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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.

2. ANATHO3A N JIEMEHME

2.1 Kak ce puarHoctuuupa?

3abongasaHeTo TpabBa Aa ce Noao3Mmpa Bb3 OCHOBA Ha KJIMHNYHOTO
npeactaBsaHe. OKOHYaTeNnHaTa AnarHo3a Tpsabea oa 6bae noTBbLPAEHA
OT reHeTu4eH aHanns. [lmarHosaTa ce NOTBbPXKAaBa, ako NAUNEHTBT
HOCK 2 MyTauumn, No egHa OoT BCeKN poanTen. FTeHEeTUYHNAT aHanuns
MO>Xe [1a HE € HaJIn4eH BbB BCEKN TPEeTUYEH LEeHTbP.

2.2 KakBO e 3HaYeHMeTO Ha nabopaTopHuTe uscnenBaHma?
KpbBHUTE TECTOBE KAaTO CKOPOCT Ha yTasiBaHe Ha eputpoumntute (CYE),
CRP, nbaHa KpbBHa KapTuHa 1 dnbpnHOreH ca Ba>KHW Mo BpeMe Ha
aKTUBHOCT Ha 3abonaBaHeTO, 3a fa Ce YCTAaHOBU CTeneHTa Ha
Bb3MaJieHNeTo U aHeMu4.
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Te3u TecToBe ce NOBTAPAT NepPUoaNYHO, 3a Aa Ce NpeLeHn aanu
pe3ynTaTuTe Noka3eaT 0O6paTHO pPa3BUTUE UIN HOPManun3upaHe. Manko
KOJIMYECTBO KPbB CbLLO € HeoOX0AMMO 3a reHeTUYeH aHaIn3.

2.3 Moxxe nu pa ce sieKyBa UJu usneKysa?
Majeed cMHOPOMDBT MOXe [a ce sieKyBa (BMXX Mo-00J1y) HO He MOXXe [a
ce N3J/ieKyBa, 3al0To e reHeTU4YHO 3abonsaBaHe.

2.4 KakBo e seyeHueTo?

Hama cTaHpoapTu3npaHa TepaneBTMYHa CXxeMa 3a cmHapoma Majeed.
CRMO o0bnkHOBEHO Ce fieKyBa, KaTo NbpBa JIMHUSA, C HECTEPOUOHN
npoTmeoBb3NannTenHn cpencrtea (HCMBC). ®nsmkanHaTta Tepanunsd e
Ba)KHa Aa ce n3berHe MHaKTUBUTETHa aTpodunsa Ha MYCKYInTe n
KOHTpakKTypu. Ako CRMO He oTrosopu Ha HCIIBC, moraT ga ce
M3MoN3BaT KOPTUKOCTeponan 3a KOHTPos1 Ha CRMO 1 KOXXHUTE NposBuy;
obave, ycnoXXHeHuUsaTa Ha AbArocpoyHaTa ynotpeba Ha
KOPTUKOCTEPOUAMN OrpaHMYaBa TAXHOTO MU3MOJsI3BaHe Npu geua.
Hackopo e onncaH gobbp oTroBop Ha aHTU-IL1 nekapcTBa npu 2 geua.
CDA ce TpeTupa C KpbBOMpesinBaHe Ha YepBeHM KPBbBHU aKo e
Heobxoanmo.

2.5 KakBu ca cTpaHuM4YHUTe eeKTMu OoT TepanusaTa?
KopTunkocTeponanTe ca CBbP3aHM C Bb3MOXKHU CTPAHNYHN epeKkTn,
KaTo Hag4aBaHe Ha Terso, nogyBaHe Ha IMLUETO U NPOMsHa B
HaCcTpoeHneTo. AKO CTepouamnTe ca npeanmncaHin 3a Npoab/HKUTENeH
nepuopg oT Bpeme, Te MoraT Aa NpUYnHAT NogTUCKaHE Ha pacTexxa,
0CTeonopo3a, BUCOKO KPBbBHO HandAraHe u gnaber.
Han-obe3nokonTteneH cTpaHnyeH edpeKT Ha aHakKUHpa e 6bone3sHeHa
peakumnsa Ha MACTOTO Ha MHXXEeKTUpaHe, CpaBHUMA C YXUIBaHe OT
HacekoMmo. OcobeHo nNpes NbpBUTE CEAMULN Ha NlIe4eHNeTo, Te MmoraT
na 6vpat nocta 6onesHeHU. MHpekumn ca HabnogaBaHn Mexay
nauneHTuTe, JIeKyBaHW C aHaKUHpa Uan KaHakMHyMab 3a 6osiecTn,
pa3nn4dHu oT Majeed cnHgpoMm.

