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PAPA CuHaopoM

Bepcusa Ha 2016

1. KAKBO E PAPA?

1.1 KakBo e ToBa?

CbkpaweHuneTto PAPA o3Ha4aBa nmMoreHeH/rHoeH apTpUT, raHrPeHOo3Ha
nunoaoepma n akHe. ToBa € reHeTUYHO AeTepMUHUPaHO 3abondaBaHe.
TpragaTa OT CUMNTOMU XapakKTepusnpawin cCMHaOpoMa BKJ04YBa
MOBTapPSLL, Ce apTPUT, BUA KOXKHU A3BU, NU3BECTHUN KAaTO raHrpeHo3Ha
nuogepmMa N TUM Ha akKHe, N3BEeCTeH KaTo KUCTO3HO aKHe.

1.2 Kosnko 4yecTto e?

CuHgpoMbT PAPA nisrnexga e MHoro pagbk. OnmcaHn ca MHOro MaJsiko
c/lydau. Bbnpeku ToBa, YecTtoTaTa Ha 3abonsaBaHeTo He e n3BeCTHa un
MOXXe fa e noaLeHeHa. PAPA 3acara egHakBO Mb)Xe U XKEeHN.
O6unkHoBeHO, 3abonssBaHETO ce NosiBsABa Mo BpemMe Ha AeTCTBOTO.

1.3 KakBu ca npuinHuTe 3a 3abonsaBaHeTo?

PAPA CMHOPOMBT € reHeTU4HOo 3abonaBaHe, NPUYNHEHO OT MyTaL N B
reH, HapedeH PSTPIP1. MyTaunnTe NpoOMeHAT PYHKUNATa Ha NPOTENH,
KOWNTO Ce Kogumpa OT TO3U FeH; To3u NPpoTenH nrpae BakHa possa B
peryampaHeTo Ha Bb3najanuTesiHusa OTroBop.

1.4 HacnepncrBeHo nu e?

CuHaopoMbT PAPA ce HacnegsBa KaTo aBTO30MHO-OOMMHAHTHO
3abongaBaHe. ToBa 03Ha4aBa, 4Ye TO He e CBbP3aHa C noJjia. ToBa CbLLO
O3Ha4aBa, 4Ye eguUHUNAT poaunTes NoKa3Ba NMNOoOHEe HAKOU CUMMTOMU Ha
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3abonsBaHeTo U OOMKHOBEHO B e1HO CEMENCTBO MMa noseYye OT eaunH
3acerHaT MHAMBMUA. 3aCerHaTuTe Jinua ca BbB B BCAKO MNOKOJ1IEHME.
KoraTo HAKOW cbC cnHgpoma PAPA nnaHupa ga nma geua, nma 50%
LaHC peteTo Oa e ¢ PAPA cuHagpomMm.

1.5 3awo0 MoeTo peTe uMa ToBa 3abonaBaHe? Moxxe nu pa 6bae
npeanoTBpaTeHo?

HeTeTo e Hacneaunno bonectta oT eANH OT HEroBUTE / HEMHUTE
poanTenn, KOUTO HOCU MyTauusa B reHa PSTPIPL. PoantenaT, KOUTO
HOCK MyTauundaTa MOXXe Oa NposBsBa WK a He NPOosBsBa BCUYKU
cuMnToMn Ha bonectTa. 3abonsgaBaHeTo He MoXKe fa bbae
npeaoTBpaTeHO, HO CMMNTOMUTE MoraT Aa 6baaT NekyBaHu.

1.6 NHdeKumnosHo nu e?
PAPA CMHOPOMBT He e MH(PEeKLIMO03EeH.

1.7 KakBu ca OCHOBHUTE CUMNTOMMU?

Han-yectnte cumntomMm Ha bonecTtTa Ca apTPUT, FraHrpPeHo3Ha
nuogepmMa N KUCTO3HO akHe. PAaKo 1 TpuTe ca HaJIndYHU B e4HO U CbLLo
BpemMe B e4NH U CbLM NauneHT. ApTPUTBLT ce nosiBaBa 0OMKHOBEHO B
Ha4aN0To Ha OETCTBOTO (NbPBUAT ennu3o HacTbnNBa Mexay 1 u
10-roavwHa Bb3pacT); T 06bMKHOBEHO BK/IOYBA €[lHa CTaBa B AadeH
MOMEHT. 3acerHaTtaTa CTaBa CTaBa noayTta, 6ose3HeHa 1 3a4epBeHa.
KAWHWYHO Npuanya Ha cenTu4eH apTpuT (apTpuUT, NPUYNHEHN OT
HannymeTo Ha bakTepumn B CTaBaTa). APTPUTHLT Npu cmHapoma PAPA
MO>Xe Oa NPUYNHUN yBpeXXaaHe Ha CTaBHUA XPYLLUA U OKOJIOCTaBHUTe
KOCTWU. [osleMUTe A3BEHN KOXKHU Jie31nn, U3BECTHUN KAaTO raHrpeHo3Ha
nunonepma, obMKHOBEHO MMAT MO-KbCHO Ha4vyasio U YecTo 3acaraT
KpakaTa. KNCTO3HOTO akHe 0OMKHOBEHO Ce NosiBABa NoO BpeMe Ha
IOHOLLIECTBOTO M MOXXe fa NPOoAbLJIXKUM 1 B 3pssia Bb3pacT, C
aHra>kmpaHe Ha nmueTo n Topca. CMMOTOMUTE 4YeCcTo ce npeaxoxxaaTt
OT He3Ha4YnTeNHO HapaHaBaHe Ha KoXXaTa WUau CcTaBaTa.

1.8 EnHaKBO Nu e 3abonsaBaHeTO Npu BCAKO aeTe?
3abon9BaHETO He e e1HO U CbLLO NMPU BCAKO AeTe. Jlnue Hocello
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MYyTaulund B reHa MO>Xe a HE NnposdaBAaBa BCUYKN CUMIMTTOMW Ha
3abonsBaHeTO, UM MOXKe Aa nposasAaBa CaMO MHOIo J1eKn CMMMNTOMUA
(I'IpOMeHJ'II/IB I'IeHeTpaHTHOCT). OcBeH TOBa, CMMNTOMUTE MOraT aa ce
MPOMEHAT, 0bnKHOBEHO ce I'IOJJ,OGpFIBaT, C N3pacCTBaHETO Ha AeTeTo.
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