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VBakaemple Kosuiern!

I[lo wnummatmee @OBICHY MIHIT wu  O6mepoccuiickoi
oOIecTBeHHOW opraHuzanun  «Bcepoccuiickas acconmanus s
OONBHBIX MYKOBUCIMI030M» B 2014 rony ObUT CO30aH SKCHIEPTHbIN
COBET MO MYKOBHUCHIWIO3y Juis paspabotku KoHceHcyca 1o
aKTyaJIbHBIM ~acreKkTaM 3Toro 3aboneBaHusi. Komurter padoTtan
MPaKTUYEeCKH TPU TOAAa HAJ CO3/IaHMEM eIWHOTO JOKyMeHTa
U BBIPAOOTKON apryMEHTUPOBAHHBIX pellie-HUH [0 OCHOBHBIM
BOIPOCAM JVarHOCTHKY U Teparuu 3a00IeBaHNS.

Ilo mepe co3maHusi OTAENBHBIX (HParMEHTOB OCYIIECTBIISLIACH
ux nyOnukaims. B Hacrosiee Bpemsi KoHceHcyc 3aBepinieH
W TIONTOTOBJICHO W3JaHHWe B BHIE OTAENbHOW Opormopsl. Ero
BBIITYCK HEOOXOAWM ISl TIOATOTOBKA U YTBEPXKICHUS HOBBIX



KIIMHNYECKUX pCKOMCH[LaHI/Iﬁ U CTaHAApTOB II0 OWArHOCTUKE
U JiedeHu0 MykoBucuupoza B P®.  KonceHcyc roroBuin
47 oSKCIepToB B pa3iMYHBIX OONACTIX MeauIHbL. KoHceHcyc
o0cysxajics Ha KoHrpeccax PecrimparopHoro oorectsa (2015, 2016),
KoHrpeccax «/HHOBaIlMIOHHbIE TEXHOJIOTUU B MEIUATPUU U JETCKOMN
xupyprum» (2013, 2015, 2016), B mKogax MO MYyKOBHUCUUAO3Y
(2014-2016), na 12-m HarpioHaJIbHOM KOHTpecce TI0 MYKOBUCHIAAO03Y
(2015), 3acemaHusIX SKCIIEPTOB, Ha CTpPaHMIAX XypPHAJIOB
(«[lemuatpuss» um. I''H. Cnepanckoro, 2014; «[lemuarpudeckas
dapmakonorusi», 2015; «Bpau», 2016; «MeauiMHCKasi TeHETUKA»,
2016). OkoHuaTelIbHOE TOJIOCOBaHKE ObLIO MpoBeAeHO 8-9 nexkadpst
2016 roga.

Koopaunaropst mpoekta B juue npod. E.M. Kongparbesoid,
npod. H.IO. Kammpckoit, nmpod. H.M. Kampanoa Bbipaxaior
WCKPEHHIOI MPHU3HATEIBHOCTh BCEM WEeHaM 3KCIEPTOro COBeTa 3a
UX BBICOKOKBATH(HUIIMPOBAHHYIO U TPYAOEMKYIO0 paboTy M HaJeloTCs,
yTo paspadotaHHbiii KoHceHCyc OyneT monie3eH i NOBCEeJHEBHON
ACATEJIBHOCTU KaK CIEOUAIMCTOB, BOBJICYEHHBIX B H3Yy4YCHHUEC
npoOeMbl MYKOBHCIIMI03a, TaK W HIMPOKOTO Kpyra IeAUaTpoB,
TeparneBTOB, T'€HETHKOB, ITYJbMOHOIOIOB, TacTPOIHTEPOIOrOB H
JOPYTUX Bpayel, OKa3bIBAIOIIUX MPAKTHUYECKYI0 TOMOINb OOJbHBIM
JAaHHOI'O KOHTHUHI'€HTA.

C yeaoicenuem, npogh. E.U. Konopamvesa,

npogp. H.IO. Kawupckas,

npogp. H.U. Kanparnoe
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DOIBHY «Meauko-reHeTHYecKuit
Hay4HBIi LeHTP»

115478, Mocksa,
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Opros 3aB. ozienenuem mynbmouonorny, | TBY3 «[lerckas ropojckas Gonpunma | 94156, Cankr-Ilerep6ypr,
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Munsspasa Pocciu

Cumonosa Onbra MiropesHa
Paspen «J1

3aBefyiouias OT/ie/ieHNEM
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OTAY «HayuHblit LIeHTp 30POBbS
neteit» M3 PO

119991, Mockaa,
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3aBenyomasn OTAeNeHNEM
TATaHNSA 3]10POBOTO ¥ GONBHOTO
pebenka, mpoheccop, 1. M.H.
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Tera FBOY «ITepsprit MTMY

um. V.M. CeuenoBa» MuHsjipaBa
Poccun
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IPU MYKOBHCLIMIO3€»
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H eKIMIA, 1.M.H.
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Poccun
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Bukropus [laBujioHa

Crapiumit HayYHbIiT COTPYIHUK
HayYHO-KITMHIYECKOTO OT/[eNa
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HayYHbII LEHTP»

115478, Mocksa,
yn. MockBopeube, 1. 1




OopameHue
KOOPAMHATOPOB MPOEKTa

YBa:kaemble KoJLJIern!

Mo naumaruse ®BI'HY MI'HIL u O6mmepoccuiickoii oorie-
CTBEHHOU opraHu3anuu «Bcepoccurickas acconyanusi st 00J1b-
HBIX MYKOBHCIT1030M» B 2014 romay ObLT CO3/aH SKCIIEPTHBIN
COBET M0 MyKOBUCIIMI03Y [U1sl pa3paboTku KoHceHcyca 1o akTy-
QJILHBIM acrieKTam 3Toro 3adoseBanusi. Komurer padoran mpak-
TUYECKU TPH ToJia HaJ| CO3/IaHUEeM €IMHOIO JIOKyMEHTa U BbIpa-
OOTKOM apryMeHTUPOBAHHBIX PELlIeHUI [0 OCHOBHBIM BOITPOCAM
JVAarHOCTHKY U Teparuu 3a00/eBaHusl.

[o mepe coznanust OTAEIbHBIX (PPArMEHTOB OCYIIECTBIISLIACH
ux nyonvkanus. B Hacrosimee Bpemst KoHceHcyc 3aBepinieH u
MO/ITOTOBJIEHO U3[IaHKUe B BUJIE OTAebHON Opormopsl. Ero Bbl-
MYCK HEOOXOIUM JIJIsI TIOATOTOBKY M YTBEPXKICHUSI HOBBIX KJIH-
HUYECKUX PEKOMEHJAINI U CTaHJApTOB MO JAUATHOCTUKE U Jie-
yeHu1o MykoBuciuao3a B P®. Koncencyc roropuiu 47 sxcnep-
TOB B pa3/IMYHbIX 00nacTsax MeauHbl. KoHceHcyce oOcyxknancs
Ha KoHrpeccax PecnimparopHoro odmectsa (2015, 2016), koH-
rpeccax «/IHHOBallMOHHBIE TEXHOJIOTUH B MEIMATPUU U AETCKON
xupyprun» (2013, 2015, 2016), B mKonax 1no MyKOBUCUUI03Y



(2014-2016), Ha 12-m HanmonanbHOM KOHrpecce 1o MyKOBHC-
uuno3y (2015), 3aceqaHusax SKCNEpPTOB, HA CTPAHULIAX KYPHAJIOB
(«Ilepnatpusa» nm. I'.H. Cnepanckoro, 2014; «Ilequarpuueckas
apmakonorus», 2015; «Bpau», 2016; «MenuimHcKas reHeTH-
Ka», 2016). OkoHYaTeJIbHOE TOJIOCOBaHKE OBLIO MPOBEIeHO 8-9
nekadpst 2016 rona.

Koopaounarops! npoekra B smue npod. E.W. Konaparsesoi,
npod. H.IO. Kammpckoit, npod. H.M. KanpanoBa BbipaxkaioT
WCKPEHHIOI MPU3HATEIbHOCTh BCEM WJIEHaM SKCIEPTOro COBe-
Ta 32 UX BBICOKOKBAIM(PUIIMPOBAHHYIO U TPYAOEMKYIO padoTy U
HaJeloTCs, 4To pazpadoTtaHHbii KoHceHcyc Oyaer momneseH Juis
MIOBCEAHEBHOW JIEATENIbHOCTU KaK CHELMAIMCTOB, BOBJIEUEHHbIX
B U3yueHue MpoOieMbl MyKOBUCIIUI03a, TaK U IMIUPOKOTO Kpyra
NeIMaTpOB, TEPANIEBTOB, TEHETUKOB, ITyJIbMOHOJIOTOB, TaCTPOH-
TEPOJIOTOB U JIPYTUX BpPayel, OKa3bIBAIIIMX IMPAKTUYECKYIO TO-
MOIIb OOJILHBIM JAHHOTO KOHTUHTEHTA.

C yBaxeHueM,

npocp. E.H. Konopamvesa,

npocp. H.FO. Kawupckas,
npocp. HU. Kanparoe



BBenenune

MyxkoBucunno3 (MB) — camoe pacnpocTpaHEHHOE HacJe-
CTBeHHOe 3a00JieBaHue, O0YCIIOBIEHHOE MYyTaIllel TeHa, pacrio-
JIO)KEHHOTO B JJIMHHOM IUIEY€e 7-U XPOMOCOMBI, IIEpeJacTcs Mo
aAyTOCOMHO-PELIECCUBHOMY THUITy IIPUA HACJIEJOBAHUM JBYX MY-
TaHTHbIX ajulesiei. CaeacTBMEM MyTAaLMM I'eHa SBJISIETCS Hapy-
IIEHNe CUHTEe3a, CTPYKTYphl U (PYHKIIMU OeIKa TpaHCMeMOpaH-
HOro perynsiropa npooagumoctn MykoBuciuaosa (CFTR), B
pE3yJIbTaTe Yero XJIOPHbIE KaHAJIbl CTAHOBATCS MATOJIOTMYECKU
HEIIPOHMIIAEMBIMHU [Is1 HOHOB XJIOpa NP TurnepadcopOLuy Ha-
TpUsl U OHOBPEMEHHOM IOCTYIUIEHUH B KJIETKY BOJBI, UTO BbI-
3bIBACT JETUAPATALMIO AIIMKAIBHON [TOBEPXHOCTH CEKPETOPHOTO
SNUTENINSA U YBEIUUEHUE BA3KOCTH CIIU3H.

