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MykoBHuCIIH/103

MyKkoBHCIMI03 — TEHETHYECKOE 3a00IeBaHIe, KOTOPOe 00YCIOBIEHO MYTAIlUsIMH B TeHE
MYKOBHCIIUIO3HOTO TPAaHCMEMOPAHHOTO PEryJIsiTOpa MPOBOIMMOCTH. B pe3ynbraTe reHeTHYeCKOro
nedexTa CeKpeT OOJIBITMHCTBA XKeJle3 BHEIIHEH CEKPELUU CTYIIACTCS, 3aTPYAHICTCS €ro dBaKyaIusl.

HpI/I MYKOBUCHHI03C HAPYIICH HOpMa.]'ILHBIfI OTTOK CJIM3H M3 AbIXAaTCIIbHBIX HYTCP'I, qTO
IPUBOOUT K 3aCTOIO MOKPOTHI U BOCIIAJICHHUIO, ITIO3TOMY Y NAIITMEHTOB YaCTO OTMEYACTCA Kall€JIb C
BBIICJICHUEM MOKPOTBI, HEPEIAKO Y TAaKOTO pe6eHKa JOKTOpPa BBICIYIIMBAIOT BJIAYKHBIC H/WAITH Cyxue
JIOKAJIbHBIC WK PACTIPOCTPAHCHHBIC XPHUIIbI B JICTKUX.

3aboneBanne MyKOBUCIHIO03 (KUCTO3HBIN (PHOPO3) XapaKTepu3yeTcsi TEM, YTO B TOM WIIM HHOU
CTEITEHH B MATOJIOTHUECKUI MPOIIECC BOBJIEKAETCSI BECh OPraHN3M, HO B OOJBIICH CTENICHH - OPTaHbI
JBIXaHUs, TOJDKEITyT0OYHAs JKeJle3a, IEYEHb, )KEITIHBIE ITyTH, JKeITyJOYHO-KAIIEYHbIH TPAKT, TOTOBBIE
JKene3bl. biiaronaps paHHeW JUarHoCTUKE U HOBEHIIUM TEPAIlEBTUUECKUM PEXXUMaM, MyKOBHCIIMI03
(xucto3HbIi puOpPO3) AaBHO MepecTa ObITh TOIBKO MEAUATPUUECKON TPOOIEMOH.

AJIleKBaTHOE CBOEBPEMEHHOE U PETYIISIPHOE JICUCHHE, A TAKKe PeabHIMTALHs CIIOCOOCTBYIOT
YIYYIISHUIO IPOTHO3a U Ka4eCTBA KHU3HHU y OOJIBIINHCTBA TAUCHTOB.

HcknrounTenbHO BaXKHBIM SIBISIETCS €KEIHEBHOE MPOBEACHUE MEPONIPHUITUH, CHOCOOCTBYIOINX
OYHCTKE AbIXATEIbHBIX MyTeH. DTUM TEXHUKaM M METOAWKAaM 00ydaeT Bpau-QHU3HOTEepanesT B
CIIELMAIN3UPOBAHHOM LIEHTPE MYKOBUCIIM03A.

Kak nacaeayercst nponuoHoBasi auujaemMus?

ITA HacnmemyroTCs IO ayTOCOMHO-PELIECCUBHOMY TUITY. DTO 3HAUUT, YTO OOJIE3HD MPOSBISAETCS
TOJIBKO B TOM CIIy4ae, €CIM 00a POAUTEINS SBISIOTCS HOCUTENIAMU OOJIE3HH U, XOTSI CaMH OHU He 00JIeloT,
nepeaarT pedeHKy JBa MOpakeHHbIX TeHa. bombIIMHCTBO ceMeid, re ecTh peOeHOK C ITUM
3a00JIeBaHUEM, HE CTAJIKUBAIINCH PaHBIIIE C MOJJOOHOH MpobiemMoii. PUCK MOBTOpPHOTO poKeHNUS
00JIBHOTO Pe0CHKA B CEMBE, TIe YKe eCTh OOJIbHBIE JIETH, cOCTaBIsIeT 25% Ha KaKayro OEpEeMEHHOCTb.

¢« ¢
Orey-HocuTesNb n * Martb-HocuTenbHuLa

v v 4 v
O ¢ [ O
/AN AN AN AN
L 94 L 94 L 94 4
3poposble 25% Hocutenu (retepo3urotbt) 50% BonbHble 25%

Bce cembu ¢ [1A momkHBI 0053aTE€IHHO TPONTH MEAUKO-TEHETHIECKOE KOHCYIIbTUPOBAHUE U
HOJ'IyT-II/ITB HOJ'IHyIO HHq)OpMaI_[I/IIO oT Bpaqa-reHeTI/IKa o pI/ICKe HOBTOpHOFO HpOSIB_HeHI/ISI JAHHOT'O
3a00JICBaHUS B CEMbE, OOCYAUTH CO CIICIIMATMCTOM BCE BOMIPOCHI, CBSI3aHHBIE C HACTICIOBAHUEM
3a00J1€BaHus.

Kak 1uarHocTupyoT MyKOBHCUHI03?



