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1. Mpo MK,

1.1 Lo ue o3Ha4yae?

HediynT MeBasoHATKIHA3M € FTEHETUYHUM 3aXBOPIOBaAHHAM. Lle
BpoO)XeHnn metabonivyHun aedekT. MNMauieHTn cTpa>kaatoThb BiA
nepioanyHMX HanaaiB IMXOMaHKMN, acoLiNOBaHUX i3 Pi3HUMMU
cuMnToOMaMun. BoHn BKAOYaOTb 36inbLIEHHA ANiMpaTUYHNUX BY3iB
(ocobnmBo B OingHUi W), WKipHUW Bucun, 6inb ronosu, 6inb y ropni,
BMPa3KN pOTOBOI MOPOXXHUHK, 6oni B XXNBOTI, 61t10BOTY, NpoHoc, 60i B
cyrnobax i HabpskaHHA cyrnobie. Y nayieHTIiB 3 BaXXKuUM nepebirom
3aXBOPIOBAHHSA Y AUTUHCTBI MOXXYTb BUHUKATW Hanaan JTNXOMaHKWU, L0
3arpoXXylTb XUTTIO, 3aTPUMKa PO3BUTKY, MOPYLUEHHS 30pY i
ypPaKeHHSA HUPOK. Y 6araTboX XBOPUX KOHLUEHTpPALIA KOMNOHEHTY KPOBI
imyHornobyniny D (IgD) 36inblwy€eTbCca, BHAaCNIAOK 4Oro
aJlbTEPHATUBHUM TEPMIHOM € "CUHApPOM rinep-lgD".

1.2 SIK 4acTo 3YCTPIYAETHLCA L e 3aXBOPIOBAHHA?

Lle piakicHe 3axXxBOpPIOBaHHSA, AKe Bpa)ka€ /Il0Aen BCiX eTHIYHUX rpyn,
aJle yacTiwe Noro BUABMAKTL cepepn HigepnaHuis. HaBiTb y
HioepnaHgax 3axBOpOBaHHA 3yCTPIYAETLCA PiAKo. Hanagn nMxoMaHKun
MOYMHAOTLCA Y BiLi A0 6 poKiB Ta, Y 6iNbLWIOCTI NaUiEHTIB, AK NpaBuno,
y AnTa4oMmy Bili. Ha gediunT MmeBasioHaTKiHa3M XBOPilOTb O4HAKOBO
XJIOMYUKW | AiBYaTKa.

1/7



1.3 Lo € npu4YMHOIO XBOpOOM?

HediunTt meBasioHaTKIHA3M € FTeHETUYHNM 3aXBOPIOBAHHSAM.
BianosiganbHMin reH HasmBaeTbcsa MKD. N'eH Bnupobnse Binok, Tak 3BaHy
MeBaJIOHaTKiHa3y. MeBasioHaTKiHa3a € PepMeHTOM, DiNIKOM, AKUN
BUKJIMKAE XIMIYHY peakuito, HeobXxigHy Ans HopMasibHOro 340poB'sa. Y
Lin peakuili BinbyBaeTbCA NepeTBOPEHHA MEBAJIOHOBOI KUCOTU 40
dochomMeBaNIOHOBOI KNCJIOTU. Y MaLLIEHTIB, SIKi XBOPIlOTb,
MOLWKOOXXYIOTbCA 006uABI AOCTYMHI Konil reHa MKD, BHacnigoK 4oro €
HeOOCTAaTHbOK aKTUBHICTb epMeHTYy MeBaJIoHaTKiHa3n. e
NPU3BOAUTbL 4O HAarpoMan>XeHHS MeBaJIOHOBOI KUC/IOTU, AKY MOXXHa
BUABUTW Mif4 Yac Hamagy JIMXoMaHKN y cedi. KniHi4yHO uen npouec
MPOSABNSAETLCA PELUNANBYIOHOK IMXOMAHKO. LLLo Ba)K4olo € MyTaLia B
reHi MVK, To Ba>x4um, K npaBuo, € nepebir xsopobu. Xo4a NnpmymnHa
XBOPOOU € reHETUYHOIO, JINXOMaHKa MOXXe iHOAi NMPOBOKYBaTMUCH
BaKLMHaLUI€EW, BIipyCHUMU iHeKLiaMKn, TpaBMaMn abo eMouinHUM
cTpecom.

