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MykoBucuUnao3

— ayTOCOMHO-peL,eCcCMBHOE MOHOIMeHHoe
HacneacTBeHHoe 3aborneBaHue, ¢
nonuopraHHou MmaHudecrtauunen,
XapaKkTepusyeTtcd nopaxeHnem Bcex
9K30KPUHHBIX XKenea >XM3HEHHO BaXHbIX
OpraHoOB N CUCTEM OpraHm3ma.

—O[VH U3 caMbIX YaCTbIX MOHOIEHHbIX
3abonesaHum 6enou pacei.



INNgeMHnoOIiorus.

* PacnpocTtpaHeHHocTb MB B EBpone v
CeBepHou AMepuKu coctaBndaeT 1 Ha 5000
HOBOPOXOeHHbIX, B Poccum 1 Ha 10 000
HOBOPOXOEHHbIX, Yncnmtca bonee 2000
OONbHbIX.

[KJ‘II/IHI/IL-IeCKI/Ie pekoMmeHgauun. «KUCTo3HbIn prubpos (MykoBMcUMa03) Yy

aoeteny». YTeepXaeHbl coro3omM neanatpoB Poccunun, MockBea, 2016.]



OTUONOINMA U nNnaToreHes.

NMpuynHa MB — myTauum (bonee 2000 BapnaHTOB) reHa,
PACMoONOXXEHHOro B cepeanHe ANTMHHOrO rnneda 7 XpoOMOCOMbI.

@

HapylwieHune cnHTesa, CTPYKTYpbl 1 PyHKUNK Berka -
TpaHCMeMOpPaHHOro perynatopa npoBoAUMOCTU

MykoBucuungosa (CFTR). ‘

XI1OpHbIE KaHasibl CTAHOBATCA NaTONOrMYeCcKu
HernpoHuUaeMbiMn A5 MOHOB XJlopa npu runepabcopoumm
HaTpuUs U OQHOBPEMEHHOM wnem/wl B KNETKY BOAbI.

Lerngpataus anvkanbHOU NOBEPXHOCTU CEKPETOPHOIO
anuTenna n yesennyexHumne BHW ceKkpera.

HapylueHune 3Bakyaunm cekpeta—-  BTOPUYHbIE N3MEHEHUS
(BocnaneHue, cknepoTu4eckmne N3amMeHeHus)



[laToreHes Kue4yHou qopMbl
MYyKOBUCLMOO03Aa.

Flo.qmenyp,quaﬂ xKene3aun renaTo6m1MapHa;| cuncrtema

CryLieHune cekpeTa NoaKenyao4HoON Xenesbl Nnoga 4acto NpuBoauT K
0OCTPYKLIMM €€ NPOTOKOB elle A0 poxaeHusi pebeHka. B pesyneraTte
naHKpeaTmnyeckne depMeHTbl, KOTOPbIe NPOAOIKatoT BbipabaTbiBaTbCA B
O0ObIYHOM KONUYECTBE, HE AOCTUraloT ABEHAALATUNEPCTHOMN KNLLKW.

HakonneHne akTUBHbIX EPMEHTOB NPUBOLAUT K ayTONTN3NCY TKAHU
NoOXKeNnyao4YHOM Xenesbl.

Yxe Ha NepBOM MECSILE XN3HM TENO NOQKeNnyao4HOM Xenesbl NpeacTaBnseT
cobon ckonneHme KUCT u onBPO3HON TKaHWU (KUCTO3HbIW dnbpo3
NoMKENYA0YHOM XKESE3bl).

HeMnHyemMbiM cneactBMeM paspyLLEHUst NO4XKENY404YHOW XKene3bl CTaHOBUTCA
HapyLUeHMe NpoLEeCcCoB NepeBapuBaHnNA 1 BCcacblBaHUS NUTATENbHbIX BELLECTB B
XXEenyagouHO-KNLWEYHOM TpakTe, Npexae BCero, XXnpos 1 benkos. [Npun oTcyTCcTBUN
COOTBETCTBYHOLLIETO NIEYEHUsI 3TN NPOLIECCHI NPUBOAAT K 3aAepxke PrUan4eckoro
pa3BuUTUS pedbeHka

Xenyao4yHO-KULLIEYHbIN TPaKT

N13-3a Knenkoro cekpeta Crim3mcTon 1 NioTHLIX KaroBbIX Macc pa3BnBaeTCs
XpPOHUYecKasa obCTpyKUMNA aUCTarbHbIX OTAENTOB TOHKOM 1 MPOKCUMAanbHbIX
OTOENOB TONCTbIX KNLLOK.



