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BCTYN

Mykogicumpo3 (MB) — HalinowmnpeHiwe aBTOCOMHO-PELLECUBHE 3aXBOPIOBAH-
HA B €BPOMEOIAHI/ nonynauii, BOHO ypaxae npnmonuaHo 1 3 2500 HOBOHAPOXEHUX.
HesBaxaioum Ha BUCOKY 4acToTy, MB onucaHo nuwe B kiHui 1930-x pokiB. Jlikapi He
3Hanu noaibHoi XxBOpoOuM ik OKPemoi KNiHiYHOT 0AMHML A0 TOTO Yacy, Xoua i iCHYIOTb
yatkom 20-ro CTONITTA AeSKUM nauieHTam, aki manun MB, cTaBunu HenpaBuibHUI
niarHo3. BiH Mir 6yT1 nprymHol0 cMepTi TakoX i 6araTbox BigOMMUX NOAEN, 30Kpema,
reHianbHOro NoNibCLKOro KOMMNo3uTopa Ta niaHicta — @pugepuka Wonewa.

Y uii cTartTi Mu posrngHeMo audepeHuianbHy AiarHOCTUKY CTaHy, Y SKOMY BiH
nepebyBaB, i NpoaHaniayeMo MOXNUBI aprymMeHTH LWOAo Toro, Yu 6ye ue MB.

KNIHIYH BUNAOOK ®PUOEPUKA LLOMEHA

€ 6e3CyMHIBHUM, L0 KOMMO3UTOP CTPaXAaB Ha XPOHIYHWUIA NONiopraHHuiA, iMo-
BipHO, cnagkoBuii po3nag. Huxuye npencraBneHo KOPOTKE pe3lome Noro ictopii
XBOPOOU.

ANTnHCTBO

ICHYI0Tb NEeBHi CynepeyHoCTi Woao0 aaTn HapoaxkeHHs LoneHa. 3rigHo 3 naHuMn
oro 6atbka ue ctanocs 22 notoro 4 1 6epesHs 1810 poky B noceneHHi Xenasosa
Bong 6ina Bapwasu. Ik y cnoragax cy4acHukis, Tak i B Moro ocobucTux nmcrax
HasiBHi NOBiAOMNEHHs Npo cnabe 340pOB’S i PiBHOMaHITHI MeaWnYHi ckapru noni-
OPraHHOro reHesy Le 3 YyaciB paHHbOr0 AUTUMHCTBA. Peunausyiodi NpoOHOCHK i YacTi
racTPOEHTEPOJIOriYyHi 3aXBOPIOBAHHA Many 3a HacNiAOK 3MEHLLEHHS Macu Tina i Xxygop-
nABY 0CaHKy AMTMHU. Lie yacTo cynpoBoaxyBanocs iHpeKLisMu auxanbHUX LWsxiB.
Y 1826 poui (y Biui 16 pokiB) KOMNO3MTOP TAXKKO XBOPIB 6 MicsALiB, NPU4OMY BU3HA-
yanbHUMK cumnToMamu Gynm pecnipaTtopHi Ta 60ni ronoeu. Y NOBCSKAEHHI aKTUB-
HocTi LLloneH He Mir 3maraTucs i3 CBOiMWU POBECHMKAMK Ta BUKOHYBaTU pekoMeHaawji
nikapis Wwoao ¢i3nyHnx Bnpas, 30Kpema — TpUBanNUX NPOryastHOK No CinbCbKil Mic-
ueBocrTi. Micns HMx BiH ByB “AyXe BUCHaXeHMi i malixe 6e3guxaHHmii”. OpuH i3 cy-
YyacHMKIB onncaB KOMMO3uUTopa K “ocnabneHoro, Ayxe Xyaoro 4onoeika i3 3ananumu
LLLOKaMu, KOTpuii, nonibHo fo 6araTbox rexiis, MabyTb, MOMpe nepenyacHo”.