B paMkax HeoHaTaJIbHOTO CKPUHUHTA HA IIEPBOM 3TaIle€ B KPOBU HOBOPOXKICHHBIX (24-48 4y
JTOHOIIICHHBIX, 7€ CYTKH Y HEIOHOIIEHHBIX) ompeensercs ypoBeHb VIPT. [Ipu moBsImeH# moporoBoro
ypoBHst UPT npoBoautcs petect Ha 21-28i nens sxu3nu. Kak npaBuio, B cayyae JI0KHOTOIOKUTEIbHBIX
pe3yabTaTOB K KOHIY IEPBOT0 MecCsIa MEPBUYHO MOBbIIIEHHbIE Toka3zaTenu UPT cHuxaroTcs B oTinune
ot noka3zareneit gereit ¢ MB. OnHako BO3MOXHBI UCKITIOUEHUS. [Ipy MON0KUTETFHOM pe3ynbTare
peTecTa peOSHOK HaIpPaBIIICTCS IS IPOBEACHUS OTOBOM mpoOs! 1 JIHK-nnarnocTrky, BKITIOYaromei
TIOWCK YacThIX MaTOT€HHBIX BapraHToB (MyTauuii) B rene CFTR.

Jleuenue

Jleuenne MB npencrasisieTcs CI0XKHOM MPOOIEMOid, HaJ] KOTOPOH Ha MPOTSHKEHUH y’KE MHOTHX
JIECSTUIETUH paboTar0T CHELUAINCTHI BO BCEM MHpE, OJHAKO 10 cux nop MB octaercs datanpHbIM
3a00J1eBaHUEM, XOTS IPOJIOKUTEIILHOCTD U KaUeCTBO KU3HHU OONBHBIX 3a mocienaue 50 et
3HAYUTEIILHO BBIPOCIIU.

JleueHue NaHHOW MATOJOTMHU JODKHO OBITh KOMIUIEKCHBIM U IIPOBOJIUTCS MO HA0JI0ICHUEM
CIICLUAJIUCTOB, XENATEIbHO B LICHTPAX MO JUATHOCTUKE U JeueHuo MB.

OCHOBHBIMU HamlpaBlICHUAMH B JeueHur MB sBistoTcs cienyromue:

Myxkonutnueckas Tepanus

Kunesurepanus

AHTUMHUKpOOHAs Tepamnus

IIpoTuBOBOCTIANIMTENBHAS TEPATUS

depMeHTOTEpANHS IpenapaTaMu MOIKETYJOYHON JKeTIe3bl
Burtamunorepanus

Huerotepanus

Jledenue ocnoxuenniit MB

OO01mecTBeHHBIE MEeCTAa

[Ipu mocemneHuy MECT MacCOBOT'O CKOTUICHUS JIFOJICH MAIMeHTaM ¢ MYKOBUCHITHIO30M
HEO0XOTMMO COOJIFOIaTh CTAHAPTHBIC MEPhI MPOPUIAKTHKA HHPEKIIUH, TPEX/Ie BCEro BKIIOUYAIOIIUE B
ceos:

- ['urueny pyk.

OO0pabatbiBaTh pyKH aHTHOAKTEPUAILHBIM T€JIEM HITH CIIMPTOBBIMH candeTkaMu nepe;
NPUHSITHEM THIIH, TIOCIIE TIOCENICHUS TyaJleTa, Moclie KOHTAKTa ¢ YKMBOTHBIMH WITU UTPhI HA JIETCKOM
miomasake (paboTe Ha OTOPOJE | T.1.).

- Homenue nuiieBoi Macku.

Oco0eHHO B TaKUX BBICOKOPHCKOBBIX TI0 BUPYCHON Harpy3ke Mecrax, Kak MeTpo, adpomnopT,
BOK3aJI, Ha ICTCKUX Mpa3JHUKaX, KyJIbTypHO-MacCOBBIX MEPONPHUATHUAX B 3aKPBIThIX OMeNIeHUX. [Ipu
OpraHU3aIyd MEPOTPUATHI Ha BO3AyX€E HOIIIEHHUE JIUIIEBOW MacKH He 003aTebHO.

- ITocne BO3BpaIllleHus U3 MECT MaCCOBOT'O CKOIIJICHU J'IIO,E[Cﬁ BBIMBITb PYKH, YMBITH JIMIIO, IPOMBITH
Ha3aJIbHBIM JyHI€EM HOC, CMCHUTDb OACKIY.

ITanuentsr MB B 01HOI ceMbe

e He ucronp3oBaTh o01IHE TpeMETHI (3yOHBIC METKH, TIOCY/Aa, IbIXaTEIHHOE U
KHHE3UTEPAIICBTHYCCKOE 000y TIOBaHNE).



e [IpoBOIWTH KMHE3UTEPANHMIO B PA3HBIX KOMHATaX U B Pa3HOE BPEMs, HE UCIIONIb30BaTh
JIbIXaTEJIbHbIE TPEHAXKEPHI IPYT APYyTa.

e [lanmentsl ¢ MB, He *KUBYIIHE B OJTHON CEMbe, TOJKHBI COOJIOIATh MEPBI IIPEIOCTOPOKHOCTH:
HE 37I0POBAaThCS 3a PYKY, U30€TraTh TECHBIX KOHTAKTOB, IEPKATHCS IPYT OT IPYT Ha PaCCTOSTHUU
He MeHee 2 M.

O06paboTka HeOymaiizepa (0U4MCTKA, Ne3WH(EKINS) TOCIe KaXKI0T0 UCTIOIh30BAHNS.
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