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OnpepeneHue

MykoBucuupos
(kncTo3HbIN hpUbPO3, cystic fibrosis)
e CaMoe pacnpocTpaHeHHOe HacneacTBeHHoe 3aboneBaHne
* AYyTOCOMHO-peLeCCMBHOE MOHOIEeHHOE HacreacTBEHHOE
3aboneBaHne, xapakTepmayroLleecd nopaxeHnem Bcex
9K30KPUHHBIX XENEe3, a TakkKe )XN3HEHHO BaXXHbIX OPraHoOB U
CUCTEM
« CucTeMHOE HacnencTeeHHoe 3aboneBaHue,
obycrnoBrneHHoOe MyTaluuen reHa TpaHCMeMOpPaHHOIo
perynaropa MykoBucLnao3a n xapaktepusytoLleecs
nopaxeHneMm Xenes BHeLLHEWN cekpeumnn, TSXKENbIMU

HapyLIEeHNAMN OYHKLIMIA OPraHOB ObIXaHWs U XKeNya04YHO-
KMULLIEYHOrO TpaKTa



dnuaemmonorus

« Hacnenyetca MykoBucLMO03 NO ayTOCOMHO-PELEC-
CUBHOMY TUMY

« HacToTa retepo3nroTHOro HOCUTENbCTBA NaTOSI0MN-
YeCKOoro reHa pasHa 2—5 %

« PacnpocTtpaHeHHoCcTb MB BapbupyeT B 3aBUCUMOCTHU OT
nonynsaumu.
B 6bonbwmnHcTBe cTpaH EBponbl 1 CeBepHOU AMEPUKM
yacTtota MB konebnetca ot 1:2000 o 1:5000
HOBOPOXOEHHbIX.
P® — 1:8000-1:10 000 HoBopoOXAeHHbIX (PI'BY Meguko-
reHeTU4eCKNN Hay4HbIN LEHTP).



dnuaemmonorus

[1porpeccupoBaHue nero4yHon n cepaedHom
HeOOoCTaTO4YHOCTU ABNAETCA Hanbonee 4YacTom NPUHNHON
cMepTn BOonbHbIX (95%).

Cpeou gpyrnx npuymH B 9KOHOMUYECKN pa3BUTbIX CTpaHax
BbIOENAOT OCIOXXHEHNA NPU TpaHCNNaHTauMm opraHoB
(12%), 3aborneBaHnAa NeYEHN U MNEYEHOUHYIO
HEeJOCTaTO4YHOCTh (2,3%), TpaBMmbl (2,1%), cynuua (0,8%),
opyrue (1,3%).

B MockBe meanaHa Bbi>KMBaeMoCcTu gocturaet 39,5 ner.



Tnonorua U natoreHes
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THonormMa v natoreHes

Ta6nuya. Knaccel mytauui B rese CFTR

Knacc Maronoruyeckui npouyecc MyTtauun
| HapylweHue cuHTe3a npoTenHa G542X, W1282X, R553X, 621+1C>T, 2143delT, 167 7delTA
Il HapyweHue npoueccuHra unu TpaHcnopta 6enka F508del, N1303K, 1507del, S549I, S549R
i HapyweHue perynauuu G551D, G1244E, S1255P
1\ CHMMEeHWe NpoBOAUMOCTH R334W, R347P, R117H
v CHUMEeHWe YPOBHS HOpManbHbIX Monekyn 6enka unu PHK 3849+10kbC>T, A455E, IVS8(5T), 1811+1,6kbA>G
Vi CHuMeHue cTabunbHOCTH NPOTEUHA S51455X




TUonorua U natoreHes

MBTP nokannayetcs B anukanbHOuU Yyactu memMmbpaHsbl
annTenuanbHbIX KNETOK, BbICTUMAIOLLMX BbIBOOHbIE MPOTOKU
enes BHeLlHen cekpeuunn (MOTOBbIX, CIIOHHLIX, XXernes B
6poHxax, NoaXenyaodHoU Xxenese, KULLEYHUKe,
ypOreH1UTarnbHOM TPaKTe), OH PerynmpyeT TpaHCnopT
SrIEKTPOSINTOB (rMaBHbIM 06pa3oM XJiopa) Mexay aTumm
KIeTkaMun 1 MeXKNEeTOYHOU XXNOKOCTLHO.



TUonorua U natoreHes

MBTP aBnaetca membpaHHbIM KaHarnom ansi akTMBHOIO
TpaHcnopTta noHos xnopa. Mytauum reHa MB HapywialoT He
TOSMBLKO TPAHCMNOPT, HO U CEKPELIMIO MOHOB xnopa. [pu
3aTpygHEHUN UX MPOXOXOEHUA Yeped KNETOYHY
MeMOpaHy yBenuimeaeTcsa peabcopbumsa HaTpus
XKene3ncTbiMU KrneTkamMmm, HapyLlaeTcs aneKkTpruyeckum
NnoTeHuuan npocBeTa, YTO BbI3bIBAET UBMEHEHME
AIIEeKTPONUTHOrO COCTaBa 1 geruaparaumio cekpera xernes
BHELLHeW cekpeuunn. B pesynerarte BblaensemMbl CEKPET
CTaHOBUTCS Ype3MepPHO ryCTbIM U BA3KUM. [1pn 3TOM
CTpajaloT ferkue, XxenyaodHo-KULWEYHbIU TPAKT, NEYEHDb,
nog)kenyaooyHaga ernesa, MovenonoBaga cuctema.



TUonorua U natoreHes

The CFTR protein is a channel protein that controls the flow of
H,O and Cl- ions into and out of cells inside the lungs. When the
CFTR protein is working correctly, as shown in Panel 1, ions
freely flow in and out of the cells. However, when the CFTR
protein is malfunctioning as in Panel 2, these ions cannot flow
out of the cell due to a blocked channel.

This causes Cystic Fibrosis,
characterized

by the buildup of thick
mucus in the lungs.




