%
(n=19) once a year, 224% (74)
information using another interval approach,
277% (n=9) could not provide an answer, and
47.3% (n=156) did not respond.

Epidemiologicalregistry

Has a biobank
Pharmacological research;
Healthcare planning
Economic evaluation

I cannot answer renew

% 20% 0% 60%

tribution of the databases characteristic by type of the registry
(the overall percentage exceeds 100%, because this was a semi-
closed enumerated question) (n=416)

@) sulgerian Association for Promotion

SCREEN Qo' ileiticn tna scivnce | BAPES

First

landscape analysis of available
European-wide data sources amenable
for ML and their usability for Rare
eases screening, in terms of FAIR,
legal, and business considerations

Second

will be proposed to

provide a better understanding of the

health data ecosystem - acces:

sharing, interoperability, legislation,

etc. - to inform Screen4Care Project
tasks of further steps.

Bulgarian Association for Promotion

: Qm Bucation and Soience  BAPES

Results (3)

. > Databases’ profile

Clnical data [
Diagnosis / confirmed diagnosis " .
O o e The median number of new cases introduced
Medications/Therapy in the databases over the previous year of

Genetic data

| ] observation was 110 (31; 400) by 38.5% (n=127) of
Medical history, inclucing PROM -
]

the respondents.

The median number of observations / cases
in the databases (321%, n=106) was calculated
to be 966 (300, 6888).

The median number of active cases / patients
included in the databases (43.6%, n=144) was
reported to be 1,400 (251; 5,893).

In 33.0% (n=12) of databases, information
concerning the patient's death was collected.

Operations/ other interventions
Imaging studies: X-ray, MRI
Neurological assessment{
oevices / type and collected parameter
Health services |
Administrative and billing data|

tribution of the databases characteristic by type of data
categories included (the overall percentage exceeds 100%, because
this was a semi-closed enumerated question) (n=1013)

Bulgarian Association for Promotion

48
SCREEN ,;1 (@ of Baucation and Science  BAPES

Materials and methods

4

L4

Statistical

analysis

iptive statistics
Bayesian models

Study design

Cross-

Settings

Geographical scope
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Results (4)

The FAIR section of the survey aimed at evaluating the degree of adherence of the
responder’s databases to the pre-defined FAIR principles.

»> FAIR-ness

Overall adherence to FAIR principles - a total
of 25 (17.9%) reported full compliance with all 4
components, while more than half either could
not provide an answer (n=56, 40%) or indicated
that the FAIR principles were not being applied
on the site (n=23,16.4%)

Only 2 (1.43%) revealed partial database
compliance, specifically in terms of findability
and accessibility.

Genetic data

Data n health related regitries {
Electronic medical records |

=
Hostitalinformation system L
0% %% 0%
Proportion of FAIR-ness by type of registry

Posterior distribution of the estimated proportion of overall

adherence to FAIR principles by the type of the databases Y Bulgarian Association for Promotion
SCREEN -4 Qm Raucation and Science  BAPES
AcanE'd
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Results (5)

Eectronic helthecords |
Hospitalnformation system

Eectronic medcalrecords

Geneticdatabase | @
[P m—
0% 20% 40% 60% 0%

o5 7 e s s Majority of respondents (n=31, 51.7%)

»> FAIR-ness
Unique and persistent identifier (PID) -

Ensured either via a web

Proportion ofreusabilty by

type of registry type of registry
Electronic healthrcorts | <SRN Electronic medicalrecords |
Hosptlinformatin systen | Hospitalinformatonsystem
ctronicmedica ——

5d Electronic halth ecords

0% 20% 40% 60% 80% %

browser or API - almost half of the responders
(n=28; 45.9%)

Full data access - 15 (25.0%) of the databases
Interoperability of the data - indicated by 43
(71.7%) of the respondents

Data licensing enabling re-usa

ity - applied

%89% in 20 (47.6%) of the responder’s databases.

tvoeof redistry
ion of the databases characteristic by type of data
included (the overall percentage exceeds 100%, because
this was a semi-closed enumerated question) (n=1013)
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Results (9)
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Genetic data Data in health related registries

[Data in health related registries Electronic health records:

Electronic medical records: Genetic data

"y

Hostital information system Hostital information system

y .

