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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.

2. OIAFHO3 TA TEPANIA

2.1 ik xBopoOa miarHOoCTyeTbCA?

MonepenHin OiarHO3 rPyHTYETLCA Ha NiACTaBi KAIHIYHNX NPOSBIB.
OcTaTo4YHUI giarHo3 NiATBEPOXXYETLCHA 3@ AOMOMOIro reHeTUYHOro
aHanisy. [liarHo3 AOCTOBIPHUW, AKLLO MaUIEHT Hece ABi MyTauil, No
OOHIN Big KOXKHOI0 3 BaTbKiB. F[@HEeTUYHMI aHani3 He MoXe by Tu
MpPoBefEeHNIN Y KOXKHOMY JliKyBaJIbHOMY LLEHTI.

2.2 flke 3Ha4YeHHA MalOTb slabopaTopHi 0bcTe)XeHHA/-TecTn?
Taki goCnig»eHHS, K WBNAKICTb ocigaHHA eputpouunTie (LLUOE), C-
peakTuBHUM Binok (CPB), 3aranbHUM aHani3 KPoBi Ta BU3HAYEHHS
dibpnHoreHy nig 4ac Hanaay 34iNCHIOTLCA 15 BU3HAYEHHS CTYMeHS
3anaJieHHAa Ta aHeMil.
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LLi TeCTn NOBTOPIOIOTL Yepe3 PiBHI MPOMIXXKK Yacy anasa Toro, wob
BU3HAYUTW, YM MOBEPHYJINCA NOKA3HUKU A0 HOpMasibHUX abo Mamxe
HOpPMaJibHNX 3Ha4YeHb. KpiM Toro, noTpibHa HeBeNnKa KifibKiCTb KPOBI
ONA NMpoBefeHHA reHeTUYHOro aHanisy.

2.3 Yu xBopoOa BUNIKOBYETLCA YU MOXKXe OyTu NiKOBaHO10?
Majeed-cnHOpPOM LiNCHO MOXKe ByTU NikoBaHUM (ONB HUXKYE), ane Noro
He MO>XHa BuNikyBaTu, 60 Le reHeTU4YHE 3aXBOPIOBAHHS.

2.4 flke iCHY€ nikKyBaHHA?

He icHye cTaHpapTHOro nikysaHHA Majeed-cuHgpomy. CRMO, 3a3Bunyan,
NIKYETbCA CNOYaTKYy HEeCTepolAHMMU NpoTu3anasbHUMK NpenapaTamMu
(HM3MM). disioTepania Mae Ba)k/MBe 3Ha4YeHHSA A4 3anobiraHHS
be3nianbHoOl aTpodii (pyMHYBaHHA M'A3iB Yepes BiACYTHICTb i3NYHMNX
BNpaB) i BKopoyeHHA M'a3iB. dkwo CRMO He Bignosinae Ha HIM3IM,
MOXXYTb BYTU BUKOPUCTaHI KOPTUKOCTEPOIAN AN OTPUMAHHSA
KOHTpoto Hag CRMO i gng NnpuUrHidYeHHsa WKipHOI CUMNTOMAaTUKN. TuM
He MeHLe, Yepe3 PO3BUTOK YCKJagHEeHb, AOBroTpmBasie 3aCTOCyBaHHS
KOPTUKOCTEPOIAIB Y NiKyBaHHI AiTen € obMexxeHnM. HewonasHo Oyno
rnoBigoMJieHO Npo Aobpy BianoBiAb Ha 0AWH aHTU-IL1-MeanKaMeHT y
nBox cnopigHeHunx aiten. CDA noTtpebye onsa nikyBaHHA nepesiMBaHHS
epuTpounTIB.

2.5 Aki noOiuHi edpekTn Mae MeguKaMeHTO3Ha Tepania?
3aCcTOCyBaHHSA KOPTUKOCTEPOIAiB NOB'A3aHE 3 MOXKAMBUMM NOBIYHNMN
ehbeKkTaMmn, TakKMMKN K HaAMIp Macu Tina, Habpak obnnyysa i nepenagn
HaCTpPOI0. AKLLO CTepoian NprU3HaYvaoTb BNPOLOBX TPUBaJIOro nepiony
4acy, Lue MOoXXe NPM3BEeCTUN 40 3HUKEHHS TeMMiB POCTy, 0OCTEonoposy,
rinepToHiIl i LyKpoBoro aiabeTy.

