O myKkoBHCLIIO03€

MpnmepHo

MykoBucHuzgos (MB) — 3To pefikoe Iporpeccupyoiiee
reHeTHUYECKoe 3a60jieBaHUe, COIIPOBOJK/alolieecss 06pazoBaHUEM YerioBeK o BCeMy MUpY
BSI3KOT'0 CEKpeTa, HAaKaIUINBAIOIIerocs B JIeTKUX U OpraHax AMeIOT OMarHo3

MUIeBapuUTeIbHON CHCTeMEe!?, MYKOBMCLIMO03",

Pa3BuTure MB obycnoBfieHo fecheKTOM UM OTCYTCTBMEM perynsaTopa B Poccun no gaHHbIM
TpaHcMeMbpaHHON NPOBOAUMOCTH Npu MyKoBucumuaose (CFTR),
BbI3BaHHbIM MyTaunamu B reHe CFTR. 3TO NPUBOAUT K HapPYLLUEHUIO
TpaHCMopTa MOHOB X/10Pa U KaK C/ie4CcTBUE HAPYLLUEHWIO BOAHO- ONarHoCTMpoOBaH y
conieBoro 6anaHca. HapylwaeTcs BbiBeeHMe BOAbI U3 KNETKU, U B
JIETKMX U psifie APYrUX opraHax HakanjanBaeTcs rycTon, BA3KUN
ceKpeT. yenoBek®.

Ha 2019 rog MB

1,6
CHMHTOMBI MB ’ V nanyeHToB ¢ MB MO>KeT Ha0/II0AaThCs PA CHMIITOMOB,

BKIIIO4Yafd TaKHe KaK:

JIEI‘KI/IE

YacTbili Kawenb
« OTKawnaMBaHMe MOKPOTbI
«  Opblwka
Peunpnsupytowime nHdexumum

BocnaneHnune

HO,I[)KEJIY,I[O‘IHAH JKEJIE3A
CHMxXeHMe 0bpa3oBaHMs UHCYINHA
lMoBbILLEHKEe pUCKa Pa3BUTKS CaxapHOro AnabeTa, 06yCI0BIEeHHOr0 MyKOBUCLMA030M

+  CHWXeHne ypoBHs (pepMeHTOB NOAXENYA0HHON Xenesbl, npuBoasLLee
K HEAOCTAaTOYHOCTM NUTAHUS

ITMIEBAPUTEJIbHAAA CHCTEMA

HepocTaTo4yHOe YCBOEHME NUTATENbHbIX BELLECTB, MPUBOASLLEE K
HapyLeHusm fedekauun, MefneHHoOMy Habopy Macchl Tena u

neduunty pocta

V manueHTOB ¢ MB TaKyKe MOT'yT Ha0momaThcs
HapyLUIeHUSs CO CTOPOHBI APYIrUX OPraHOB, TAKUX KaK:

@®OE®

MeyeHb PenpopyKTuBHble [MoTOBbIe xene3bl  [Ma3yxu Hoca KenypouHo-
oprats KMIWEYHBI TPaKT

HeraTuBHBIe HocaencTBrUa MB B moBceHEBHOM JKU3HU

[MarpeHTam ¢ MB yacTo TpebyeTcs:
ITIporpeccupoBaHue MB MoOKeT 0Ka3bIBaTh

am cepbe3Hoe BIIMsIHYE Ha JKU3Hb Ye/IoBeKa
:

A [nutenbHoe npebbiBaHune B 60bHMULE
Mpnem fo Ao 2 vacos . MHra“ﬂLLMOHH;"e A CHMXeHUe NpoayKTUBHOCTN®
7 n3noTepanuu B fleHb npenaparbl
40 TabneToK B AeHb ¢ P A P P A BnusiHMe Ha ncuxuyeckoe 3gopoBbelt
O A HeraTueHoe BansiHME Ha ceMeliHyI0 XN3Hb'!

f-\ @ A C/I0XHOCTU B cCOLUANbHbIX OTHOWIEHUAX!!
lNonoBuHa BCcex NaLneHToB Ha ponto nauneHTos ¢ MB
¢ MB ymupaert k 30 rogam® npuxoamnTcs 16 % Bcex