TUonorua U natoreHes

Ecnn paboTta bernka HapyLlaeTcs n oTpuuaTenbHO 3apsiKeHHbIE
MOHbI XNOpPa He BbIBOASATCS U3 KITETKU C HY>KHOMN CKOPOCTHHO,
KNneTka Ha4nHaeT akTUBHO NOrmnoLwaTb NOMOXUTENLHO
3apsKEHHbIE NOHbI HATPUSA, YTODbI KOMMEHCUPOBATL HApPYyLLEHNE
anekTpuyeckoro noteHumana. Korga BHYTPW KINETKU MHOTO
MOHOB HATPUA N XNOPA, a CHAPYXN — Maro, B KNETKY
yCTpeMNsieTcda Boga. B pesynbsrarte cnusb, KoTopasi MOKpbIBaeT
BHYTPEHHIOI NOBEPXHOCTb NErKUX, KNLLEYHOro TpakTa u
NMPOTOKOB NMULLEBAPUTENBLHbIX XeNes, CTaAHOBUTCHA O4YEHb I'YCTOMN.



TUonorva U natoreHes

Bcneaocrteue myTtauum B reHe, oTBeYaroLeM 3a paboTy Bcex
Kenes3 BHeLUHeW cekpeumn, HapyLlaeTcd COOTHOLEHEe BOOHOU
N 3NEKTPONUTHOU (PpaKL MM CEKPETOB B CTOPOHY YBENNYEHUS
nocnegHewn. bnokupyertca HopmanbHbIM KaHan, Yepes3 KOTOPbIV
MOHbI XINopa NoknaarT KneTky. Boga v HaTpuu Ha4YnHaKT
NoCTynaTb B KNETKY. B pe3ynesrarte 3Toro AaBfneHna cnnsb
00e3BOXNBAETCS, CTAHOBUTCS BA3KOW, U pa3BMBAETCA TaK
Ha3blBaeMbIt MyKOCTa3. V13-3a BA3KOCTU CeKpeTa 3aTpyaHAEeTCS
ero OTTOK, Xene3ncTble NPOTOKU pacCLUNPSAKOTCS, XKenesncras
TKaHb aTpodounpyeTcs, passusaetcsa pnbpos. Ocobyto ponb 3TO
HeraTMBHOE ABMEHNE UrPaeT B NaToreHese OecTpyKumnm
NIErO4YHON TKaHW N Pa3BUTUN XPOHUYECKOTO MUKPOBHOIo
BOcCnaneHus B Hen. PopmMupyeTca NOPOYHbIN KPYr
BOCManNUTENbHbIX peakuni.



Puc. 1. MexaHu3m pa3BuTus MyKOCTa3a Npu MyKOBMCLMA03e

Puc. 2. [TopoyHbiv Kpyr 06pa30B8aHKa BA3KOH MOKPOTLI
npy MyKoBUCLMAO3e

Boaa, noctynaiowasn
B KNEeTKy

Knetounas
CTeHxa

WMonbl xnopa Bivaai
06e3BoXeHHan
CNU3b
BnoknposaHHbiit kaHan

ol

Fycran MOKpOTa = N
aakynopxa
8 AbIXaTenbMLiX NYTAX
Cesabiganne
Huten AHK

f

Noesiwenne Gakrepui
W NeRKOUMTOR
MoebieHHan

BOCNPUUMYMBOCTE

I

MaToNorM4eckni NOToK oHos K MHdexuum
DYHKUMA Nerkux l
Tkaneswe NoBpexXaeHna L
Buiceoboxaenve [lsixarensHan Paapywenue Gakrepuit
ANVMHHOLENOYEYHON HEAOCTATOYHOCTL

AHK Cronnenue nenkounTos
A B AbIXaTensHbix MyTax
X w

Bakrepuansuan uudexums




TUonorua U natoreHes

OCHOBHbIMU 3BEHBLSIMW NATOreHe3a NPUHATO CYMTaTb
cnenywowmne dakTopsbi:

* CryLLEHNE CEKPETOB XeENE3 BHELLHEN ceKkpeLunmn
* U3MEHEHNE DPUNKO-XUMNYECKNX CBOUCTB CEKpETAa
e 3aTpyOHEHWE 3BaKyaL N CeKpeTa.

MykoBMCLMA03 NOpaXKaeT NpakTUYeckn Bce OTaenbl
XKenyao4YHO-KNLLEYHOro TpakTa.



MKbB-10

KnctosHbinn ounbdpos (E84):
* E84.0 - KNCTO3HbLIN PMOPO3 C NErOYHBLIMU NPOSBNEHNAMMU;
* E84.1 - KNCTO3HbLIN PMnOPO3 C KNLLIEYHBIMU MPOABIEHUAMMU;
* E84.8 - KNCTO3HbLIN Ppmnbp0o3 Cc ApyrumMmmn NposiBrieHNSMU;
* E84.9 - KNCTO3HbLIN PnOP0O3 HEYTOYHEHHDBI.

3aboneBaHus, accoummpoBaHHbIe ¢ reHoM CFTR:
— U301MpoBaHHaa 0OCTPYKTMBHAA a300CNePMUS;
— XPOHNYECKNWN NaHKpeaTuT;

— INCCEMUHMNPOBAHHbIE DPOHXO3KTAa3bI.



Knaccupurkauus

Ta6nuua 2. KnuHuyecKan KnaccudmKauna MyKoBucuuao3a

XapakrepucTHKa GpOHX0NEero4YHbIX H3MEeHEeHHNA

o - ®aza DyHKUHOHANbHAR:
SLIRTE M aKTUBHOCTDL e BEHTHIALMOHHANA OcnoxHenus
npoyecca HHHYEeCKan JHAOCKONUYECKan HEeloCTaTOMHOCTDL
Tun CreneHb
CmewanHasa | Pemuccus BPpOHXMT: OCTPLINA, JHAOOPOHXUT: OBCTPYKTUBHLIN | Abcuecchl, aTeneKkTassl,
(nero4Ho- peunaMBUPYIOLLMIA, | KaTapanbHbI, NHEeBMO-NMONHEBMOTOPAKC,
KulleYyHas) AKTUBHOCTL: XPOHUYECKUHM KaTtapanbHo- PecTpUKTUBHLIM Il nero4yHoe cepaue,
Mmanas, FHOMHbLIM KpoBOXapKaHue,
Jlero4yxas cpenHas, NMHeBMOHMUA: KomBuHupo- I KpoBoOTe4YeHue (nerovHoe,
BbiCOKas NOBTOPHaA, HOMHLIN BaHHbIH HENyA04YHOE), CUHYCHT,
Kuwe4yHas peunanBUpyoLLan OTE4YHbIA CUMHAPOM, LLMPPO3
Ob6ocTpeHue: OrpaHu4yeHHbIn, neYyeHu, IKBUBaNEHThb
OPOHXMT, pacnpocTpaHeHHbIn MEKOHMaNBLHOro uneyca,
NHEBMOHUSA BbiNageHue NpaMon KULLKHK,

