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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.

2. ANATHO3A U JIEMEHUE

2.1 Kak ce noctaBa gaMarHosaTta?

Bb3Mo)XHO e fa ce mmcnum 3a PAPA cuHOpOM Mpu geTe C NoBTapALwm ce
enn3oan Ha 6one3HeH Bb3NaanTesieH apTPUT, KOUTO KJIMHNYHO
HanogobsBa CeNTUYEH apTPUT N HE pearupa Ha nevyeHune C
aHTNOMOTNLUN. APTPUTBT N KOXKHUTE NMPOSABU MOraT Aa He ce NMosBAT B
eHO 1 CbLLO BpeMe U He MOXXe ila He MPUCHCTBAT NPU BCUYKN
naumeHTn. CnefBa CbLO Taka Aa ce u3Bbpwin nogpobeH aHann3 Ha
dhaMunHaTa aHaMHe3a; Tbh KaTo 3aboNssBaHETO € aBTO30MHO
AOOMWHAHTHO, € BePOATHO APYrv YJeHOBe Ha CEMENCTBOTO Aa MPOSABAT
MOHE HAKOU CMMNTOMU Ha 3abongaBaHeTo. [JMarHo3aTa MoOXe [a ce
nocTaBu CaMoO OT reHeTM4YeH aHan3, 3a Aa Cce YCTAaHOBM Ha/IM4YMeTo Ha
MyTauun B reHa PSTPIP1.

2.2 KakBO e 3HaYeHMeTo Ha uscsnenBaHuaTa?

KpbBHUTE TEeCTOBE: CKOPOCT Ha yTasaBaHe eputpountute (CYE), C-
peakTuBeH npoTtenH (CRP) n nbaHa KpbBHa KapTuHa 0BMKHOBEHO Ca
abHOPMHM NO BpeEME Ha enn3oaunTe Ha apTPUT, Te3n TecToBe ce
N3MN0J13BaT 3a JOKa3BaHe Ha/IM4YMeTo Ha Bb3naJjieHne. TexHure
OTKJIOHEHNA He ca cneunduyHnM 3a gnarHolaTta Ha PAPA cuHapom
AHanns Ha cTaBHa Te4YHOCT: MO BpeMe Ha enn3oanTe Ha apTpuT
0bNKHOBEHO Ce N3BbpLUBA CTaBHa NYHKLUMSA 3a Aa Ce B3eMe CTaBHa
TeYHOCT (M3BEeCTHa KaTo CMHOBMAJIHA Te4YHOCT). CMHOBMaNHaTa
TEYHOCT OT naumeHTn ¢ PAPA cnHOPOM e rHOMHA (KbJITa N rbCcTa) U
CbObp>Xa nosuweH 6pon HeyTpodhunn, Bng 6enm KpbBHU KNETKN.
Hanopobsasa Ta3u npu cenTUYeH apTPUT, HO BakTepunanHuTe KynTypu
Ca oTpuuaTenHun. F[eHeTNn4YeH TecT: eANHCTBEHUAT TECT, KOUTO
NOoTBbP>XAaBa HeaBYyCMUCAeHO onarHo3aTta PAPA cuHopom e
reHeTUYHUAT TeCT, KOWTO NokKasea HaJim4ynme Ha MyTaund B reHa Ha
PSTPIP1. To3n TecT ce npoBexaga C MaJIko KOJINYeCTBO KPbB.
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2.3 Moxxe nu pa 6baoe neKyBaHO UM U3JIeKyBaHO?

Tbin KaTo ToBa e reHeTnYHo 3abonsasaHe, PAPA CMHAPOMDBT HE MOXe [Aa
6bae nsnekyBaH. Bbnpekn ToBa, MOXe fa Cce JsleKyBa C JieKapCTBa,
KOUTO KOHTpO/IUpaT Bb3MasieHUEeTOo Ha CTaBUTe, MpefoTBpaTABaLLo
TAXHOTO yBpexaaHe. CbLOTO BaXN U 3a KOXXHUTE N1e3nnN, BbMNPEKN 4e
TEXHUAT OTroBOp Ha NevyeHneTo e baBeH.