dopocne xxurtrtsa

MonitmyHa HecTabinbHicTb y Monbuwi i 6axaHHs LWoneHa BAOCKOHANUTK CBOI
MY3MYHi 38i6HOCTI 3Mycunm 1oro nokuHyTu GartbkiBwmHy B 1830 poui (iomy Topmi
6yno 20 pokie). Ha wnsaxy no ®paHuii MeguyHi npo6aeMm KOMNoO3nTopa He 3HUKIN.
BiH maB 3arocTpeHHs iHdEKLINHOro Npouecy Hoca i3 HEMOX/UBICTIO AMXaTH Yepes
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HbOro (noninn?), indekuiiHe ypaxxeHHa nereHb i3 NPOAYKTMBHUM KaluieMm, KpOBO-
XapKaHHAM i peunamByo40l0 rapsaykolo. TakoX Yy Hboro 6ynv NposiBU CMNOBiNbLHEHOrO
cTaTeBoro fo3piBaHHs. Y Biui 22 pokie LoneH nucae y po3nadi: “Y meHe nmwie 0gHo-
6iyHa 6opoga — 3 apyroro 60Ky BOHA NPOCTO He pocTe”. KoMno3uTop Tak i He cTaB
6aTbkoM, X04a i MaB cTaTeBi 3HOCMHU 3 KiJlbKOMa XiHKamMu, BKOYa4Yn Tpusanuii
KoHTaKT i3 XXopx 3aHp, (MaTip ABOX AiTeit Big nonepepHboro winioby). Lie moxe nia-
TBEPAXYBaTK AOro HennigHicTb. facTpoeHTeposoriyHi npodnemu LWoneHa nuwe no-
rnménioBanucs, TOMy 3HaWTU OJ19 HbOTO afekBaTHY Xy Oyno ayxe Baxko. 3rigHo 3
3anucamm X. 3aHg y KoMNo3uTopa Bif3Hayanu abpomiHanbHi 6oni i npoHocu, oco-
61MBO MicNA BXUBAHHA XUPHOT CBUHMHM. BiH 4acTo HACTINbKM BUCHAXYyBaBCH, L0
nicns cBOIX KOHLEPTIB He MIr NiAHATMCS Mo cxojax i oro Tpeda 6yno HecTu, Kpim
TOro, MaB CXWNbHICTb A0 TEMIOBUX yAAPiB, 0COO6MMBO Mif Yac noispku Ha Maiiopky.
CvmMnTOMM NULe nporpecysany, NPUKOBYIOYN MUTLA A0 NiXxka Ha O6arato AHiB, a TO
i TuxHie. LoneHa nikyBanu 6arato nikapis, GinbLlWIiCTb i3 SKUX He OyNM BNEBHEHI Y
TOYHOCTI gjarHoay.

MpoTaroM oCTaHHiIX YOTUPLOX POKIB KOMMO3UTOP CTaB AyXe iHBaNiAM30BaHO
0c00010, 3aNeXHOI0 Bif, AONOMOrK i Aornsay CBOiX 61M3bkux apysiB. Yepes 3arasibHy
cnabicTb BiH HaBiTb AaBaB YPOKM HaBYaHHS rpu Ha ¢opTeniaHo B MONOXEHHI nexauu.
Y HbOro cnocTepiranu paHKoOBi NPUCTYNW BUCHAXINBOrO KaLO i3 BULINEHHIM Xap-
KOTUHHSA 3 KPOB’AHUCTMMM AOMILLKAMK, KOTPi He KOHTPOIOBANMUCS HaBiTb NPUIAOMOM
oniymy. Takox LLloneH cTpaxaaB Ha Ae30piEHTALLIO i HiYHi MapeHHs, iIMOBIpPHO, yHa-
CNipoK PO3BUTKY AUXanbHOI HEAOCTATHOCTI.

