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1. KAKBO E NLRP12-CBBbP3AHA NEPNOANYHA TPECKA

1.1. KakBo e TOBa?

NLRP12 cBbp3aHaTa peumngmBmpallia Tpecka e reHeTu4Ho 3abonasaHe.
OTroBopHUAT reH ce Hapuda NLRP12 (nnn NALP12), konto nma pons
BbB Bb3MaJIMTENIHUTE CUTHaIHM NbTuUa. MNauneHTuTe cTpagaT oT
MOBTAPALWM Ce NPUCTBMNN Ha TPecKa, Npuapy>XeHa oT pPasINyHU
CMMNTOMW KaTo rnasobonuve, ctaBHU BOKM UM NOAYyBaHe Ha CTaBUTE
N KoxxeH 0bpue. CUMNTOMW BEPOSATHO Ca NMpean3BUKaHW OT U3araHe
Ha cTyAa. HenekysaHo, 3abonsBaHeTo MoXXe aa 6bae MHOro
M3TOLNTENIHO, HO HE e OMacHO 3a XXWBOTA.

1.2. Kosnko yecTo e?
3abonaBaHeTo € MHOro psako. 1o MOMeHTa Ca onucaHm camo 10
c/ly4as B CBeTa.

1.3 KakBu ca npuinHuTe 3a 3abonsBaHeTo?

NLRP12 cBbp3aHaTa peumngmempalla Tpecka e reHeTU4Ho 3abonsBaHe.
OTroBopHUAT reH ce Hapmnya NLRP12 (nnn NALP12). l'eHeTn4HO
MoOou(UUMpaH reH e oTroBOpeH 3a HapyllaBaHe Ha Bb3MaJanTesiHnS
OTroBOpP Ha TANOTO. TOYHNAT MeXaHM3bM Ha TOBa CMYLLEHNE e BCe OLe
B NpoLec Ha nicnenBaHe.

1.4. HacnepncTtBeHo nu e?
NLRP12 cBbp3aHaTa peunamesmpalla Tpecka ce Hacnenssa KaTo
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aBTO30MHO-AOMMHAHTHO 3abonsaBaHe. ToBa 03Ha4YaBa, Ye 3a Oa UMa
NLRP12 cBbp3aHa peunanBupalla Tpecka, HAMBMAObLT Tpsabea oa uma
elVH 3acerHat poauTten. NMNoHAKora HAMa Apyr 4JjeH Ha CEMeUCTBOTO
CTpagdall OT peunmanBmpalla Tpecka: ToraBa UM reHsbT e bun
rnoBpeneH npu 3a4eBaHETO Ha AeTeTo (M3BECTHO KaTo [e HOBO
MyTauus) nanm poanTendaT, KOUTO HOCU MyTauusTa MOXXe Oa He
nposBsaBaT KJANHUYHU CAMOTOMU UMW MMa CaMO MHOIo sileka popma Ha
bonecTtTa (NpoMeHIMBa NEHETPAHTHOCT).

1.5. 3awo0 MoeTo peTe uMa ToBa 3abonsaBaHe?

JeTeTo nma bonecTTa, 3aWL0TO TON / TS € Hacneauna bonecTtTta oT
einH poanTen, KONTo Hocn reHHa myTaumsa NLRP12, ocBeH ako He e
HacTbNMAa MyTauusa ge HoBO. HoBEKBT, KOMTO HOCU MyTauuaTa MoXe
ha npoaBsiBa UM He KINHNYHU cmMmnToMN Ha NLRP12 cBbp3aHa
peunanBmpalla Tpecka. NoHacTosAwem 6onectta He MoXXe Aa 6bae
npegoTBpaTeHa.

1.6. NHpekumosHo nu e?

NLRP12 cBbp3aHaTa peunamBupalla Tpecka He e MH(PeKLMO3HOo
3abonaeaHe. CaMo xopa C FreHeTUYHO yBpeXxaaHe MoraT fga pa3BuaT
3abonsBaHe.

1.7. KakBu ca OCHOBHUTE CUMNTOMMU?

OCHOBHUNAT CUMMTOM e TpecKaTa. T4 Tpae okoJo 5-10 oHu n ce
MoBTaps Ha pasIN4YHK NHTepBaaun (cegMmmnum 0o meceun). NMpuctounuTe
Ha TpecCkKa ca CbMNPOBOAEHU C pa3/INdHN cuMniToOMU. Te MmoraT aga
BKJIt0YBAT rnasobosnve, 60aKM B CTaBUTE U NoayBaHe Ha CTaBUTe,
ypTukapuaneH obpus n mmanrma. ®ebpuaHuTe NpUCTbny BEPOATHO Ca
npenvsByMKaHW OT n3naraHe Ha ctya. Camo B eAHO CEMENCTBOTO e
HabnoagaBaHa CeH30pHa 3aryba Ha ciyxa.