2.4 KakBo e neyeHueTo?

JleyeHueTo Ha PAPA cuHOpoMa e pa3/iniHo, B 3aBUCUMOCT OT
AOMUHMpaLWKMTe nposasn. ENnsoante Ha apTPUT 0OMKHOBEHO Ce
noBnmaBaT NMo-6bpP30 OT NepopasiHU NN BbTPEeCTaBHMU
KOpTuUkKocTepounan. NoHaKora, TaxHaTa eeKTUBHOCT He e
3a00BOJINTEJIHA U apPTPUTBT MHOI0 YeCTOo Ce NoBTaps, KOeTo HaJslara
NPOAB/IKUTENIHA KOPTUKOCTEPOUOHA Tepanus, KOATO MOXKe aa
npeansBmnkKa CTpaHU4YHM ehekTu. NaHrpeHo3HaTa numoaepma Nnokassea
N3BEeCTEeH OTrOBOP Ha NepopasiHN KOPTUKOCTEPOUAN U CbLLO TaKa
0bNKHOBEHO Ce NeKyBa C JIOKaneH (KpeM) MyHOCYynpecaHT 1
NPOTMBOBbBL3NANTENHN cpeacTBa. OTroBopbT € baBeH n nesnuTe
MoraT na 6baaTt 6bonesHeHn. Hanocnenbk ce cbobuiaBa, B e AUHUYHM
c/lyydamn, 4ye nNeYyeHUeTo C HOBM BNOOrNYHN IeKapCTBa KOUTO
nHxnbmpaT IL-1 nnn TNF, e eheKTUBHO 3a NMogepMa, KakTo 1 3a
JleyeHne 1 NnpeBeHunsa Ha peunansnuTe Ha apTpuT. lNopaan paokoTo
pa3npocTpaHeHne Ha bonecTTa, HAMa KOHTPOIMPaHU NPOYy4YBaHUA.

2.5 KakBu ca cTaHM4YHUTe echeKTU Ha NleyeHueTo?

JleyeHMeTo C KOPTUKOCTEPOUAN e CBBP3aHO C yBesIn4YaBaHe Ha
Ters0To, NoAyBaHe Ha JINLETO U MPOMEHN B HAaCTPOEHMETO.
MNpoab/IHKNTENHOTO JIEYEeHNE C Te3U NNIeKapCTBa MOXXe Aa Aosene Ao
NOTUCKaHe Ha pacTe)ka 1 ocTeonoposa.

2.6 Konko abnaro TpadBa ga NpoabJ/IXKMU Nle4yeHueTo?
JledeHneTo 0BMKHOBEHO € HAaCO4YEHO KbM KOHTPOJIMPAHE Ha
peunanBuTe Ha apTPUT UIN KOXXHUTE NPOosSBN N OBMKHOBEHO He ce
npuaara HenpekbCHaTo.




2.7 KakBO € MHEHMeTO 3a HeEKOHBEHLUMOHAaJIHU UK AOoNbJsiBaLlM
Tepanun?

He ca oTKpuTu nybnnkyBaHu npoyvBaHns 3a epeKTUBHU A0MbJBALLN
Tepanuu.

2.8 Konko aobnro npoabiskaBa 3abonssaHeTo?

3acerHatuTe nuua obnKHOBeHO cTaBaT No-gobpe, ¢ U3pacTBaHETO U
bonecTHNTe NposiBM MoraT Aa n3yesHaT. Bce nak, ToBa He ce c/iy4Ba
MNP BCUYKM NALMEHTN.

2.9 KakBa e gbJsirocpodHaTta nporHo3sa (o4yakBaH pe3ynrtaT 1
Xo0p4) Ha 3abonaBaHeTOo?

CnMnTOMKM CTaBaT MoO-J1IEKM C Bb3pacTTa. Bbnpeku ToBa, T KaTo PAPA
CUHAPOMDBT € MHOro psagko 3abonsgsaHe, AbJArocpo4HaTa NPOrHo3a He
€ N3BeCTHa.

3. EXXEQHEBUE

3.1 Kak MoXe 3a0onsaBaHeToO ga ce OTpa3M Ha eXeaHeBueTo Ha
AeTeTo U Ha CeMeUuCTBoTOo?

OcTpuTe enn3oan Ha apTPUT HanaraT orpaHNYeHns BbPXY
eXeoHeBHUTe OENHOCTU. Bbnpekn ToBa, ako ce sieKyBaT Mo noaxoasiy
Ha4uH, Te oTroBapsAT 6bP30 Ha nedeHmeTo. NnogepmaTta MoXXe Aa
bbae 6bonesHeHa n na oTroBopwn AocTta 6aBHO Ha nevyeHmeTo. KoraTo
KOXXHOTO 3acsAraHe aHra)kmpa BUAMMKW YacTu Ha TANO0TO (HanpuMmep Ha
JINLLETO), TOBa MOXe Aa 6bae MHOro CTpecmpallo 3a NnayneHTuTe u
poanTenuTe.