OCnoXXHEeHUs KNLWEeYHOMN OopMblI
MYKOBMCLIMO03a:

MekoHUeBbIN Uneyc - 3akynopka gmcranbHbIX
OTAEN0B TOHKOM KULLKN NYCTbIM U BA3KUM MEKOHUEM Y
HOBOPOXAEHHLIX, ONAacHOEe OCMNOXHEHNe —
MEKOHMaNbHbIU NEePUTOHUT (ObIBAET BHYTPUYTPOOHO).

BbinageHne npsasMon KULLKMW.
Linppo3 nevyeHu (6e3 n c noptanbHOU rMNePTEH3NEN).
XKB.

OTtcTaBaHue B n3nyeckom passutun. benkoBo-
3HepreTn4yeckas He4OCTaTOYHOCTb.

HapymeHMe TOJIEPaHTHOCTU K yrneBsodaM.

MykoBUcCLUMUAO03-aCCOLUMUPOBAHHbLIN CaXapHbIN
aunaoer.



Pabo4yas knaccmdukaums
MykoBucumaosa. PaunHckun C.B., KanpaHoB

H.., 2000.
e opmbl MB:
— CMellaHHaga (nero4yHo-kuwe4vHasa) (80% Bcex
clly4yaes);

— C NMPEenMyLLEeCTBEHHO JTero4HbIMU NPOABNEHUAMN
(15%);

— C NpenMyLLeCTBEeHHO KMLLUEeYHbIMU
nposaBNeHnAMM (5%).

e ®a3a 1 aKTUBHOCTb NpoLecca:

— (pasa pemuccuum;

—aKTUBHOCTb: Manasl, CpeHssl, BbICOKas;

— dpasa 0b6ocTpeHnst (BPOHXNT, MHEBMOHMUS).



BceMmupHasa opraHnsaumsa sgpaBooxpaHeHus, MexayHapoaHas
accouuaumsa myKkosucuuaosa, EBponeuckasa accouynaumsa
MYKOBUCLMAO03a UCNOSb3YIOT B HACTOsILLEee BpeMs crieayroLlyro
Knaccudpukauuio:

« Knaccudecknm MykoBUCLUMAOO3 C NaHKpeaTnyeckou
HegOCTAaTOYHOCTbIO (CMeLlaHHasa nnm nero4yHo-KuLeYyHasd
doopma 3aboneBaHns*) — E84.8.

« Knaccuyecknm mykosmcumaoos ¢ HeHapyLleHHOW oyHKLmen
noaXenygo4Hou xenesbl (MpenMyLecTBEHHO flerodHas
doopma 3aboneBaHus**) — E84.0.

« HeonpeneneHHbl AnarHo3 npu NonoXUTernbHOM
HeoHaTalnbHOM CKPUHUHIe Ha MyKOBUCLUMOO03*** — E84.9.

« 3aboneBaHunst, aCCOLIMMPOBAHHBLIE C TEHOM CFTR****;
— N305IMpoBaHHasa 0OCTPYKTUBHAA a300CNepMus;

— XPOHNYECKUIN NaHKpeaTuT;

— ANCCEMUHUPOBAHHbIE DPOHXO3KTAa3bI.

Il U3onupoBaHHOU KNLLEYHOU POpPMbI HET B COBPEMEHHOU
knaccucgpunkauun BO3 n EBponenckon accounaumm
MykoBucumnaosa. Kog E84.1 — KNCTO3HbIN donbpos ¢
KNLLEYHbIMN NPOSIBNEHUAMWN — HE PEKOMEHYETCS
Mcnonb3oBaThb



KnnHmnyeckaa KapTuHa.