oTcTaBaHue B ®U3M4eCKoOM
pazBUTHK

[lononHNTENbLHO BbIAENSAKTCS: ConbTepsaoLad gpopma nnm CUHAPOM
ncesgo-baptrepa (rMnokanum- n HaTpuemuns Ha gooHe
MeTabonMyecKoro ankasnosa), HeoHaTaribHasi TMnNepTPUNCUHOreHEMUS,
a Takxke pasnunyHble aTunnyHble opmbl 3aborieBaHuUS.




Knaccugp

UKauma

Xapakrepucruka 6j

DOHXO/IETOYHBIX U3MEHEeHUH

Apyrue
Dasa
®opma Honesun Crenens | NpoABIeHHA Ocnoxnenus
Knunnueckan M AaKTHBHOCTD
JTH** sabonesanns
npomecca
Knaccuueckmin XpoHnyeckuit 1. Bue 0 Cunycur Abcuecchl, aTeneKkTassl,
MYKOBMCI{H/I03 ob6CcTpyKTHBHBIH | 06ocTpenis Icr Cunzipom ncespio- | THEBMO-TIHOITHEBMOTOPAKC,
OpOHXMT 2. O6octpenne |Ilcr. Baprrepa xpono;:apxaune. il
yenue (71erouHoe, Kemryaou-
Cwmemannas wi bponxoakrassl Tun Ml cr. Asoocnepmusn | noe), anneprirseckuit Gpon-
NerovyHo-KumeyHas | (oxkanusoBaH- obocTpenus: PelpMBUPYIOIMI | xomor o acneprunnes
¢dopma sabonesania | ubie u guccemu- | Obocrpenne NAHKPEeaTHT (ABJIA), nerounas rumnep-
(MyxoBHCINAO3 HUPOBAaHHBIE) XPOHHYECKOT0 TeH3uA, NOMUI03 HOCA
C MAHKPeaTH4ecKol | C yKasaHueMm 6ponxuTa Mexkonuesbiit uieyc, sKBuBa-
HEJIOCTATOYHOCTBIO = | IOKa/IM ALK [THeBMoHMA A RS T Jone
E848) ( BBITIAJIeH e MPAMON KHINKK
: C yKasaHHeM Llppos nevert
NOKanu3aimm) (6es 3 ¢ nopranbHOI runep-
CMelnaHHbii TeH3HeH)
Jlerounas dop- [Muesmodubpos | Tun KKb
P SR OrcraBanue B pusnyeckom
passuTiit. benkoso-anepre-
(MykoBHCIMA03
A THYECKasA HEJ0OCTATOYHOCTh
CHCRAPYIICHRON Hapyuenue TonepanTnocTs
dyuxumein nopxe- K yIIeBojam

JTYAOYHOM JKene3bl
- E84.0)

MyKOBHCIH03-aCCOLMMPO-
BaHHBIH CaXxapHbii Anaber
CHuKeHMe MHUHEPaNbHOM
IJIOTHOCTH KOCTHOM TKaHM
Bropuunniii ocreonopos
AMMHIONI03 TTOYEK
CuanoageHur

Buramun K-geduuurnnie

COCTOAHMA (reuoppamqe-

cxas 6onesHb)




Knaccugpukauus

pmiamnn “'At‘*l"q" Immc
cocroanus (remopparuye-
ckas 60nme3Hb)

Tenorun (myranun resa CFTR)

Ykasars cornacHo 6ase
pannbix CFTR2. org

u Koncencycy no
KIHHWYecKuM addexram
reHeTH4eCKHX BapHaHTOB
(6a3a gpanubix SeqDBhttp://
se&db.med-gen.ml)

Mukpobuonoriueckuit craryc (ykassiBaeTcs jaTa NepBHYHOIO
BbiCEBa MHKPOOHOro naroresa (IaToreHoB) M, €C/M €CTh,

MOC/IEIHEr0)

Cradunokokkosas
uHpexkua. CuHernoiHas
nHbeK s

Wndexius, Bei3BaHHAsA

B. cepacia

HApyrue undexipm
MukpobHble accolMaiim

Apyrue dopmsi:

Heonpegenennbiit AHarios npy NonoXHTe/IbHOM HEOHATANTbHOM CKPMHMHTIE Ha MYKOBHCIM103*** = E84.9.

3abonesanusa, ceasannbie ¢ resom CFTR****:

- H30IHPOBaHHAA 0OCTPYKTHBHAS a300CIEePMHS;
= XPOHMYECKHii TaHKPeaTHT;