MB - 310 MysIbTHCHCTEMHOE 3200JI€BaHKE, TIOPAKAIOILEE JIbl-
XaTeJIbHBIE IYTH, KETyJOYHO-KUIIEYHBII TPaKT, IE€YEHb, MOKE-
JIYJIOYHYIO JKEJIE3y, CIIIOHHBIE, TIOTOBBIE JKEJIE3bl, PETIPOLYKTHB-
Hylo cucrteMy. IIpu 3TOM maronorus ObIXaTeIbHBIX MyTEH SB-
JIsieTcsl TJIAaBHOM NMPUYMHONW OCIOXHEHUH M JieTajbHOCTU (00-
nee yeM B 90% cnyvaeB). [lopaskeHre OpOHXOIErOYHON CHCTe-
MBI BCJIEACTBME HAKOIUIEHUS BA3KOTO MH(PULMPOBAHHOIO CEK-
peTa, BHI3BIBAIOIIET0 OOCTPYKIHIO U BHIPAKEHHYIO BOCTIAIUTE b~
HYI0O PEaKLMIO, BEJET K MOBPEKIEHUIO AbIXATEJBbHBIX IyTEU U
HEYKJIOHHOMY YXYIILEHUIO (PYHKLIMH JIETKUX U, B UTOTE K AbIXa-
TEJIBHOM HEIOCTaTOYHOCTH. PenmauBupyomye pecriupaTopHbIe



SMMU3071bl (OPOHXUTHI, THEBMOHUU, OPOHXUOJIUTHI ), KaK TIPABHIIO,
3aKaHYMBAIOTCS1 (DPOPMUPOBAHUEM «TIOPOYHOTO KPyra», BKIIOYa-
IOIIETO YBEJIMYEHUE BI3KOCTU MOKPOTBI, OOCTPYKITHIO JAbIXaTEb-
HBIX MyTeH, UH(EKILIMIO U YaCThle BOCTIATICHUS.

B Hacrosiiiee Bpemsi NpoAOIKUTENbHOCTb KU3HU MAIIUEHTOB
¢ MB yBennumuBaeTcst B CBSI3U C pa3paOOTKON HOBBIX METOJIOB
Tepanuu U UX coBepiiieHcTBoBaHMEM. C yBeIMueHUeM MpoJo-
’KUTEJIbHOCTH KMA3HU YaCTOTA OCJIOKHEHW M COITYTCTBYIOIIMX
3a00JIeBaHUI TaKKe YBETMUMBAETCS 110 MEpe B3POCIIEHUS OO0JTb-
Horo. IIpu mporHo3upoBaHuM 5-7€THEW BBLKMBAEMOCTH IIpU
MYKOBUCITUJIO3€ YUMTHIBAIOTCS MOKa3aTeau (PyHKIIMM BHEIITHe-
ro apixanusi (PBJI), coxpaHHOCTh MaHKpeaTu4ecKor (QyHKIIUU,
HYTPUTHUBHBIN CTaTyC, MUKPOOHBII NeW3ax, HATMINUE CaXapHO-
ro juabera, yacrora oOOCTpeHW B TeueHWe roma. B3pocie-
HIe OosbHOrOo MB cOIpoBOXAAeTCS CHUKEHUEM pPECITUpaTop-
HOU (PYHKIIMU, CMEHON MUKPOQJIOPHI JIbIXaTeIbHbIX MyTeH Ha
OoJiee arpecCMBHYIO, HAPACTAaHUEM YaCTOThI OCJIOKHEHUH CO CTO-
POHBI OPraHOB JIbIXaHUs U nuIeBapeHus. HegocratouHOCTh nu-
TaHWS U 3aJiepKKa pOCcTa, KaK MpaBUiIo, HAOMIONAIOTCS y IeTel 1
B3pociibiX ¢ MB 1 ABISI0TCA MHAMKATOPAMU TJIOXOTO IMTPOrHO3a.

Pa3Butue coBpeMeHHOI MEIMIIMHCKOM HayKU B LIEJIOM 3a I10-
clie[IHee IECATUIETHE PaCKPhLJIO HOBbIE BO3MOXXKHOCTH IIEPCOHA-
JIM3MPOBAHHOTO TIOAX0/IA B Teparnuu OOJIbHBIX MYyKOBUCITHIO30M:

e JIHK-mmarHoctmka (Buj MyTaluu  IO3BOJSIET

ITPOrHO3UPOBATD KIIMHUYECKOE TECYCHHUE TaKoro
3a60.HCBaHI/IH, KaK TIIaHKpPEATUYCCKasAd HEAOCTATOYHOCTD;



JHK-nuarHoctuka 4acTbix MyTalMid M CEKBEHUPOBaHUE
reHa  ONpejieNisAloT  BBHIOOP  STUONATOr€HETHUYECKOTO
npenapara).

* KowmmnbiotepHasi ToMorpacdusi [aeT BO3MOXKHOCTb
TOYHO JIMArHOCTUPOBATh 0OBEM U BUJI OPAKEHHS JIETKUX,
YTO OTpeAesieT BHIOOP Teparum.

* MukpoOuonoruueckasi IMarHoCTUKa U MOHHTOPUHT
BUJa W TUMAa  MHUKPOOHOTO  BO3OyAUTENs,  €ro
PE3UCTEHTHOCTU K AHTUMHUKPOOHOW Tepamuy MO3BOJISIOT
VH/IMBU/IyaJIM3UPOBaTh Ha3HAYEHUE aHTUOAKTEPUATbHOTO
npernapara.

» (dapmakoreHeTH4yeckoe 00OCIEIOBaHUE OIpeessIeT
XapakTtep MeTabonM3Ma  JIEKapCcTB, TMPEkIe  BCEro
aHTUOAKTepUAIBHBIX TpenaparoB. Tak, A JHoged ¢
OBICTPHIM METa0O0IM3MOM (BBIBEICHUEM) JIEKAPCTBEHHBIX
CpPEeICTB XapaKTepHO CHUKeHHue uX 3PPEKTUBHOCTH, a
UL JIMIL C MEJJIHHbIM BbIBEIEHMEM — BO3HUKHOBEHHE
NOOOYHBIX JICHCTBUI, YTO OINpPEAesieT WHIUBUAYATbHbIN
nonoop /1036l MPEenaparos.

Takum 06pa3oM, Ha OCHOBE €IMHbIX TIO/IXOJIOB K IMarHOCTUKE
3a00JIeBaHNsI, Tepariii MOXHO 3HAYMTEILHO MOBBICHTD 3(eK-
TUBHOCTb U YBEJIMYUTh MPOAOIKUTETBHOCTh M KAYECTBO JKU3HU
OOJIbHBIX.