Micna Toro sik oro 3’30k i3 X. 3aHg 6ye posipeanuii y 1847 poui, cTaH 340-
POB’S KOMMO3UTOPA Pi3KO MOriPLUMBCS — BUHUKJIM NPOONEMM 3 BiAXOLXEHHSAIM Xap-
KOTUHHSA, Goni y rpyaHin knitTui i 3HWXeHHs Macu Tina. BiH npunuHue 3arimartucs
MY3UKOI0, L0 BUKJIMKANO BUPaXEHY Aenpecito. NMpoTarom 0CTaHHbOrO POKY XUTTS
MUTeLb NPaKTUYHO He BCTaBaB 3 JliXKa, rOIOBHUM YMHOM Yepes CUJIbHI cyrno0OoBi
6oni. [ewio nisHiwe npuegHanmcs iHWi cMMNTOMU — HaBPSAKKM Hir, 3agyxa Npu HaBaH-
TaXEHHSX i OXpUNAICTb ronocy, BiH i Hagani Mycus nexaru. 3a Kinbka gHiB Bo cmMepTi
LWoneH ka3aB cBOiM pgornsaanbHukam: “dyxe myuutb 3agyxa... 6naraio, He Hakpu-
BaliTe MeHe HiYMMm, abu 9 He ONMHUBCS NOXOPOHEHUM 3aXMBO”. AroHis KoOMno3utopa
TpuBana YoTupu aHi. Bin 6yB NpMTOMHWMIA | Mir roBopuTK, ane MaB HabpsKne i TeMHe
(uiaH03?) 061MYYs. B oCTaHHIO HiY Nepej, CMepTio B HbOr0 BUHUKNM CYAOMU HEBIfO-
MOi eTionorii, cunbHi 60N | BUCHAXNMBUIA KaLLeb.

MpoTAroM oCTaHHiX YOTUPBLOX MiICALIB XUTTA KOoMno3uTopa nikysas XaH Kpio-
BeJIbE, OJVH i3 HAWOCBIYeHiWwux Nikapis Toro yacy. Y MNapuxi oro sBaxanu nposig-
HUM cneuianictom 3 natonorii i dTusiarpii, a HanucaHy HUM “laTonoriyHy aHaTo-
Mil0 NIOACbKOro Tina” we A0Ci TPakTylTb 9K OAUH i3 HalKpaLwmMX NiAPYyYHUKIB 3 Ui€i
cneuianbHocTi. CaMe BiH kOHCTaTyBaB cMepTh LLloneHa, 3poOuB aBToncito oro Tina
i BUOanuBe cepue, sike, 3rigHo 3 3anoBiTOM MUTLS, Masio OyTu noxosaHe B MonbLyi.
CBipoLTBO NPO CMepTb MUTLS BKA3YeE AK ii NPUYMHY “Ty6epKynbo3 JiereHb i ropTaHi”.
BucHoBku aBTONCii 6ynu 3arybneHi y noxexax BOEH, XXepTBaMMW SKUX 3roaoM CTaB
Mapwx. Pasom 3 Tum 36epernoca Tpu 3anucu, fki LMTYI0Tb AokTopa KpioBenbe, o
npuunHoto cmepTi LoneHa byna “xsopoba, foci He 3HaHa”.