- IMCCEMHMHHPOBAHHbIE OPOHX0IKTa3hbI




KnuHuyeckas kKapTuHa

Ta6nuuya 1. lNaToreHes MyKoBMCUWI03a

OpraHbl ¥ cCHCTEMBI Maronoruyeckue npoueccobl KoHeu4HbiW pe3ynbrar
BpOHX0OOGCTPYKUMSA, CHUMHEHWE TONEPAHTHOCTH K MHDEKLIMM,
KONOHM3aUMA gbixaTenbHblX NyTen P. aeruginosa v Apyrumu
[bixaTtensHas HegoCTaTO4HOCTb, Nero4yHas
Nerxue NaToNoOrM4eCKMMM MMKPOOPraHu3Mamu, XpOHUHECKoe
% rMNepTeH3us, cepaeyHan HegocTaToqHOoCTb
BOCnaneHue AbixaTenbHbiX NyTen, OPOHX03KTa3kbI,
AEeCTPYKUMA NapeHXUMbl Nerkmx
HapyweHue cTyna (4acTbli, UPHbIA, 3N0OBOHHbLIN,
O6CTPYKUMA NPOTOKOB Menesbl, NOABNEHUE KUCT, &
3 06MNbHLIN), CHUXEHUEe HYTPUTUBHOIO cTaTyca
MogxenynoyHas HEAOCTaTOYHOCTbL NOAMENYA0HHON Henessbl e
(v perei — OoTCTaBaHue B Pa3BMTUM), aBUTAMUHO3bI,
wenesa (BHYTPEHHSARA U BHELWHECEKPETOPHaN), KMLeYHan = v
BbiNageHUA NPAMONA KULLKK, caxapHblit auaber,
Mansabcopbuus
HapylweHHan TONePaHTHOCTL K MIKo3e
03 NeYeHn, CUHAPOM NOPTANLHON MTMNEepPTEH3UM,
lMNe4vyeHs Xonectas, xonenuimas Lpp AP P P
rMnepcnneHram, NeYyeHo4YHas HeJoCTaTo4HOCTL
KuWeyHMK YBenuyeHue BA3KOCTH/aaAre3MBHOCTH KanoBbiXx Mace KuweyHasa HenpoxoaMMocCTs, MEKOHMEBLIN Mneyc
PenpoayKTuBHas O6CTPYKUMA ¥ NOCNeayoulas aTpe3ns BbIHOCALLMX NPOTOKOB Eacrinoie
cucTema (y MyX4UH) | AWYeK, azoocnepmua




KnuHuyeckas kKapTuHa

Bospacr CMMNTOMBI U CUHAPOMbI

Peuuausupyouine unu XxpoHM4yeckKue
pecnupaTtopHble CUMNTOMbI, TAKME KaK Kallenb
UNK oAbllLKa

Peuuausupylowas nnm XxpoHnyecKas NHEBMOHUSA
OtctaBaHue B GU3M4ECKOM pa3BUTUH
HeodopmneHHbin, 06UNbHbLIN, MACNAHUCTbIN

U 310BOHHbIW CTYN

XpoHu4yecKas auapes

BoinageHune npamMoun KULLIKK

3aTtaXHan HeoHaTanbHasa Xenrtyxa

ConeHbln BKYC KOXU

TennoBow yaap wnu aernaparauusa npu xapxkou
norojge

XpOHUYECKan rmnoaneKTponuTeMus

[laHHble ceMenHOoro aHamMHesa 0 CMepTu eTen
Ha NepBoOM roly XXu3Hu unu Hanmyue cubcos
CO CXOAHbIMU KIIMHUYECKUMU NPOSBNEHUAMMU
[MnonpoTenHemMus /oTeKku

lpyaHoOM




KnuHuyeckas kKapTuHa

[1OWKONbHbLIN

CToMKuM Kawenb ¢/6e3 rHonHOW MOKPOTb!
AnarHoCcTUYeCKU HesicHas peumansupyrowas unu
XpOHUYecKas oabiliKa

OTcTaBaHue B Bece U pocte

BbinageHue npamMon KULWKH

UHBaruHauus

XpoHU4yecKas aumapes

CumnTtom «BapabaHHbIX NanoyeK»

Kpuctannbl CONU Ha KOXKe

[MNOTOHUYECKasn aeruwaparauus
[MNoaneKTponuTeMuns U metaboin4ecKnum ankanos
[enatomeranusa Unu AMarHoCTUYECKU HesicHOoe
HapyweHue GyHKLUUU NeYeHu




KnuHuyeckas kKapTuHa

LLIKONBbHbIA

XpPOHUYECKHUEe pecnupaTtopHbie CUMNTOMbl HESCHOM
3TUONOMMMU

P. aeruginosa B MOKpoOTEe

XPOHUYECKUN CUHYCUT

Ha3anbHbi¥ NOAUNO3

BpoHX03KTa3bl

CumnTtom «BapabaHHbIX Nano4yeK»

XpoHUYecKan auapes

CuHAPOM AUCTaNbHOW UHTECTUHANbHOW OBCTPYKUMUU
[MaHKpeaTuT

BbinageHune npamMon KULKU

CaxapHbl auabeT B co4eTaHuu ¢ pecnmpaTtopHbiMuU
cuMnToOMamu

[enatomeranus

3aboneBaHue Ne4YeHn HEACHOU 3TUONOMUHU




KnuHuyeckas kKapTuHa

MoapOCTKKU U B3POCbIe

[HOWHOE 3aboneBaHue Nerknx HesiCHOM 3TUONOMrUun
CumnTom «BbapabaHHbIX NanoyeK»

[MNaHKpeaTuT

CuHAPOM AUCTaNbHOW UHTECTUHANBbHOW OBCTPYKLIMMK
CaxapHbi fuabeT B coYeTaHuu ¢ pecnmpaTtopHbIMHU
CUMNTOMaMu

[MpU3HaKuU UMppo3a NevyeHu U nNopTanbHOU
rmnepTeH3uu

OtcraBaHue B pocTe

3aneprKa NonoBoro pa3suTus

UHOEPTUNBHOCTL C a300CNepMUen y L MyXCKOro
nona

CHU¥eHune GepTUNbHOCTU Y UL XKEHCKOro nona




KnuHuyeckas kKapTuHa

[lNeyeHb

XornecTas, xonenntnas

* LiInppo3s neveHy,

* CUHAPOM NOpPTarbHOW r’MNepTEH3UMN,
* FTMNEePCMNIeHn3Mm,

* Ne4yeHo4YHasi He4OCTaTOYHOCTb,

« XKB.



KnuHuyeckas kKapTuHa

KnweyHuk

YBenunyeHune BA3KOCTU/aare3anBHOCTU KarnoBbIX Mace

$

« KnweyHas HenpoxoguMocCTb,
* MEKOHWEBbLIN UIeyC.



KnuHuyeckas kKapTuHa

NMNopoxenypo4yHas xernesa

OBCTPYKLUMSA NPOTOKOB Xenesbl, NOsABIIEHNE KUCT,
HeOOCTaTOYHOCTb MNOAXKENYA04YHOW Xeneabl (BHYTPEHHASA U
BHELLHECEKPETOPHAs), KueyHasi manbabcopoums

$

* HapyLueHune ctyna (4acTbli, XXMPHbI, 3TOBOHHbLIN, OOUITbHbIN),

* CHM)KEHNE HYTPUTUBHOIO cTaTyca (y AeTen — OoTCTaBaHue B
pasBuUTUN),

* aBUTAMUNHO3bI,

* BbiNageHUA MNPSIMON KULLIKWK,

e CaxapHblv AnabeT, HapyLeHHasi TONEPaHTHOCTD K IMHOKO3e.



