


OnpeaenexHune

Myxoeucuudos (nam. mucus -causs + viscidus —
«BABKUI»; CUHOHUM: KUCMO3Hblll pubpo3s,
KHCTO3HBIA (PHOPO3 MOIKETYAOUHOU KeJie3bl) -
HacJieICTBEHHOe 3a00J1eBaHNe, XapaKTepU3yIollleecs
CHCTEMHBIM MOpakKeHUeM SK30KPHUHHBIX JKeJjle3 U
IIPOSIBJISIONIEECA TAKEIBIMH PACCTPOMCTBAMU
GYHKIMI OPraHoOB AbIXaHUS, JKeJTyJOUHO-KUIIIEYHOI'O
TpaKTa U Psa IPYTUX OPTAHOB U CHCTEM.




BriepBrhie 3a00/1€eBaH€E OBLIO
OIMCAHO B 1938 rogy aMepuKaHCKUM
rmaTosioroaHaTom Jlopotu AHIEPCOH.
OHa TakKe JoKa3ajia ero
HACJIEJCTBEHHYIO IIPUPOAY.

A B 1946 rogy aMepUKaHCKUHU
neauatp Cugam ®apbep IpeayioKuI
TEPMUH «MyKOBHCIIUI03».

(Photo at National Library
of Medicine)



——
ANMMAeMUOIOrUSA

« B 6osibmmHCTBE cTpaH EBporibl u CeBepHO

AMepUKHN MYKOBUCIIMA030M 00JIEIOT OT 1:2000 10
1:4000 HOBOPOK/IEHHBIX.

« PacnpocTpaHEHHOCTh MYKOBHCIIU/I03A B
YkpauHe cocTtaBiisieT 1:9000 HOBOPOKAEHHBIX.

« Eoxeronno perucrpupyercd B CIIA - 2000, BO
Opannuu, Aurauu, 'epmanuu - oT 500 10 800, a
BO BCEM MUPe - boJiee 45 000 JeTei, 00JIbHBIX
MYKOBHUCIIH030M.



Pernon

Yacrora serpeyaemoctu, 1 na

Janaas Yexus

9100

Beukodpuranus

27002850

Hratus

25005200

HMcrtanug 400010 500
MDpannus 4700
[Tostnia 5000

Tabnuua 1. YactoTta mykoBucumaosa no gaHHbIM HeOHaTarlbHOro
CKpuHUHra B EBpone (2007 r.)




AyTOCOMHO-peL,ecCUBHbIM TUMN Hac/ie40BaHMS

O O Ecsn 06a poauTesis

_ reTePO3UTOTHERIE (SABJIAIOTCA
Hocutenshmua  HOCHUTEJIIMH MYTHPOBABIIIETO
reHa), TO PUCK POXKAECHUSA
00JIBHOTO MYKOBHCIIHI030M
peb€eHKa cocTapisieT 25 %.
Hocuresu TOJIBKO OTHOTO
nedeKTHOro reHa (ajiesmn) He
6oJ1eroT MykoBUCIM030M. 110
JTAHHBIM HCCJIEJOBAHUU YaCTOTAa
IreTEPO3UTOTHOT'O HOCUTEJILCTBA
IIaTOJIOTUYECKOTro reHa paBHa
2—5 %.

OTteu-
HOCUTENb

300poBbIin Hocutenn (reTeposwrorbl BonbHom
25% 25%



ITMONOrMA U NaToreHes
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Cﬁromosome 7

B ocHOBe 3a00J1eBaHUS
JIEXKUT MyTalllis B TeHe
CHTR (cystic fibrosis
transmembrane
conductance regulator,
JIN PyccKoe 0003HaUeHHE
MBTP —
TpaHCcMeMOpaHHBIN
PETYJISTOP
MYKOBHCII03a), KOTOPBIU
JIOKAJIN30BaH B CEPEITHE
IJIMHHOTO IIeda 7-11

xpomMocoMbI(7q31)




Omnucano 0oJiee ThICIUYH

Chromosome 7 Sequence of - Ao anig Pa3HOBUHOCTEU MyTaIUuu
incF7R gene  GFTR profein JTAaHHOTO TeHa, Yallle BCEro
isoleucine 306 BCTPeYaeTcs OTCYTCTBUE TPEX
| isoleucine 507 HYKJIEOTH/J0B B 3K30HE 10, YTO

IIPUBOJMNT K J€JIENNH
(beHMIAIAHUHA B HO3UIINHU

| glycine 509 508 TPBbM. Tun myranuu B
e 50 OIIpEJIeJIEHHOM CTEIIEHN

i BJIMAET HA XapaKTeP U TIKECTh
TeueHUs 3a001eBaHUsl.

