e
HaLleTo
CeMeuncTBo
Dabpu

A 4

ﬂonyanaTe Ta3u INCTOBKA, 3aL0TO HAKOW OT CEMeNCTBOTO BU € AnarHocTtnumnpaH c 6onect Ha (Da6p|/|.

®abpu e reHeTUYHO 3a60NsiIBaHe, KOETO MOXKe fa 6bae NpefafeHo Ha NOKOJIeHUATA B ceMencTBoTo. B
3aBMNCUMOCT OT TOBA KaK ce npegasa Pabpu n pofoc/ioBHOTO AbPBO HAa POAHMHATA BU, € Bb3MOXHO Aa CTe
M3N0XeH Ha puck 3a Pabpu. ToBa o6aue He 03HAYaBa HeNpPEeMEeHHO, Ye nmaTe 3abonsABaHeTo.

MHIAHYENY




Kakso e Dabpu!

Dabpu 3acAra BCEKM NO PasfiMueH HaumH, Hakou xopa ¢ ®abpu He n3nuteaTt
CYMNTOMU, APYTI Ca TEXKKO 3acerHatyi, a oCcTaHanuTe NonagaT HAKbAE Mexay
Tax.'

®abpu ma NoTeHUMan Aa 3acerHe No-rofigMarta YyacT oT TANI0TO, HO
NPOoABEHNTE CUMNTOMU MOXe [la BapupaT MeXAy OTAeNHUTE MHAUBUAW — [LOPY
1 Te31 B paMK1Te Ha €AHO 1 CbLUO cemMeiicTBo.® CUMNTOMUWTE MoraT Aa ce
pa3BYAT 1 Aia Ce BNIOLLAT C TEYEHUE Ha BPEMETO, KOETO EBEHTYAsHO [ja loBefe
[0 CEPUO3HM WU XKMBOTO3aCTpaLLaBally YCJIOXKHEHNA — TOBA HAMA [1a e Taka
npw Bceku.'

Ako nmate Qabpu, MoXe fa MMaTe UK BCe OLle Aa HAMaTe CUMMTOMM.

KakBo npuymHABa cumntomuTe Ha Dabpn?

Xopata ¢ ®abpu UMaT reHeTUYHY MyTaLmK (BapuaHTK), KOUTO BOAAT [0
HenpaBuiHO GYHKLMOHMpPaHe Ha onpeaerieH eH3nm (anda-ranakrosmgasa A).'°
OG6VKHOBEHO EH3MMDBT MOMara 3a pasrpaxjaHeTo Ha HAKOU BbIexyapaTHo-
NUNUAHY BEWECTBA (MMMKOCGUHIONMNMAN) B KNETKMTE Ha HaweTo TA0. "0

Mpwu xopata ¢ Pabpu BbrIeXnapPaTHO-TUNNLHUTE BELLECTBA CE HAaTPYMNBaT B
opraHuTte, NPUYNHABANKK Npobnemun n cumntomuTe Ha Pabpu. s

KakBo ca reHeTn4HuNTE myTauun? ’

leHeTyHaTa MHopMaLA ce cbxpaHsasa B [IHK, KaTo faBa MHCTPYKLMK
1 YKa3Ba Ha BCAKa KNeTKa B TANOTO BM Kakso Aa npasu.B IHK morat aa
ce NoABAT MyTaLuMmn (NPOMeHM) 1 TOBa BOAW A0 rPELLKN B UHCTPYKLUUTe

3a noBeye nH$popMaLus 3a
6onectta Ha ®abpu 1 Kak

ce npefaBa B CEMENCTBATA,
Mons noceTeTe
www.fabryfamilytree-bg.
com uin roBopeTe CbC
3[paBeH crneymanucT




KakBW ca cumnTomuTe Ha bonectTa Ha Dabpu?

o4yn?’