Electronic health records SR Electronic medical records- 3
0% 10% 20% 30% 40% 50% 0% 10% 20%

Proportion of databases which provide
genetic sensitive information

Proportion of databases which provide
mental health sensitive information

Posterior distribution of the estimated proportion of legal and
business information items by the type of the databases @) Bulgarian Association for Promotion
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> Legal & business

The vast majority of responders (n=84;
75.0%) indicated that there was at least one
national data security policy regulating the
technical standards for data sharing

Almost all respondents (n=94; 83.0%) shared
that patients were aware that their information
may be used for research, monitoring, service
planning, and other data processes

Genetics data as a sensitive data item was
collected in 61 of the databases (48.4%), while
mental health data was gathered in 19 (151%)
of the responders’ databases.

Results (6)

»>

Ownership of the data (n=101; 92.7%), along
with data anonymization (n=102; 93.6%), were
observed as primary items for consideration in
the data sharing process among participants.
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ciation for Promotion
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Results (10)

Electronic medical records Genetic data

Electronic health records

Data in health related registries

Hostital information system Electronic health records

i

Genetic data Hostital information system

-
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— T | —
50% 60% 70% 80% 90% 100% 0% 0%  40% 60%

Proportion of databases in which at least one Proportion of responders who are willing
national health data security policy regarding to share database to contribute to the
the technical standards for health data primary use is in place goals of Scree4Care EU project

Data in health related registries Electronic medical records-

Posterior distribution of the estimated proportion of legal and
business information items by the type of the databases @) Bulgarian Association for Promotion
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useof data, broader categores of research
ondata o foral research
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———

Elctronic medicalrecords
Genetic data
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oS-

Proportion of responders that o not require consent for
sharing anonymised patient health nformation
nnetwork electronic exchange for research purposes:

Results (7)

> Legal & business

Less than 25% of the databases did not require
re-consent when data was used in ways that
fell outside the original purpose of data
collection

Opt-in consent was the preferred model
mode in the anonymized patient network-
sharing process among participants (n=18,
16.3%)

In terms of the type of consent collected,
most of the databases indicated that consent
was collected for every use of data (n=34;
30.4%).
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ORPHANET HOMEHKAATYPA N
KAACQUKALNA HA PEQKNTE BOAECTIA:
OCHOBHI HACOKI

Kocmaguu JQumumpoB

MPEAN3BUKATE/ICTBA 3A PEARUTE
BOJIECTU B 3 PABEOIMA3BAHETO

“*KO/IKO NaLMeHTy ca 3acerHaTtit oT AaieHo PAAKO 3a60/1ABaHe BbB BCAKA
cTpaHa ot EC

“*Kaksun npuapyxasawm 3abonABaHuA ce HaGﬂlOAaBaT npu nauneHTuTe
“*[10 KaKBM 34PaBHM FPUKIM MMAT AOCTBN BONHUTE C peAKM 3a6osBaHNA
“*Kbfie ce HAMMPaT NaumneHTUTe

“+06XBaT Ha AENHOCTM B PErUCTPUPAH EKCNEPTEH LeHTbp / nabopatopus

G s 1 i crphanet
www.orpha.net

www.raredis.org

CbAbPXAHUE

1. UHCTMTYT No peaku 6onectu
+ KpaTko npeacrasaHe
2. HomeHknatypa Ha Orphanet 3a pegkute 6onectn

+ BbBe/ieHve B HOMeHKNaTypaTa Ha Orphanet
. B 8 Kpb Ha ORPHA KogoBeTe

3. Orphanet KnacuduKauma Ha pearute 6onectu
. B 8 Orphanet
* Kake 1 Kak aa ce B HeAa?

4. Kak ce 06HOBsIBa HOMeHKnaTypara 1 kak ga
n3nonssame 6asata gaHHu Ha Orphanet?

* Cb3jasae, MOAMGUUVPAHE U Ae3aKTHBMDaHe Ha ORPHA Kogose

e s crphionet
www.orpha.ngt

www.raredis.org

BbBEAEHWE B
HOMEHK/TIATYPATA HA
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www.raredis.org
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www.raredis.org

MHCTUTYT MO PEOAKW BOJECTU

[s]4=lnlsaTs00
www.orpha.net

KAKBO E PAAKO 3ABOJIABAHE 3A EBPOMA U Ty
CNOPEA AEOUHULUMATA HA ORPHANET?

%.
[
European Regulation on orphan medicinal products: E Erpha"‘let
A disease that affects less than five in 10,000
in the E lati Described in at least 2

Regulation (EC) No 141/2000 of the European Parliament and of published cases
the Council of 16 December 1999 on orphan medicinal products.