1.8. EpHaKBO nn e 3abonAaBaHeTO NpM BCAKO pete?
3abonaBaHeTO He e eAHO U CbLLO NPU BCAKO AeTe; 3abonsBaHeTo
Bapupa Mexay fieka n no-texxka gopma. Hewo noseye, BUABLT,
NPOAB/IKNTENHOCTTA U TEXECTTa Ha MPUCTBNNTE MOXXe Oa bbae
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pPa3/InyHa BCEKW MbT, AOPU U NPU €HO U CbLUO AeTe.

1.9 Pa3nnm4Ho nu e 3abonsBaHeTo Npu peua oT TOBa Npwu
Bb3pPaCTHU?

C nopacTBaHeTO Ha OeTeTo, aTakuTe OT TpeckKa CTaBaT MNo-MaJiko U No-
nekun. Brnpeku ToBa, n3BeCTHa akKTUBHOCT Ha 3abonsBaHETO oCTaBa
npu NoBeYyeTo, ako He BCUYKKN, 3aCerHatm nHansmnau.

2. AUATHO3A N NNIEHEHUE

2.1 Kak ce puarHocTtuuupa?

MeONUNHCKUAT cneunanmncTt noao3mpa Tasm 6onecT Bb3 OCHOBA Ha
KJIMHUYHN CUMNTOMW, YCTAHOBEHW MO BpeMe Ha MegUUNHCKN npernen
n pamMnnHaTa aHaMHe3a.

HAaKon aHann3nM Ha KpbBTa Ca MoJie3HN 3a OTKPMBaHE Ha Bb3MaseHune
no BpemMe Ha npucTtonute. lInarHo3saTta ce NOTBbp)KAaBa caMo OT
reHeTu4yeH aHanns, gokKassaw MmyTauun. udgpepeHumnmanHaTta gnarHosun
BKJIIOYBA APYrMn CbCTOSAHUA, NpencTaBsALLM ce C peunanBmpalla Tpecka,
0cobeHO CBbP3aHNTE C KPUOMMPUH NEPUOANYHN CUHAPOMMN.

2.2. KakBO e 3Ha4YeHMeTOo Ha um3csieaBaHuaTa?

KakTo ce oTbensasa no-rope, nabopaTopHUTE U3CNeABaHNS Ca BaXKHU
npu gnarHoctuumpaHe Ha NLRP12 cebp3aHaTa peungmneupalla Tpecka.
TecTtoBe KaTo CRP, cepymeH amunnoung A npoteuH (CCA) n nbJiHa
KPpbBHa Ca Ba>XHW Mo BpeMe Ha aTakKa 3a OLleHKa Ha CTerneHTa Ha
Bb3nasieHune.

Te3n TecToBe Ce MOBTAPAT C/siel KaTo CUMNTOMUTE U34yesHaT, 3a Aa ce
YyCTaHOBW Oasn NokasaTtenuTte ca obpaTHO pa3BuTtue nnm 6amM3o oo
HOPMaJsIHOTO. ManKo KONINYEeCTBO KPbB CbLLO € HeobxoamMo 3a
reHeTu4yeH aHanms.

2.3. Moxe nu pa 0baoe neKyBaHO UJIM U3JiIeKyBaHU?

NLRP12 cBbp3aHaTa peumgmnBupalla Tpecka He MoxXe aa bbae
n3nekyBaHa. HaMa epeKTUBHO NpPeBaHTUBHO Jie4eHne 3a peunansuTe.
CMMNTOMATUYHOTO JlIeHeHNEe MOXKe Oa HaMaJin Bb3NaJIeHNETOo U
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bonkaTa. Hakon HOBM nekapcTBa 3a 6opba c Bb3NannTenHuTe
CUMNTOMW B MOMEHTA Ca B NpoLecC Ha n3cnenBaHe.