KnuHuyeckas kKapTuHa

[MlaTonorua BepxHUXx otaenos
XKT npu mykoBucumngose

* PedontokcHaga 6onesHb
e [lenTnyeckaqa a3ea xenyagka
e [lenTnyeckasa s3Ba ABeHaaLaTUNEPCTHOWU KNLLIKK




KnuHuyeckas kKapTuHa

enaToOununapHasn
naronorus

e dokanbHbIN BUNMapHLIN LMPPO3 nnu pubpos

e OBCTPYKUMA BHYTPUNEYEHOUHbLIX XXEMYHbIX MPOTOKOB
e CTearos ne4vyeHu

e AHOManun dunmMapHbIX NPOTOKOB

e CTEHO3 00LLero »Xen4YyHoro NpoToka

e BTOPpUYHbLIN CKNEpO3NPYOLLNA XONMaHTUT

e KanbKynes }Xen4yHoro nys3bip4a



KnuHuyeckas kKapTuHa

[MaTonoruna Kuwe4vyHuKa npu
MyKOBMCLMAO03€e

e CMHOPOM ANCTanbHON MHTECTUHANbLHOM 00CTPYKUMK (DIOS)
e TOHKOKMLLEYHas MHBarnHayms

o ANNeHanunT

o bpo3mMpyroLLas kononaTus

e /IHTeCTUHanbHbLIV (OAUreCTUBHbLIN) NMHEBMATO3

e [1ponanc cnnM3ancTon NPAMomn KULLIKA

e MeKkoHManbHbIN nneyc

e IHTeECTUHaNbHbLIN KNCTO3HbLIN PMNOPO3

e KnctosHbinn hnbpos anneHgmnkca

e KNCcTo3HbIN PUBPO3 TONCTON KULLIKM



KnuHuyeckas kKapTuHa

[MaTonoruna Kuwe4vyHuKa npu
MyKOBMCLMAO03€e

e [laTonormnsa nuweBapuTENbLHOro annaparta, NogobHas
bornesHn KpoHa

e CTPUKTYPbI TOSNICTON KNLLIKU

e XPOHMNYECKUIN 3arnop

e [lepdopauna TOHKON UM TOSICTOWU KULLIKU



KnuHuyeckas kKapTuHa

CvHpopomM anctaribHOWU
MHTEeCTUHANbHOM

OOCTPVKUUU
Hwn3kasa ckopocTb nponsmmevaﬂyKM"[uequro CoOEepPXXUMOro

BEET K ann3ogam gmcTtaribHOW MHTECTMHANbHOW OBCTPYyKLUK
(4acTnYyHOWM MNKM NONHOW) B cTapLlem Bo3pacTte y 20-40%
bonbHbIX MB.

CvHAOpOM AnucTanbHOM NHTECTUHANbHON OOCTPYKUUU MMEET
crieayowme CMMNTOMBI:

» DOINb B XXUBOTE,

» Manbnupyemas yBenuyeHHasa crienas KuLka,

» yaCTMYHAas U NonHas KnwevHasi O6CTPYKLUUA KpanHe BA3KUM
coAepXMMbIM NNeoueKanbHOro otTaena KUWeYHuKa.



KnuHuyeckas kKapTuHa

CvHpopomM anctaribHOWU
MHTEeCTUHANbHOM

Bbi3biBaeTca cneayowmnMin 6&)eﬁ<¥olﬂamm

» fernaparaums,

* MaHKpeaTnyeckas HeJoCTaTOYHOCTb CO CHMXKEHHbIM 06 beMOM
naHKpeaTN4ecKoro coka n bmkapboHaTHOU cekpeumen,

» ObICTPOE NOBbILLEHME A03bl NAaHKpeaTN4ecknx depmMeHTOB,

» BA3KUN NMHTECTUHAIbHbIWA CEKPET,

* HApYLUEHNE UHTECTMHANBbHOIO BOAHOIO U 3N1EKTPONTUTHOIO
TpaHCNopTa,

» CHUXKEHME ayoaeHanbHoro pH,

» HApYLLUEHWE NEPUCTASIBTUKU KNLLEYHMKA.



KnuHuyeckas kKapTuHa
Pdunbpo3upyroas KoronaTmsa

Penkoe 3aboneBaHmne, BCTpevaoLeecsa NPeNMYLLIECTBEHHO Y
OEeTEN C MYKOBUCLMO030M NPpUHMMatoLWnX 6orbLine go3bl
NaHKpeaTUn4eCcKUx PepMeHTOB N XapaKTepuaytoLeecs
donbpo3mpoBaHMEM NMNOACMNINCTONO CIOSA TONCTON KULLKK C
doopmMmupoBaHMeEM ee CTPUKTYP.

BbiaBrneHa yeTkaa cBA3b Mexay 40301 oepMeHTOB NonyyYyaemMou
BOSIbHbIMU U PUCKOM Pa3BUTUS KOSTOHONATUMN.

CuuTtaeTtcs, 4to pmbposnpyroLiast KorioHonaTua KIMHNYECKN
NposBsETCs B cpeaHeM Yepesd 7-12 mecaueB nocre Ha4vana
neYyeHns BbICOKMMU 403aMU NaHKpeaTn4eckux depmMeHToB. Y
neteun 3aboneBaHne NPosABIAETCA ABMEHUAMMN
HEeNpPoOxXoaAnMOCTU, Anapeen (B TOM YMcre C KPOBbHO), aCLMUTOM,
bornsamu B XXMBOTE.



KnuHuyeckas kKapTuHa
MeKkoHManbHbIU UnNeyc

Y 10-15 % goeTen ¢ MyKoBUCLMOO30M.

HenpoxogMmocTb noaB340LWLHON KULWKN Ha poHe ee 00Typaunm
YNNOTHEHHbIMN MEKOHUaNbHbLIMWU Maccamu.