3.2 KakBO € MHeHMeTOo 3a yuunuuwe?

OT CcbWeCcTBEHO 3Ha4YeHMe e obpa3oBaHMETO Ha Aeua C XPOHUYHU
3abonaBaHuAa ga npoab/ KU, IMa HAKONIKO hakTopa, KONTO MoraT Ada
NPUYNHAT NpobnemMmn C nocelaBaHe Ha YHYUINLLE N 3aTOBa € Ba)KHO Aa
ce 00ACHAT Ha yYnTennTe Bb3MOXKHUTE HY)XAN Ha OeTeTo,.
PoouTtenute un ydntennte Tpsabsa ga HanpaBsaT BCMYKO Bb3MOXXHO, 3a
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A ce fafe Bb3MOXHOCT Ha AEeTeTOo Aa y4YacTBa B YHYUULLHN AENHOCTW
B HOPMaJlIeH HA4YUH, C LLeJsT1 He caMOo yCNellHa akaJleMUYyHa peaansaums
Ha JeTeTo, HO U Aa 6bae NPUeTo 1 OLLEHEHO OT CBOUTE BPbCTHULN U
Bb3pacTHUTe. bbaewaTa nHTerpauns B npodecnoHaIHUS CBAT € oT
CbLLLECTBEHO 3HaYeHne 3a eanH Maaj NaunueHT 1 e egHa OT LesnTe Ha
rnobanHaTa rpu»xa 3a XPoHUYHO BOSIHM NaLMEHTW.

3.3 KakBo e MHEeHMeTO 3a cnopTa?

dunsnmyecka akKTUBHOCT MO)XXe fa Ce U3BbPLUBA B 3aBUCUMOCT OT
noHocmmocTTa. CnepoBaTenHo, obwaTa npenopbka e aa ce gage
Bb3MOXXHOCT Ha NauMeHTUTe Aa y4acTBaT B CMOPTHN AENHOCTU, KaKTO
U Oa NposiBMM OOBepue, 4e We crnpaT, ako uMmaT cTaBHM 6onkK; aa
rnocbBeTBaMe y4uTesinTe no cnopT fga rn npenrnassaTt OT CNOPTHU
TpaBMu, 0cobeHO toHowmnTE. Bbnpekn 4e cCnopTHUTE TpaBMM MoraT Aa
MPOBOKMPAT CTAaBHOTO WUJIM KOXKHO Bb3MaJjieHne, Te MoraT ga ce
JleKyBaT CBOEBPEMEHHO 1 nocsieaBasaTta gusnyecka yspena € MHOro
Mo-Masika OT MCUXOJIOrM4YeCcKnTE LWeTn OT ToBa Aa bbaaT
Bb3NPenATCTBAaHW Oa COPTYBAT C npuaTenu nopaan 6onecrtra.

3.4 KakBO e MHEeHMeTO 3a gueTaTa?

Hama cneundpunyeH anetnyHm cbBeTu. KaTto usasio, geteto Tpabsa ga
cna3sa banaHcMpaHa, HOpMasaHa AuneTa 3a HerosaTa / HeMHaTa
Bb3pacT. EaHa 3apaBa, oobpe 6anaHcnmpaHa aneTta C 4OCTAaTb4YHO
MPOTEWH, Kaiunn 1 BUTaMUHWN Ce NpenopbYBa 3a pacTALWOTO geTe.
MNpes>xaoaHeTo Tpabea Aa ce n3barea Npu NayneHTn, npnemMallm
KOPTUKOCTEpOMAN, Tb KaTO Te3n IeKapCcTBa MoraT Aa yBenun4daT
aneTuTa.

3.5 Moxe nu KAaMMaThT Aa NOoBJiMse Xoaa Ha 3abonsaBaHeTO0?
He, He MoXxe.

3.6 Moxxe nu peteTo Aa ObAe BaKCUHUPAHO?

Ha, neteto Mmoxe ga 6bae n Tpsabea aa 6bAaT BakCMHMpPaHO; obave,
nekyBawunAaT nekap Tpabea ga 6vaoe nHpopmMupaH npegun npuiaraHeTo
Ha »XWUBW aTEHOMPaHN BaKCUHM, 3a Aa Ce Aaae noaxoasil CbBeT 3a
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BCEKUN OTOENEH Cy4al.

3.7 KakBO € MHEHMEeTO 3a CeKCyaJIHUA XXUBOT, OpeMeHHOCT n
pakpaHe?

Ilocera HAMa MHpOpPMaLIMA 3a TO3M aCNeKT B AOCTbMNHAaTa AnTepaTypa.
KaTo obuwo npasnno, nogobHo Ha opyru aBTOMHMJIaMaTOPHN
3abongBaHusA, no-gobpe e bpemMeHHOCTTa Aa ce nJjaHupa, 3a Aa ce
aganTupa Jie4eHUeTOo No-paHo nopaan Bb3MOXKEH CTpaHU4YeH eheKT Ha
buonorn4yHuUTE CpeacTra BbpXy njoaa.
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