« B 6onblUMHCTBE Cny4vaes, KuevyHas doopmMa MyKoBUCLMAO03a
NpoOSABMSETCA € 8 - 9 MecAaueB, Koraa pebeHKy HaunHaloT BBOAUTL B
AOCTaTOYHO BOMNbLUMX KONUYecTBax MPUKOPMbI, NN NepeBoaaT
Marbllla Ha NCKYCCTBEHHOE BCKapMnBaHue.(T.K. Npu rpygHom
BCKapMnuBaHuUK, C rpyaHbIM MOSTOKOM pebeHOK rnosyyaet
depMeHTbI, Heobxoanmble AN pacLlenneHnst 6enkoB U XXUPOoB
(amunasa v nunasa)) .

* Y pebeHka pa3BuBaeTCcA HeAOCTAaTOYHOCTb NaHKpeaTU4ECKNX
doepMEHTOB, YTO NPMBOANT K HAPYLUEHUIO pacLuensieHns u
BCacCbIBaHUSA XXUPOB U benka.

* B knweyHunke npeobnagatoT rHNIOCTHbIE MPOLIECCHI,
COMPOBOXAALLNECH CKOMNIEHNEM ra3oB, YTO NPUBOAUT K
METeopu3Mmy.

 fedekaummn yactble (nonndekanus). CTyn 3nOBOHHbLIN, UMEET
cepbIin UBeT (3a cHeT 6OrbLLIOro KonnmyecTsa HepacLLenneHHbIX
XMPOB), Kawmnuyeoodpa3HbIN, O4eHb XUPHbIU.

 [locne Toro, kak 0oNbHOMO Ha4YMHaT BbiCaXUBaTb Ha NOPLLOK,



KnnHnyeckasa KapTuHa.

YacTto HabntogatoTcs xkanobbl HA CYXOCTb BO PTY, UTO
0OyCrnoBneHO BbICOKOW BA3KOCTbLIO CIOHbLI. BOrbHbIE C TPYAOM
NepeXeBbIBAKOT CYXYI0 NULLLYY, a BO BPEMS €bl yNoTpebnatoT
OonbLUIOE KONMUMYECTBO XXUOKOCTW.

AnnNeTnT B NnepBble MECSLbI XKU3HU COXPAHEH UMK Oaxe
NOBbILLEH («BOFTYNU anneTuT»), HO N3-3a HapyLUEHUSA
NPOLIECCOB NuLLIEBapPEHNSI OLICTPO pa3BUBaETCA rMnoTpodunsa u
rMnoOBUTaMUHOS3.

Co BpeMeHeM B NaTonornyecknin NpoLLecc BOBNEKAETCS NEYEHb,
4YTO NPOSIBNIAETCS B BUAE XXUPOBOWN MHDUNLTPaUMW,
XOJieCTaTU4eCcKoro renatuta v LMppoasa.

YacTo oTMeyaroTca 6onum B XXMBOTE: CXBaTKOOOpa3HbIe Npu
METeOpU3Me, B anuracTpanbHoOm obnactu - MoryT ObITb CBA3aHbI
C HegoCTaToO4YHOM HeEUTpanu3aumnen Xxenygo4Horo coka B
ABeHaaUaTUNepPCTHOM KULLKE BCNeACTBUE CHMXKXEHHOU CEKpeLn
nop Xkenygo4yHou xeneson bukapboHaToB.

B TspKEenbIX criyyasx, oTMeYaloTCsl TOWWHOTA, HeobbLACHUManA
pBOTa, 3anopbl, YepeayroLwmecs ¢ amapeeu (TOHOCOM),
pe3Koe ob6e3BOXUBaHUeE.



[lnarHocTuKa.

e AHAMHe3

Heobxoanumo yTouHUTh criydam MB y
POACTBEHHUKOB, CXOXNE CUMIMTOMBI,
cliydam cMepTu OeTeun.



JlTabopaTopHble uccrnenoBaHus:

lNMomoeast npoba

[TpoBeaeHne noToBom NPobLI Knaccnydeckum metogom no M'mocory n Kyky
(1959) ¢ npeaBapuUTeribHbIM 3MEeKTPOdOpPE30M C MUIOKapnmMHOM
asnaetca <30/10TbIM CTaHOAPTOM >, NPOBOAUTCS TPMXKAbI.