1.4 Yn xBopoba € cnapkKkoBoio?

Hediunt MmeBanoOHaTKIHA3M YCMNAaAKOBYETbLCS 3@ ayTOCOMHO-
peuecMBHUM TUMOM ycrnagkyBaHHS. Lle o3Ha4ae€, wo ocoba Mae maTun
ABa MYTaHTHI reHW, oOuH Bif4 MaTepi Ta oauH Big 6baTbka, wob
3aXBOPITK Ha aediunT MeBasioHaTKiHa3n. TakKMM YNHOM, K MpPasuo,
060€ 6aTbLKIB € HOCIAMU (HOCIN Ma€E TiIbKM OAHY MYyTaHTHY Konito, ane
He xBopoby), ane He € NauieHTaMKn. Y Takol Napn NMOBIPHICTb
HapoOANUTW HACTYNHY ANTUHY 3 AediUNTOM MeBaJIOHaTKiHA3M CTaHOBUTb
1:4.

1.5 YoMy Mo AMTUHA XBOPI€ Ha Le 3aXBOpPIOBaHHA? Y MOXXHa
MOro nonepenuTun?

OnTnHa Mmae xsopoby, TOMy WO BOHa Mae MyTauil B 060X Konisx reHa,
AKNUN BUPODNSE MeBasloHaTKiHa3y. XBopoby He MO)xHa nonepeanTun. Y
Ay>XXe XBOpPUX CiM'aX MOXXHa AyMaTu NpPo AiarHOCTUKY 3aXBOPIOBAHHS B
yTpobi maTepi.

1.6 Yu usa xsopoba 3apasHa?
Hi, MK He € 3apa3Hoto.
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1.7 AKMMU € OCHOBHI CUMNTOMMU?

OCHOBHMM CMMMTOMOM € JINXOMaHKa, iKa 4aCTO NOYMHAETLCA 3 03HODOY.
JInxoMaHKa, siIka 3'ABJIAETbCA HEPEerysapHo (4Yepes TUXKHI Ta Micaui),
TpUBAE 3-6 AHIB. 3 aTakaMn JIMXOMaHKKN 3'ABNAIOTbLCA Be31i4 iHWKnX
CUMMTOMIB. BOHU MOXYTb BKJItO4aTWN BOMICHI HABPAKM NiMpPaTUHHUX
BY31iB (0COOMBO B AiNAHLUI WKAT), WKiIPHUA BUCKN, Binb ronosu, Binb y
ropJi, BUpa3KM y poTOBIN MOPOXXHWUHI, 6oNi B XX1BOTI, 6/110BOTY, Oiapeto,
boni B cyrnobax i HabpsakaHHs cyrnobis. Y nauieHTIB 3 BaXXKUMU
3aXBOPIOBAHHSAMM, LLIO 3arpPoOXKYIOTb XUTTIO, MO4YMNHAOTLCA Hanagun
JINXOMaHKN Y OANTUHCTBI i3 3aTPUMKOIO PO3BUTKY, MOPYLUEHHAMU 30pY i
HWUPOK.

1.8 Yu 3axBoploBaHHA nepebirae y Ko>KHOi AUTUHN OAHAKOBO?
XBopoba He nepebirae y BCix giTten ogHakoBo. KpiM uboro, sua,
TPUBANICTb Ta CTYNiHb Ba>XKOCTI Yy TOI CaMOi ANTUHW KOXXHOIO pasy
MO>Xe 3MiIHIOBaTUCH.

1.9 Yu 3axBOplOBaHHA Pi3HUTLCA Y AiTEn Ta AOPOCAUX?

I3 36iNIbLUEHHAM BiKY Mayui€eHTa, YacTOTa HanaAiB JIMXOMaHKK Ta 1l
BaXKKICTb 3HMXYIOTbCA. Ane ans 6inblwocCTi, AKLWO He Yy BCiX, XTO

3axBOpiB, XBOpobHa 3aNMLLIAETLCA aKTUBHOI. Y OeSKUX OOPOCNX

MaLieEHTIB PO3BMBAETLCA aMiNoifos. Lle BUKNINKAE MOLLKOOXKEHHS
opraHy, 3yMoBJIeHe aHOMaJ/IbHUM BigK/lageHHAM NPOTEIHIB.

2. AIATHO3 TA TEPANIA

2.1 ik xBOpoOy MO>XHa piarHoctyBaTu?

[iarHO3 BCTAHOBJIIOIOTb Ha NigCcTaBi 00CTEXXEHHHS KPOBIi | FEHETUYHOI 0
aHanisy.

Y ceudi XiMi4YHO BUABMAOTb NOMITHO BUCOKI KOHUEHTpPaLIil MeBASIOHOBOI
KUcnoTu. Y cneuianbHUX nabopaTtopiax MOXXHa TaKOXX BU3HAYUTU
aKTUBHICTb (hbepMeHTy MeBaIOHaTKiHa3M y KpoBi abo B KNiTUHaX WKipw.
Ha ocHoBi JHK nauieHTa NnpoBOASATb FEHETUYHNI aHani3, 9KUN
BUKOPUCTOBYIOTb A1 BUABJIEHHA MyTauil reHa MKD.
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BumiptoBaHHA KoHUeHTpaUil IgD B KpoBi Bifiblle He BBa)XAETbCH
AiarHOCTUYHO 3HAYYLMM OOCNIOKEHHAM 014 NiATBEPOKEHHS
nediunTy MeBasloHaTHaTKiHa3W.