CimenHuvuin aHaMHes

060€ 6aTbkiB KOMNO3MTOpPa NOMEPNN B Ni3HbOMY BiLli; MaTh y Bili 77 pokiB
(1784-1861), a 6aTbko — 73 (1770-1844). Matu Gyna nonbKolo i xapakTepu3syBa-
nacs gyxe nobpum 380poB’aM, Toai 9k 6aTbko, ¢ppaHuy3 Hikons WoneH, npotarom
XWTTS MaB peuuanByloUi 3aXBOPIOBAHHSA NereHb. 13 Tpbox cecTep MUTLS NULLE OfHA,
Izabenna (1811-1881), cepito3Ho He xBopina.
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Moro HaitcTaplua cectpa, Jlioagika (1807-1855), mana nerexesi npo6nemu, KoTpi
3peLTOl0 | CTanu NPUYMHOIO i NnepeayacHoi cMepTi y Biui 47 pokiB; HarimonogLwa x
cectpa, Eminia (1813-1827), 3aBxau 6yna ocnabneHolo, BUCHAXEHOIO AUTUHOLO, LLO
cTpaxgjana Ha peunauByiodi MHEBMOHIT Ta 3a4yXy, WO CYNPOBOAXYBaNNCS KaLLeM i
KpoBoxapkaHHaM. BoHa nomepna BiH MaCUBHOI LUNYHKOBO-CTPaBOXiAHOi KPOBOTEYi Y
BiLli nnwe 14 pokis.

Konu LLloneH nocTynoBo BMUpaB, HiXTO HE CYMHIBaBCA B AiarHo3i Ty0epKynbo-
3y, X04a BCi MOro nikapi-Cy4yaCHUKN B OOUH roJI0C CTBEPAXKYBaNN NPO TPYAHOLW y 3°4-
CYBaHHi TOYHOI NPUYMHM cmepTi. Ycnixm meauumun i 6pak TO4HUX pesynbTatie post
mortem NpuBeNn 00 HOBMX TiNOTe3 LOoA0 MOXIUBOI XBOpoOM Komno3suTopa. 3rigHo
3 BUCHOBKaMM Pi3HMX AOCNIAHUKIB Lie mornu 6yTn emdisema nereHb (HeQOCTaTHICTb
a,-aHTUTPUNCUHy'), 6poHxoekTaTnyHa xBopoba, MB, Ty6epkybo3 neretsb, rinoram-
marnobyniHemisa, MiTpanbHWUiA CTEHO3, anepriyHuii OpoHXoNereHeBuiA acneprinbos?,
He[oCTaTHICTb TPUCTYNIKOBOrO knanaHa, cuigpom Yapra-Ctpaycca®, remocuzepos
nereHb*, nereHeea aptepioBeHo3Ha manbdopmadisi. BinblicTb i3 HUX € ayxe piakic-
HUMW KNiHIYHUMWU OOMHULUSAMM i, HA Hally AYMKY, MalOTb Mano CNiNnbHOro 3 aKTyab-
HVUM 3aXBOPIOBAHHAM MUTLS.

MoxHa npunycTuTK NnLe ABa iMOBIPHI gjarHo3u i 00uaBa BOHM reHeTuyHi — MB
i HelOCTAaTHICTb a,-aHTUTPUMCUHY.

Ta6bnuusa 1. Pe3stome cumMnToMiB i NposiBiB
3axBoploBaHHA Ppuaepunka LLoneHa

CimeitHuii aHamHe3 | CumnTomu ComartuyHi nposisu
[Bi nepepyacHo CuMNTOMM XPOHIYHOr0 NereHeBoro 3axeopto- | Heeucokuii 3pict (170 cm) i HeBe-
nomepni cectpm ia BaHHS (NPOAYKTUBHWI Kallenb, KpOBOXapKkaH- | nuka Bara (48 kr).
nofiGHUMM CUMNTO- | H, 3aAyXa) 3 AUTAYOTO BiKY. BoukonoaibHa rpyaHa Knitka,
Mamu 3aranbHi ckapru (HenepeHoCUMICTb Bi3nyHuX | aTpodiyHi KiHLiBKY (NnepudepuyHi
HaBaHTaXeHb, 3aranbHa cnabdicTb, 3HUKEHA HabpaKM Mig KiHeLb X1TTA).
maca Tina). LiaHo3?
Besnnigas. BigcyTHicTb cumnTomy “6apabaH-
Tennosi yaapw. HUX Nanuyok”s?
ApTpanbrisi (ocTeoapTponarisi?)