» [lepBble 48 YacoB XNU3HU

» OTCYTCTBUE OTXOXOEHNA MEKOHUS

» PBOTA C MPUMECIO XKen4ym n MEKOHUSA
» B3y TUE XMBOTA

* NAHTOKCUKaLUKngA

* 3KCUKO3



KnuHuyeckas kKapTuHa

MaTonorua nogxenyao4dHou
Kenes3bl

e ) KXnpoBoe 3amelleHmne (BakaTHOE OXUpeEHne)
e Kanbundukaumna

e Knuctol

e AHOMasnnM NaHKkpeaTNYeCcKoro NPoToKa

e Pak

e DK30KPMHHAA HEOOCTATOYHOCTb

e IHTEepcTMUManbHbIn Gndpo3

e AunMHapHaga aTtpodus

e OBCTPYKLUA NPOTOKOB

e OCTpbIN NAaHKpeaTUT



HuarHoctuka

|) AnarHocTmMKa Nno HeoHaTtasibHOMY CKPUHUHTIY (80
KITMHUYECKUX MPOABIEHUN UMK NpU UX OeodroTe);

1) AnarHoCTnKa npu HarmMymm KNMHUYECKNX NPoABIEeHUN:

e NAUNEHTLI U3 Pa3nMYHbLIX FPYyNn pucka, nmerLimne
XapaKTepHble KNMHNYeckne nNposBrneHns, He sowlealine B
nporpamMmmy HeoHaTtasibHOro CKpuHmMHra Ha MB;

* NAUNEHTHI C NTOXKHOOTpULaTENbHLIMU pe3ynsTaTamu
HeoHaTanbHOro CKPUHUHra ¢ KNMHNUYECKMMU NPOSBIIEHUAMMU
3aboneBaHus;

* NAUNEHTLI C HEOHATalbHOWU rMNepTPUNCUHOreHeMNEN, He
nony4duewme obcnegosaHna B BUAE NOTOBOW NMPOObI;

I1l) guarHocTuka cpean poacTBEHHUKOB DOMbHbIX;

IV) npeHaTanbHasa gMarHoCTuKa;

V) npenmniaHTaunoHHaa AnarHocTuka.



OuarHocTuka
HeoHaTanbHbIU CKPUHUHT

OnpeneneHne ypoBHA UMMYHOPEaKTUBHOIO TPUNCUHOreHa
(MPT) B KpoBM HOBOPOXOEHHbLIX HA NEPBON HEOENE XKU3HWN, YTO
ABNAETCA BbICOKOYYBCTBUTENBbHbLIM (90-95%), HO
HecneyunduyHbIM NpuU3Hakom. B nonynaunn HeoHatanbHas
rmnepTpuncnMHoreHemMmns obHapyxmeaetca y 5-10 geten ns
1000 300pOBbIX HOBOPOXAEHHbIX. [10BbILLEHNE YPOBHS
MMMYHOpPEeaKTMBHOro TpuncuHoreHa npun MB npoucxoant B
pes3ynbsrare 3aKynopku NPOTOKOB NaHKpeaTU4eCcKnx xernes
BA3KNUM CEKPETOM, YTO NPENATCTBYET MPOHNKHOBEHUIO
TPUMNCUHOreHa B NPOCBET TOHKOIO KULLEYHWKA, rae OH B HOpMe
npeBpaLlaeTcsa B TPUNCUH. OTO NPMBOAUT K BbIOPOCY
TPUNCUHOreHa B KPOBb.



HuarHoctuka

HeoHaTanbHbIU CKPUHUHT

Ha nepBom atane B KpOBU HOBOPOXAEHHbIX (4-5-U A€Hb — Y
OOHOLLUEHHbIX, 7-8-U AeHb — Y HeQOHOLUEHHbIX) onpeaenseTcs
ypoBeHb UPT.

[1pn npeBbILeHUK noporosoro yposHA NIPT npoBoguTcs
peTecT Ha 21-28-1 aeHb Xn3HW. [lonyckaetca oueHka NPT B
obpasuax, B3ATbIX HE NO3QHEE 8 HEAESb XU3HU, TAaK KaK MOXET
NPONCXOANTb CHUXXEHNE Er0 aKTUBHOCTU N TEPAETCH
anarHocTu4yeckasa LLeHHOCTb uccriegoBaHus. Kak npasuno, B
clly4yae NOXXHOMOMNOXUTENMbHbIX Pe3ynbTaToB K KOHLYY NepBOro
MecsLa nepBmnYHO NoBbIlWeHHbIe nokasatenu NPT cHuxatoTtcs,
B OTIIMYKME OT NoKasaTesnien geten ¢ MyKoBMCLMOO30M.



HuarHoctuka

HeoHaTanbHbIU CKPUHUHT

Ecnun obpaseu KpoBu B3AT nocre 8-u Heaenu v nokasaTternb
NPT npeBbllLlaeT Noporosbiv ypoBEHb, PEOEHOK A0IMKEH ObITh
HanpasneH B LIeHTp mykoBucUmMao3a anisa npoBeaeHus
noTtoBon NpoObI. B criyvyae HopmarbHoro nokasarensa UPT,
B3ATOro nocne 8 Heaerb, HeNb3d YyYNTbIBATb 3TOT peaynbrar
O UCKITIoYEHMS pebeHKa 13 rpynrbl puUcka.



HuarHoctuka

HeoHaTanbHbIU CKPUHUHT

[ToTOoBaga Nnpoba MoXeT ObITb NpoBeaeHa pebeHKy B BO3pacTe
48 4yacoB C BECOM He MeHee 2 kr. Bpemsa cbopa nota He
OOIMKHO NpeBbIwaTh 30 MUHYT, MUHUManbHO A0MYyCTUMOE
Konn4yecTBo nota — 75 mr. ObssartenbHbIM SABNIAETCH
npegBapuTenbHOE TLATENTbHOE OYULLIEHNE KOXU MaLNEHTA,
BKI1I0YaKoLLEee MbITbE MbISTOM M NOCHeayoLyo o0dpaboTky
cnupTom 6e3 gobasneHus xnopa. He gonyckaertcst HaHeceHune
INTOCbOHOB N Macen Ha KoXYy nepen nposeaeHnem npobel. B
KayecTBe HOpMaribHbIX MoKasaTernen pekoMeHayeTcs
YUYMUTbIBaTb YPOBHU X110pnuaoB (npoba no [mbcoHy-Kyky), He
npeBbliLatowme 60 MMOrb/n U NPOBOANMOCTb NOTa

>80 MMOJIb/T1.