Hanbinbw HenpneMHMM NobiYHUM eheKTOM 3aCTOCYBaHHSA aHaKIHPW €
bontoYva peakuis B MicLi iH'€KLIT, AKY MO>XHa NMOPIBHATU 3 YKYCOM
KoMaxun. BoHa Moxxe 6yTn ayxe 6onto4oto, 0cobamMBoO Ha NepLiomy
TUXKHI NliKkyBaHHA. IHpeKLil cnocTepirann y nauieHTiB, SKi NikyBanumcs
aHaKiHPOO 41 KaHakKiMyMabomM i3 npnBoay iHWWX 3aXBOPIOBaHb,
BigMiHHMX Big Majeed-cnHagpomy.




2.6 Ik poBro NnoTpiOHO NpoBOAUTM NiKyBaHHA?
JlikyBaHHS HEOBXiAHO MPOBOAUTM BMNPOAOBXK YCbOr0 XUTTS.

2.7 Ym icHy€e anbTepHaTUBHe/ponaTKOBEe JNIiKyBaHHA?
He iCHye )KO4HOro BiAOMOro 000aTKOBOMO JliKyBaHHSA Mpu LboOMY
3aXBOPIOBAHHI.

2.8 ik yacTo cnip NPOBOAUTU KOHTPOJIb?

XBOpi 4iTN NOBUHHI perynsapHo (MpMHanMHi, Tpy pa3n Ha pPiK)
ornagaTUCA AUTAYUM PEBMATOJIONOM, KU CTEXUTb, Y1 XBopoba €
nobpe KOHTPOJIbOBAHOMK | YM NiKyBaHHSA € BignosigHUM. Cnig perynspHo
NPOBOANTM NOBHUI aHani3 KPOBIi i BU3Ha4YaTn Binkm roctpoi ¢asu
3ananeHHs, wob BU3HAYUTK, YM NOTPIOHE NnepenmBaHHA YEePBOHUX
KPOB'AHUX KAITUH, | A48 Toro, wob ouiHUTK, HaCKiNIbKKX 3ananeHHs €
MPUrHIYEeHNM.

2.9 5K pOBro TpMBa€E xgopoba?
NpeTbcs Npo MOXKNTTEBE 3aXBOPOBaHHSA. OQHaK, akTUBHICTb XBOpobu 3
YyacoM ocnabneTbCA.

2.10 Sk BUrnapa€e noOBrorepMiHOBUMM NPOrHo3 (NPorHo3oBaHuM
nepebir Ta Hacnigku) xsopoobu?

[OBroCTPOKOBUMN MPOrHO3 3aJIEXNTb Bif CTYNEHS BaXXKOCTI KNiHIYHUX
CUMMTOMIB, 30KpeMa CTYNeHs Ba>KKOCTi OMN3epUTPOrnoeTMYHOI aHeMil, a
TaKOXX BUHUKHEHHS YCKNaaHeHb. AKLWOo XBopoby He NnikyBaTu, AKICTb
XXUTTSA MauieHTIB Y 3B'A3KY 3 nepiognyHnmm 6o0namMu, XpoHi4HOI0O
AHEMIEID | PO3BUTKOM MOXXJIMBUX YCKJTAOHEHDb, AK M'A30Bi BKOPOYEHHA i
be3nianbHi aTpodii (pynHyBaHHA M'a3iB Yepe3 BIACYTHICTb Pi3UYHUX
BrMpag) € MOraHouo.

2.11 Yum Mo>Xe nauieHT 3HOBY OyTM LiNIKOM 340POBUM?
Hi, OCKiNnbKN NOeTbCs NPO reHeTUYHEe 3aXBOPIOBAHHA.
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3. NOBCAKAEHHE XUTTHA

3.1 Sk BnauBa€E XxBOpoba Ha NOBCAKAEHHE XXUTTA AUTUHM Ta ii
OTO4YeHHA?

OnTnHa Ta 1l poanHa 6opeTbcs 3 NnpobieMamun we Ao 4acy
BCTAHOBJIEHHSA AiarHo3Yy.