Cnucok coxkpaieHun

ABJIA — anneprudyeckuii OpoHXOJIETOYHBIH acrieprusuie3

ADBT - anTuOaKkTepuaibHasl Teparnms

AKII — anprepHupyomnye KOpOoTKUE KypChl IPEIHNA30I0HA

AJIT — anannHaMuHOTpaHcdepaza

AMI" — aMUHOIJIMKO3HUILI

ACT - acnapraramMmuHOTpaHcdepasa

BAJI — 6poHX0ATBBEOJISIPHBIN JIaBaX

BBU — BHYTpUOOIbHUYHAS MH(EKIMS

BJIOCII, CBAVD - reHetnyeckue OCOOCHHOCTH BPOXKJICH-
HOTO JBYCTOPOHHET'O OTCYTCTBUSI CEMSBBIHOCSIIMX IMPOTOKOB

BPBII — Bapnko3HO€ pacluMpeHUe BEH MUILEBOJA

I'K — ruanypoHoBas Kuciora

I'TI1 — Harpy3ka roko301

I'TIH — mmoko3a mia3Mel HATOLIAK

IOM — noka3zarenbHasi MEIULIMHA

JIH — npixatesibHasi HEAOCTATOUYHOCTh

JHK — ne30kcupruOOHYKJIEMHOBasi KUCIIOTa

JLITHKK — myiMHHOLIETIOYEeYHBIE TTOJIMHEHACHIIIICHHBIE KUP-
HBIE KUCJIOTHI

/KKDB - kemuHokameHHast 00J1e3Hb

KKT — xesyI0YHO-KUIIIEYHBIN TPAKT

KCA — XeNTOYHO-CONIeBO arap

NKCH — uHTpanmroria3MaTuyeckasi MHbEKIUs CIEpMaTo30-



uaa

NMT — unpekc Maccel Teia

NPT — uMMyHOpEaKTUBHBIN TPUIICUH

KL — KOHCYbTaTUBHO-IUArHOCTUYECKUI LIEHTP

KOC - koarynazoorpuiiaTesbHblid CTaUIOKOKK

KC — xopruxocreponist

KT OI'K - kommnbloTepHass ToMorpadusi OpraHoB I'pyJHOU
KJIETKH

MB — MmyKoBUCIIUA03

ME — MexayHapOIHbIE €IMHUALIBI

M3 P® — MunucrepcTBo 3apaBooxpaHenus Poccuniickon Pe-
Jepannu

M3C]], — MyKOBUCIIMI03-aCCOLIMMPOBAHHBIN CaxapHbIA JUa-
oer

MU — MekoHUEBBIN UJIEyC

MK — MakcuMasbHasi KOHIEHTpalusl aHTUOUOTUKA

MIIK — MuHepaJibHasi IOTHOCTh KOCTU

MPHK — marpuunast puOOHyKJIEMHOBasI KUCIIOTA

MCKT - MynbsTucnivpaibHasl KOMIbIOTEpHAs TOMOrpadus

MC?3 - menuko-couuaibHas KCIepTu3a

HBA 1¢ — rIMKUpOBaHHBIN reMOTTIOONH

HJII — HuxHUE ObIXaTesIbHbIE [y TH

HIIBII — HecreporgHble MPOTUBOBOCHIAIITENBHBIE ITperapa-
ThI

HTT — napymieHue TolnepaHTHOCTH K [JIIOKO3€

H®PMO - HepepmeHTHpYIOIIKE IPaMOTPHULIATEILHBIE MUKPO-



OpraHU3Mbl
OI'K — oprans! rpyqHOM KJIETKH
OI'TT — opasbHBIM [IIOKO30TOJIEPAHTHBINA TECT
O®BI1, FEV1 — o6bem ¢dopcrupoBaHHOTO BhIOXa 3a 1-10 ce-
KYH[LY
[II'/l — nperMIUIaHTalMOHHAS TEHETUYECKAA JUATHOCTUKA
I1]1 — npeHaranpHasA IMarHOCTUKA
K — nomxenynouHas xene3a
ITH — maHkpeatuueckast HeJOCTATOYHOCTh
[P — nonumepasHas nenHas peakLuus
PC — pecriupaTopHasi CMHIIMTHAJILHO-BUPYCHasl UH(EKITUS
CJ1 — caxapHblii 1uadet
CINO — cuHIpOM AUCTATBHON MHTECTUHATIBHOW OOCTPYKIIMU
CCII - ckopas cnenyanu3upoBaHHas IOMOLIb
CTTI — cranzapTHBIM TECT TOJIEPAHTHOCTHU K IJIIOKO3€
CLT - cpenHelienoYeyHble TPUTITULIEPUIbI
TII — TpaHCIUTaHTaLIKS TIEYEHU
VY3U — ynbTpa3ByKOBOE UCCIEAOBAHME
®BJI — (pyHKLIMS BHELIHETO JbIXaHUS
®XEJI — popcupoBaHHast ;KU3HEHHAs] EMKOCTb JIETKUX
@K - pubposnas KojgoHONATHS
HOI'-2 — nukI00KCHUreHasa-2
SI'/IC — 330¢aroractTpoayoneHOCKOI s
SKI' - anekTpokapauorpamma
9KMO - skcTpakopropaibHasi MeMOpaHHAsT OKCUTEHAITU ST
9KO - 3kcTpakopropaibHOE OILUIOAOTBOPEHHE



SI1IH — 3K30KprHHasA MAHKPEATUYECKAs] HEJOCTATOYHOCTh

A. xilosoxidans — Achromobacter xylosoxidans

Bcc — Burkholderia cepacia complex

BCSA — Burkholderia cepacia complex selective agar

CFA — ko3 puireHT NorolieHus xKupa

CFTR — reH MyKOBUCITUJJO3HOTO TPAHCMEMOPAHHOTO PeryJisi-
TOpa

CGMS - Continuous Glucose Monitoring System

CI — voHbI xJ10pa

DXA — nBysHepreTHuecKasi peHTTEeHOBCKasi a0COpOIMoMeT-
pust

ECTS - EBporieiickoe 00111ecTBO KaablIM(PUIIMPOBAHHOM TKa-
HU

ESHG - European Society of Human Genetics — EBporieii-
CKOE OOIIECTBO FeHETUKH UYeJIOBEeKa

ESHRE - EBponeiickuii coBeT 1Mo penpoayKIuu U SMOPUO-
JIOTUU YesiOBeKa

FDA - Food and Drug Administration

FE1 - gekanbHasd naHkpeatnyeckas anacrasa- 1

HCO® - yonsI OVKapOOHATOB

HGVS — Human Genome Variation Society
IL-1 — nnTepnenkus- 1

IL-6 — unTepnenkuH-6

IL-8 — uHTepneiiku-8

IOF — MexyHaponHslii (poHA 0CTEOnopo3a
IQR — meauana macchl Tena



ISCD — MexayHapogHOe 00IIeCTBO M0 KJIMHUIECKOHN JeHCH-
TOMETPUU

M. tuberculosis — Mycobacterium tuberculosis

MAC — Mycobacterium avium complex

MALDI-TOF - Matrix Assisted Laser Desorbtion/Ionization
Time of Flihgt

MRSA — METMIMJUIMH-YCTOMYMBBIE IITAMMBI 30JIOTUCTOTO
cTapUIOKOKKA

NCCLS — HarmoHaIbHBI KOMHUTET 110 KJIMHUYECKUAM J1a00-
paToOpHBIM CTaHAApTaM

NTM - Nontuberculous mycobacteria

P. aeruginosa — Pseudomonas aeruginosa

PEP - positive expiratory pressure

RANKL - penentop aktuBatopa sIe€pHOro (pakropa Karm-
na-Oera

S. aureus — Staphylococcus aureus

TNF-a — cakTop HEKpo3a onyxou ajibgpa

Z-scores, SD — cTaHgapTHBIE OTKJIOHEHUS



1. Knaccndukanusa MyKoBHCIII03a

BcemupHas opranuzanus 31paBooxpaHeHusi, MexayHapo-
Hasl accouualys MYKOBUCLMIO03a, EBporeiickasi accouuarus
MYKOBHUCIIMI03a UCTIONB3YIOT B HACTOSIIEEe BpeMsl CJIEIYIONIYIO
kiaccupukanuo [1, 2, 3, 4, 5]:

Knaccuuecknii MyKOBUCIIMIO3 € TAHKPEATUUeCKON HeAoCTa-
TOYHOCTHIO (CMEIIaHHAsI WX JIETOYHO-KuIlleuHast hopma 3a00-
neBanusg') — E84.8.

Krnaccuuecknii MyKOBUCIIIO3 ¢ HEHAPYLIEHHOW (DyHKLIMEN
MOJIKETYIOUHOM keJie3bl (ITPerMYyIIECTBEHHO JierouHast (popma
3a0oneBanus?) — E84.0.

HeorpeneneHHblil TUarHo3 mpu Moj0KUTEIbHOM HEOHATAITb-
HOM CKPUMHHUHTE Ha MyKoBUCIN103® — E84.9.

! Popma u3 knaccudukanuu MB Paunnckoro C.B., Kanpanosa H.M. (2000), Tpa-
JULIAOHHO McHosb3yeMas B PP.

2 Crenenb JIbIXaTeJIbHOW HEIOCTAaTOUHOCTH YCTaHaBJIMBaeTcsl coracHo «Kaccudu-
Kalluy AbIXaTesIbHOM HenoctatouHocTH» (HanmoHansHoe pyKOBOICTBO MO OOJE3HAM
opraHoB jpixanus, 2010).

3 TToNOKUTE IbHBI HEOHATATBHBIA CKPUHUHI WY HEOHATAJIbHASI TUIIEPTPUIICUHOTe-
Hemus (cM. Pazgen «JlnarHoctuka MykoBucLuao3a. HeoHaTalbHBI CKPUHUHI») HE
ABJIAIOTCA JUArHO30M U B KJIACCU(PUKALMIO HE BKJIOYEHBI, MALIUEHTaM C HEOHATasb-
HOU THIEepTPUNICHHOTeHeMIel peKoMeHayeTcs B 1 Tof MpoBecTH MOBTOPHO MOTOBYIO
npoOy. IIpenioxeH HOBBIA IUAarHO3 — «HEOIPeleJIeHHBIN JUarHO3 MY MONTOXKUTEb-
HOM HEOHATaJIbHOM CKPUHUHIE HAa MyKOBUCLIAA03» (cM. Pazaen «I'eHeTka MyKoBUC-
LIAJ03a» ).



3aboneBaHus, accolMMpoBaHHbie ¢ reHoM CFTR*:

— M30JIMPOBaHHASI OOCTPYKTUBHAS a300CTIEPMUSI,;

— XPOHMYECKUI MTaHK PEaTHUT;

— IMCCEMUHUPOBAHHBIE OPOHXOIKTA3HI.

C y4eTroM HaKOIUJIGHHOrO B CTpaHe OIbITa MO KJjaccudpuKa-
un 3a6oneBanus (Pabovas kiaccudukaimss MyKOBUCITHIO3A.
Pauunckuin C.B., Kanpanos H.U., 2000) u mexayHapogHOro
OIbITa TIpeIoKeHa Kiaccudukaims MykoBuctnaosa (Tadmuia
«Kimanyeckas kiaccuduKaims MyKOBUCITHIO3a» ).

OcHoBHBbIE (POPMYJIHPOBKM:

MykoBuCcIHA03 € NaHKpPeaTH4ecKOl HeJ0CTaTOYHO-
c1h10 (B MKB-10 — E84.8. Kucro3nslit pudpo3 ¢ ApyrumMu rnpo-
saBjeHusIMHA). COOTBETCTBYET KJIACCHYECKOMY MYKOBUCIIIO3Y C
MaHKPEaTUYeCKOM HeJOCTaTOUHOCTHIO C OCJIOXKHEHUsIMU U 0Oe3
HuXx. B kiaccudukaimm mykopucuuaosa Paunnckoro C.B., Ka-
npanosa H.!. (2000) cootBeTcTBYeT cMeriaHHON (opme 3a00-
JIeBaHUsI.