The Orphanet nomenclature
is clinically-oriented

ol

s www.orpha.net

www.raredis.org

& VHCTUTYT MO PEAKM BONECTH )

[ A S —
'3 oy nempa—
i o

C ¢okyc BbpXy peaku 6Gonectu M u3rpaxaaHe Ha NapTHLOPCTBO C
n, BnacTm, Ha
NALMEHTCKMU OPraHU3aLmun 1 UHAYCTPUA

@@ Z

P " b NeH OMUT NpU y4yacTve B
MeKAyHapoAHU MHUuMaTMBM kato: EUROPLAN, EPIRARE, BURQOL-RD,
RARE-BESTPRACTICES, STORE, SCREEN4CARE: 2021-2025, BUR-EB: 2022-
2027, OD4RD: 2023-2026, v ap.

Mpeacrasuten Ha Orphanet 3a Bbarapua

orphanet

W e waw.orphanet

www.raredis.org

HOMEHK/TATYPA HA ORPHANET 3A PEAKM
BONECTU

Orphanet onpegenexmne

ﬁwﬁtﬂ # MHoroesnuHa, cTaHAAPTU3UPaHA,

- KOHTPO/IMpPaHa MeaULMHCKa TEPMUHONOTUA,
cneuunduyHa 3a peakute 6osnectu, KOATo
BK/IIOYBA BCUYKU KNMHWUYHU €AUHULM,
pervuctpupanu B 6asata gaHHu Orphanet.

& e orphanet
www.raredis.org www.orpha.net
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ORPHANET: OCHOBEH M3TOYHUK HA
NH®OPMALMA 3A PEAKUTE BONIECTU
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ORPHA-KOAOOBE: MPUMEPW 3A CbOTBETCTBUE C HANMYHUTE
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M3MNO/I3BAT?

KAKBO CA ORPHA-KOAOBETE M 3ALLO OA CE %
-

WOEHTUOUKALMOHEH HOMEP 3A PSIKO 3ABOMSIBAHE, KOUTO E YHUKANEH U
MOCTOSIHEH

ORPHA-KOLOOBETE OMUCBAT AWATHO3U, HE NAUMEHTU

“*3a fa ce rapaHTupa, 4e BCUYKM peaKun 3abonasaHna ca
BMAMMU B 3D,paBHO-MH¢OpMaI.LMOHHMT€ cuctemun

“*3a pa ce OoCuUrypu onepatmMsHa CbBMECTUMOCT Mexay
OTAeNHUTe 34paBHU 3aBeAeHuA, paﬁoHu W AbpXasu

“*[la ce monyyaT OTrOBOPM Ha PeauUa Hay4HW 34paBHU
BBMPOCK U /13 Ce B3emaT pelleHnA 3a 34paBeonassaHeTo,
OCHOBaHU Ha O0Ka3aTeNCTsa
izl
www.orpha.ngt

MKB-KO/ 3A CbLLLOTO 3ABONABAHE: MPUMEPU 3A CbOTBETCTBUE
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‘ HOMEHK/TIATYPATA HA ORPHANET 3A PEAKUTE

BONTECTU
p Hap 6,300 Peakn 3aGonsisaHus
997 (kbM M. KOnun 2023)
S“\CE‘
ORPHA Mpeanouutan HuBso Ha
CuHOHMMKM
Kop, TepMUH Knacudukauma
ORPHA:2134 | Atypical hemolytic Atypical HUS Disorder
uremic syndrome. aHUS
arare i disorder by
Lledumupna | mechanical hemolytic anemia, thrombocytopenia, and renal
dysfunction.
e s RIS 5B e b orphonet
‘www.raredis.org e . - 8 = = n - www.orpha.ngt

‘ 3ALLO ORPHA KOJOBE?

& Opyru knacuduKaumm n TEpMUHONOTUK

g Npo6nemu: @ Nocneacteus:
¥ 3aTpyaHeHa
naeHTMdMKaLmA Ha
peaknTe 3abonAsaHna

# TpyaHoOCTM Npun
npocneasasaHe Ha
nauueHTuTe

¥ 3aTpyaHeH aHanus Ha
34paBHUTE TPUXKKU

# 3aTpyaHeH
enuaeM1ONOrMYeH aHanns
Ha peakute 6onectn
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HAZTUMHUTE KNACUPUKALNN N AKTYANTHO

ORPHA-KO/ZOBE: MPUBEXOAHE B CbOTBETCTBMUE C
‘ PEFTMCTPUPAHE

% per aAKTUBHM 2023]

[==211 [[=:211 = CLUS S GARD e TH MeadDR A
L
@ b 5% 2%
ToyHo npedcmassHe Ha Pedkume
6onecmu 6 MKB-10

[ Tp——— orphianet
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ORPHANET KJTACUOUKALMNA HA
PEOKWUTE BEOJTECTU
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MNpegHasHavyeHna Ha ORPHANET
KnacuduKaumaTa