'a,-aHTUTPUNCMH — BiNOK NNasmn 3 MONEKYNSPHOK Macolo 6nn3bko 53 000, Wo cuHTe3yeTbCs B
neviHuj, ranbMye aKkTUBHICTb enacTtasu, katencuHy G, TPUNCUHY Ta iHWMX NPOTEONITUYHUX (PEPMEHTIB.

2 AnepriyHuii GpOHXONEreHEeBui acneprinbo3 — GPOHXONereHeBUit acneprinbLo3 i3 anepriyHuM Kom-
NMOHEHTOM, NPOSIBNISETLCA CUMMNTOMaMM NOAPa3HEHHS GPOHXIB, IHKONIWN BiAXapKyBaHHSIM XOBTUX 200 KOpuy-
HEBUX OpPOHXiaNbHUX NPOGOK, YTBOPEHNX €03MHOodInamu i rpubkoBumu ridamu. YacTo HalwapoBYETLCS Ha
acTMmy a6o MB, MoXe BUKNMKaTU YTBOPEHHSI OPOHX0ekTasiB abo OpOHXiaNbHUIA rpaHyNbOMaTo3.

3 Cunapom Yapra-Ctpaycca — ¢opMa CUCTEMHOIO HEKPOTMYHOIO BACKYJITY i3 BUPAXEHUM YpaXeH-
HSIM NereHis, TAXKOK acTMOI0, €03UHOMINIEI0 | rpaHyNbOMaTO3HMMM peakuigamn. NpoaBRaoTLCA TakoX
LUKIpHi ypaXeHHs — BY3/INKU, BENMKiI €KXIMOTUYHI ONSALLKM Ta iHhapPKTK.

4femocnpaepos nereHb — BiAKNAAEHHS BENIUKUX KilbKOCTEH reMOCUAEPUHY B NIEreHax yHacnifok
KPOBOBWUMUBIB Y HUX. [emocHaepyH TpanaseTbCa NepeBaxHo y Makpodarax NOBITPAHMX NPOMIXKIB, a TaKoX
B iHTepcTuuii. MposBngeTbCa Npu 6araTbox CTaHax, 30Kpema JOCUTb 4acTo — MpM TSXKil 3acTiliHil cep-
LeBiil HeAO0CTaTHOCTI 3 NOBTOPHUMM KPOBOBUIMBAMU B NIErEHi.

5 CumnTom “6apabaHHuX nanuyok” — aedopmauis nanbLiB, BUKAMKaHa nponidpepauielo M’ aKux
TKaHUH 6ins KiHueBUx danaHr 6e3 CTilikMx KicTKOBUX 3MiH. CnocTepiraeTbCsl NpU Pi3HUX XPOHIYHUX
3aXBOPIOBAHHAX OPraHis rpyaHoi KNiTKuW.
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HOMY CAME IEHETU4YHE 3AXBOPIOBAHH4A?

AprymeHTU Ha KOPUCTb FrEHETUYHOrO MiAIPYHTS MeauyHux npobnem LWonexa ne-
peKkoHnuBi i 36iraloTbCA 3 4AHUMMK Cy4acHOi Hayku. Mo-nepuie, 3rigHO 3 CiMeiHUM
aHaMHe30M [Bi 3 1Oro TPbOX CECTEP Manu CXOXi CUMNTOMMU i NepegyacHO NOMePK.
Mo-ppyre, BCi TpW YN€HN POAMHU (KOMMO3UTOP i 3HOBY X Taku ABi MOro cectpu) Manu
Nporpecyodi CUMNTOMM MONIOPraHHOrO 3aNy4eHHs, L0 NOYaNNCs B MOJIOAOMY BiLi i
He OyNM CNPUYMHEHI iHLLOIO BiAOMOIO MPUYUHOIO.

yomMy CAME MB?