Tabmuua 1. Viatepnperaius pesynibTaToB OTOBOTO TECTA

MeTto moTOBOTO TECTA

Hopma (Mmonb/n)

[Torpaniynblit pesynbrar
(MMOnB/T)

[Tonoxnrenbubii
pesyabTar (MMOIb/N)

Knaccuyeckuit
(o [u6cony-Kyxy)

<30

30-59

260
Ho ue Boime 150

HpOBOJIHMOCTb

<50

50-79

280
Ho ue Bhitze 170

[ToToByto Npoby Ha annapaTte K MakpogakTt> nnn < HaHogakt >
NpoBOAsAT BHe flaboparopuu, B TeyeHne 30 MUH, C MUHUManbHOW
HaBeCKoW noTa (3—6 MKI), MICNOoNb3yT B paMmkax < MaccoBOro

CKPUHUHra > .

B0O3MOXHble NPUYMHbI NOrPaHUYHbIX Pe3ynbTaToB NOTOBOM NMPOOLI:
1. lugmBuayanbHble 0CODEHHOCTN Yy Noaen 6e3 MykoBucLMao03a, OCOOEHHO Y

B3POCIbIX.

2. HenpaBunbHasa noarotoBka Kk npobe.

3. HocnTenbCTBO «MArKMX» MyTauum npu MyKkoBmucLMO03e.
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JlTabopaTtopHble

NncerienoBaHuA:

Konponornyeckoe uccrnengoBaHuve

« OTMe4aeTcs BblpaXkeHHasi cTeaTopes (a0
oDHapyXeHUs B Kane Kanenb HEUTpPanbLHOro
Xupa).

* OnpeneneHmne KOHUEHTpaLun
naHKpeaTU4vecKou anacrtas3bl-1 B Kare
NO3BOSIAET OLUEHUTb CTeNeHb
HeAOCTaTOYHOCTU IK3OKPUHHOUN (PYHKLUN
noaXxernynodYHou xenesbl, HE 3aBUCUMO OT
NpPOBOAMMOUN 3aMECTUTENBLHOWU Tepanumn
NaHKpeaTn4ecknMmm doepmMeHTamMu.




[lnarHocTuKa.

fleHeTMYeCKn aHanus

* ViccneposaHune [1HK y nauneHTa B
HEKOTOPbIX cny4Yyasax No3BONAeT
onpegenuTtb myTtauuto B reHe MB
(0bHapyxeHo bornee 2000 myTauun).

« Hanbonee pacnpocTpaHeHa myTauna —
neneunda F-508.



I'IpeHaTaanaﬂ AONarHOCTUKa.

MonekynsipHo-reHeTu4eckas AnarHocTmka B CeMbsiX
BbICOKOTO pu1cKa.

[narHo3 MOXeT bbITb 3anoao3peH npu Y3-uccnegoBaHnm
nroaa BHYTPUYTPOOHO NpU HanNMunum xapakTepHbIX Y 3-
OAHHbIX MMNEepP3aXoreHHoro Kuwe4vHuka. B 50-78% crnyyaes
9TO coCcTosiHME byaeT cBA3aHo ¢ MB 1 nposiBUTCS
MEKOHNEBBLIM nneycom. [inarHo3 B 3TomM criy4ae MoxeT
ObITb YCTAHOBINEH eLle A0 poXaeHUs pedbeHka.

B TO )Xe BpemMsi 3TOT nNpu3Hak He ABMSAETCS
BblcokocrneundnyHsim ana MB, oH moxeT 6bITb
TPaH3UTOPHLIM ABIIEHMEM, a TaKKe CBA3aHHbLIM C APYrnMu
NaTornorM4eckumMm COCTOAHUSAMMN.

HeoHaTanbHasa AMarHOCTHUKa.

B pamMmkax npuopmUTETHOIO HaLMoHarnbHOro NPoeKTa

L 300poBbE > € 2006 r. B HEKOTOPbIX PErMoHax, a c 1
saHBaps 2007 r. — BO Bcex cyobekTax PP BKOYeEH
MaCCOBbIW CKPUHUHT HOBOPOXAEHHbIX Ha Hannyne MB
(4-5-1 OeHb — Y AOHOLUEHHbIX, 7-8-U OeHb — Y
HenoHOllleHHKIY)



ANroputm HeoHaTasnbHOro ckpuHmnHra Ha MB B
Poccunckon denepaumm.

