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KakTo Moxe 61 3HaeL uiy Bce olle He, AnarHocTMumpaxa me ¢ 6onectta Ha ®abpu. bonectta Ha ®abpu ce
NPpUYnNHABAa OT rEHETUYHW MYyTall W, KOUTO MOraT Aa Cce npefaBaT B NOKONEHNATA Ha €4HO cemMencTBo. Hal'lpaBI/IX
CXema Ha HalleTo POAOCIOBHO AbPBO. MoXe fja C1 M3NTOXKEH/a Ha PUCK OT pa3BuTre Ha 6onectTta Ha ®abpu,

HO TOBa He 03HauaBa HeMpPeMeHHO, Ye A UMalll.

BonecTta Ha ®abpu 3acAra KakTo MbXKeTe, Taka U XKeHuTe. Ta MoXKe Aa NPUUNHI MHOMXECTBO CYMMTOMY 1 [1a 3aCerHe
MOBEYETO YaCTK OT TANOTO. BUALT, HAUANOTO 1 TEXECTTa Ha CUMMTOMUTE MOTaT [1a Ca Pa3fIvUHY 33 BCEKM YOBEK, OPY
3a XxopaTa B e[JHO U CbLLo cemeincTBo. bonecTtta Ha ®abpw e Nporpecnpalla, BoLWaBa ce C BPeMeTOo, NPUYNHABA
MOTEHLUMANHO CEPUO3HM MPOBIEMM N MOXE [ia € KMBOTO3aCTpaLlaBalla — HO MOXe Aia He e Taka Mpu BCEKM.

MpuurHaTa 3a 6onectta Ha Gabpu ca reHeTUYHM MyTauuun. MyTauunTe ca KaTo NPaBOMUCHU FPELIKN B
WHCTPYKLMWTE, KOUTO Ka3BaT Ha KJIeTKMTe B TANIOTO KakBo fa npasAT. [pu xopaTa ¢ 6onectta Ha Pabpu eanH
€H3UM, KOWTO OBMKHOBEHO pa3rpaxmna onpegeneHn rMmiKO3HO-TMNNAHN BelleCTBa B KNETKNTe Ha TANOTO,
He QYHKLMOHMPA NpaBWIHO nopaan myTauua. ToBa BOAM A0 HAaTPyMNBaHEe Ha FIOKO3HO-NNMNAHM BELLECTBa,
KOETO MpUUMHABA NpobiieMmTe 1 CUMNTOMUTE Ha 6oniecTTa Ha Pabpu.

MyTauununTe, cBbp3aHu ¢ bonectta Ha Pabpu, ca B reHa GLA Ha X xpomo3omaTa. KeHunTe nmaT e X XpoMo3omMu 1
npeaaBaT efHaTa Ha JeuaTta Cv Ha CJlyYyaeH NPUHLMMN: Taka ako MalikaTa Ha efHo JeTte nma 6onect Ha Qabpu, uma
50/50 BepOATHOCT HENMHUAT CUH WY Obliepsa Aa Hacnean mytaumaTta. MbxeTe umat egHa X xpomosoma v egHa Y

XPOMO30Ma; X XpOMO30MaTa Ce HacnefABa oT gbluepuTte nm, a Y Xxpomo3omarta — OT CMHOBeTe uM. ToBa 0O3Ha4aBa,
ye efiviH MbX € 6onectTa Ha Qabpwu We Npefage MyTauMATa Ha BCUUKUTE CY ObLUEPU, HO He 1 Ha CUHOBETE CU.

AKo rcKall, MoXe fa 6bhell TecTBaH/a, 3a Aa BUAMLL Janu MMall MyTaluaTa, Bogela o 6onectta Ha Gabpwu. Tosa
CTaBa C reHeTYeH TecT, 0OMKHOBEHO Upe3 Npoba, B3eTa OT HaTPMBKa OT BbTPELLHaTa CTpaHa Ha Oy3aTa, KpbBHa
mnnn gpyra TbKaHHa npo6a. AKO nmatu npuTeCcHeHNA OTHOCHO TeCTBaHETO, MOXell Aia ' O6C'b,EI,VII.IJ C TBOA NeKkap mnnn
C APYro MegMLNHCKO JNLE, KOETO Ce FPVXKK 3a 34paBeTo TW. TeCTbT 61 MOrbJ1 ia CNecTy 4broTO Bpeme B npoueca
Ha AVArHOCTMLMPaHe — 33 HAKOW MaLMEeHTN YCTaHOBABAHETO Ha 6onecTTa Ha Mabpu MoXe Aa OTHEME CpefHO

15 roguHun. Yecto oTHEMa TOJIKOBa MHOMO BpeMe [10 AUarHOCTULIMPAaHEeTO, 3alloTo 6onectTa Ha Pabpu e pAaKa,
CUMMTOMUTE Ca Hal-Pas3NYHK 1 Ca NOAOOHM Ha Te31 Ha NMO-LIMPOKO Pa3npoCcTpaHeHu 3abonaBaHna. ToBa Moxe
[la 03HavaBa Cblll0, Ye NPU HAKOW XOpa HMUKOra He ce CTUra Ao AnarHosa. Tbii KaTto 6onectta Ha Oabpu Mmoxe aa ce
B/IOLLN C BPeMeTOo, TeCTBAHETO 61 MOrJIO [ia MOMOrHe 3a AnarHosarta 1 Aa ce nosvsae Ha 601ecTTa, KOeTo MoXe aa
JoBefe [0 No-Ao6po 34paBOCIIOBHO CbCTOsHME B Obaelye. CbLiecTBYBAT Pa3/IMUyHN Bb3MOXHOCTY 3a JleueHue.

AKO 1CKaLl a ce MOAJIOXKNLI Ha TeCT UK Aa HAYUULL NOBeYe 3a p1cKa OT pa3sutue 6onectta Ha Pabpu, Tps6Ba da
Ce KOHCYNTMpaLL CbC 34PpaBeH cneunanmnct. ToBa MOXe fja € MOAT JieKap WK HAKOWM, KbM KOrOTO TO MOXe Aa Te
Haco4un — nin Tm moXell Aa 3aHecell ToBa NMCMO Ha NNYHUA CK neKap.

3a noeye NHdOpPMaLMA OTHOCHO bonecTTa Ha Oabpu,

BKJTIOYNTENTHO HelHMTE CUMMTOMM 1 KaK ce Npeaasa B www.fabryfamilytree.com
MOKONEHNATa, BUX

ToBa npumepHO NMCcMo e cbcTaBeHo oT Amicus Therapeutics Ltd 3a xopa ¢
6onectTa Ha ®abpw, xenaewy fa ce 06bpHAT KbM USIeHOBE Ha CBOWTE CEMENCTBA,
KOMTO € Bb3MOXHO [la ca C PUCK 3a pa3BuUTKe Ha Ta3u 6onecT. To moxe fja 6bae
NPOMEHEHO MO MpeLieHKa Ha JIMLIETO, KaKTo TO HaMmepw 3a Jobpe.
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