Y nesakux giten 3'aBns0TbCA KICTKOBI gedopmauil, AKi MOXYTb 3HA4YHO
BMJIMBATUN Ha NOBCAKAEHHY AifNIbHICTb. HacTynHow npobsiemoto €
NcnxiYyHe HaBaHTaXKEHHSA Yyepe3 NoTpedby B NOXXUTTEBOMY JiKyBaHHI. Y
HaBYaJIbHMX Ta MPOCBITHULLKUX Kypcax AN NauieHTIB i 6aTbKiB L
npobnemn MmoXxyTb 06rosoptoBaTUCH.

3.2 fIK W0A00 3aHATb Yy WKOAi?

Hy>Xe Ba>knmBo, W06 WKisnibHa oCBiTa y AiTen i3 XPOHIYHUMMN
3aXBOPOBAHHAMU He nepepumBanacs. € Kilbka pakTopiB, AKi MOXYTb
BUKJMKATK npobsiemn B WKOJi. TOMy Bak/MBo, W06 BUYnTeni bynn
IHbOpMOBaHUMK NPO NOTEHUINHI NoTpebn AnTUHW. baTbkn Ta BYMUTENI
MOBUHHI 3pobuTKM BCe, WO B IXHiIX cnnax, wob xsopa AgnTuHa bpana
y4acCTb Y WKINIbHUX 3ax04aX He TiNbKU ONs OOCATHEHHS WKiNIbHUX
YCnMiXiB, @ TaKoX, MO MOXJIMBOCTI, ANA 3000yTTA BU3HAHHSA Ta OUIHKU
CBOIX 0QHONITKIB i gopocnux. lMiarotoska 40 ManbyTHbOIO XUTTA Y
MOJIOAMNX NALLIEHTIB Oy>Xe Ba)KJ/IMBa | € OAHIEIO i3 3arallbHUX Lisien
NiKyBaHHS Y XPOHIYHO XBOPMUX.

3.3 AK w000 3aHATb CIOPTOM?

CnopTuBHI 3aXo4n € OOHIED i3 3BUYHUX peyen Yy NOBCAKOEHHOMY XUTTI
KOXXHOI AUTUHW. MeTo Tepanii € 4aTN MOXJIUBICTb AUTUHI XNTK
HOPMAaJIbHUM XUTTAM, TakKUM, LLLO He Aa€ NiacTaB novyesaTun cebe
ayTcangepoM. Takmm YMHOM, cnifg sunpobysaTn BCi BUON aKTUBHOCTEWN
Ta BUbpaTun Ti, KOTpi Aobpe niginayte AUTUHI. MpoTe cnig 3a3HavnTuy,
O Pi3nYHa aKTUBHICTb NMOBUHHa OyTn obMe)xeHa B nepion rocTpol
das3n i AnTNHa Ma€ 4OTPUMYBATUCS CMOKOLO.

3.4 K w000 Xap4dyBaHHA?
He icHye )xoaHOI cneuianbHOI OIETN.
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3.5 Y1 MoXXe KniMaT BNJAMBaTHU Ha nepebir xsopoobu?
Hi, He moxe.

3.6 Yn moxxe guTUHA OyTU BaKLLMHOBAHOI0?
Tak, OUTNUHY MOXHa BakKuMHYyBaTWN. OA4HaK WOL0 3aCTOCYBaHHA XXUBUX
BaKUWH CNig nopagnTucs 3 NiKyo4uMm sikapem.

3.7 AAKi peKkoMeHpauii WOoA0 CeKCYyasibHOIro XXMTTA, BarirTHOCTI Ta
KOHTPOJIIO 3a HAPO A KYBaAHICTIO?

3 UbOro NMTaHHSA Ha JaHWIN Yac HEMAE XOOHOT iHhbopMauil y haxoBin
niTepaTypi WOA0 AOPOCAUX NAUIEHTIB. 3arasom byae Kpalle, SKLWo Tak
CaMo, SK MPW iHWKWX aBTO3anaJlbHUX CUHAPOMaXxX, NPOBOANTN
NJaaHyBaHHSA BariTHOCTI Ansa Toro, wob 3a3aanerigb BpaxyBaTu BrvB
NiKyBaHHS Yyepe3 MoXMBI NobiIYHI edhekTn BiosorivHMUX NnpenapaTiB Ha
e HEHAPOOAXXEHY OAUTUHY.
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