OuarHoctuka
HeoHaTanbHbIU CKPUHUHT

Tabmuua 1. VinTepnperaius pe3ynsTaToB IOTOBOTO TECTa

Y A AR Flopus (sscasia) [lorpannunsii pesynbrar [onoxurenbubIi
(MMonB/n) pesynbrar (MMonn/n)
Knaccuueckuit 260
(o Tubcony-Kyxy) < A Ho re Boime 150
=80
[TposopuMocTb <50 50-79 M s i

[lorpannynbie pe3ynbTaThl NOTOBOI POOBI

Bo3moyXHble TPHYMHBI TOTPAaHUYHBIX PE3YILTATOB ITOTOBOI MPOOLI:

1. VapuBuayanbHble 0coOeHHOCTH Yy mofieit 6e3 MyKOBUCIHI033, 0COOEHHO Y B3POCBIX.

2. HenpaeubHas nofrotoBka K npobe.

3. HocutenbcTBO «MATKMX» MYTALMil IIPU MYKOBUCI[H/O3E.

Takum obpasom, manueHTsl C MOTPAaHNYHBIMM Pe3y/IbTaTaMK NMOTOBBIX P06 (xmopuant 30-59 Mmonb/n
/1w npoBoANMOCTb 50-79 MMO/IB//T) IPEACTABNAIOT peanbHble TPYAHOCTH JUIA AHATHOCTHKM.




OuarHocTuka
HeoHaTanbHbIU CKPUHUHT

[1pn npoBeaeHUN NOTOBOIO TeCTa BO3MOXHO Nofny4vyeHune
NOXXHOMNONOXUTENbHbIX (40 15%) 1 NOXHOoOTpUuaTenbHbIX (40
12%) pe3ynbraTtoB. OTO MOXET ObITb CBSA3aHO Kak C
TEXHNYECKMMU OLUMOKaMK, Tak 1 ¢ OU3nNonorm4ecknmm
0cobeHHOCTAMM NnaumeHTa. JloXkHooTpuyaTenbHbIe
pe3ynbTaThl NOTOBLIN TECT MOXET AaThb Y AeTeun, bonbHbIX MB,
C Harnnuymem 6e30enKoBbIX OTEKOB, MO NUKBMOALMN KOTOPbIX
TEeCT CTAHOBUTCHA MONOXUTENbHbIM.

C Opyron CTOPOHbI, NOXXHOMOMOXUTESbHbIN TECT MOXHO
NoNy4nThb Y OOMbHLIX C UENbIM PpSaomM 3aborieBaHnn, B UX
yucne CIrL, agppeHoreHnTanbHbIN CUHOPOM, CUHAOPOM
[1ayHa, atonn4eckun oepmaTtuT, rTMNOTUPEO3, XPOHUYECKUN
naHKpeaTuT, Lennakmsi, Hekotopble 60rie3Hn obmeHa.



HuarHoctuka

MonekynsapHo-reHeTU4eCKoe
nccnegoBaHue

[Toka3zaHus:

» [lonoXUTENbHbLIV pe3ynkTaT HeoHaTanbHONO CKPUHUHIA
(HeoHaTanbHaga rMNePTPUNCUHOrEHEMNSA) N NOSNOXNTENBbHAA
notoBasi npoba
e [lorpaHnyHble pe3ynsTaTbl NTOTOBOW NPOOLI
e HeBO3MOXHOCTbL NpoBeaeHUA NOTOBOW NMpob bl
(HegocTaTOUYHbIN BEC, HE3PENOCTL HOBOPOXAEHHOIO, TAXKECTb
COCTOAHUSA, Ap.)

e [1o XXenaHuto poauTenen npm HeoHaTarnbHOMU
rMNepTpUNCUHOreHeMnUn U oTpuLaTeNnsLHOM pesyrneraTte
NOTOBOW NPOOHLI.



OuarHoctuka

Cxema 2. Airoput™ HeoHaTanbHOro ckpuHuHra Ha MB B Poccuiickoi @egepanum

AHAJIN3 KPOBU HA UPT
(noHowWweHHbIe — 4-5 neHb, HeJOHOLWEeHHbIe — 7-8 feHb)

........ > UPT < noporosbii ypoBeHb —
HOpMma < 99,5 ueHTuns

PETECT UPT - 21-28 peuxb o e— WUPT = noporoBbii yposeHb
UPT < noporosbiit yposeHb
- HOpMa
WUPT = noporosbii yposeHb > NMOTOBAA NPOBA
O'[puqarenbnag TR 1
HabnogeHue no m/x. Koncynerauma 8 1 rog Norpatiwran NoncaniEantEn
C NOBTOPHLIM NPOBEAEHUEM NOTOBON NPobbl ‘
Y /..-v 2 myTauuu
Her mytauuin - OHK-AHANAX3 -\\»
\] 1 MyTauma
Habniogenue & Lientpe MB, snacrasa-1,
NOBTOPHbIE NOTOBbIE NPOOLI, CUKBEHC, MB

AONONHUTENbHbIE METOAbI OBcnegoBaHnA




OuarHoctuka

Cxema 1. [luarnoctiyeckue kputepun Mmykosucuuposa ECFS, 2013 [6]

[Tonoxurensuas norosas npoba
u/unm

fiBe narorexHsie Myrauuu B rede CFTR B Tpanc-nonoxenin®, uissisatonue MB (cornacuo 6ase CFTR-2, http://www.cftr2.org)

"

HeonaransHasn FHNEPTPHIICHHOICHEMMA
WIH

C POXK/ACHUA W NOABUBIIMECA M03Ke XapaKTePHbIe KMMHUYECKIte IPUHAKHY, BKII0YAA (HO He OTPaHIYHBAACH MMH) TAKHE,
Kak udysHbie GpOHX0IKTA3bI, BBICEB M3 MOKPOTHI 3Ha4MMOit 1A MB narorenoit Muxpodaopst (0cobeHHO CiHErHOMHOI
MaN0YKK), IK3I0KPUHHAA AHKPeaTHYECKasn HEJOCTATOMHOCTD, CHH/IPOM IOTEpH CONeit, 00CTPYKTHBHAA a300CTIePMUA
(My>K9MHBI)