Ananizytoun gokasu 3a i npotu MB i HeAOCTATHOCTI a,-aHTUTPUNCUHY B MUTLS,
MU, cKopiwe nigTpumanu 6u nepLuunii giarHo3, ocKifbky BiH NOSICHIOE BCi HaABHi
cumnTomm (Tabnuusa 1).

[onoBHMMM (X04 i HEe aOCONIOTHUMM) KOHTPAPryMeHTaMu NPOTH HeJoCTaTHOC-
Ti a,-aHTUTPUNCUHY €: (1) aHaMHECTU4HI AaHi WOAO XPOHIYHOT Aiapei, CNpUYMHEHOT
He[0CTaTHICTIO NiALWTYHKOBOI 3an03u, i (2) BigCYTHICTb XXOBTSHUL i acLuuTy, AKLLO
cmepThb LoneHa i iioro cectpu Eminii BuknukaHa KpoBoTeyelo 3 pO3WNPEHNX BEH
CTPaBOXOAY MiCnsa PO3BUTKY MOPTANbLHOI rinepTeHsii.

OcTaHHi X JocnigXeHHs nerko cnpocToBYOTb [0Ka3u NpoTu piarHo3y MB, sk
rOJIOBHOT MPUYMHUN CTPAXAAHb | CMEPTi KoMNo3uTopa. BusHavyanbHUM 3 HUX € Te, WO
B €noxy AOKJiHIYHOro BNpOBaXXeHHS aHTMOIOTUKIB piBEeHb BUXMBAHHS NaLi€HTIB i3
uiei xeopoOoto OyB Ayxe HU3bkuiA i BiNbLIICTb i3 HUX BMUpanu B nepwi 10 pokie nicns
HapO4KeHHA BHACNIQOK nereHeBux iHpeKLin i npaBoLWAYHOYKOBOI CepLeBoi Hepo-
cTatHocTi. CborogHi Mun 3Haemo, L0 CrnekTp KNiHiYHMX nposisis MB konueaeTbcs Bif
LUBMAKOrO NIeTaIbHOro HachnigKy yepes pecnipaTtopHi abo NeviHKOBi yCKNaAHEHHS Ha
noyatky nepLioi Aekaau XUTTS 00 PO3BUTKY peanibHUX KIiHiYHUX npobnem vy Bili ax
651m3bko 50 pokie. Tenep My TakoX PO3yMiemMO, L0 BaxKicTb cumntoMie MB ronos-
HWM YMHOM BU3HAYAETLCH FEHETUYHUM NiArPYHTSAM.