- CnupanoBugHo obpasyBaHvie B
porosvLaTa Ha OKOTO

+ KatapakTui Ha ®abpu

¢ Y
CbPLE"2#
« HepaBHOMepeH CbpheyeH prTbmM
(6bp3 nnn 6aBeH)

« CbppAeyeH NpUCTBN WA CbpAeyHa
HEAOCTaTbYHOCT

+ YronemsaBaHe Ha cbpueTo

, *

HEPBHA CUCTEMA '°
- bonka
-+ 3ary6a Ha crnyxa, 3BbHeHe B yLliuTe

+ HenoHocMmoCT KbM ropeLynHa, CTyA,
nnm prsnyeckn ycunus

« [pexopeH ncxemuueH npuctsbn (TIA)
N UHCYNT

- bBornka B gnaHnTe n cTbnanata

« CeToBbpTEX/3aMaliBaHe

7

KOMXA'

« [loTeHe NO-Masiko OT HOPMASIHOTO
WSV HECMOCOBHOCT 3a NoTeHe

« Masiku TbMHU YepBeHu NeTHa Nno
KOXKaTa, Hape4eHu aHrMoKepaTomu,
Mo-CreLranHo B 30HaTa MeXay Mmbrna v
KoneHete

B pesynTaT Ha CUMNTOMUTE 1 BEPOATHO
nopagm camoTo 3a6ossiBaHe xoparta ¢
®abpy MoraT Aa PasBuUAT CbLO: AENPECHs;

TPEBOXHOCT; MPUCTBIMMN HA NAaHUKA 1
coumanHun npobnemm ?

BbBPELIU"

ad
+ [poTenH B yprHaTta

- HamaneHna 6b6peyHa GpyHKLMA
+ BbbbpeyHa HegocTaTbUYHOCT

—

7

CTOMALUHO-YPEBEH

TPAKT "2

- lapeHe, noBpbllaHe, Kpamnu n
Anapus

- bonka/nopysaHe cnep xpaHeHe,
3acuLaHe cnef] Manko KosimyecTso
XpaHa

+ 3anek

« TpyAHO KOHTpPOAMpaHe Ha TernoTo




3aLLo TpAbBa Aa obmucnTe
TecTBaHe 3a Pabpu!

Moe fa 06MMCINTE PasroBoOp CbC 34PaBEH CNeLVanuicT 3a BaleTo 13cneaBaHe

3a ®abpu. NpuunHaTta e, Ye 6onecTTa e ycTaHOBEHA NPU Ball POLHUHA U Bb3

OCHOBA Ha TOBA Kak Ce Npe/iaBa B CEeMeNCTBaTa 1 pofoC/IOBHOTO IbPBO Ha BalLUA
POAOHMHA, € Bb3MOXHO [1a CTe M3/1I0XKeHW Ha puck oT ®abpwu. ToBa obauye He 03HaYaBa
HenpeMeHHo, ue MaTe 3ab0NABaHeTo.

CumntomuTe Ha ®abpu moraT fa 6bAaT TPYLHM 3a pa3rno3HaBaHe nopaau TAXHOTO
pa3Hoobpasue, NPUNOKPMBAHETO UM C YECTO CpeLlaHn CbCToAHUSA 1 3awoTo®abpu
e pagKko 3abonsBaHe. 1% ToBa 03HauaBa, Ye HAKOW XOpa MOXKe HUKOora fa He 6baaT
AVarHoCTMUmMpaHu, apyr TpAabBa fa ce CpeLiHaT C HAKOJIKO CneLmvanucT U Moxe Aa
6bJaT NOrpeLlHO ANArHOCTULMPAHK, MPeamn Aa ce NOCTaBU NpaBuiHaTa AUarHo3a 3a
®abpw. 10

[bnroto 3a6aBsHe Npu gruarHoctuympaHeto Ha ®abpu e yecTo n cpepHo e
15 roguHn — TeCTBAHETO Moke [a By cnacu oT Tasm anarHoctnyHa ogucesn. %1

Toih KaTo 60necTTa Ha Gabpu MoXKe fia ce BIIOLIM C TeUEHVE Ha BPEMETO, MO-PAaHHOTO
AMarHoCTMUMpPaHe 1 NoslyyaBaHeTo Ha MOMOLLY CbLLO O3HauyaBa, ye Lie 3abaBute

WY CnpeTe BiioWwaBaHe Ha 3ab0siABaHeTo, 1 TOBa Aia A0BEAE [0 NO-34PaBOC/IOBHO
CbCTOsAHVE B ObAeLe. 2213

MpenvmMcTBaTa U HeJOCTaTbLUUTE Ha TECTBAHETO MOoraT Aa 6baaT 06CbAeHN CbC
30paBHUTE CMeLMannCTu.