N3oanpoBanHoi KNeyHoi (popMbl HET B COBPEMEHHOM
kiaccudpukanuu BO3 u EBponeiickoit accoaiii MyKOBUCIIU-
no3a [2, 3]. Kog E84.1 — kucto3Hsiil hudOpo3 ¢ KUIIEYHBIMU TTPO-
SIBJICHUSIMU — HE PEKOMEHYeTCsI MCTOJIb30BaTh.

MykoBuCIIHA03 ¢ HEeHAPYIIeHHO (DyHKIM e Mo/IKeJry-
nouHoi xeje3bl (B MKB-10 — E84.0. Kucrosnslii pubdpo3s ¢
JIETOYHBIMU MposiBIieHusIMK ). K MyKoBuUCII103y €3 maHKpeaTu-

4
Kon MKB pexomeHyeTcst NCIonb30BaTh U3 COOTBETCTBYIOIIMX Pa3/IeTIoB.



YECKOW HEeJOCTATOYHOCTH OTHOCSITCSI CTy4Yar ¢ HOPMaJIbHOM K-
30KPUHHOM (DYHKIIMEN MOIKETYI0YHOM KEIE3bl, TOATBEPKACH-
HOW pe3yJbTaTamMu JIAOOPAaTOPHOTO KCCIIEIOBaHUST (OTCYTCTBHE
HEUTPaJIbHOTO KHpa B KOMPOrpaMMe, ypOBEHb 3/1acTasbl-1 ka-
Ja He Huke 200 MKr/t kana). [Ipy reHeTHyecKoM UCCieJOBAaHUN
BBISIBJISIETCS HAJIMUUE MYTAlIU, IPU KOTOPBIX (PYHKITHS TOIKE-
JIyIOYHOM KeJIE3bl OCTAETCS] OTHOCUTENILHO COXPAHHOM (cM. Pa3-
nen «l'eHeTka MykoBUCIMI03a. MonekyasipHO-TeHeThYecKas
JUArHOCTMKAa TPU MYKOBUCIUAO3€» (acColMalvsl TeHOTUIA U
(penorumna)). B knaccudukanm MyKoOBUCHHI032 PaurHCKOro
C.B., Kanpanosa H.1. (2000) cooTBeTCTBYET MPEUMYIIIECTBEH-
HO JIETOYHOU (hopMe 3a00JIeBaHus.

HeonpeaeJsieHHbIH JHArHO3 NPH MOJO0KUTEJbHOM HEO-
HATAJbHOM CKPHMHHHre Ha mykoBucumao3 (B MKb-10 -
E84.9. Kuctosubiii (puOpo3 HEyTOYHEHHBDI), B peKOMEH/1alH-
sax o mykoBucuuaosy CIIHA (Cystic Fibrosis Foundation) uc-
nonb3yeTcst TepMuH « CFTR-3aBUCHMBINT MeTa0OTMUYECKUI CUH-
apom» (CFTR-related metabolic syndrome, CRMS). Ilpumens-
eTcsl y JeTell ¢ MOJIOKUTEIbHBIM UMMYHOPEAKTUBHBIM TPUTICH-
HoreHoM (MPT) 6e3 KJIMHUUYECKUX TPOSIBJICHUN 3a00JieBaHUS.
Briaensior ABe rpyIisl NAUEHTOB CO CJENYIOIIUMU XapaKTepU-
CTUKaMH:

* A — HopMaJbHBIE XJIOpUIBI TIoTa (<30 MMOJIB/T) U J1BE
MyTatmu B rede CFTR, U3 KOTOPBIX IO KpalHEW Mepe OfiHa
MMeeT HesiCHble (PeHOTUITMYECKUE MOCTEACTBUS, B CIIydasx
korga JJHK-imarnoctuka mpoBeeHa 0 MoTOBOW MpoObI;



* B — morpaHAvHble 3HaYE€HUS XJIOPUIOB IOTAa U OJHA
WM HUA OffHOW MyTaruu B reHe CFTR.

Oxupgaercs, 4To y OOJBIIMHCTBA U3 HUX K 3 TOJaM MOTYT I1O-
SIBUTHCSI KJIMHUYECKUE CUMIITOMBI MyKOBUCITN 1032 [5, 6].

Mon CFTR-cBsizannbivu HapymenusiMu (CFTR-related
disorders) mpUHATO MOHUMATh KJIMHUYECKUE COCTOSIHMS, acCO-
LMUMpOBaHHble C HapyiieHueM ¢yHkuuu reHa CFTR, HO nipu
TOM HE COOTBETCTBYIOIIME TOJTHOCTHIO TUATHOCTUYECKUM KPHU-
Tepusm 3aboreBanus [2, 4, 7, 8, 9]. O0s3aTebHBIM YCIIOBHEM
MOCTAHOBKH JUArHO3a SBJISICTCS HAJIMYKE XOTsI Obl OHOM MIEH-
tupurpoanHou mytaiuu B rene CFTR (cm. Paznen « THK-au-
arHoctuka npu CFTR-cBa3aHHBIX HapyLeHusax» ). [lotoeas npo-
6a orprunarensHas. Koqg MKB-10 pekomeHyeTcst UCTIONb30BaTh
Y3 COOTBETCTBYIOIIUX Pa3/IEe/IOB.

JIJTsl OLIEHKM XapaKTePUCTUKU OPOHXOJIETOUYHBIX M3MEHEHUN
WCMOJB3YIOT CTENeHb JAbIXaTeJbHOW HEeIOCTaTOYHOCTH COrjlac-
HO «Kiaccudukanum gpixatenbHoM HegoctarouHocTi» (Harmo-
HaJIbHOE PYKOBOJCTBO IO 00sIe3HSM OpraHoB jpixaHus, 2010).
HpixatenpHass HegocratouHocTh (JJH) — HecrmocoOHOCTh cucTe-
MBI JIbIXaHHSI 00eCIIeUnTh HOpMaJIbHBIN Ta30BBIN COCTAB apTEPH-
anbHOU KpoBu. [IH — maTtonormveckuii CHHIAPOM, MPU KOTOPOM
napLUagbHOE HAINpPSIKEHWE KUCI0poJa B apTepUaIbHOM KPOBHU
MeHee 80 MM pT.CT. W/WIM HaplyaIbHOE HAPSIKEHUE YIJIEKKC-
Jioro raza — 0osee 45 MM pT.CT.

JH mo maroreHesy:



1. I'unokcemuyeckast (JieroyHasi HeJIOCTaTOYHOCTb) — HEO-
CTATOYHOCTh Ta3000MeHa, MPOSIBIISIONIASCS TUTIOKCEMUEH.

2. 'unepkanHuyeckast (HaCOCHasi HEJJOCTATOYHOCTb) — BEHTU-
JIALIMOHHAs HEI0CTaTOYHOCTh, MPOABIAIIIASACA IMIIEPKATHUEN
(YyrHeTeHue IbIXaTesIbHOIO LIEHTPa, MEXaHU4eCKHid JeeKT Kap-
Kaca, yTOMJIeHHe/c1aboCTh AbIXaTeTbHON MYCKYJIaTyphl).

JAH mo ckopocTu pa3BUTHSL:

1. Octpast — pa3BUTHE B T€UYE€HHWE MUHYT/JHEW; KOMIIEHCa-
TOPHbIE MEXaHU3MbI HE YCIIEBAIOT BKIIOYUTHCS (PECTTUPATOPHBIN
atmao3 (pH <7,35) npu BentunssumonHoit IH u pecrimparop-
Hbeld ankano3 (pH >7,45) npu napenxumaro3nou IH); Heno-
CPEACTBEHHO KU3HEYTPOKAIOILEE COCTOSTHUE.

2. XpoHUYECKasl — pa3BUTUE B TEUEHUE MECSILIEB/JET; (PyHK-
[IUOHUPYIOT KOMIIEHCATOPHBIE MEXaHU3MbI (MOJTUIIUTEMHUS, TIO-
BBIIIIEHUE CEPJICYHOTO BHIOPOCA, HOPMAJIM3AIUsl PECITUPATOPHO-
T alx103a 32 CYeT 33JeP:KKU MOYKaMU OMKapOOHATOB); ACCOIH-
MpOBaHa C MMIIOKCEMHUEN W/UIU TUIEePKAIHUEN, MOTEHIIUAIBHO
JKU3HEYTPOKAIOIIEEe COCTOSIHUE.

IH 1o cTeneHu TsKEeCTH:

Crenenp PaO,, mm pr.CcT. Sa0,, %
Hopma >80 >95
1-51 cTeneHb 60-79 90-94
2-51 CTelleHb 40-59 75-89
3-51 cTelneHb <40 <75




Crenenp TsokecTH 3a00JIeBaHHsI PEKOMEHyeTCsl He
YKa3bIBaTh HCXO0/151 U3 IePBUYHO-XPOHNYECKOI0 TeYeHHusl,
NOJHOPraHHOr0 NMOPa’KeHUs1 U NMPOrpeJeHTHOr0 Tede-
HHS.

OueHKy CTeneHu BbIpakeHHOCTH CTOMKUX HApyIIeHU! (PyHK-
LMl OpraHM3Ma pPEKOMEHAYETCsl YCTAHABJIMBATh HCXOIs U3
«Knaccudukanmii u KputepueB, UCTIONb3YEMBbIX IPU OCYILECTB-
JICHUM MEeJUKO-COLMaIbHOU 3KcnepTusbl» (IIpuka3z MunTpyna
Poccun ot 17.12.2015 Ne 1024H, http://www.invalidnost.com/
forum/3-3175-1), cornmacHo «KonmuecTBEHHON CUCTEME OLIEHKH
CTEINIEHW BBIPAKEHHOCTU CTOMKMX HapylIeHWH (PyHKLMU Opra-
HU3Ma YesioBeKa, 00yCIIOBJIEHHBIX 3a00/I€BaHUSIMMU, TTOCTIEACTBH-
SIMU TpaBM WM JedeKTaMu (B MPOLEHTAX MPUMEHUTENLHO K
KJIMHUKO-(DYHKIIMOHAJIBHOM XapaKTEPUCTUKE CTOMKUX Hapyllle-
HUM (PyHKIMI OPraHu3Ma YeJIOBEKa)».