HuarHoctuka

AHaMHe3

bonbluoe 3HavYeHne ang AMarHoCTUKMU MyKOBUCLIMAO03a
npuaaloT cCEMEMHOMY aHaMHe3y, B Xoae cbopa KOToporo
HeobXoaMMO YTOUYHUTb HanNu4vne:

— YCTaHOBNEHHOIo AMarHo3a nnm CMMNToOMOB MyKOBUCLIM03a
Y POAHbIX OpaTbEB NNKN CECTEP;

— CXOXUX KITMHUYECKNX NPOSIBNEHNIN Y BIN3KUX
POACTBEHHUKOB;

— CMepTen aeTeun Ha NepBOM roay XU3HN.



HuarHoctuka

dusmkanbHoe

obcneanoBsaHue
[Tpn ocmoTpe y 3Tnx 60nbHbIX BbipaXeHa runotpodus (y 90

%), 3a4epxKa pocTta (y 60 %), 6r1eAHOCTb KOXHbIX
NMOKPOBOB, LMaHo3, BMNMOTb [0 akpoLmnaHo3a, 00orbLLION
B3AYTbIU XNBOT, Aedopmauusa rpyaHoun KrneTku. Hepegko
nmeeTcs gedopmaunsa nanbueB pPyK («dapabaHHble Nano4vkn»)
N HOITEN («4acoBble cTekna»). TunnieH ob6CTPyKTUBHbIN
CUHOPOM, KOKNoLWwenoaobHbIn Kalesnb. YBerinyeHa nevyeHb U
cene3eHKa, XxapaKTepHO BbinageHue NpaMoun KUWKn. Ctyn
y BOSIbHbLIX MYKOBUCLUNAO30M XUAKNNA, OOUNBbHLIN, YaCTbIW,
3rMOBOHHbIN.



HuarHoctuka

dusnkanbHoe
obcnenoBaHue

[Tpn TWaTenbsHOoM obcnegoBaHUN NALMEHTOB MOXKHO
ODHapy>XUTb y4yalleHHOE ablXaHue, yBernnyeHmne
nepenHesagHero pasmMmepa rpygHou KNeTkm u
crnaboBblpaXXeHHOE, HO CTOMKOE BTSXKEHME HUXHUNX
MeEXpebepHbIX MbiLuL,. [pn ayckynbTaumm MOXHO BbICNyLLATb
CyXu1e U BrnaxHble MernKo- U KpyrnHony3sbipyaTblie Xpunbi.
Hepeako natonornyecknx U3aMeHeHum npm ayckynsrauunm
nerknx obHapyXuTb He yaaeTcs.



HuarHoctuka

Konporpamma

OBbILLEHHOE coAepKaHne HENTPAarbHOro Xupa
OBbILLEHHOE coAepKaHne MblLLEYHbIX BOITOKOH
OBbILLEHHOE coAepKaHne KrneT4yaTku U KpaxmarnbHbIX 3épeH

McenenosaHve anatiysueMFgeAoBaHus

Y3W opraHoB OpoLLHOM NONOCTYU

ccnenoBaHme pa3HOCTU Ha3albHbIX NOTEHLMASIOB
KT opraHoB rpyaHOW KNeTKu

NccneposaHue OBl



JleyeHue

dusnkanbHoe
obcnenoBaHue

[Tpn TWaTenbsHOoM obcnegoBaHUN NALMEHTOB MOXKHO
ODHapy>XUTb y4yalleHHOE ablXaHue, yBernnyeHmne
nepenHesagHero pasmMmepa rpygHou KNeTkm u
crnaboBblpaXXeHHOE, HO CTOMKOE BTSXKEHME HUXHUNX
MeEXpebepHbIX MbiLuL,. [pn ayckynbTaumm MOXHO BbICNyLLATb
CyXu1e U BrnaxHble MernKo- U KpyrnHony3sbipyaTblie Xpunbi.
Hepeako natonornyecknx U3aMeHeHum npm ayckynsrauunm
nerknx obHapyXuTb He yaaeTcs.



HuarHoctuka

YacTtoTa oCcCMOTpPOB: 40 3-X MeC — Kaxable 2 Heaenu, 3-6 Mec —
eXeMecs4Ho, 6-12 mec — 1 pa3 B 2 Mec, fanee — exxekBapTtarnbHo. C
MOMEHTa NOCTaHOBKU AnarHo3a «MB» pebeHoK aormkeH HabnogaTbes
KOMaHOou cneunanucToB: Bpad-neanaTp (cneuuanmct no
MYKOBUCLINAO03Y), KNHE3UTEPANEBT, HYTPULMONOTN, @ CEMbA OOSKHA UMETb
BO3MOXXHOCTb MoJSly4aTb KOHCYNbLTaLUUmM Ncuxorsiora, Bpava-reHeTuka,
cubcam gormkHa ObITb NpoBeaeHa NnoToBas npooba.

B cny4yae HeBO3MOXHOCTM NPOBEAEHNS B KOPOTKNE CPOKU
nogTeepxXxaarowen gnarHoctukn MB (notosein TecT, JHK-anarHoctuka),
NpPW HANMNMYNK XapakTEPHbIX KIMMHUYECKNX NPOSIBIIEHNN 3aboneBaHns
(KMLWEeYHbIN CUHOPOM CO cTeaTopeen, 3aaepKka PU3NYECKoro passuTus,
pecnupaTtopHble NPosaABeHUsa, MEKOHMEBLIN nneyc u ap.) anarHos «MB»
MOXET ObITb YCTAHOBIEH KITMHNYECKN. He3ameanuTernbHO AoMKHaA ObITb
Ha4yaTa NoCUHOPOMHaA Tepanus (3aMmecTuTernbHas depMeHTHas,
MYKOnuTu4deckas, Tepanus XXnpopacTtsoOpnUMbIMU BUTAMUHAMMU,
agobasneHue conu B NULLYy).