2.4 KakBoO e ne4yeHueTto?

JledyeHneTo BKJIIOYBA HECTEPOUAHN NMPOTUBOBBL3MANINTENIHU CpeacTBa
(kaTo MHOOMETaUWH), KoOpTUKoCcTepomnaun (KaTto NpeaHn30JI0H) n
€BeHTYas/IHO BNONOrMYHM areHTn (TakmBa KaTo aHakKuHpa). H1Tto egHo
OT Te3n NIeKapCTBa He e eAHAKBO e(PeKTUBHO NMpu BCUYKN BOSTHU, HO
BCMYKN Te nU3rnexmaa 4ye nomMaraT npu HAKOU NMnauneHTu.
IloKa3aTencTBo 3a TAXHaTa epukKacHOCT 1 besonacHocT npu NLRP12
CBbp3aHaTa peunamnsmpalla Tpecka BCe oule nmncear.

2.5 KakBu ca CTPaHN4YHMUTE E(beKTM Ha JN1eKapCcTBeéHaTa Tepanuﬂ?

CTpaHU4YHNTE eheKTn 3aBUCK OT JIEKapCTBOTO, KOETO Ce M3MOoJ3Ba.
HCIMBC moraT oa npeau3sBukaT rnasobosnve, CToMallHW S3BU U
yBpexaaHe Ha 6bbpeunTte; KopTukKocTeponanTe n bnonornyHnTe
cpencTBa MoraT fga NoBULWIAT YYBCTBUTENIHOCTTa KbM MHPeKunn. B
DONbJIHEHNE, KOPTUKOCTEepouagnTe MoXKe foa gosene 0o MHOro apyru
CTPaHNYHU eheKTn.

2.6 Konko abnro Tpa6Ba ga NpoabJ/IXKU Ne4yeHueTo?

HAMa KOHKpeTHW gaHHM B NoAgKpena npe3 40)XMBOTHaTa Tepanuns.
KaTo ce nma npenBua HopManHaTa TeHAeHUus 3a nogobpeHue, ¢
M3pacTBaAaHETO Ha NMNaUuMeHTUTEe, BEPOSTHO e e pa3yMHO [ia ce onuTa
npeycTaHOBSIBAHE Ha JiIe4eHNeTOo Npu NnaymeHTn, YmeTo 3abonsaBaHe
n3rnexxaa HeakTUBHO .

2.7 KakBO € MHEHMEeTO 3a HEKOHBEHLIMOHAJIHU UJIM AOoNbJIBAaLLM
Tepanun?

He ca oTKpuTu nybnnkyBaHu npoyvBaHns 3a eheKTUBHU A0MbJBALLN
MeONKaMEeHTN.

2.8 KakbB BUg, nepuoauyiHu nperjienm ca Heooxooumm?




Mpwn peuata, 3acerHaTty oT NLRP12 cBbp3aHaTa peumansmpalla Tpecka
TpsabBa Ooa ce nacneaBa KPbB N YpUHA HaW-ManKo ABa MbTWM FOAULLHO.

2.9 Konko BpeMe e npoabJiku 3abonssaHeTo?
3abonaBaHeTo e 3a Usn XUBOT, BbMPEKN Y& CUMNTOMUTE HaMansaeaT C
Bb3pacTTa.

2.10 KakBa e AbJIFOCpOYHaTa NPOrHosa (o4yakBaHM pe3yntaTtu u
XoA4) Ha 3abonsaBaHeTo?

NLRP12 cBbp3aHaTa peunagmBupalla Tpecka e 6onecT 3a usa XXUBOT,
BbMPEKN Ye CUMNTOMUTE MOraT fa CTaHaT No-JIeKn C Bb3pacTTa. TbM
KaTo 3abongBaHeTO € MHOro pAaKo, ToYHaTa AbJIrOCPOYHa NPOrHo3a e
BCe oLle Hen3BecTHa.

3. EXXEOHEBMUE

3.1 Kak MoXe pa ce oTpa3um 3abonsBaHeToO Ha eXXeaHeBUeTO Ha
NeTeTo U Ha CeMeuCTBOoTOo?

Ka4yecTBO Ha XXMUBOT MoXe fa bbe 3acerHaTto OoT NMoBTapsALM ce
ernn3ogn Ha BMCOKa TeMmnepaTypa. [locTaBAHETO Ha TOYHaTa AMarHosa
MO>Xe [la CTaHe CbC 3HAYMUTEJIHO 3aKbCHEHNE, KOeTO MOXe fa
npean3BuKa poauTesicka TPEBOXKHOCT U MOHAKOra ga HEeHY>XXHN
MeOULMHCKK npouenypu.