C y4eToM HaKOIUIEHHOTO B CTPaHe OIbITa MO KJIaccu(pUKaluu
3a0osneBanus (Padouas knaccudukanys mykoBuciugosa (Pa-
yuHckui C.B., Kanpanos H.1., 2000) n pexomengatmii BO3
u EBporeiickoii accolyaliid MyKOBHUCIMI03a, a TaKke IOJIO-
xenud Ilpukaza Muntpyna Poccun ot 05.07.2016 Ne 346H
«O BHeceHUU W3MEHEHMH B KjaccuuKalud U KPpUTEpUH, UC-
NOJIb3yEMBIE ITPU OCYIIECTBIEHUH MEIUKO-COLUAIBHON IKCTIEP-
TU3bI FpaXAaH (ellepaibHbIMU TOCYIaPCTBEHHBIMU YUPEKAEHH-
SIMU MEJUKO-COLIMAJIbHOW IKCIEePTU3bl, yTBep:KAeHHbIE [Ipuka-
30M MuHUCTEpCTBA Tpyda U COLMaIbHOM 3aluThl Poccuiickoi
depeparum ot 17 nexadpsi 2015 r. Ne 10241» (3apeructprupoBaH



B Muniocte Poccun 28.07.2016 r. Ne 43018), pekomeH0BaHO
UCIIOJIb30BaTh JIONOJHUTENbHBIE MOKA3aTe U 1Sl (pOpPMYIMPOB-
ku auarHosa (Taomuia «KimuHuueckas kiaaccruguKams MyKo-
BUCLIMI032»).

Ucxonsa uz nonoxenuit [lpukaza «Knaccudpukanum u Kpu-
TEpUU, UCHOJIb3yeMbIE MPU OCYHIECTBIEHUN MEJUKO-COLMAIb-
Hou 3Kcrieptusbl» (IIpukaz Munrtpyna Poccun ot 17.12.2015
Ne 1024H, http://www. invalidnost.com/forum/3-3175-1), peko-
MEHAYeTCs NMpu HartpasieHn Ha MCD onpenensaTs OLEHKY CTe-
IIEHW BBIPA)KEHHOCTU CTOMKMX HAPYLIEHUU (DYHKLIMMA OpraHu3-
Ma 4JeJioBeKa corfiacHo «KomnyecTBeHHOM cucTeMe OlleHKH CTe-
MIEHU BBIPA)KEHHOCTU CTOMKUX HapylIeHU (DyHKIIMA OpraHu3-
Ma YelioBeKa, OOYCJIOBJICHHBIX 3a00JIEBaHUSIMH, TIOCIIEICTBUS-
MU TpaBM WM Jedektamu (B MPOILIEHTaX, MPUMEHUTETBHO K
KJIMHUKO-(DYHKITUOHAILHOM XapaKTEPUCTUKE CTOMKUX HapylIlle-
HUM (PyHKIIUN opraHu3ma yenoBeka)» ([Ipunoxenus k [pukazy
Muntpyna Poccun ot 17.12.2015 Ne 1024n) (ITpunoxenue 1).

[Tprumeps! (POPMYIMPOBKM JUATHO3A:

1. MyxkoBucimaos, cmemanHas ¢gopma — E84.8, renorun
F508del/F508del (MykoBUCII03 ¢ TAaHKPEATUYECKOM HEI0CTa-
TouHOCTHIO), E84.8. XpoHMUuecknii 0OCTPYKTUBHBIN OpPOHXUT,
oboctpenne. bponxoakrassl (cneBa — S9, 10; cripaBa — S4, 5).
IH O cr. XpoHuyeckasi cTapUIOKOKKOBasE MH(MEKIUs IbIXa-
TeJbHBIX TyTel. [lepBuuHbIi BoiceB Pseudomonas aeruginosa —
uionb 2016.

XpoHuuecKkass MaHKpeaTH4ecKasi HelocTarouHocTh. CuH-



npom ricesno-baprrepa B anamuese (2010, 2011).

OcnoxxHeHusI: HapylieH!e TOJIEPAHTHOCTH K yIIeBOAaM, OeJl-
KOBO-9HEPreTU4ecKas HeIoCTaTOYHOCTh 1 CT.

2. MyxkoBuciuio3, jJerouydasi popma — E84.0. Xponuueckui
OOCTPYKTHBHBIN OpOHXHUT, 06ocTpeHue. [IpaBoCTOpOHHSIST HAX-
Henosnesas nHeBMoHuA (S7-10). IIH 1-2 cr. PacnpocrpaneHHbie
IJIMHAPUYECKE OPOHXOIKTA3bl 0OOUX JIETKUX. X POHUIECKUI
TMIOJIUIIO3HBIM TAHCUHYCHUT.

XpoHunueckasi crapuaoKOKKOBass MH(MEKIMs. XpoHUIecKast
CUHETHOMHAsA WH(peKuusa (MepBUYHBIA BbiceB Pseudomonas
aeruginosa — centsiopp 2013). Achromobacter spp. — aBrycrt
2016.

OcnoxkHeHre: OeTKOBO-9HepreTuIeckasi HeJoCTaTOYHOCTh 2
CT.

Ecnu ofHa nim 1Be MyTaly He 0OHapYKeHbl, TO TO CeTyeT
yKa3aTh B IMarHo3e.

[Mpumep: F508del / He oOHapyxeHa.

He oGnapyxeHa / He oOHapykeHa.

Tabmuna. Knuanueckast kiaccudukanus MYKOBUCIIMIO3a
(mpenyioxkeHa Ha ocHOBe Paboueit kinaccudukaiysi MyKOBUCIIU-
no3a (Paunnckuii C.B., Kanpanos H.U., 2000°), pekomeHnanmit
BO3 u EBponeiickoii accolialiii MyKOBUCIIMI032)

5 Popma u3 kiaccudpukauuu MB Paunnckoro C.B., Kanpanosa H.I. (2000).



Xapakrepucrika GpOHX0/IErOYHbIX M3MEHEHMI

Npyrue
Dasza
TEINECHb
Dopma 6ornesHn C TIPOSAB/IEHNS OcnoxHenns
Kmunnyeckas M aKTUBHOCTD
IH** 3aboneBaHus
nporecca
Knaccnaeckmit XpoHuueckmit 1. Bae 0 Cunycnt A6cLiecchl, aTeneKTasbl,
MYKOBUCLIMA03 OGCTPYKTHUBHBIT | 060CTpeHMs Ter Cunpipom ncesjo- | THEBMO-TIMOMHEBMOTOPAKC,
6poHXHUT 2.O6ocrpenne | IIcr. Baprrepa KPOBOXAPKAHME, KpOBOTE-
4eHye (IerouHoe, XeTy[ou-
CwmerntanHas wmt BponxoskTasnt Tumn I cr. Asoocniepmust o
. | Hoe), annepruueckmit 6pon-
JIETOYHO-KMIleuHas | (JIOKa/M30BaH- o6ocTpenns: Pewynuupyiouniit | xonerounpit acrieprimes
opma sabonepanmsa | Hbre u muccemu- | Ob6ocTpenne TIAHKPeaTuT (ABJIA), nerounast rumnep-
(MY'KOBMCL!VII[OS HMpoBaHHble) XPOHMYECKOTO TEH3Us, IIONIUII03 HOCA
C AHKPEATHYECKOl | C yKasaHueM 6poHxuTa Mexkonuesbuit wieyc, okBipa-
JIEHTBI MEKOHMEBOTO MIIeYCa,
HEJIOCTATOYHOCTBIO — | JIOKATM3ALMN TTHeBMonMA iy
BbINA/IEHNE IPAMONT KMILIKK
E84.8) (c yxasaHnem

Jlerounas pop-
Ma 3a6oreBaHusA
(MyKkoByCIMI03

C HEHApYIIEHHOM
dyHKIMeit ofKe-
JTYIO4HOIA JKere3bl
~ E84.0)

ueBMouGpos | Tum

JIOKa/IM3ALN)
CMemanHbIi

Iuppos neyenn

(6e3 u ¢ MOpTaNTBHOI TUIIEDP-
TeHsmein)

JXKB

OrcraBanue B pusngeckom
pasBuTHM. BenKkoBo-oHepre-
TUYEeCKass HETOCTATOYHOCTh
Hapymenne TonepanTHOCTH
K ymesonaM
MyxkoBuciuos-accoumunpo-
BaHHBIi cCaxapHblii juaber
CuixeHye MUHEpPATbHOM
TIOTHOCTH KOCTHOI TKAaHU
BropuuHblit 0cTE0Nnopo3
AMMIIONJI03 TI0YeK
CuanoajieHuT

Buramun K-gedunmrabie
cocrostHus (reMopparude-
cKast 60/1e3Hb)

Tenorum (MyTamuu resa CFTR)

Ykasarp cornacho 6ase
naunbix CFTR2. org

u Koncencycy o
K/IMHIYecknM appexram
TEHETNYECKUX BAPUAHTOB
(6asa pannsix SeqDBhttp:/
seqdb.med-gen.ru/)

Mukpo6uonornyeckuit craryc (yKasblBaeTcs 1aTa epBUIHOTO
BbICEBA MUKPOGHOTO TaToreHa (TIaTOTeHOB) U, €I eCTh,

TIOC/IE/{HEr0)

CraduokokkoBas
uadeximsa. CHHerHOMHas
uHbeKIMA

Vindexuys, BBI3BaHHASL

B. cepacia

Jlpyrue nudexuymn
MuKpOGHbIe accoLMaLmm

Jipyrue $popmbi:

HeomnpepeneHnplit IMarHo3 npy NOJOXUTETHHOM HEOHATaTbHOM CKPMHMHTE Ha MyKOBUCIMI03*** — E84.9.
3aboneBanus, csA3aHHbIe ¢ reHoM CFTR***:

— M30/IMPOBAHHAsA OOCTPYKTUBHASA a300CIIEPMUST;
— XPOHMYECKMIT TAaHKPeaTHT;

— FUCCEMUHUPOBAHHbIE GPOHXOIKTASBI

Ipumeuanus:




*% CrerneHb AbIXaTEIbHOW HEJOCTATOYHOCTH YCTAHABJIMBA-
ercs contacHo «Kiaccudukanyy IpIxaTeIbHOM HEIOCTaTOYHO-
ctu» (HarmonanbHOe pyKOBOICTBO 1O OOJIE3HSM OPraHOB JIbIXa-
Hus, 2010). CreneHs TskecTH 3a00JIeBaHUST PEKOMEHIYeTCsT He
YKa3blBaTh UCXO/s U3 MEPBUYHO-X POHUYECKOTO TEUEHUs1, TIOJIH-
OPraHHOTO MOPAKEHUSI U MPOrPEAUEHTHOTO TEYCHHSI.

