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OAMUINIJAPHA AMUJIOUTHA IMOJIUHEYPOIIATHJA (FAP)

Familial amyloid polyneuropathy - MKB E 85.1

Familial Amyloid Polyneurop
MHB E 85.1

PN

damunujapau amuwion1Hu nosnmHeBponatuu (FAP) ce rpyna Ha MyATHCHCTEMCKH HapyIllyBamba
KOM C€ OIacHHM I10 KUBOT. JIe3unte Ha HEPBUTE Ce MHAYLIUPAHU CO JICTIO3UTH HA aMHJIOUTHU
¢bubpum, Hajuecto nopaau Myrupanuot Tpanctupetut (TTP). 3actaneHocra u Bo3pacrta Ha
nouyeTokoT Ha FAP kaj myfero Kou ja HocaT McTaTa MyTalija ce pa3IluKyBaaT Mel'y 3eMjuTe.
TTR FAP o6u4HO npeau3BUKyBa MOJIMHEBPOIIATH]ja 3aBUCHA OJ1 HEPBUTE, KOja 3all04YHYyBa BO
HO3€eTe CO I'yOeme Ha TeMIepaTypHu U OOJIHM CEH3allUH, 3a€/IHO CO OMacHa I10 )KUBOT aBTOHOMHA
TUCYHKIM]ja, IITO BOAU J0 KaxeKcuja U cMpT Bo npocek oA 10 ronuHu. AMuioniHa
nonuHeBponatja (FAP) nim amunongna nonunespomnatyuja (TTR), e petka, HacnenHa u
nporpecuBHa 6osect. TTR-FAP e Oonect xoja Biivjae Ha HEPBHUOT cucTeM . Taa npean3BUKyBa
MIPEMHOTY IPOTEUH HapeueH aMUJIOU KOj Ce CO3/1aBa BO OPraHUTE U TKUBATa Ha TEJIOTO.
bosecta ce BiolIyBa co TEKOT Ha BPEMETO.

FAP 3a npBnat Oemie uaentudukysat Bo 1952 ronuna, kora Oermie 3adenexaH BO HEKOJIKY
cemejctBa Bo [lopryranuja. Ce npouenysa neka camo 1 Ha 100.000 nyre umaat FAP Bo CA/l u
BO TOBeKkeTo AenoBu o7 EBpora. Bo Makenonuja 3a cera ce perucTupaHu Tpojiia MaueHTH CO
damunrjapHa aMUJIOUHA TTOTMHEYPOTIaTHja.

Mpuyunu

FAP e npenussukana o mytaruu Bo reHoT TTR. [lo nenec, npujaBenu ce noseke o1 100
pasnuyHu MyTauu Bo reHoT. ['eHoT Ha TTR 00e36eyBa HHCTPYKIIMHK 32 IPOTEUHH, TJIABHO
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MPOM3BEICHU BO IIPHUOT JIPOO, IIITO € BAXKHO 32 MPABMIIHUOT TPAHCIIOPT HA BUTAMUH A U
XOPMOH Hape4yeH TUPOKCHUH HU3 Tes10To. MyranTtHuoT TTP nporenH co3gaBa aMHIOUIHU
JICTIO3UTH BO TKUBATa, IIIaBHO BO HEPBHUTE, CPIETO, OyOpE3UTE U OUUTE, KOM IMOJIEKa Ce
W3JMTHYBAAT U MPEIU3BUKYBaaT OLITETYBakE HA 3aCErHATUTE OpraHu, IITO J0BEIyBa J0
cuMmntomu Ha 6osecta. Camo eHa konvja ox Mmytupanuot I ' TP-ren e qoBosHa 3a na
npenu3BuKa 6oect. EMHAKBO € yecTa Kaj MaKUTE U )KCHUTE.

CuMIITOMH U THjarHO3a

Bo3spacra Bo koja mpBuTe cuMNTOMH Ha pa3Boj Ha FAP Bapupaar Bo ronema Mepa u MOXar Jia ce
nojaBat Ha Bo3pacT mery 20 u 80 rogunu. Kako pe3ynrart Ha TOa, HEKOH JIyI'e MOKeOH HEMa Ja
J0>KMBeaT HUKaKBH CHMIITOMH, HO CEMaK MOJKe Jia I'o IpeHecar Ae(eKTHUOT T'eH Kaj HUBHUTE
neuna. Cumnromure Ha FAP BkimydyBaaT nepudepHa HeBponaTrja Koja MOXKe J1a C€ T0jaBU PaHO
Kako abHOpMaJlHa CeH3alija BO paleTe U HO3eTe, KaKO IITO C€ BKOYAHETOCT, MELKAhE WU
INaJICHE 1 aBTOHOMHA HCBpOHaTI/Ija , KOra HCPBUTC KOU I' KOHTPOJIMPAAT HECCAKAHUTE TCIICCHU
(bYHKIIMH KaKo LITO C€ KPBHHOT NPUTHCOK, U Bapeme, ce omTeTeHn. bonecta o6muHoO ce
BJIOIIIYBa IIOBEKE OJ1 MET 10 15 roguHu 1 4ecTo 3aBpIIyBa CO CMPT OJ CpIieBa cIadoCT.