WO CrNMPNYNHAE PISBHOMAHITHICTb NMPO4YABIB

MB? CYHACHE PO3YMIHHA TEHOTUIHO-

DOEHOTUNMHUX BIAHOLWUEHb NMPUN LLbOMY

3AXBOPIKOBAHHI

l[eHOTUNHO-DEHOTUNHI BigHOWeEHHS Nnpu MB pocutb KOMNAEeKCHi, He3Baxarouu
Ha Te, Lo Le MOHOreHHuit poanag. MeHOTUNIYHI NPOSIBM 3aXBOPIOBAHHS BUKJIMKaHI
naTonoriyHnm PpyHKLIOHYBaHHAM XNopuaHUX kaHanie, abo CFTR (Perynstopa TpaHc-
mMemOpaHHUX NpoBiaHuMKiB Npyu MB), nokanisoBaHux Ha anikanbHii MemOpaHi enite-
nito, TOMY BOHO KJiHIYHO NPOSBNAETLCS 3 GOKY AUXaNbHUX LWAAXIB, TPABHOI CUCTEMMU
(ronoBHMM YMHOM NiALLIYHKOBOI 3a51031), NOTOBUX 3a/103 i YOJIOBIYUX CiM’ABUHOC-
Hux npoTok. feH MB, wo koaye 6inok CFTR, 6yB ineHTUdikoBaHWI HAa [OBrOMY nievi
7 xpomocomu B 1989 poui. Lie BigKpuTTa TakoX niaTBEpAMNI0 aBTOCOMHO-PELECUB-
HWUIA TN ycnaaKyBaHHSA XBOPOOM, L0 NpuUNyckanu wWwe 3 Yyacie KniHiyHoro ii onucy. 3a
BeCb fOCnigxyBaHuit nepiog npu MB onucaHo noHag, 1000 myTauiii. BBaxaloTts, Lo,
Hanpuknag, y eBponeoigHiin nonynsuii yactoTa ix HOCiiB carae 5%. Hessaxaiouu Ha
iHTEHCUBHI MONEKYNSPHI JOCAIAXEHHS, 3HAYHA KiNbKiCTb NOB’A3aHuX 3 MB xpomo-
COM Y Pi3HUX rpynax HaCeNneHHs 3aNuUWaETbCs HEA0CTaTHbO 0XapaKTEPU30BaHOI0.
DocnigXeHi XX XxpoMocoMM po3aineHi Ha 5 knaciB Ha OCHOBI MONEKYNSAPHUX MEXaHi3-
MiB, LLLO MOPYLUYIOTb YTBOPEHHSA Yn PYHKUiOHYBaHHA Oinka CFTR. lfeHoTUNHO-deHO-
TUNHI 0OCNioXEHHS BKa3yloTb, WO 3HUXeHHs akTuBHOCTI CFTR acouitloeTbcs 3 npo-
rPECYIOYUM 3aNyYeHHSM iHWKX cuctem. BusisneHo, wo myTauii, aki cnpusioTb YacT-
koBOMY yHKLiOHyBaHHIO CFTR, 4iTKO NonerwyTh BaXKiCTb YPaXEHb MiALTYHKOBOT
3ano3u. Migrpyna umx myTtauiii cnpusie goctatHiih aktueHocTi CFTR, wo6 mopgynio-
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BaTW CTYNiHb AUCOYHKLIi NOTOBUX 3an03, i AesKi BUKNUKAIOTb BiflHOCHO f006poskicHe
ypaxeHHs nereHb. MNpu 6inblIOCTi 3 UUX MyTaLili ypaXaeTbCs PO3BUTOK PENpPOaYKTUB-
HOi cucTemu B YONOBIKiB — AMOBIPHO, Lielt npoLec noTpedye HaiBULLOI aKTUBHOCTI
CFTR. BapiabenbHicTb ¢peHOoTMNIYHMX NposBiB MB 3HayHOIO Mipolo NoB’si3aHa 3 My-
Tauigsmu CFTR, xouya Takox mMogynioeTbesi (1) reHamm iHWIMMUK, HiX Ti, WO CTOCYIOTbCS
CFTR, i (2) BnAMBOM 30BHILLHLOIO CEPEAOBULLA.

