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NMpo Majeed

1.1 LLlo ue o3Ha4vae?

Majeed-CMHOPOM € PIOAKICHUM FreHETUYHNM 3aXBOPIOBAHHAM. XBOPI 4ITW
CTpa)K4atTb Bifl XPOHIYHOro peumngnByro4oro MybTUGOKaIbHOro
octeomienity (CRMO), BpoaxeHoi anseputponoeTmnyHol aHemii (CDA) i
3anajibHOro nepmMaTosy.

1.2 SIK 4acTO 3yCTPIYAETLCA 3aXBOPIOBAHHA?

XBopoba € ayxe pigkicHot i byna onmcaHa TiNbkKKU y CiM'AX, SAKi
noxoasAThb i3 bansbkoro Cxoay (MopaaHis, TypedumHa). BearkaeTbcs,
L0 YacCcTOoTa € MeHLwot, HXX 1 /1.000.000 giten

1.3 LLLo € npu4YMHOIO XBOpOOM?

3axXBOPOBAHHSA BUKJINKAETLCA MyTauigaMun B LPIN2-reHi Ha XpomMocomi
18p, akmun Koaye 6inok nig Haseow Lipin-2. 3a cy4aCHMM HayKOBUM
3HaHHAM, Len 6inok MoXxe BigirpaBsaTn posib B 06MiHI XXnpis (XKnposun
06MiH). TM He MeHLe, po3nagiB NinigHoro obMiHy y NauieHTIB i3
Majeed-cnHapom He Byno BUSBNEHO.

Mo>xnnBo Lipin-2 Tako)x Bbepe y4acTb Y KOHTPOJI 3a 3anajibHUMN
npouecamMu i y KNiTMHHOMY MNOAiNi.

MyTauii B LPIN2-reHi 3mMiHIOIOTb CTPYKTYpPY | hyHKUIT Lipin-2. Hemae
PO3YMIHHS TOro, AKUM YNHOM FrEeHETUYHI 3MiHN B OpraHi3mi Joaen 3
Majeed-CMHOPOM MOXXYTb BUKJIMKATW 3aXBOPOBAHHSA KICTOK, aHEMIT |
LWWKIPHI 3MiHW.
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1.4 YU 3axBOpIOBaHHA € CNAagKOBUM?

3axBOPIOBAHHSA YCNAaAKOBYETbLCA 3@ ayTOCOMHO-peLeCcMBHUM TUMOM
ycrnaakKyBaHHS (Ue 03Ha4vaE€, Wo BOHO He 3a/1eXXNTb Bif CTaTi Ta OAMH i3
baTbKiB He 060B'A3KOBO MOBUHEH MAaTu CUMMNTOMK XBOpobu). MNpu
LbOMY TUNI yCcrnagkKyBaHHSA 414 Toro, wob nognHa 3axBopisa Ha
Majeed-cnHapom, notTpebHi ABa MyTOBaHI reHn, oANH Big MaTepi i oAnH
Big 6aTbka. TakKuM 4YnHOM, 000€ BaTbKiB € nuLLe HOCiAMM (HOCIN Ma€E
TiNbKW OQHY MYyTaHTOBaHYy KonNito, ase He XxBopoby), ane He €
nayieHTaMn. He oMBNAYNCb Ha Te, WO HOCII, 3a3BMUYan, HE MalOTb
XXOOHWUX O3HAK i CUMNTOMIB 3aXBOPOBaHHA, AesAKi baTbKn aiten i3
Majeed-cnHOopoM CTpa)k4atoTb Bif 3amajibHUX 3MiH Ha WKIpPi, AKi
Ha3uBaloTb Ncopiasom. g 6aTbKiB, AKi BXXe Mann ANTUHY 3 Majeed-
CUHAOPOM, MMOBIPHICTb TOrO, WO ApYyra AUTUHA 3aXBOPI€ TaKOX
CTaHoBUTb 25%. XBopoby MO)KHa AiarHOCTyBaTu B yTpobi maTepi.