- phenylalanine 508

HHD HA00 A-H4A G|H® GoH>

LAY B2




_ Mutant
Oquude cell CFTR Channel

Normal
CFTR Channel

Chloride ions

B pesybTaTe MyTallii reHa HapyllaeTcs CTPYKTypa U (PyHKITHS
crennuduyeckoro oeaka (TpaHcMeMOpaHHOTO é)ermeTopa MB),
JIOKQJIN3YIOIIEr0Cs B AlTNKAJIbHOU YaCTH MEMOPAHBI SIIUTEINATbHBIX
KJIETOK, BHICTHJ/IAIOIINX BHIBOJHbBIE IPOTOKHU IIOKETYJOUHOM
»KeJie3bl, JKeJIE3 KUIIIeUHHKa, OPOHX0JIETOUHOM CHCTEMbI, MOUEBOTO
TPaKTa, U PETYJINPYIOIIET0 TPAHCIIOPT HOHOB XJIOPAa MEXKAY STUMH
KJIETKAMHU U MEXKKJIETOUHOM KUIKOCTBIO.



KnetoyHaa cteHka

MoHbl xnopa
Kneikan o6e3poxaHHaa cnu3b

BnokupoeaHHbIi KaHan

HcTouwmx: @oKa No MayYeHno Myx oaucLnoaa

HopmanvHblil kaHan, uepe3 Komopbwlil UOHbL XA10pa NoKudarom Kaemky,
6.210KUpOB8aH, 8caredcmaue He20 8 Hee nocmynarom goda u Hampuil. B
pe3yabmame 8blpadbamsl8aemcs cyxas, KAelukas caudb. Ima a3Kas
CAU3b 0Ka3bleaem 0cobeHHO nopadcaroujee 8o3deticmaue Ha AecKue U
2HCeNYOOUHO-KULEeUHBLI MPAaKm, Hapywas npoueccsl OblXaHus u
nuwesapeHus.



KAIMHMYeCcKaa KapTHHa

Organs affected
by cystic fibrosis

Sinuses:
sinusitis (infection)

Lungs: thick, sticky
mucus buildup, bacterial
infection, and
widened airways

Skin: sweat
glands produce
salty sweat.

Liver: blocked
biliary ducts

Pancreas:
blocked
pancreatic ducts -

Intestines:

Reproductive .
organs:

(male and female)
complications

cannot fully )
absorb nutrients L\/ DL

Normal airway Airway lined
Airway wall with a thin layer
of mucus

N
(Alnwvay in ,
crozs-section)

G

Airway with  Thick, sticky ©
cystic fibrosis mucus blocks

= 2WaY -~ \Widened airway
- \LE::_C' in mucus




|.  IIpeumyIiieCTBEHHO JierOUYHasA (popMa
(pectiupaTopHas, OpoHxo0JIerouHas; 15-20%);

Il.  TIpeumyiiecTBeHHO KullleuHas popma (5%);

Ill.  CmermanHada ¢popmMa ¢ OTHOBPEMEHHBIM
IIOPa’KEHUEM KEJTYJOYHO-KHUIIIEUHOI'O TPAKTA U
opraHoB Abixanus (78-80%);

V. MekoHHeBasd HEIPOXOAUMOCTDb KUIIIEUHUKA;

V. ATunuusHble U cTepThie POPMBI (OTEYHO-
aHeMuuecKasi, IUppoTHUecKas 1 Jp.).



AblxaTeanaﬂ CUCTemMa

Hapv HI€HWE BOIHO-2JIEKTPOJIHTHOro dajaHca
B 3MUTEJIMANBHLIX KJIETKaX OPOHXOJIETOUHON CHCTEMEI

Y

MaMeHeHns BAZKO31aCTHUSCKHX CROMCTR
OpPOHXHAILHOIO CeKpera

CKoOILIeHHEe IycTOoro I POAOVKIIHA
CAH3HCTOrO CeKpeTa
% Gponxix. CIIH3H
;.
?' )
=
=t
il Hudekuns OOCTpYKLHA

’