Po3yMiHHA reHeTukn MB i [OCTYNHICTb MOro MONEKYNPHOI AiarHOCTUKM PO3-
LUMPUAN CNEKTP LbOro 3aXBOPIOBAHHSA A0 NErkux i aTMnoBUX KIiHIYHUX BapiaHTiB. I3
NornMoIeHHAM Hawux 3HaHb NPpo MB 36inblyeTbCS KiNbKiCTb NALIEHTIB, AKUM Ll
OiarHo3 BCTaHOBAIOIOTb Y AOpOcnoMy Biui. 3rigHo 3 PeecTtpom nauieHTiB Amepu-
KaHCbKOi ¢pyHpauii 3 BuB4eHH MB BigCOTOK Takux XBOpPUX, KOTPMM NOCTaBUIN
ZiarHo3s y gopocnomy Biuj, 3a nepiog, 1994-1997 pp. 36inbwmeca 3 5,8% po 11,5%,
T06TO NoaBoiBcs. MopiBHANbLHI KOrOPTHI AoCNiAXeHHS XBOpUX Ha MB 3anexHo Bif Biky
BCTAHOBJIEHHS AiarHO3y 3acBiguyuum, Lo Ti, KOMY NOCTAaBUAM AiarH03 Ni3HO, [OCTOBIp-
HO BiApPI3HANMCSA Bif, NALEHTIB, AiarHO3 SKUM BCTaHOB/EHO B PaHHBbOMY BiLli. Y XBOpuMX
3 piarHo3oM, nocraBfneHum nicns 16-18 pokiB XMTTS, BiACOTOK nerkux myrauii 6ys
BuwmM. Lle Takox BigoOpaxanocs B ixHboMy GEHOTURI: Y HUX He BUSIBNSAN HeZo-
CTaTHOCTI NiALWNYHKOBOI 321031, a IereHeBi 3mMiHN Oynn MeHLL Nporpecyioyi, pasom
3 TMM Taki nauieHTn 3a3BUYan 3BepTaloTbCa A0 Nikaps 3 NPUBOAY MYJIbMOHOMONIY-
HUX npo6nem (4n HOCOBKX Moninis) abo 6e3nnipag. MopiBHAHO 3 iHWKMMK eBpoOmne-
oigHUMM rpynamm xBopux Ha MB nonbcbka NonynsiLis xapakTepu3yeTbCa 3HAYHOO
reHeTUYHOIO FeTepPOreHHICTI0O — Y Hiil ierki MyTauii nowmupeHi 6inblie, HiX geiHpe.
Y nitepatypi Hemae ax HaaTo 6araTo fJaHUX NPo Nonsikis, xeopux Ha MB, 3 piarHo-
30M, NOCTaBNEHMM Y AOPOCOMY Bili, pa3oM 3 TUM MaLiE€HTIB i3 nerkummn popmamm
Cnif aKTMBHO LUYKaTW came B Uil niarpyni. barato Takux popocnmx xBopux i3 nobpo-
sIKiCHUM nepebirom XBopoOM YaCTO He NiKYITbCS aHTMOIOTMKaMK B AUTUHCTBI, | came
iXHill reHeTU4YHMIN 6asuc (a He iIHTEHCMBHA Tepanisi) BU3HAayYaE, WO BOHW NOPIBHAHO
OOBrO XUBYTb.

BNCHOBKMU

He icHye 0CTaTOYHOro BUCHOBKY LLOA0 TBEPAXEHHS B 3aroJioBKY Ui€i cTaTTi i
IyXe BaXK0o 3HaAWTU WNAX A0 TOYHOro 3’scyBaHHe aiarHo3y ®puaepuka WoneHa.
HagiTb reHeTuyHMiA aHania OHK TkaHMH KOMNO3UTOPa MOXE NPU3BECTU A0 OMaH/M-
BUX TBEPAXKEHb, 32 BUHATKOM CUTYyalLii, konu 6yae BusiBneHo agi mytauii CFTR. Yu He
HacTaB yac 3poOuTu Takuit Kpok? Yu € BuNpaBaaHUM NOrNMMGMTY HaLLi 3HAHHS NPo
reHianbHoro mutusa Monbuwi Ta €Bponu, ane pa3om 3 TUM AATK HAGI0 i CEHC XUTTS
TUM, XTO CbOrOLHI CTpPaxJa€e Ha reHeTUYHi 3axBoploBaHHA? Yu He BapTo 3poouTn
cnpoby goBecTn 6araTbOM CTPaXAEHHMM NIIOOSAM, L0 B XWUTTi 6arato peyeit Baxarb
HabaraTo Oinble, HiX ocnabsieHa NnoTh, i WO iM Hanepen He BU3HAYEHO NMPOCTO
3HUKHYTU 3 3eMJli, He 3aNULIMBLLM LOCb TakKe, L0 BNIMBATMME Ha HUX, HagMxaTume
i 36arayyBaTMe HACTYMHi MOKONiHHA?

Nigrotyeae fOpiii MarBieHko



