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1. KAKBO E MAJEED

1.1 KakBo npepncTtasnsasa?

CnHpgpomMbT Majeed e psaako reHeTu4Ho 3abonseaHe. 3acerHaTuTe
Aeua cTpagaTt OT XPOHUYEH peungusupaly, MynTugokaneH
octeomnennt (CRMO), BpoaeHa anseputponoetmnyHa aHemms (CDA) n
Bb3MNaJuTesIHN OepMaTo3n.

1.2 Kosnko 4ecTo ce cpewia?

3abonaBaHeTo e MHOIro PsAKo 1 € ON1McaHo caMo B ceMencTBaTa C
nponsxon oT banskua N3Tok (I7IopnaH|/|9|, Typuuns). JencTBUTENHOTO
pa3npocTpaHeHne ce oueHsaBa Ha no-manko ot 1/ 1,000,000 peua.

1.3 KakBu ca npuinHuTe 3a 3abonsaBaHeTo?

3abonaBaHeTO ce NpuYnHsaBa oT MyTauuun B reHa LPIN2 Ha xpomo3oMa
18p, KONTO KoaMpa NpoTenH, HapeyeH lipin-2. U3cneposaTtennTte
CMATAT, 4e TO3U NPOTENH MOXKE fa urpae pond npun obpaboTkaTa Ha
Ma3HUHW (MMNngHna metabonnsbm). Bbnpekn ToBa, IMNNOHN
HapyLleHNs He ca OTKPUTKN CbC CUMHAPOM Majeed.

Lipin-2 Cbwo MOXe fa y4aCcTBa B KOHTpPOJ1a Ha Bb3MNaJIeHNEeToO N B
KNeTbYHOTO AesieHe.

MyTauuunTte B reHa LPIN2 npoMeHAT CTpyKTypaTa U pyHKLMATA Ha
lipin-2. He e ACHO KaK Te3n reHeTU4YHM NPOMeHn BOOAT A0 KOCTHO
3abonsBaHe, aHeMMA 1 Bb3NaJsieHMe Ha KoXKaTa nMpu Xopa CbC CUHOPOM
Ha Majeed.
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1.4 HacnepncrBeHo nm e ?

YHacnensiea ce KaTo aBTO30MHO peLecmBHO 3abonsaBaHe (KoeTo
O3HayvaBa, 4Ye He € CBbP3aHOo C NMoJjia N 4e PoaAnNTENAT HAMa HENPEMEHHO
cuMnTOMM Ha 3abonaBaHe). To3m TUN NnpeaaBaHe 03HavYaBa, Ye 3a Aa
nMa Majeed cmHOpOM, MHONBUABT Ce HYy>XXAae OT ABa MyTUpaan reHu,
eounH oT MakaTa u apyr ot 6awaTa. CnenosaTtesnHo, U ABaMaTa
poonTenn ca HocmTenn (HoOCMTenbT MMa CaMo eHO MyTupasno Konue,
HO He u bonecTTa), a He NaumeHTn. Bbnpeku, 4e npeHocnTennTe
0bNKHOBEHO He NoKa3BaT MPU3HaUM U CUMMNTOMU Ha 3abonsaBaHeTo,
HAKOWN poauTeNnn Ha aeua CbC CMHOPOM Ha Majeed ca nmanu
Bb3nanmTenHo 3abonsBaHe Ha KoXXaTa, HapeyeHo ncopuasuc.
PoaountennTte, KOUTO UMaAT AeTe CbC CMHAPOoMa Ha Majeed nmat 25%
PUCK oLle eaHo aeTe aa MMa cblaTa bonecT. lNpeHaTanHa
ONArHOCTUKA € Bb3MOXKHa.

1.5 3awo0 MoeTo pAeTe uMa ToBa 3abonaBaHe? MoXxe nu pa ce
npepoTBpaTun?

HeTeTo nma ToBa 3abonsaBaHe, 3aL0TO € POAEHO C MYTUPANN FeHu,
npunynHasawm Majeed cnHgpom.

1.6 NHpeKunosHo nu e?
He, He e.

1.7 KakBu ca OCHOBHUTE CUMNTOMMU?

Majeed cMHAOpPOM Ce xapakKTepusnpa C XPOHUYHO peunansmpaly
MynTudokaneH octeommennt (CRMO), BpoaeHa AN3epuTpornoeTuyHa
aHemunsa (CDA) n Bb3nanutenHu gepmaTtosn. CRMO cBbp3aH C TO3U
CUHOPOM MO)XXe fa ce pa3snydasa oT nsonnpaH CRMO no no-paHHa
Bb3pacT Ha Ha4al0 (B paHHa AeTCKa Bb3pacT), No-4eCcTu NpucTbnu, no-
KpaTKM M NO-4eCTn peMucum n pakTta, 4e e BepodATHO 3abonseaHe 3a
LLesimsa XXMBOT, KOeTo BoAM A0 3abaBsHe Ha pacTexa n / uam cTaBHUTe
KOHTpakTypu. CDA ce xapakTepusmpa c nepudepHa n KOCTHOMO3b4Ha
MUKpoUKMTO3a. Ta MoXXe Aa bbae C pa3imyHa TEXECT: OT N1eKa,
He3abenexnma aHeMunsa 00 TexxkKa popMa 3aBMCUMaA OT NMpesinBaHe Ha
KpbB. Bb3nanutenHaTta gepmaTto3a 0bMKHOBEHO e Sweet cMHApPOM, HO
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MOXXe Oa 6bbae n nycTyno3sa.

1.8 KakBu ca Bb3MO>XXHMUTE YCJZIOXKHEHUA?

CRMO mMoxe oa goBefe 40 YC/I0OXKHEHUA KaTo 6baBeH pacTex n
pa3BuUTUE Ha CbBMECTHU gedopMaynnm HapevYeH KOHTPaKTYypPun, KOUTO
orpaHmMyaBaT OBUXXEHMETO Ha HAKOW CTaBUN; aHEMUATA MOXXe Aa
gosege 00 CMMNTOMU, BKJIKOYUTENHO OTnaaHanocT (ymopa), cnabocT,
bnena KoXa, KakTo U HeAOCTUM Ha Bb34YyX. YCNIOXKHEHUATA Ha BpoAEHA
ON3epuUTponoeTUYHa aHEMNSA MOXKeE fa BapupaT OT JIEKMN 00 TEXKMN.

1.9 EBHO M CcbLO M e 3abonsaBaHeTo Npu BCAKO peTe?

Mopaan nsknw4YnTesnHaTa PAgKOCT Ha TOBa YCJ/I0OBUE, MAJIKO € N3BEeCTHa
BapMabuiHOCTTa Ha KIMHUYHNUTE NPosiBU. BbB BCEKU CyYan, TexxecTTa
Ha CUMNTOMUTE MOXE [1a Bapupa Mexay pas3IM4yHnTe geua, BoaeLLo
[0 Mo-Jsieka Uamn no-Texxka KJANHNYHa KapTuHa.

1.10 Pa3num4yHoO nu e 3abonsaBaHeTo NpM AeuaTta OT TOBa NpMU
Bb3pacTHuUTe?

Manko ce 3Hae 3a ecTecTBeHaTa eBoJsilouMA Ha 3abonsiBaHeTo. BbB
BCEKW CJlydal, Bb3pacTHU NauMeHTN MaHudecTnpaT noseye
yBpexxaaHus, CBbpP3aHN C pa3BUTUETO Ha YCJIOXKHEHUS.
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