2.6 Konko aobaro tpae se4yeHmeTo?




JledyeHneTo e 3a Usin XUBOT.

2.7 KakBO € MHEeHMEeTO 3a HeTpPaaAMLUUOHHA UJIM AOMNbJIHUTEJIHA
Tepanua?

He e nssecTtHa HeTpaguUMOHHA NN AONbJHUTENIHA Tepanusa 3a ToBa
3abonaBaHe.

2.8 KakBM KOHTPOJIHM nNpernegun ca Heobxoaumn?

HeuaTa Tpsabea na 6baaT HabnwogaBaHM pedoBHO (MOHe 3 NbTU
roguLHO) OT AETCKM peBMaToJsIor ga cseam KoOHTposia Ha bonecTTa un
na ce Kopurupa nevyeHuneTo. NepunognyHo Tpsabea na 6baoaT
n3cnegBaHun NbjiHa KpbBHaA KapTuHa (MKK) n ocTpodasoBun peakTaHTH,
3a fQa ce onpeaenn HeobxooMMOCTTa OT KpbBoNpenmeaHe u ga ce
HanpaBu OLUEHKa Ha KOHTpPOJIa Ha Bb3naJsieHune.

2.9 Konko npoatbjixaBa 3abonssaHeTo?
ToBa 3abonsBaHe e 3a uenmsa XMBOoT. Bbnpekn ToBa, akTUBHOCTTA Ha
3abonsBaHETO MOXKe Aa Bapupa C Te4eHne Ha BpeMeTo

2.10 KakBa e Aob/qIrocpoYyHaTta nporHosa (npeanonaraem
pe3ynTaT M XxoAa) Ha 3abonsaBaHeTo?

Obnrocpo4yHaTa NPoOrHo3a 3aBUCK OT TeXeCTTa Ha KJIMHUYHUTEe
MPosiBU, NMo-CneumasiHo OT TeXXeCTTa Ha An3epuTponoeTnyiHaTa aHeMuns
N 60NeCTHM YCNOXKHEHUSA. AKO He Ce JIeKyBa, Ka4eCTBOTO Ha XUBOT €
JIOLIO B pe3ysTaT OoT noBTapsawm ce 601KU, XPOHUYHA aHEMUA 1~
Bb3MOXXHU YCNIOXXHEHNSA, BKJIIOHYUTEJIHO KOHTPAKTYPU U NHEKTUBUTETHA
aTpoua Ha MycKynuTe.

2.11 Bb3MO>XHO JIM € NBbJIHOTO Bb3CTaHOBABaHe?
He, 3aw0oTo e reHeTU4YHO 3abonsgBaHe.

3. EXXEOHEBUE
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3.1 Kak MoXe 3a0osifsBaHeTO Aa 3acerHe e>XxegHeBueTo Ha
DeTeTo U HeroBoTo CeMeucTBo?

[leTeTo n ceMencTBOTO Ca M3MNpaBeHN Npen cepuo3Hu npobnemu,
npeawn 3abonaBaHeTOo Aa Ce AnarHocTuumpa.

Hakoun neua TpsabBa oa ce cnNpaBAT C KOCTHU gedopMaunn, KOUTO
MOraT Cepuro3HO Aa nonpe4yaT Ha HOpMaJiHaTa UM aKTUBHOCT. [pyr
npobsiem MoXe fa ce oKa)ke Ncmxosiornyeckata TeXeCT Ha
NOXXVWBOTHOTO siedeHune. MNMauneHTCKNTe U poaAnTesiICKM obpa3oBaTeslHN
nporpamMm Moxxe fa pa3nckeBaT TO3U BbMPOC.