AHANW3 KPOBW HA UPT
(JOHOLEHHbIe - 4-5 1eHb, He[JOHOLWEHHbIe — 7-8 AeHb)

"""""" 5 VIPT <noporoBbiit ypoeHb -
HopMa < 99,5 ueHTUnA
PETECT UPT - 21-28 peHb ] UPT = noporoBblil YpoBeHb
UPT < noporoBbiit ypoBeHb
- HOpMa
WPT = noporoBbiil ypoBeHb —> NOTOBAA NMPOBA
OTDVIUaTeanaﬂ T l \ ......... b,
HabniopeHue no M/x. KoHcynbrauna s 1rop Mofpatian  NonoxurenbHan
C NOBTOPHbIM NPOBEAEHNeM NOTOBOI NPOdbI ¢
2 MyTaLum
HeT myTauwii «— NHK-AHANN3 /
] \> 1 MyTaumA

Habnioperue B LieHTpe MB, 3nactasa-1,
NOBTOPHbIE NOTOBbIE NPODbI, CUKBEHC,
ONONHUTENbHbIE MeToAbl 06CNea0BaHNA




IdnarHocTu4yeckue Kputepumm
MB.

1.1. lMonoxxumenbHasi nomoeasi rnpoba
n/mnu

1.2. [lee namozeHHbIe Mymauyuu 8 2eHe CFTR 8 mpaHc-
MOJI0XKEeHUU, 8bi3blearoujue MyKosucyuoo3

"
2.1. HeonamanwkHas 2unepmpuncuHo2eHeMusl
Unu

2.2. C poxxOeHusi usiu nosieuswuecs rno3xe
XapakmepHbie KJTUHU4YecKuUe npu3Haku, Bkroyas (Ho
He orpaHnyYMBadchk UMW) Takue, Kak AnpdysHoie
OPOHX03KTa3bl, BbICEB N3 MOKPOTbI 3Ha4ynmoun ans MB
naToreHHon Mmnkpodnopbl (0COBEHHO CUHETHOWHOW
nariouKkun), aK3oKpMHHas NaHkpeaTtnyeckasq
He4O0CTaTOYHOCTb, CUHAPOM MNOTEPU COSEWN,
0OCTPYKTMBHAsA a300CrnepmMma (My>X4nHbl).



Koabl no MKbB-10.

e E84. KNCTO3HbIN pMnOpPO3.

— E84.0. KnctosHbin gonbdpos ¢ Nnero4HbIMu
NPOSIBIIEHUAMM.

— E84.1. Knuctosubin condbpos c
KULLEYHbIMU NPOABNEHUAMM.

— E84.8. KnctosHbint ondpos ¢ gpyrumm
NPOABIEHNSIMWN.

— E84.9. KnctosHbin gnbdpo3 HEYTOYHEHHLIN.



[TpumMmep POoPMYNNPOBKU
aunarHo3sa:

« Knctopunbpos nogxenyaodHou xenesbl [reHoTun F del
508/F del508], kuwe4vHas popma, cpeaHeTSKenoe
TedyeHune. XpoHnyeckasa naHkpeaTnyeckas
HeJOCTaTOMHOCTb, TAXKenaa cteneHb. OTcTaBaHMeE B
don3n4ECKOM pa3BUTUMN.

* MyKkoBuCUMAOO03 [FEHOTUM: reTepo3nroTa No MyTaumnm
2143delT], KMwe4Hasa popma, TSXKenoe TeveHme.
XpoHunyeckasa naHkpeaTnyeckaq He4OCTaTOYHOCTb,
TshKenas creneHb. [lyoaeHunt. bynbounr.
HepgocTtatoyHOCThL NpuBpaTHUKA. [lyoaeHoractpanbHbIn
pedontokc. [acTpuT 8 aHTpanbLHOro oTAena Xenyaka.
Linppo3s neveHu (F4 no wkane METAVIR - N0 AaHHbIM
dombpoanactomeTpun nevyeHun). HapywieHune
TONEPAHTHOCTM K TIHOKO3E.

[KnuHnyeckne pekomeHgaumn. « KnctosHbln pubpos (MykoBncumaos) y geteny.
YTBepXaeHbl coto3om neanatpos Poccuun, Mockea, 2016.]



IleyeHue. Nuera.