4% T1omoKUTEIbHBI HEOHATAJIBHBI CKPUHUHI WM HEOHA-
TaJIbHAsl TUIEPTPUIICMHOTEHeMHs (CM. paszen «/luarHoctuka
MyKoBHUCIM103a. HeoHaTaIbHbI CKPUHUHT» ) HE SIBJISIIOTCS J1a-
THO30M U B KJIACCU(PUKAIIMIO HE BKJIIOUEHBI, TAIIUEHTaM C HEOHa-
TaJILHOW TMIePTPUTICUHOTEHeMUEN peKkoMeHyeTcs B 1 Tof mpo-
BECTU MOBTOPHO MOTOBYIO Mpody. [IpemyiokeH HOBBIN TUarHO3
— «HEONpeAEIeHHbI JUAarHO3 MPU MOJI0KUTETbHOM HEOHATaIb-
HOM CKPUHMHIE Ha MyKOBUCLIUJ03» (cM. Pa3znen «I'enernka my-
KOBHUCIIHI032» ).

**%% Kog MKDB pekomeHnayeTcst UCIOb30BaTh U3 COOTBET-
CTBYIOLIUX Pa3/EsIoB.

O1ueHKy cTeneHu BBIpa)keHHOCTH CTOMKUX HAPYIIEHUH (PYHK-
Uil OpraHM3Ma pPEeKOMEH/YeTCSl YCTaHaBIWBATh WUCXOAS W3
«Kiaccudukanuii 1 KpUTEPUEB, UCTIONb3YEMBIX ITPU OCYIIECTB-
JICHUH MEJIUKO-COLMaIbHOUN dKcnepTusbl» (Ilpukaz MunTpyaa
Poccun ot 17.12.2015 Ne 1024H, http://www.invalidnost.com/
forum/3-3175-1), cornacHo «KonnuyecTBEHHON CUCTEME OLIEHKH
CTENEH! BBIPAXKEHHOCTU CTOWKHUX HapyllleHud (DyHKIMA opra-
HU3Ma YesIoBeKa, 00yCIIOBJIEHHBIX 3a00IEBAaHUSIMHU, TTOCTIE/ICTBH-
SIMU TpaBM WM JedeKTaMu (B MPOLIEHTaX MPUMEHUTENLHO K



KJIMHUKO-(DYHKIIMOHAJILHOM XapaKTEPUCTUKE CTOMKUX Hapyllle-
HUM (PyHKIIMM OPraHA3Ma YEJIOBEKA)».
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2. ImarHocTuKa MyYKOBHCIII103a

KpuTtepun nuarnosa
CBoeBpeMeHHas1 IMarHOCTUKA MYKOBHCITHI03a, OOeCTIeurBa-
1o1ast B OOJBIIMHCTBE CITyYaeB paHHee Havajo Teparvu, B TOM
yucie Ha JOKJIMHUYECKOM 3Tarle, yIydillaeT MPOorHo3 3adojie-
BaHUsl, NOBbIIIAET 3(P(HEKTUBHOCTD JIeUEHUsI, TO3BOJISIET MPey-
NPEeJUTh PA3BUTHUE TSIKENIBIX OCJIOKHEHWI, 3HAUUTEILHOTO OT-
CTaBaHUS B (PM3UYECKOM Pa3BUTHH, a B psjie CIyvaeB W HEOO-
paTUMbIX U3MEHEHUH B JIETKUX. PaHHSS1 AMarHOCTUKA MO3BOJISI-
€T CeMbe BOBpPEMsI PEIINTh HEOOXOAUMBIE BOIIPOCH, CBSI3aHHBIE
C POXJEHUEM 3I0POBOTO peOeHKa (TeHETUUECKOE KOHCYTBTHPO-
BaHWe, MpeHaTaibHas quarHoctuka MB B mocnenytomme 6epe-
MeHHOCTH) [1].
Huarnoctuka MB Bkiouaer B ceOs:
I) ImarHocTrKy Mo HEOHATAJILHOMY CKPUHMHTY (10 KJIMHUYE-
CKUX TIPOSIBJICHUH WM TP UX Jiedtote) [2];
II) nMarHOCTUKY NpU HAIUYMU KJIMHUYECKUX MPOSIBICHUN
[1]:
¢ NAaUCHTBbl U3 PpPa3/IMYHbIX IPYIIl PpHUCKa, WMCIOUIHC
XapakTepHble KJIMHUYecKue mnposieieHus (Taom. 2-4), ne
BoI€eJUIME B IIpOrpaMMy HCEOHATAaJIbHOIO CKPUHHMHIA Ha
MB;
¢ MaqUEHTbl C JIOKHOOTPULATCJIbHBIMH PE3YJIbTaTaMH
HEOHATaJIbHOI'O CKpUHUHTA C KIIMHUYECKUMU



MPOSIBJICHUSIMU 3200JI€BaHNS;
* MAIMEHTHI C HEOHATAJILHOM TUTIEPTPUIICHHOTEHEMUEN,
HE IOy YMBIIIKE OOC/IEIOBaHs B BUIE TIOTOBOM MTPOOHI;

IIT) marHoCTUKY cpeny pOACTBEHHUKOB OOJIbHBIX;
IV) npenarajibHy10 TUarHOCTUKY;
V) npenMIuiaHTalMOHHYI0 JUArHOCTHKY.

JAnarsocTuueckue kpurepuu MB

Hns1 perieHus mpo6semM nuarHoctuku MB, B ToM yuce u ero
aTUNUYHBIX (pOpM, OBLTH pa3padOTaHbl KPUTEPUH, COTTIACHO KO-
TOpPBIM 00s13aTeTbHBIM 17151 MB siBnsieTcst Hanmime XxapakTepHoO-
0 KJIMHAYECKOTO CUHPOMAa IUTIOC AOKA3aTeIbCTBO KAKOTo-1100
HapyIeHus1 (PyHKIMU XJIOPHOTO KaHana [3].

VuuThiBast Bce Hay4YHbIE IOCTUKEHUSI B IOHUMAHUM TTPUPOIbI
MYKOBHCII/I03a 1 MB-3aBrCHMBIX 3a001€BaHNI 32 TIOCTICAHUE
10 ner [4, 5], B 2013 r. rpynma 3kcneproB EBporeiickoro 00-
niectBa MykoBucinao3a (European Cystic Fibrosis Society) non
pykoBoactBoM Carlo Castellani moarotoBuia HoBbl€ CTaHAAPTHI
JquarHoctuku B pegakumy Alan R. Smyth u Scott Bell (https://
www.ecfs.eu/ecfs-standards-care/introduction) (Cxema 1).

Cxema 1. /luarHocTH4YecKne KpUTEpuu
mykoBucuuaoza ECFS, 2013 [6]

[MonoxutenbHas moToBas mpoda
n/wim



IBE TMaToreHHsle Mytauuu B reHe CFTR B TpaHc-
noyoxennn®, epiBatomme MB (comtacHo 6ase CFTR-2,
http://www.cftr2.org)

u

HeonarayibHast runepTpurncriHoreHeMust

15 R0

C POXJEHWS WIA TIOSIBUBIIMECS T03%KE XapaKTepHbIe
KJIMHUYECKUE MPU3HAKH, BKJII0Yas (HO HE OrpaHUYMBAsCh
UMH) Takue, Kak udpy3Hble OPOHXOIKTA3bl, BHICEB W3
MOKPOTHI 3HauMMOW i1 MB mnaroreHHol MuKpOQOph!
(OCOOGHHO ~ CHMHETHOMHOW  TAJIOYKW),  SK30KpUHHAS
MaHKpeaTuyecKasi HEAOCTaTOYHOCTb, CHUHIPOM TOTepH
coJielt, 0OCTPYKTUBHAS a300CHepMHUS (MYKIUHBI)

I. HeonaTajbHbIi CKPUHUHT

C urons 2006 r. B psage peruoHoB PO, a ¢ auBaps 2007 r.
BO Bcex cyOobekTax PO B pamkax HarmoHaabHOro npruoputeTHo-
IO MPOEKTa «310POBbE» MPOBOJUTCS MACCOBbIM CKPUHHUHI HO-
BOPO’/ICHHBIX Ha IMATh HAC/IEJCTBEHHBIX 3200JIeBaHMI, BKJIIOYAsI
MYKOBHUCIMIO3.