3.2 KakBO € MHeHMeTO 3a yYunauwieTto?

OT CbLEeCTBEHO 3Ha4YeHMe e, gelaTta C XpPoHU4YHU 3abonsgBaHua 3a aAa
npoab/XKaT obpa3oBaHMeTO cU. NIMa HAKONKO hakTopa, KOUTO MoraT
na NpUYnHAT npobnemun C nocelaBaHe Ha yYUInNLLE U 3aTOBa € BaXKHO
Na ce 0B6ACHAT Ha yYnTennTe Bb3MOXKHUTE HYXXAMN Ha AeTeTo.
Poontennte n yuntennte TpsabBa Aa HanpaBSAT BCUYKO Bb3MOXHO, 3a
Na ce faae Bb3MOXXHOCT Ha AeTeTo Aa y4acCTBa B YHYUINLHN AENHOCTN
Mo HOPMaJieH Ha4uH, C Les  He CaMO OeTeTo Aa Ce peannsmpa yCcrnewHo
aKaAeMNYHO, HO 1N aa 6bae NpMeTo 1 OLEHEHO OT BPBbCTHULN 1
Bb3pacTHW. bbaewaTa nHTerpauns B npodecnoHanaHnUa CBAT € oT
CbLLECTBEHO 3HAaYeHMeE 3a eAnH MJad NaUuneHT 1 e egHa OT UennTe Ha
rnobasnHaTa rpmxa 3a XpoHuU4Ho 601HM NayneHTn.

3.3 MoXe nu pa cnopTtyBa?

CnopTyBaHETO e CbLUeCTBEH acneKkT OT eXXeLHEeBNEeTO Ha BCAKO aeTe.
EOoHa OT uenuTe Ha nNevYyeHMeTOo e Aa Ce No3BOJIN Ha feuaTa fa BOOAT
HOPMaJieH XXNBOT, AOKOJIKOTO € Bb3MOXXHO, U a c4uTaT cebe cn 3a He
Mo- pa3/In4HN OT BPBbCTHUUMNTE CUN. BCUYKN AenHOCTK MoraT aga ce
M3BbPLUBAT B 3aBMCMMOCT OT NMOHOCMMOCTTa. Bbnpekn ToBa, Nno Bpeme
Ha oCcTpaTa pa3a MOXKe fa Ce HaJlIoXKM orpaHudeHa pusnyecka
AKTUBHOCT WJIX NOYMBKa.

3.4 KakBO e MHeHMeTO 3a agumeTtaTa?
Hama cneundgunyHa gueta.
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3.5 MoXe nu KAMMaThT Aa NoBJuse Xxona Ha 3abonsasaHeTo?
He, He MmoXxe.

3.6 Moxxe nu pa 6bae BAaKCMHUPaAHO?

Ha Mmoxxe na 6bae BakCMHUPaHO. Bbnpekn ToBa, poantennte TpsbBa
[a Cce KOHCYNTUpaT C JieKyBalns IeKap OTHOCHO XXUBUTE aTEeHIOUPaHU
BaKCUHMN.

3.7 Uma nu npobnemMmn B ceKCyasIHuA XXMBOT, OpeMeHHOCT U
paxxaaHe?

3acera HAMa MHGOPMaUKMS 3a TO3W aCcneKT NMpu Bb3pacTHM NauNeHTN B
OOCTbMHaTa nnTepaTypaTa. Kato obwo npasuio, nogobHo Ha apyru
aBToOMHMNaMmaTopHU 3abonsaBaHus, no-gobpe e bpemeHHOCTTa Aa ce
naaHuMpa, 3a Aa ce aganTupa No-paHoO JIe4eHNeTo nopaam Bb3MOXEH
CTpaHu4yeH ecekT Ha BuonornyHnTe CpeacTea BbPXy naoaa.
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