Kora nokropute ce comaeBaat Bo FAP mopaay cuMnTOMHU Ha NAIMEHTOT, TUjarHo3aTa MOXe J1a
ce MOTBPAU CO OMOTCHja HA TKUBO.

Tperman

He moctou nek 3a FAP, u eTuHCTBEHHOT AOCTAIIeH TPETMaH CE COCTOU O] YIIPAaBYBakE CO
CUMNTOMHUTE Ha Oonecta. Jlekapute MoXkat Ja mpenuiar JekoBu 3a crabunuzarop Ha TTP 3a na
ja 3abaBaT mporpecujata Ha 00JIeCTa U J]a TO HaMajaT HETOBOTO BJIMjaHUE BP3 CEKOJTHEBHUOT
KUBOT Ha MAIMEHTOT. TpaHCIIaHTalHja Ha I[PH Jpo0, UCTO Taka, MOXe J1a Oujie omiuja 3a
Hekou manueHT co FAP na ro npekunat npousBojictBoTo Ha nedexren TTR nporenn. Kaj
MAIMEHTH CO TEIIKa cpiieBa 0oNecT, MoXke Ja Ouje moTpedHa TpaHCIUTaHTaIUja Ha CpIIe.

Cumnromu
bunejku TTR-FAP Mosxe na Birjae Ha rosieM Opoj Ha OpraHu M CUCTEMH BO BalIETO TEJIO, MOXKE
Jla IMa MHOTY pa3ln4yHu cumMnTomu. Hajceprosnure npo6iieMu ce mpolupyBame Ha CPIETO U
HEMpaBWJIHU OTYYKYBamka Ha CPLIETO, IPUUKHA 32 CMPT Kaj MHOTY Jiyfe co TTR-FAP.
Hexou mpo6iemu co o4uTe co KOM MOXKeE Ja C€ CPETHETE Ce:

- OO6nauHocT

- Cysu oun
- 3rojemMeH NPUTHCOK BO OKOTO (TJIAYKOM)
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- JloOuBame nujaraosa

Axo 3Haete neka TTR-FAP uma Bo BamieTo ceMejcTBO, BalllMOT JIeKap HajBEpOjaTHO Ke BH
npeanoxu aa Hanpasure JJHK tect 3a na Buaure najnyu umaTe reH ITOo ro NPEAU3BUKYBaA.
Bammot nokTop MoxeOu ke caka Jja HalpaBu TECTOBU MOBP3aHHU CO CUMIITOMHTE LITO T UMarte,
0COOCHO 3a BaIllMTe HEPBU | cpIie. TecToBH 3a KpB U ypuHa. OBHE €JHOCTaBHU J1a00paTOPUCKH
TECTOBHU MMOHEKOrall Ke MoKaXkaT J1ajli UMa IPEMHOT'Y IPOTEUHU BO BALIETO TEJIO.

TkuBHa Ouoncuja

Osga e rmaBHHUOT TecT 3a nujarnoctuipame Ha TTR-FAP. Bammor nekap ke 3emMe Maliky TKHBO
O]l BalIETO TEJI0, YECTO CO MAJIO IIapye MAcT OJl CTOMAKOT WM oA cTpaHara. [loroa
nabopaTopHja T'H TECTUPA PE3YIITATHUTE.

Tperman

EaunHCcTBEeHHOT TpeTMaH Koj Moke Aa ro 3amnpe Hanpenokot Ha TTR-FAP u na Bu momorse aa
KUBEETE MOI0JIT0 € TPAHCIUIAaHTAIH]ja Ha IIPH Jpo0 .

EnuHCTBEH JIeK K0j MOXe 11a ja 3a0aBu oBaa 6onect ¢ Vyndagel (Tafamidis) koj ce kopucTu 3a
71a ce OJUIOKH OIITETYBAHETO Ha HEPBHUTE NMPEIU3BUKAHO O/l TPAHCTHPETUHCKATA aMUIIONI03,
HacJieTHa 00JIeCT BO KOja BJIaKHATA IITO C€ HAPEKyBaaT aMUJIOUIN Ce M3IMTHYBAaT BO TKUBATa
OKOJIy TEJI0TO, BKIY4yBajku 'l U HepBuUTe. Vyndaqel ce KopucTH kaj BO3pacHU NallUEHTH CO
pana ¢a3a Ha HEpBHO 3a0onyBame (¢paza 1). [Tanmenture Bo Penybinmka MakenoHnuja Beke
IIpUMaaT Teparyja co 0BOj JeK, KOj He ja JieKyBa 0oJiecTa, HO ja 3a0aByBa Hej3MHATa IPOrpecHja.

bunejku OpojoT Ha MaMEHTH CO TPAHCTUPETHHCKA aMUIJION103a € HU30K, 00JIecTa ce CMeTa 3a
»perka‘“, a Vyndagel Oemie Ha3HaueH Kako ,,JIeK cupak™ (JIek KOj ce€ KOPUCTH Kaj PeTKH 00JiecTn).
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