AKo peLuuTe [ja He ce TeCTBaTe, e BaXXHO fa 3HaeTe, ue Pabpy e BbB BaLIETO
CeMeNCTBO U BUHary Tpa6Ba Ja MHGopMmMpaTe BalLNA MeAVLNHCKIA €KW 33 30PaBHY
rPUKK, aKo Ce MOABAT HAKAKBM 3[1paBOC/IOBHU Npobnemu. Kato cnogenute ¢
MeAVLMNHCKIMA eKun, Ye 6onectTa Ha Oabpu e B CeMeNCTBOTO B, MOXKe fa NOMOrHeTe
3a MOCTABAHETO Ha AMarHo3a.

foBopeTe cbc 3apaBeH

cneynanuncT 3a ToBa Ko ot
CemMencTBOTO B MOXKe Ala e
N3N0XeH Ha puck ot ®abpu




KakB1 ca cnegatiure Q s

[ia NpeLeHn BalLVAT PUCK 3a

CTbn KM, dko Ce I HTepeCyBaTE ®abpu; aa 06sCHM ecTecTBOTO

Ha reHeTUYHUTe TeCToBe,
OT TeCTBa H e? BK/TIOYNTEJTHO NOTEHUMaNHUTE
npeanMmcTBa U HeaoCTaTbUn; U
[a B/ Ha3Hayu TecCT, ako TOBa

AKo nckate ga HayyuTe noseye 3a G>a6pv|
@ uenero6pa3Ho N aKo Bue

mnnn na 6'b,E|eTE TeCTBaHW, Jie[BallaTa CTblMKa

xenaere.
€ la OTMAEeTe Ha KOHCYNTaLus CbC 3apaBeH
cneuymanuct. B 3aBucmMmocT ot Ballata AKo flafeTe cbrnacme, Moxe Aa
WHAUBMUAYaNTHA CUTYaLmMs TOBA MOXe Aa bbae: C€ HaMpaBy rEHETNYEH TeCT, 3a
[a Ce TbPCAT MyTaLK, CBbp3aHu
o JleKapAT Ha Bawwus(Ta) pOAHUHA, ¢ ®abpn.® TeCTBT OBUKHOBEHO ce
reHeTh4YeH KOHCYNITAaHT UM YJleH Ha M3BbPLLBA C B3€MaHe Ha npoba
HeroBus €KW 3a 3APaBHU FPYXKN C TaMMOH OT yCTHaTa KyXuHa,
B3eMaHe Ha KpbB 1y apyra
o Hakom, Kbm KOroTo B/ HacouBa fieKapAT TbKaHHa npo6a.™

gaiBaMAIpoAtuta AKo ce OTKpMe MmyTalua 3a

6onect Ha ®abpwu, BawWnAT
MeAMUMHCKI €KW Lie FOBOPU
nofpo6Ho c Bac 3a 6onecTTa,
BCMUKYM €BEHTYaNIHW NOCeanum
1 KaK fja ce oBnagnBa,
BK/OUNTENIHO U Bb3MOXHOCTUTE
3a fleyeHue.

o Karto 3aHeceTe OTKbCBallaTa ce 4acT oT
Tasu INCTOBKA Ha BaluuA JINYEH NieKkap,
KOMTO MO>Ke ia BU Hacouu

CBbpiKeTe ce CbC 34paBeH cneynanmnct
OTHOCHO NOTEHLMANHNA pIcK oT 6onecr

HonyuaBaHe Hd NMOAKPETd Ha ®a6pu 3a Bac.