Oueta 6onbHbIX MB No coctaBy A0MmkKHa ObiTh
MaKCUMaSIbHO NPUONMXKEHHOW K HOpManbsHOMY MUTAaHUIO:

E)keQHeBHbIV paLMOH NauMeHTa BHE 3aBUCMMOCTU OT €ro
BO3pacTa AOMmkKeH ObITb 00OrawieH Xupamu,
CNOCOOCTBYHOLLNMMN HOPMAarbHOMY POCTY pebeHKa n
nornHoueHHoMY Habopy Beca;

OHepreTnyeckas LLeHHOCThb paLMoHa AO0MKHa ObITb
noBblLeHa, HO HeobXoaANMY0 HOPMY Kanopui Bpay
paccuYnTbIiBaeT MHANBNOYaANbHO;

B paunoHe Takxke OomKHbl Npeobnagatb NPoayKTbl C
BbICOKUM copepxXaHuem Gernka (Mdaco, snua, TBOpor u
pbiba);

Ecnu pebeHoK npu NOfTHOLLEEHHOM MUTaHUN N XOPOLLEM
anneTuTe Tak U He MOXeT HabpaTb BEC, CNeAyeT BBECTU B
paLMOH cneluann3mpoBaHHbIe CMEeCU NN KOKTeNnu,
KOTOpble AOIMKEH HAa3Ha4YMTb Bpau.




JleyeHne.

e (depmeHTOTEpanus BbICOKO3I(PPEKTUBHLIMU MUKPOCHEPNYECKUMU C
pH<4yBCTBUTENBLHOW 0DOSIOYKONM NpenaparaMmu - Ha3Ha4yaeTca Kypcamu, u
npoBOAUTCA B TedeHme BceW Xn3Hu (KpeoH nnu Mukposum).

(!'KOHTpoONMpoBaTh: NOKa3aTenu KonporpamMmmbl; YacTOTYy U XapakTep CTyna;
eXXeMecs4Hyo NnpnbaBKy Macchl Tena n AMHaMuKy pocTa naumeHTa).

e ButamunHotepanwus (T.K. HApyLLEHO NepesapuBaHne 1 BcacbiBaHMe
XUpopacTBopuMbIX BUTaMuHOB: A, [1, E, K).

 [enaTonpoTeKkTopbl (YpocaH, YpcodarbK n gpyrue) - NoNoXMTernbHO
BNMAOT HA MOPJOJYHKLMOHANbHOE COCTOSAHME renaToLunToB,
CNOCOOCTBYIOT PA3XKMKEHUIO XKEMUMN.

[lokasaHus: Bce 60rbHbIE C renaTtoMeranmein, CMHAPOMOM XOJecTasa,
LIMPPO30OM NEeYEHU, USMEHEHUSMWN NMaPEHXMMbI MEYEHWN U XKEMYHbIX
MPOTOKOB MO JAaHHbIM YNLTPa3BYKOBOro MeToa UccreaoBaHus.

« AHTUOMOTMKOTEPANUS - MPU KNLLIEYHOU oopMe MYyKOBUCLINO03a, KaK
npaBwuno, He NPUMEHAETCH, O4HAKO, OHa MOXET MPUMEHATLCA NS
nevyeHns cMelaHHoM popMbl ATOro 3aboneBaHus (Korga nopakeHbl U
nerkme n KUWe4vHuK). B aTon cntyauum, Hapsigy ¢ aHTMOMoTukamm,
NPUHUMAIOTCA N NpenapaThbl, pasXmxarLlne MOKPOTY, KOTopble obrieryatoT
BblBeJeHNE ryCTOWN MOKPOTbI N3 NEerkunx.




BeneHve nauneHTOB.

* [TaumeHTbl ¢ MB OomkHbl HaXoOUTbCHA HaA
aKTUBHOM AMCriaHCEPHOM HabnaeHuw.

* [1lo pocTmxeHun Bo3pacTa 1 roga 00nbHbIX
MB Heobxoanmo obcrieqoBaTth He pexe 1
pa3a B 3 MEC., YTO MO3BOJSIAET CreanThb 3a
OVUHaMUKOW 3aboreBaHns 1 CBOEBPEMEHHO
KOppUrMpoBaTb.
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