2.2 flke 3Ha4YeHHA MalOTb sIabopaTopHi 0bcTe)XeHHA/-TecTn?
BuwiesranaHi nabopaTopHi 4OCNiAXKEHHS Ba>K/IMBI A8 OiarHOCTUKWN
nediunTty MeBaJsioHaTKIiHaA3W.

Taki OoCNiaAXeHHS, K WBUAKICTb ocigaHHA eputpouunTis (LLUOE), C-
peakTuBHUM 6inok (CPBE), binok aminoigy (SAA) y cupoBaTLi, 3arasbHUI
aHani3 Kposi Ta piBeHb QibpUHOreHy, MoOXXHa 34iNCHIOBATK Nig Yac
Hanagy 019 BU3HAYeHHS CTYMeHSA 3ananeHHs. 9KWwo AUTUHa 3HOBY He
Ma€ CKapr, TO Ui TeCTN NMOBTOPKOIOTL, WO6 NigTBEPANTHU, L0 NOKA3HUKN
MOBEPHYINCA 00 HOPMasibHUX abo Manm>Xe HOpPMasibHUX 3HAYEHb.
3pa3Kun cevi Tako)X 06CTexytoTb Ha HasBHICTb Binka Ta epuTtpouis. Mig
Yac HanaaiB MOXYTb ByTKU TUMYaCOBi aHOMasbHi 3Ha4YeHHs. OaHak, y
MaLieHTIB i3 aMiNnoigo30M € NOCTINMHO NiABULLEHI KOHUEeHTpaLil 6inka B
ceui.

2.3 Y 3axXBOpPIOBAaHHA JIIKYETbCA Ta BUJIIKOBYETbCA?
XBOpoby He MO>XXHa BUJIIKYyBaTW Ta He ICHYE XXOOHOIMro 0OKa30BOro
e(PeKTUBHOIro JlikyBaHHSA /19 KOHTPOJIO 3@ aKTUBHICTIO XBOpOON.

2.4 AKi iCHYIOTb MeTOoAM JliKyBaHHA?

Ona nikyBaHHA aediunTy MeBasIoOHATKIHA3N BUKOPUCTOBYIOTb
HecTepoigHi NpoTM3anasbHi NpenapaTu, 9K iHOOMEeTauUWH,
KOPTUKOCTEPOIAN, AK NpenHi300H, i biosoriyHy Tepanito, K
eTaHepuenT abo aHakiHpa. Ko)XeH 3 uux npenapaTiB Moxe byTu
YaCTKOBO ePeKTUBHUM ONA AeAKUX MaLieHTIB. [JoKa3 IXHbOI
eheKTUBHOCTI Ta 6e3nekn ona nikyBaHHA gediunTy MeBaslIoHaTKiHa3Nn
MOBUHEH LWe BbyTn HagaHun.

2.5 flki noOi4yHi edpekT Mae MegUKaMeHTO3Ha Tepania?

MobivHi echekTn 3anexaTb Big NpenapaTy, SKMn 3acTocoBytoTb. HM3M
MOXYTb BUKJIMKATK BONi FON0BU, BUPA3KW LLWITYHKY | MOLIKOOKEHHS
HNUpPoK. KopTukocTepoign Ta 6ionoridHi npenapatn 36inbLWy0Tb




CNPUVNHATANBICTL A0 iHdeKUin. KpiMm TOro, KOpTUKOCTEPOIAN MOXXYTb
BUKJIMKATK pag iHWKMX nobivyHnx edekTis.

2.6 SIK poBro cnip NpoBOAMUTMU NiKYBaHHA?

HeMa€e )XoaHUX AaHuX, WO NiaTBEPAXYIOTb HEOBXiIAHICTb NpoBeAEeHHS
MOXXUTTEBOI Tepanii. BpaxoBy4un Ton (pakT, WO CAMNTOMUN 3 BIKOM Yy
MaLIEHTIB 3MEHLUYIOTbCS, e, 3 BACOKOK MMOBIPHICTIO CBIAYNTL MPO Te,
Lo xgopoba BXOOUTb Yy CMOKINHNI CTaH, | MOXXHa Byae NpUnmnMHNTKU
NiKyBaHHS.

2.7 Ym icHy€e anbTepHaTUBHEe/BonaTKOBE JIiKyBaHHA?
He Ma€ xogHux onybnikoBaHMX NOBiAOMAEHb NPO ehEKTUBHY
NO0L4aTKOBY Teparnito.