3.2. KakBoO € MHeHMeTO 3a yuunuwe?

OT CcbLleCcTBEHO 3Ha4YeHMe e fa ce Npoab/HKM obpa3oBaHMeETO Ha geua
C XpOHUYHK 3abonasaHus. IMa HAKONIKO paKTopa, KOUTO MoraT Aa
MPUYNHAT NpobsieMun C nocellaBaHe Ha YHYUINLLE N 3aTOBa € BaXKHO Aa
ce 00ACHAT Ha yuYnTennTe Bb3MOXKHUTE HY)XAWN Ha geTeTo. PoantenuTte
N ydyntenute TpsabBa Aa HanpaBAT BCUYKO Bb3MOXXHO, 3@ fa ce paje
BBb3MOXXHOCT Ha AeTeTo Aa y4acTBa B YHUINLHN OENHOCTU MO
HOpPMaJieH Ha4YuH, C Uues He CaMo feTeTo fa Ce peasn3npa ycrnewwHo
aKageMNYHo, HO 1 aa 6bbae NpMeTo U OLEHEHO OT BPBbCTHULN 1
Bb3pacTHU. bbaeuwlaTa nHTerpaumsa B npopecnoHaHNAa CBAT € OT
CbLLECTBEHO 3Ha4YeHne 3a eanH Mnag naumeHT n e egHa oT LennTe Ha

5/7



FrPMXNTE 3a XPOHUYHO 00HM MayneHTn.

3.3 KakBO e MHeHMeTO 3a cnopTa?

CnopTyBaHETO € CblLeCTBEeH acrneKT OT exXeHEeBHUA XXUBOT 3a BCAKO
nete. EQOHa OT UennTe Ha fie4eHMeTo e fa Ce No3B0JIM Ha feuaTa fa
BOAAT HOPMaJieH XXMBOT, AJOKOJIKOTO € Bb3MOXXHO, U Aa cyntaT cebe cu
3@ He Mo-pa3/InYHN OT BPBbCTHUUNTE CU. BCUYKM aKTUBHOCTW MOraT ga
Ce N3BbPLUBAT B 3aBMCMMOCT OT TOBa Kak ce NoHacAaT. Brnpeku ToBa,
orpaHunyeHa pM3nyecka akTUBHOCT UM MOYMBKA MO)XXe da ca
HeobxoaMMM NO BpeEME Ha NPUCTBLNN.

3.4 KakBO e MHeHuMeTOo 3a aueTa?

Hama cneumdunyHmn gnetmnyHm cbeetun. KaTto uano, neteto Tpsbsa aa
cna3Ba banaHcmpaHa, HOpMaJlHa AMeTa 3a HeroBaTa / HEWNHaTa
Bb3pacT. EaHa 3apaBa, nobpe banaHcupaHa aneTa C AOCTAaTbYHO
MPOTEeuH, Kaaumn n BUTaMUHWN Ce NpenopbyBa 3a pacTALWOTO AeTe.
MNpes>xnaHeTo TpsabBa Aa ce ns3bsarea Nnpu NnayneHTn, npmemMalln
KOPTUKOCTEpOMan, Tb KaToO Te3n NIeKapcTBa MoraT Aa yBenuydat
aneTuTa.

3.5. MoXxe M KAMMaThT Aa NOoBJIMAe Ha Xo4a Ha
3abonaBaHeTO?
Huckn TemnepaTypu MoraT a npegn3BmkaT CUMMNTOMMN.

3.6 Moxxe nu peteTo Aa 6bAe BaKCUHUPAHO?

Ha, neteTo MoXe Oa bbae un TpsabeBa aa 6baOaT BakCMHUPaHO; obade,
NekyBalWmMAT nekap Tpabea oa 6baoe nHpopMmmnpaH, Nnpean na ce gaaat
XUBW aTEHIOMPAHN BaKCUHN, TbW KaTo Te MoraT ga 6baar
HEeCbBMECTMMUN C HAKOW Tepanuu.

3.7 KakBO € MHEeHMEeTO 3a CeKCyaJieH )XXMBOT, OpeMeHHOCT,
paxxaaHe?

10 MOMeHTa HAMa MH(OoPMaLIMA 3a TO3M acneKT Npu nauneHTuTe B
AOoCTbNHaTa nnTepaTypa. Kato obuwo npasnno, nogobHo Ha apyru
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aBToMHpNamaTopHM 3abongaBaHng, no-gobpe e bpemeHHOCTTa Aa ce
nJaHvpa, 3a Aa ce aganTupa JIe4eHNETO No-paHo, Nopaan Bb3MOXKEH
CTpaHu4eH ehekT Ha BUONOrMYHNTE areHTn BbpXy Nnoaa.
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