JNeue6bHu 3aBeaeHus € yTBbpaeHa Crieunanusmpaxa
AKO 1CKaTe fja HayuuTe noBeye 3a 6onectTa Ha Gabpu KOMUCKA 3a NiedeHme Ha bonect Ha Dabpu:
1 HeHaTa reHeTMKa, MoJIs, nocetete

www.fabryfamilytree-bg.com W | e e €

TenedoH 3a KoHTakTh: 02 9607 394,

Mma v opraHusaumm 3a xopa 1 cemeinctaa ¢ abpu, Mpo¢. E. Mackanes

KOUTO MoraT Aa Npefnoxat noakpena: YMBAJ1, Anekcanaposcka’, Copus

« HaumoHaneH anuaHc Ha xopa ¢ pefku 6onectu TenedoH 3a KoHTaKT: 02 9230 240,
https://rare-bg.com [ou. M. Jllo6ommposa

» ®epepaumsa bonrapckum Mauyunertckn Qopym
https://www.fbpf.org

CBANAB ,Mpod. A-p MiBaH MuTes’, Codpus
TenedoH 3a koHTakT: 02 8154 242,
[Jou. [I. ABgxuneBa

cneaBally CTbNKMN




Amicus

Therapeutics®

loBopeTe cbc 3ApaBeH cneynaniucT 3a ToBa Kol OT CeMeiCTBOTO B MOXKe Aja e
N3N0XeH Ha puck ot ®abpn

OTKa3 OT OTFTOBOPHOCT: Ta3u JIMCTOBKA BU € U3MpaTeHa, 3aLloTO € Bb3MOXKHO [a CTe U3JI0KEHU Ha PUCK OT 3abonasaHeTo Pabpy, B 3aBUCMMOCT OT
TOBa Kak ce npepasa ®abpy 1 poaoCIOBHOTO AbPBO Ha pofHMHaTa By. ToBa 0baye He 03HauYaBa HEMPEMEHHO, Ye MMaTe 3a60MABAHETO 1 MO HUKAKbB
HauvH He e MpeAnoNoXeHWe 3a AnarHo3a 3a 6onect Ha ®abpu. Bcako 3acerHato ivue TpAbBa ce KOHCYNTUPA CbC 3APaBEH CNELMACT.

U3TouHMLM
1. Germain DP. Orphanet J Rare Dis. 2010;5:30 2. Oritz A, et al. Mol Genet Metab. 2018;123(4):416-427 3. Cammarata G, et al. Biomed Res Int. 2015;504784 4. Laney DA. Mol Genet Metab.

2019:126(2):590-91 5. Yamamoto S et al. Intern Med. 2019;58(4):603-607 6. Laney DA, et al. J Genet Couns. 2013;22(5):555-564 7. DNA, genes, chromosomes and mutations. Genetic
Alliance UK. HannuHa Ha: https://www.geneticalliance.org.uk/information/learn-about-genetics/ dna-genes-chromosomes-and-mutations/ [[TocnefeH goctbn npes asryct 2019 r]
8.Yousef Z et al. Eur Heart J. 2013;34(11):802-808 9. Desnick RJ et al. Ann Intern Med. 2003;138(4):338-346 10. Hilz MJ et al. Dig Liver Dis. 2018:50(5):429-437 11. Hoffmann B & Mayatepek
E. Dtsch Arztebl Int. 2009;106(26):440-447 12. Mehta A & Hughes DA. Fabry disease. GeneReviews". HannuHa Ha: https://www.ncbi.nlm.nih.gov/books/NBK1292/ [MocneaeH aoctbn npes
aBryct 2019 r.] 13. Germain DP et al. Clin Genet. 2019;96(2):107-117. 14. How is genetic testing done? Genetics Home Reference. HanuuHa Ha: https://ghr.nlm.nih.gov/primer/ testing/
procedure [[ocnefeH gocTbn npes aBryct 20191

Mpepcrasuten 3a bvarapua:

G ENESIS leHecnc ®apma bbarapua EOO[,
6yn.,[paraH LlaHkos" 36, eT.7, oduc 702, Codua 1040, Bbnrapms;

Ten.: +359 2 969 3227, pakc: +359 2 969 3228
Email: phvgpr@genesispharmagroup.com GAL-BG-FD-PL/11-2020. lata Ha usrotssaHe: Hoemspu 2020 r.