B ocHOBe OOJBIIMHCTBA CYIIECTBYIONIMX CXEM CKPUHUHTA Jie-
KUT OmpefieJieHde YPOBHS MMMYHOPEAKTUBHOTO TPHUIICUHOTe-
Ha (UPT) B KpoBM HOBOPOXJIEHHBIX HA MEPBOM Hejese KU3HU,
YTO SIBJISIETCSI BBICOKOUYBCTBUTENBHBIM (90-95%), HO Hecnenu-

% Ecmu MyTauus He npexacraBieHa B CFTR2, TO BO3MOXKHO HCIIOJIb30BaTh
6azy nanHbix SeqDBhttp://seqdb.med-gen.ru/ WM OIEHMWBATH TO OYEBUIHOU
MAaTOreHHOCTH (OOIIUPHBIE IEPECTPONKH — JENISIAN/MHCEPIVN ).



(pyuHBIM MpU3HaKOM. B momnyssiiuy HeoHaTabHAS TUIIEPTPUII-
cuHoreHeMus1 oOHapyxuBaercst y 5-10 pereit u3 1000 3mopo-
BBbIX HOBOPOKJICHHBIX. [ToBBIIIIEHNE YPOBHSI UMMYHOPEAKTUBHO-
ro TpurcuHoreHa npu MB npoucxonut B pesysbrare 3aKkynop-
KU MPOTOKOB MAHKPEATUUECKUX KeJe3 BA3KUM CEKPETOM, UYTO
MPEISITCTBYET MPOHUKHOBEHUIO TPUIICHHOTEHA B MPOCBET TOH-
KOTo KHUIIIEYHUKA, IJiIe OH B HOPME MpEeBpaIllaeTcsl B TPUIICHH.
DTO NMPUBOJUT K BHIOPOCY TPUIICUHOTEHA B KPOBb [7].
[Tpotokon ckpununra B P® Brimouaer 3 oOs3aTe/IbHBIX ITa-
na: UPT, perect UPT (uyBcTBUTENBHOCTH OONee 96%, crienu-
(pmunOCTH — HE MeHee 99,8%) [8], notobii TecT (Cxema 2). Ha
NIEPBOM 3Tarle B KPOBU HOBOPOXIEHHBIX (4-5-11 1IeHb — Y JJOHO-
IIEHHBIX, 7-8-i JIeHb — Y HEJOHOILIEHHBIX) ONpeaessieTcsl ypo-
BeHb IPT. B3sTre 006pa3iioB KpoBU OCYIIECTBIISIETCS B COOTBET-
crBuu ¢ IIpukazom M3uCP or 22.03.2006 r. Ne 185 «O mac-
COBOM 0OCJIeJOBAaHMM HOBOPOXJECHHBIX JIETE! Ha HACJIeJCTBEH-
HBIEe 3a0071eBaHNsI». Bee TpeOOBaHMS K TIOyYEeHUI0, XPAHSHHIO 1
OTIpaBKe 00Pa3IOB KPOBH AOJKHBI CTPOro codmoaatses. B 00-
pastiax kpoeu MPT HecraOuiieH, B CBSI3U C YeM He PEKOMEHTy-
eTcsl X XpaHeHHe U TPAHCTIOPTUPOBKA B TeueHue dosnee yem 14
nHer. Heomyctumo 3arpsisHeHre CyxXux MSTeH KpoBU (pekanu-
SIMU HOBOPOKAEHHOTO, MIPUBOJSIIEE K JIOKHOMONIOKUTETbHBIM
pesyabratam [9]. I1pu npesbliienuu noporooro ypousi UPT
MpoBOAUTCS petecT Ha 21-28-1 ieHb Ku3HU. JlomycKkaeTcs oleH-
ka IPT B oOpa3nax, B3AThIX He To3/1Hee 8 Heleb KU3HH, TaK
KaK MOXET MPOUCXOJUTh CHIKEHUE €ro aKTUBHOCTHU U TEPSIETCS



JIMAarHOCTUYECKas LIeHHOCTh uccaenoBanus [ 10, 11]. Kak npaBu-
JI0, B ClTy4ae JIO)KHOTOJIOKUTEIbHBIX PE3YJIbTATOB K KOHILY Tep-
BOTO Mecsilia MEPBUYHO MOBbIIIeHHble Toka3areu UPT camxka-
I0TCs1, B OTJIMYME OT MOKa3aTesiel AeTer ¢ MyKoBucIuao3oM. Oji-
HAKO BO3MOKHBI UCKJIIOueHus [ 12]. Ecnu o kakoi-to mpuyrHe
nepBblii 0Opaser] KpoBu ais onpeaeneaus MPT Gepercs nmocne
21 aHs, HO 10 8 HeneNb, TO 32 MOPOrOBBIN MOKA3aTes b MPUHU-
Maetcst 3HaueHue perecta (40 ur/mut). Eciu obpaszert KpoBu B3AT
nocie 8-il Hegenu U nokaszaresnb UPT npesbiiaeT noporoeiit
ypOBeHb, peOEHOK JIOJDKeH ObITh HarpaiieH B LIeHTp MykoBuc-
111032 J7151 IPOBEICHU I TOTOBOM MPoOkI. B ciiydae HopMasibHO-
ro nokazaresist UPT, B3sitoro nociie 8 Hesiesb, HeJib3sl yYUThIBATh
STOT Pe3y/bTaT JJIs1 UCKITIOUEeHUsI peOeHKa U3 TpymIibl pucka. B
9TOM Clly4yae JOJIKHO OBITh YKa3aHO, YTO HEOHATAbHBIN CKPH-
HUHT Ha MyKOBHcLM103 He npoBoauice [13]. o xemanuio po-

JMTENIel TAKOMY peOeHKY HEOOXOIMMO MPOBECTH IMTOTOBYIO MPO-
oOy.

Cxema 2. AnropuTm HeoHaTaIbHOTrO CKprHUHra Ha MB B Poc-
cuiickort Pepepanumn



AHANN3 KPOBU HA UPT
(BOHOLWEHHDbIEe — 4-5 AeHb, HEAOHOLWEHHbIE — 7-8 AieHb)

i » WPT < noporo.biil ypoBeHb —
HopMma < 99,5 ueHTunA

| PETECT UPT - 21-28 peHb |<—‘ WPT = noporoebiil ypoBeHb

WPT < noporosbiii ypoBeHb
— HopMa

| WUPT = noporoBbli1 ypoBeHb |—>| NOTOBAA MPOBA |

OTpuLaTenbHas < l \

MorpaHuuHas MonoxutenbHan

HabntopeHune no m/x. Koncynstaumsa 8 1 rog
C NOBTOPHBIM MPOBEAEHNEM MOTOBOI MPOBbI

A4 2 myTayumn
Her myrauyit }4—{ BHK-AHATIV3 |<:
\

1 myTauus

Ha6nogexue 8 LienTpe MB, anactasa-1,
MNOBTOPHbIE MOTOBbIE MPOBbI, CUKBEHC, MB
BOMONHUTENbHbIE MeToAbl 06CNeaoBaHnA

IToToBast npo6a

[ToToBas mpoda siBsIeTCS HA/Ie)KHBIM METOIOM JTUArHOCTUKHU
MB npaktudecku y 98% Gonbhbix [14]. [To-nipexuneMy «301510-
THIM CTaQHAAPTOM» CUMTAETCS ONpeleSieHre XJIOPUAOB MOTa Mo
['m6cony-Kyky [15]. Bo MHOrHX 1ieHTpax B Ka4ecTBe MOTOBOTO
TecTa UCIIOJIb3YETCA OITpeIesIEHIE POBOAUMOCTH 10Ta C ITPUMeE-
HEHUEM CUCTeMBI ISl cOopa M aHaim3a nota Macroduct B KOM-
IUIEKCE ¢ IOTOBBIM aHam3aTtopom Sweat-Chek, a Takxe cructemMsl
Nanoduct ¢upmsr Vescor (CIIA), pazpaboTaHHOH CIieIMaIbHO
111 00CTIeJOBaHUsI HOBOPOkIeHHBIX. Oripe/iesieHe KOHIIEHTpa-
UK XJIOPUIOB BO3MOKHO M3 MOTOBOM JKUJIKOCTH, COOPaHHOM ¢
TIOMOIIIBIO CUCTEMBI [71s1 cOopa 1 aHaym3a rnota Macroduct. MHo-
TOYMCIIEHHbIE 3apyOeXkHble MCCIIeJOBaHUSI, MHOTOJIETHUI POC-
CUMCKH OIBIT JEMOHCTPUPYIOT XOPOIIYI0 KOPPEIALUIO MEXIY
OIpe/ieIEeHUeM IIPOBOJUMOCTH Y KOHLIEHTpalen XJI0puaoB [ 16,



17, 18, 19, 20]. Ha npakTuke ONTUMAJIbHBIM SIBJISIETCSI COYE-
TaHHOE MPUMEHEHUe METOAUK. BO BCeX COMHUTENbHBIX CyYa-
SIX TIPY TIOJTyY€HUH MTOBTOPHBIX TIOIPAHUYHBIX PE3YJIBTATOB MPO-
BOJIMMOCTH TOTa CJIeAyeT MPOBECTH KOJTMUECTBEHHYIO TTPOOY 1Mo
['m6cony-Kyky B 1ab0paTopuu ¢ IOCTATOYHBIM OMBITOM MOJ00-
HBIX UCclieoBaHui [6]. B ciiyyae HegOCTYyMHOCTU METOIAa Ompe-
JeJIeHUsT XJIOPUJOB TMOTa HEOOXOAUMO Hapsiy C MOBTOPHBIMU
oIpe/ieIeHUsIMH TIPOBOAMMOCTH TIOTa MPOBECTHU MOJTHOE 00cIe-
JoBaHMe TarnuenTa, Bkmodaioriee JIHK-guarnoctuky, dpekaib-
HYIO 971acTa3y u ap. BaxkHO MOMHUTB, YTO MPOBOAUMOCTH MOTA
OTpENIENSAETCS COBOKYIMHOCTBIO BCEX MOHOB, MPUCYTCTBYIOIIMX
B TIOTOBOM KUAKOCTH (KaJIuid, HATPUM, XJIOp, OMKapOOHAT, aM-
MOHUU U JIp.), U MOJyYEHHBIH PE3Y/IbTAT MPEBbILLIAET UCTUHHYIO
KOHIIEHTpaLuIO Xj10puaos [16, 17].