2.8 ik 4YacTo cnip NPoBOAUTU KOHTPOJIbHI 00CTEe)XeHHA?
HiTAM, WO OTPUMYIOTb JliKyBaHHS, MOTPIOHO NpoOBOANTM aHani3n KPOBI
Ta cevi, WoHanMeHLe, ABiYi Ha pikK.

2.9 SIK BOBro TpMBaE€ NikKyBaHHA?
NoeTbCca Npo NoXXUTTEBE 3aXBOPIOBAHHA, MPUN AKOMY CUMMNTOMMU
XBOPOOK 3 BIKOM CTUXAlOTh.

2.10 Ak Burnapac BiapaseHUMM NPorHo3s (NPorHo3oBaHUM
nepebir i Hacnipkn) xeopoodmn?

Hediunt MeBanoOHATKIHA3M € MOXKUTTEBUM 3aXBOPOBAHHSAM, NMPU AKOMY
CUMMNTOMM 3 BIKOM MaLiEHTa 3MEHLYITbCA. [ly)Ke pigKo y navieHTIB
BinbyBa€ETbCA MOLUKOOXKEHHS OpraHiB amMinoigo3om, ocobmBo HNPOK. Y
OYy>XXe Ba>KKMUX XBOPUX XBopoba MoXKe npu3BecTn 40 pO3yMOBOI
BigocTanocTi abo cninoTn.

2.11 Ym 3MO>Xe nauieHT 3HOBY OyTH NOBHICTIO 38,0POBUM?
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?

HacTi NpnuCTynun 3aBa)kaloTb HOPMaJZIbHOMY XUTTIO CiM'T i MOXYTb
BrN/mnBaTn Ha poboTy 6aTbKiB Ta Ha NauieHTa. Lle TpuBa€e Tak O0Bro,
MOKW He byne BCTaHOBJIEHNI NPaBUIbHUW AiarHO3. HEBU3HAYEHICTb
Typbye 6aTbKiB | NPU3BOANTL 00 HEMOTPIOHUX MEeANYHNX BTPYYaHb.

3.2 K Won0 HaBYaHHA Y WWKONI?

YacTi Hanaau rapaykm cnpu4nHAaTb baraTto NponyckiB 3aHATb Y
WwKoni. Bunteni matoTb 6yTM NoiHpopMoBaHNMM NPO XBOPOOY i
OTPUMATUN IHCTPYKLUIT, WO podUTN, AKLLO 3aroCTPEeHHSA HacTaHe Yy LWKOJII.

3.3 K w080 3aHATb CMIOPTOM?

He icHy€e )XoaHUX obMeXxxeHb woao cnopTy. MNpoTe YacTa BiACYTHICTb
Mig4 4ac irop Ta TpeHyBaHb MOXXKe YCKJIAaAHIOBATU y4acCTb Y CMIOPTUBHUX
3MaraHHAXx.

3.4 flke noTpibHe xap4yyBaHHA?
He icHy€e xoaHoOI gieTu.

3.5 Yu MoXXe KniMaT BNJIMBaTU Ha XBOpoOy?
Hi, He moxe.

3.6 Yn moxe OyTM AMTUHA BaKLLMHOBAHOIO?

Tak, AuTUHa MoXe B6yTn BaKLMHOBAHOLO, HaBiTb TOAiI, KON BaKUUHaUifA
MPOBOKYE NPUCTYN JINXOMAHKW.

AKLWO ANTUHA OTPUMYE NIIKYBaHHSA, TO NIKYIOYMNI NiKap Mae ByTwu
NnoiH(OpMOBaHNM rnepen BBeOEHHAM XUBUX BaKLUH.

3.7 Ak wopno CEeKCyaJZibHOro XxXuTtTrH1, BariTHOCTI Ta KOHTPOJ1IO 3a
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HapPoO A >XYBAHICTIO?

MauieHTn 3 nediunToM MeBasIoHATKIHA3M MOXYTb BECTU HOpPMaJibHe
CeKcyasibHe XUTTSA i Hapo4)XyBaTu BlaCHUX AiTen. Hanagw nig 4vac
BariTHOCTI, IK NpaBuao, noBepTalTbCs. LLIaHC oapy>XUTUCSA 3 HOCIEM
nediunTy MeBasioHaTKiHA3M € BKpan HU3bKUM. BUHATOK CKknagae
CUTYyauid, Koan 4os0BiK abo XiHKa NoOXoAATb 3 OAHIEI BEINKOI POOVNHMN,
Yy AKi € NauieHT. AKWwo napTHep abo NapTHEpPKa He € HOCIEM aediunTy
MeBaJZIOHAaTKiHa3u, TO ANTUHA He 3MOXXe 3aXBOpPITN Ha aediunT
MeBaJIOHaTKIHa3W.
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