TpaHCNAaHTaUMM Terkmx?®
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BnusHue myTtanuu Ha reH CFTR3*2

HopmanbHbIN 6e1ok CFTR
NOBEPXHOCTL Krer,, @ @ B Hopme 6enku CFTR pacroaraloTcsi Ha IOBEPXHOCTI K/IETOK, BHICTVU/IAIOIIVIX JIETKIE,
@ MUIIeBapUTE/IbHYIO CUCTEMY, IIOTOBbIE JKe/Ie3bl U APYyT/ie OPraHbl, I OTBEYAIOT 3a TPAHCIIOPT
@ BOJIBI U1 IOHOB X/IOpa (BXOAAIINX B COCTAaB COJIEiT) B KJIETKI I UX BBIBeJIeHIE 113 KII€TOK.

HedekrT unu orcyrcrBue 6e1ka CFTR
ITpn myranusx B rene CFTR 6enku CFTR He MOTYT JOCTUYb IIOBEPXHOCTY KI€TKU
u () He PYHKIMOHUPYIOT JODKHBIM 00pa3oM. DTO CHIDKAET TPAHCIOPT IOHOB
XJI0pa ¥ BOZIBI B KJIETKY Y MIX BBIBEJIeHIE U3 KJIETOK, YTO IIPMBOIMNT K 3aKyIIOpKe
IbIXaTeTbHBIX MyTeil M IPOTOKOB B OPTaHaX T'YCTBIM U BA3KMM CEKPETOM.

PesynbTaT
bes HaJlJIe>Kallero IBVOKEHMA NOHOB XI0pa U BOJIbI ITIOBEPXHOCTD K/IETOK
O6€3B0>KI/IB8.€TCH. O6bI‘~IHO )KI/IJIKI/I]Z n TeKy‘-II/HZ CEKPET CTAHOBUTCA I'yCTBIM U
3aKyn0pMBaeT AbIXaTE/NIbHbIE ITYyTU U IIPOTOKM B OpraHax.
IT0 cr10cO6CTBYET POCTY GaKTepHil, YTO IPUBOFUT K MHPEKIMY U
BOCIIA/ICHNIO.

Cy1iecTByeT MHOXKECTBO BO3MOYKHBIX TUIIOB M3BECTHBIX
0 \ myTaunit B reie CFTR; 1o nMeromyMcs JaHHBIM, He MeHee

352 u3 HUX BbI3BIBAIOT pasButyie MB.

Appo KneTkn

OBO3HAYEHUA

@ = MOHbI XJI0pa ﬂ = Cnu3sb " =6enok CFTR

Kak pasBuBaeTcsa MB?

Yenosek AOJ/DKEH YHaC/IeNOBaTh JBE

medexrHble Koy reHa CFTR, 4T06bI y Hero o@&\ o&&\ c@ o@ OBO3HAYEHNA

pasBwicsa MB (MB — ayrocomHo- HopmanbHbiii
°§ red CFTR

perieccuBHOe 3aboseBanue)!. L L
\ﬂetpeKTHbIﬁ
@ °§ red CFTR

YenmoBek cunrtaercs HocuteneM MB, ecniu oH
yHacnenoBan gedextHbiit reH CFTR ot
OJIHOTO POZUTEIS I HOPMA/IbHBII T€H OT pyroro’.

PebeHOK [O/KEH yHac/IeZoBaTh ABa
nedexTHbIx reHa CFTR —O#MH OT MaTepyu U OJVH
OT OTILja, YTOOBI Y Hero passuycs MBL.

r PaHHsS [UArHOCTUKA U JIEUEHIE OKA3bIBAIOT
HEIIOCPE/CTBEHHOE B/IMSIHUE Ha KadecTBO I
IPOJO/DKUTETBHOCTD JKM3HM 4,

COBEPIIEHCTBYIOTCA. Y 65 % manuenTos B 2019
TOZly MyKOBUIICIZ03 OBUT OOHAPY>KEH B IEPBbII
TOJI >KM3HM 6/Tarofiapsi HEOHATAIBHOMY
CKPUHUHTY .

Q MeTOI[bI paHHef/l ONArHOCTUKU IOCTEIICHHO
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