ﬂCCTpYKUHﬂ TKaHEBLIX CTPYKTYP OPOHXOJIErOUHOrO anmnapara



CUMNTOMDI

* MastonposyKTUBHBIN Kalleshb (110 XapaKTepy HallOMMHAIOIIUYI Kalllesib
IIPY KOKJIIOIIIE) C BbIJIEJIEHNEM BA3KON CIM3UCTO-THOMHON MOKPOTHI;

» AKponmnaHo03, O0IIUN ITMAaHO03, OABIIIKA B IIOKOE WJIN TPU PU3UIECKOU
Harpy3KEe;

 IIpu anuTebHOM TeUeHNU 3a00JIEBaHMUSA B IAaTOJIOTUYECKHUU IIpoIiece
BOBJIEKAETCH HOCOIJIOTKA: CUHYCHUT, aJIcHOUHbIE BETETAL[UU, I10JIUIIbI
HOCA, XPOHUYECKUUN TOH3UJLJINUT;

- llpusHaku sMpu3eMbl JIETKUX (TpyAHast KJIeTKa 60YK00OpasHOU POPMBI,
KJIMHOBUAHAsA AedopmMaliusa rpyAuHbI, KOpPOOOUHBIN IIEPKYTOPHBIN 3BYK
T.JI.)

 ATesieKTasbl JIeTKOro (MpUTYIIEHHE IEPKYTOPHOTO 3ByKa HaJl MECTOM
JIOKAJTM3AIINU CIIaBIIIEr0Cs JIETKOTO);

« 3aTAKHBIE U TXKeJbl POPMBI TEUEHU S THEBMOHUU C
IIPeIPacoJIOKEHHOCTRIO K abccleZInpOBaHUIO (MaTOT€HHBIN 30JI0TUCTBIN
cTapUIOKOKK, reMoUIbHAs U CUHETHOMHAS MMaJI0UKa)

 IIpu3HaKy XpOHUUECKOTO OPOHXHUTA C pa3BUTHUEM OPOHXO3KTA30B U
TP Py3HOTO THEBMOCKJIEPO3a;

« PazBurue Pa3/IMYHBIX OCJIOKHEHUU: ITHEBMOTOPAKC, IIMOITHEBMOTOPAKC,
JIETOYHOE KPOBOTEUYEHHE, «JIETOYHOE ceEpAane», CEpACHYHO-COCyAnCTad 1
AbIXaTe/IbHaA HEAOCTATOUYHOCTD.



Hepenko nmeetcsa geopmauns nanbLeB pyK
(bapabaHHble Narioykn) U HorTem (HacoBble CTEKNA), Kak
crnegcTBue TAXKENOonN XPOHUYECKON MTMNOKCUMN.




Bbpouxorpamma 60/1bHOTO CMelIaHHOM GOPMOIT MYKOBHCIIH/IO3A:
nedpopMUpPOBaHHBIE OPOHXH, pacCcesTHHbIE ITUIMHIPHUYECKUe U
MeIlIOTYaThle OPOHXOIKTA3bI



[1oCTOSIHHBIN PEHTTEHOJIOTMYECKUU MMPU3HAK MYKOBHUCIIN103a —
YCUJICHUE JIETOYHOI'O PUCYHKA 34 CYET YTOIIICHUSA CTEHOK
OpOHXOB — KaK B IIEpHO/I€ 00OCTPEHUS, TAK U B PEMUCCHH.




*enyao4yHo-KMIEeYHbIN TPaKT

KiinHnyeckasi CMMIITOMATUKA KUIIIEYHOM (pOPMbI 00yCJIOBIEHA
CEKPETOPHOU HEZIOCTATOUYHOCTHIO JKETYJOUHO-KUIIIEYHOTO
TPaKTa:
 Koska 3eMJInCTOrO OTTEHKA, TYPTOP CHUXKEH, CJAN3UCTAS
000JI04YKa pTa cyxasi, TOHYC MBbIIIIIL HOHUKEH;

 'unorpodus 1 NOJIUTUIIOBUTAMHUHO3 HECMOTPA Ha
COXpaHEHHbIN WM JIaKe IIOBBIIIIEHHBIN allllIETUT;

o JINCIIENTHYECKUI CHHAPOM C THITMYHBIM CTYJIOM
(moudekanus, creaTopesi, KpeaTopesi);

‘I'unnonporenHemMus;

‘T'enaTomerasus, 00yca0BJIEHA X0JIECTAa30M,;
*BrinazieHre NpsAMOU KUIIKH;

JIaTeHTHO MPOTEKAIOIINI caxapHbIH Aua0eT;

‘HpOHBJIeHI/IeM MYKOBUCOHA03a ABJIAETCA TAaK »KE
MEKOHHUAIbHBIN NJ1eyC nJjin MEKOHHAJIbHAA HEIIPOXOAUMOCTD Yy
HOBOPOXACHHBDIX.