1.5 YoMy MO AMTUHA CTpaXXAaE€ Bip ui€ei xBopodn? Ym MoXXHa
nonepenuTy L0 XBOpooOy?

Bawa antmHa mae xsopoby, 60 Hapoausiaca 3 MyTOBaHUMUN FreHaMU, AKi
BUKJIMKaOTb Majeed-cuHapoMm.

1.6 YUm ue 3apa3Ho?
Hi, Majeed-cnHOpoM He € 3apa3HuM.

1.7 AKi OCHOBHi CMMNTOMMU?

Majeed-CMHOPOM XapaKTEPU3YETLCA XPOHIYHNM peunanByoYmnMm
MyNbTUgOoKanbHUM ocTeomienitom (CRMO), Bpoa>KeHOo
anseputponoeTmnyHot aHeMieo (CDA) i 3ananbHUM aepMaTo30M. Y
3B'sA3KYy 3 uuMm CRMO, akuin noB'ss3aHniM i3 UMM CUHOPOMOM,
BiApI3HAETbLCA Bif i301b0BaHOro CRMO paHHIM MNo4YaTKOM
3axXBOPOBAHHA (B AUTUHCTBI), YacCTiWMMKM 3aroCTPEHHAMUN, KOPOTLLNMMN
abo pigwmnmmn peumamBamMmu i TUM, LLO BOHU, MMOBIPHO, BDyayTb
NMPOOOBXYBATUCA yCe XUTTS i Npnu3BeayTb A0 YNOBiIJIbBHEHHSA POCTY,
cyrnobosunx gecdopmauin. CDA XxapaKTEPU3YETLCSA MIKPOLLUTO30M Y
nepudepuYHii KpoBsi Ta KicCTKOBOMY MO3KY. lloro nepebir Mmoxxe 6yTu
Pi3HUM, Bifli BAXXKOro A0 JIErKoro, aHeMis moxxe 6yt HenomiTHOtO abo
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notpebyBaTn nepennBaHb. Mpu 3ananbHUX AepMaTo3ax, 3a3BMYal,
NnaeTbCcst Npo Sweet CMHAPOM, ane MOXKJIMBUIA | MYyCTYNbO3.

1.8 fKi ycknapHeHHA MOXYTb 3ycTpidyaTuca?

CRMO Mo>xe npu3BecTn A0 TakKUX YCKNaAHEHb, IK CMOBiJIbHEHHA POCTY
Ta hopMyBaHHSA cyrnoboBux aecdopmalin, Tak 3BaHUX KOHTPaAKTYpP, SKi
0bMeXXyloTb pyX y NeBHUX cyrnobax. AHEMiS Ma€ Taki CUMNTOMMU, K
BTOMa, cnabkicTb, 61igicTb WKipW | 3aTpyaHEHE ANXAHHSA.
YcKNnagHeHHs BPOAXXEHOT AN3EePUTPONOETUYHOI aHeMil ByBatoTb Bif
MOMIPHUX 00 Ba)XKUX.

1.9 Yu xBopoOa y KOXXHOI AMTUHMU nepebirae ogHaKoBO?

Yepes KpanHio pigKiCTb LLbOro 3aXBOPIOBAHHA MaJio BiL4OMO MNpo
BapiaHTK nepebiry y giten. Y KoO)KHOMY BUNAAKY Ba>KKiCTb CUMMNTOMIB
MO>Xe 3MiHloBaTuUCA | ByTK NpencTaBneHa nerkot abo Ba)xKoto
KNiHIYHOK KapTUHOK XBOpobu.

1.10 Yu xBopoOa Bigpi3HAETLCA ¥ AiTen Ta JOPOCNnNX?
Mpo nepebir xBopobu mano Bigomo. Y 6yaob-aKoMy BUNagky, y
OOPOC/INX BHACNIAOK YCKNAAHEeHb 3yCTpiYaeTbCcA binbwe
IHBaNiAN3Y4YNX HaCiaKiB.

3/3


http://www.tcpdf.org