Amicus

Therapeutics’

YBaxkaemu(a) r-H (r-»o) nekap,

BawwmAaT naymeHT e 61n 0603HaueH KaTo puCKoB 3a 6onecTTa Ha ®abpu,
6a3npaHoO Ha POAOCIIOBEH aHaN3 Ha HEeroBUTE POAHVIHU, KOMTO ca 6unu
AnarHoctuympanu ¢ ®abpu.

®abpu e reHeTMYHO 3abonaABaHe ¢ X-CBbP3aHO yHacneaAsaHe.' Toea e
NMPOrpecmMBHO, MyNTUCMCTEMHO 3a60NABaHe, KOETO MOXe fia MPUYNHN
CEepUO3HO yBpexJaHe Ha OpraHn3mMa U CMbPTHOCT NMPU MbXeTe 1
XeHute. 2

Bonectta Ha ®abpu moxe fa 6bAe TPyAHa 3a AMarHocTULuMpaHe nopaan
TOBA, Ye e pAfKa 60/1ecT, NPUNOKPUBAHETO C APYrY YeCTO CpeLlaHn
3a60nABaHMA Nopaay PasHOO6Pa3MeTo Ha CUMNTOMUTE — OPY U B
pamMKuTe Ha eiHO ceMencTBO. 37 Ta MoXe fa 6bJe HeJoCTaTbYyHO
AvarHocTuumpaHa. Yecto e norpewHo gnarHocTmympaHa cbC cpeHo
3a6aBsAHe Ha AnarHosata oT 15 roguHu. '** Mopaamn HelHWA NporpecnBeH
XapaKTep ce CMsAiTa, Ye paHHaTa AMarHo3a u eyeHune nomarar 3a
npefoTBpaTABaHE Ha NporpecusaTa Ha 6onecTTa U No-gobpu pesyntaTn
o6L0 3a 3apaBeTo Ha 6onHuA. 282

3a noseue nHpopmauma oTHocHo Mabpu, Mons, noceTtete
www.fabryfamilytree-bg.com

Bb3 0CHOBa Ha ropenoCcoYeHOTO MOXe [a UCKaTe Aa 3anoyHeTe
nscnegsaHus 3a ®abpu, MHULUUPAHW OT BAaC UK Ype3 HacoUYBaHe OT
34paBeH cneunanuct. CbliecTByBa MPOrHO3EH reHeTNYEH TecT. Moxe aa
ce HanoXu fa ce npepasrnega puckbT oT Pabpu 3a NnayneHTa U KbaeTo e
BBH3MOXKHO, 1a Ce HAaMNpPaBU reHeTMYHa KOHCYNTauus.

W3Tounmum: 1. Germain DP. Orphanet J Rare Dis. 2010;5:30 2. Oritz A, et al. Mol Genet Metab. 2018;123(4):416-427 3. Hoffmann B & Mayatepek E. Dtsch Arztebl Int. 2009;106(26):440-447
4. Hilz MJ et al. Dig Liver Dis. 2018:50(5):429-437 5. Cammarata G, et al. Biomed Res Int. 2015;504784 6. Yamamoto S et al. Intern Med. 2019;58(4):603-607 7. Laney DA. Mol Genet Metab.
2019:126(2):590-91 8. Mehta A & Hughes DA. Fabry disease. GeneReviews". Hanuuta a: https://www.ncbi.nlm.nih.gov/books/NBK1292/ [Mocneaen goctbn npe3 agrycr 2019r.] - 9. Germain
DP et al. Clin Genet. 2019;96(2):107-117.