MekoHeaTbHbIN HJIEYC

*OOCTPYKITHS TOHKOTO KUIIIEUHUKA BA3KUM MEKOHUEM;

«JIlokan3yeTcs B OAB3/OIIHON KUIIIKE;

*B 90% cirydyaeB acCOIMUPOBaH C MyKOBUCITU030M;

*B 10-30% ciiyuaeB nMeeTcd cCEMEVHBbI aHAMHE3
MYKOBHUCITU033;

*IlepBble CUMIITOMBI MOABJIAIOTCA HA 1-2 CYTKaX KU3HU

(pBOTA 3K€/TYBI0, B3AYTHIN }KUBOT, OTCYTCTBHE CTYJIa);

J/[maraocTrKa ¢ IIOMOIIbI0 0030PHOM
PEHTreHOTPaMMBbI OPraHOB OPIOIITHO IT0JIOCTH,

uppurorpadun.






[InarHoCTUKaA

MIMMyHOpPeaKTUBHBIN TPUIICUH B CyXOM MATHE KPOBU — cKpuHHUHT (IIpu
IIOJIOKUTEJIFHOM Pe3yIbTaTe TECT IIOBTOPAIOT Ha 21—28 /IeHb KU3HM.

[Ipu IOBTOPHOM IIOJIOKUTEILHOM pe3yJIbTaTe Ha3HAUal0T IIOTOBBIN
TECT);

IToToBBIN TecT: TpoekpaTHoe ompeaesieHre Cl” B MOTOBOM KUAKOCTH

Anamus JIHK
pl S Taénuya 3. UHTeprnpeTaums peasynLTaTtoB
NOTOBOIo Tecra
Morpanwy- Monoxu-
PesyneTar (Mmons/n) Hopma B S
Knaccu4eckuil MeTon 40-60 S
<40 (30) HO He Bbiwwe
(no MocoHy-Kyky) (30-60) S T
OnpenenexHue npoeo- >80
aumocTe (MakpogaxT, <60 60-80 HO He Bbiwe
HaHoQaKkT) 170 Mmone/n




Rg j1erknux — MUTPUPYIOIIME aTeJIeKTa3bl, SM(PU3eMa,

ITHEBMOCKJIEPO3
*  bponxorpadusa — 6poHX03KTa3bl

*  Bbponxockonus — OPOHX03KTa3bl, I'ycTasl Bs3Kasi MOKPOTA,

SH0OPOHXUT
*  ®BJI — 00CTpYKTHUBHbBIE/CMEIIIaHHbIE N3MEHEHUS

*  Muxkpo0buoJsiorudeckoe UccaeoBaHNE MOKPOTBI —
30JIOTUCTBIU CTA(PUIIJIOKOKK, CHAHETHOWMHAA U reMO(PUIIbHAA

[MaJIOUKU
*  BAK — runomnporenHeMus

-  Konporpamma — HEUTPAJIbHBIU KUP



JleyeHHe

/Jlvera: yBeJlnueHHeE cofep:KaHUus OeJIKOB, YMEHbBIIIEHHE
coZlepKaHUs JKUPOB, KOPPEKIIHUA 110 YIJIEBOIAM, IOCTATOUYHOE
KOJINYECTBO (PPYKTOB B OBOIIEHN

/Myxkoautuku (mmysibmo3uM, AIILL), mocTypaabHBIN JpEHAX,
MaccaX, TeXHHUKa JIbIXaHWs1, OPOHXOCKOITNYECKHE CaHAIINH,
KHUCJIOpOJOTEpas

/KypcoBas aHTHUOMOTHKOTEpAITHs: TeHUITN/IIIHEI,
e a10CIOPUHBI, PTOPXUHOJIOHBI, AMUHOTJIMKO3U/AbI 1
kKoMOuHa UM a/6

DepMeHTHBIE IIperaparhbl: KpeoH, Me3UM, IaH3UHOPM
ButaMuHOTEpaIus
/IIpu Ta:xenom TedeHuu mHeBMOHUM — I'KC B TeueHue 1,5-2 mec



[IporHos

HebaronpuAaTHBIN: CPEAHSSA TPOAOJIKUTETHHOCTD
KHU3HU 22-29 JieT (48 ner B CIITA).
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