OpraHuaunpaHa MHbopmMaLms 3a peakuTe 601eCTv B CTPYKTYpUpaH
dopmat
# M3nonssa obXBaT M CTeneH Ha 3a4 T, 3a ute
# Opr no

KNMHWYHA NpaKTUKa
# B CbOTBETCTBME C ANArHOCTMYHATA M TEPANEBTUYHA 3HAYMMOCT

Moanomara CTaTUCTUYECKM U €NMAEMNONOTUYHN aHaNN3N
# Hacousa KMHUUMCTUTE, KOUTO He Ca CMIELMaNMCTH, KbM NOAXOAALIA
UHPopmaLma n pecypcn

3a Ha 3aKbl npu guar
-> nomara 3a yfiecHsiBaHe Ha MbTA Ha NauMeHTa

OpraHusunpa CBbp3aH1Te JaHHW 1 eKCNepTHU pecypcu

% MHOrO Bb3MOXKHM M3MEPEHMNA W HUBA Ha AETaNNHOCT Ha AaHHUTe

orprmoset
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www.orpha.net

www.raredis.org

NOJ131 OT ORPHANET HOMEHK/TATYPATA

Mogo6psAsa BUAMMOCTTA Ha peaKkuTe Gonectu

. Ta wA, 3aPb

* EanHHO 0603HauaBaHe (ORPHAcodes) 3a peakuTe 6onectu 8 3apasHUTe
cucremm
- Mo-go6po " Ha 3acerHatute 601HM

MpewunsHa Hpopmaums 3a peakute 6onecti

* KnuHn4HO opuenTupana
* M Ha or

Ba)KeH KoY KbM MHTEPONEPabUaHoCT

“Bc c w1 (MKB-10,11...)
. Ha p AaHHW B CTaHAAPTU3MPaH dpopmaT

~> Bb3MOKHOCT 32 reHEPUPAHE Ha 3HAHUA YPE3 MHTEPNPETUPYEMM AaHHU,
KOMTO Aja Ce M3M0N13BaT MHOTOKPATHO

G s st et
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Knacuoukaums Ha peakute 6onectm B
ORPHANET

Rare diseases

N

35 OCHOBHM rpynu
= Heads of Classifi

Hanet

www.orpha.ngt

ORPHANET DATA FOR RARE DISEASES (OD4RD) -
LENN

«“*PaspaborBaHe Ha BaHHU
33 AMarHOCTMUMpaHe Ha peaku GONEeCTM upes noadbpwaHe Ha
HOMeHKnaTypata Ha Orphanet 1 0ByyeHMe 3a HEHOTO npunaraHe B

NeyebHN 3aBeaeHNA.

- Ha C

Ha AaHHW B PasMuHM  Ccpeau
(3ApaBHM AocveTa, PerncTpu) M Abpkasu Ypes pasnpocTpaHeHne Ha

Hali-A06pu1TE NPAKTUKM 3a KOAUPaHe.

R aHe Ha p Ha [ TBa
ypes Ha AAHHU  OTHOCHO peakuTe IE———
===4
GoNecTn. g e st orphanet
www.raredis.org www.orpha.ngt

OBHOBABAHE HA
HOMEHKJ/TATYPATA
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OD4RD - ORPHANET DATA FOR RARE DISEASES / 2

% Esponelicka MHULNATMBA, B KOSTO 1 o

HALVOHANHNTE LEHTPOBE B =
CTpaH1TE y4aCTHUYKM MOANOMarar ¢

0By4eHme 1 HACOKN EKCNEPTHUTE

LIEHTPOBE MPK U3NON3BaHe Ha
ORPHA-kogoseTe.

https://od4rd.eu/

-

ODARD2 2023
ORPHANET NOMENCLATURE NATIONAL HUBS

PARTNERS: France, Austria, Belgium, Bulgaria, Czech Republic, Germany, Estonia, Spain, Finland, Italy, Ireland,
Latvia, Lithuania, Poland, Portugal, Romania, Sweden, Slovenia, Norway, the Netherlands, Switzerland
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Kak ce obHOBABa HOMeHKNaTypaTa’?

Cb3gaBaHe Moguduumpare [esaktnsunpane
. * Obsolescence
* XomoreHeH of HencHo
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* Yecrota « De| i
precation
<1/2000 * Huso Ha e G
Knacudmkauma MUHanoTo 3a OTAEAHa, Cera
* MoHe 2 WA TUNONOTMUA Ce pasie;ja Kato uacT ot
n §I|HK BaHU Apyra AnarHosa)
cnyyas * Non rare
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