[MToToBas mpoda MoXkeT OBITh ITPOBE/iIcHa PeOCHKY B BO3pacTe
48 gyacoB ¢ BecoM He MeHee 2 KT [21-23]. Y HelIOHOIIIEeHHBIX Jie-
TE CKOPOCTh MOTOOT/ENIEHH s, KaK TTPaBUIIO, HUKE, YEM Y JIOHO-
HIeHHbIX. Bpems cObopa noTa He MOKHO npeBbimarh 30 MUHYT,
MUHUMAJIBHO JOITyCTMMOE KOJIMYEeCTBO nota — 75 mr (15 mki
B KoJulektope Macroduct), CKOpoCTh MOTOOTAEIEHUS JOKHA

OBITL He MeHee 1 r/M>/MuH [9]. Obs13aTesIbHBIM SIBJISIETCS TIPE/I-
BapUTEJILHOE TINATEILHOE OUHINIEHUE KOXKHU TalleHTa, BKJI0Ya-
I0II[Ee MBIThEe MBLIOM M TTOCJIEAYIONIYI0 00padOTKy CIIUPTOM Oe3
noGasiieHus xjiopa. He nomyckaercst HaHeceHHe JJOChOHOB M Ma-
ceJl Ha KOXy repej rmpoBejieHreM mpoosl. OcoO0ro BHUMaHUS
TpeOyeT MOArOTOBKA KOXHU Y MAIlMEHTOB, JJIMTEIbHO HAXOMISA-



IIMXCS B CTaIlOHApe.

B kavecTBe HOpMaJIbHBIX MMOKA3aTeNiell pEKOMEHAYETCsl YUu-
THIBaTh YPOBHM XJIOpUIOB (1poda ro ['mbcony-Kyky), He mipe-
Bhiaome <30 MMOJb/, U MoKazateau MpoBoguMoctu <S50
MMOJTB/J1. [TONIOKUTEIbHBIMU B OTHOIIIEHUH MYKOBUCITH/IO3a SIB-
JIIOTCSL YPOBEHb XJIOPUIOB >6(0 MMOJIB/J1 ¥ TPOBOAUMOCTb ITOTA
>80 mmonw/n (Taon. 1) [9, 5, 17, 18, 23].

Ta6muna 1. MaTeprnpeTanys pe3yIbTaToB IIOTOBOTO TECTa

MeTop HOTOBOTO TECTa

Hopma (Mmons/m)

Torpanmynbiii pesynbrar
(mMmonb/im)

IonoxxnrenbubLiL
pesynbrar (MMonb/m)

Knmaccuyeckuit
(o Tu6cony-Kyxky)

<30

30-59

260
Ho ne sormme 150

TIposopnmoctn

<50

50-79

>80

Ho ne sprmre 170

ITorpannynbie pe3yabTaThbl IOTOBOH MPOOLI

Bo3MOXHBIE TPUYKMHBI TIOTPAHUYHBIX PE3YJIbTATOB TTOTOBOW
pOOBbI:

1. MnpuBuayanbHble OCOOEHHOCTH Y Jiofiel 6e3 MyKOBHUCIIU-
1032, 0COOEHHO y B3POCJIbIX.

2. HernipaBuJibHast OATOTOBKA K MPOOeE.

3. HocuTenbCcTBO «MATKUX» MYTAIMid TPH MyKOBHCITUI03€.

Takum 00pa3oM, MAIMEHTHI C IOTPAHUYHBIMU PE3YJIbTaTAMU
NOTOBBIX P00 (xy10puIbl 30—59 MMOJIB/JT W/WIT TIPOBOTUMOCTD
50-79 MMOIb/T) TPEACTABIISIOT peajibHble TPYIHOCTU AJIsl Tha-
THOCTHKM.

Pexomenganum:



* UCIOJIb30BaHUE HECKOJIBKUX METOJOB ONpeleseHus
XJIOPUJIOB T10TA; IOBTOPHbIE UCCIIEJOBAHUS;

* pacimupennsiii JJHK-ananm3 (cekBeHnpoBaHue TeHa);

. paclMpeHHoe KJIMHUKO-JIAO0paTOpHOE "
MHCTPYMEHTAJIbHOEe OOCI/IeIOBaHMsI: KOMpOJIoTusi (B TOM
quclie onpeaeneHue (hpeKalbHO 71acTasbl), JNEKTPOIUTHI B
OUOXMMUYECKOM aHAJIM3€e KPOBH, TOCEB MOKPOTHI / Ma30K C
3a/IHell CTEHKU ITIOTKU, peHTreHorpadus rpyIHoi KIeTKH,
nasyx Hoca, CliepMorpamMMma;

* mHaOmonenne B LleHTpe MykoBHCIMZO3a 10
OKOHYATEeJIbHOTO NPUHATUS  pEIleHUs O  JUarHose.
[MareHTHl He CHUMAIOTCS € Y4eTa, IT0Ka AWarHo3 He OyaeT
VCKJTIOUEH;

* B psJe eBPONEHCKUX LIEHTPOB AJIS MOATBEPKICHHS
nedeKTa HMOHHOTO TPAHCIOPTa HPUMEHSIOTCS METO
OIpeZie/IeHUs] PA3HOCTH Ha3ajbHBIX MOTEHLMAJIOB WU
U3MepeHHe 3JIEKTPUYECKOT0 TOKa B OHMONTaTe KHIIKH
[23, 24, 25], orpaxawoumme HapyleHue (yHKIUU
XJopHoro kKaHajma. (O0a MeToga  OCHOBaHBl  Ha
3JIEKTPUYECKOM XapaKTepe TPaHCIIOPTa MOHOB U SIBJISIOTCS
BBICOKOMH(DOPMATUBHBIMHU /7151 JUarHocTuku MB.

B mnacroamee Bpemsas B PP panHble Meronsl He
UCIIONB3YIOTCS.

JIO:KHOMONOKNTENbHBbIE U JOKHOOTPHIATEJbHbIE pe-
3yJbTaThl MIOTOBOI0 TeCTa

[Tpu mpoBeieHNK MOTOBOI'O TECTA BO3MOKHO IMOJTyYeHUe JIOK-
HOTIOJIOKUTENBHBIX (10 15%) 1 toskHOOTpHULIATENBHBIX (10 12%)



pe3yabTaToB. ITO MOXET OBITh CBSI3aHO KaK C TEXHUYECKUMU
OIMMOKaMHU, TaK ¥ ¢ (PU3UOJIOTMIECKUMU OCOOSHHOCTSIMU TIAITH-
eHra [26].

JloxHOOTpHIIaTeIbHBIE PE3Y/IbTATHI TOTOBBIM TECT MOKET JaTh
y aereid, 6onpHBIX MB, ¢ HanmuuneM 6e3-0eJTKOBBIX OTEKOB, TO
JIMKBUJIAIIHA KOTOPBIX TECT CTAHOBUTCS MOJIOXUTEIbHBIM. HeoO-
XOIVMO TOMHHUTh O BO3MOXHOCTH TOJTYYEHHUsI OTPULIATEILHOTO
pe3ysbTaTa moTOBOM MpoOsl y 001pHBIX MB, B 4acTHOCTH y TOMO-
WIA TeTePO3UTOTHBIX HOocuTened HeKoTopbix myraimii CFTR,
IIPY KOTOPBIX YAaCTUYHO COXpaHsieTcsl (DyHKIIMSI XJIOPHOTO KaHa-
na (Haripumep, 3849+10 kb C>T, E92K) [27-29].

C npyroii CTOpOHBI, JIOKHOTIOJIOKUTETBHBIA TECT MOXKHO I1O-
Jy9UTh y OOJBHBIX C HEJBIM PsiIoM 3a0oneBanuil. OqHaKO O0JTb-
IIMHCTBO U3 STHX COCTOSIHUN MMEET BeChMa XapaKTEePHYIO KJIH-
HUYECKYIO KAPTUHY M YacToTa UX B MOMYJIAIMA HeBesvka [30].

B Tabnuie 2 nepeurclieHbl COCTOSIHUSA, B PsIJie CIy4YaeB Co-
TIPOBOJKIAIOIIMECS TTOBBIIIEHUEM COMEpXKaHUsl XJIOPUIOB IOTA.
CretyeT NOMHUTS, YTO TIOIOOHBIE CUTYAITUH BCTPEUYAIOTCS Kpaui-
HE PEJIKO, a TIOJIOKMTEIIbHAS TIOTOBAs TPO0Oa SIBJISIETCS] BBICOKO-
crnen@UIHbIM TECTOM TS iarHoctuku MB.



Tao6uumna 2. /Ipyrue cocTossHUs, IPH
KOTOPBIX MOTOBAasA MPo6a MOKeT ObITH
MOJIOKUTEJbHON U NOTPAaHNYHON

* CuHApOM NPUOOPETEHHOTO UMMYHOAedHIUTA
(CII)

* HenocraTtouHOCTh (PyHKLIMU HAATIOYEYHUKOB

* [IceBnOrunoaIbI0CTEPOHU3M

* AJIpeHOTreHUTATbHBIA CUHIPOM

* Cungpom [layHa

* Cungpom Knsiingenbrepa

* ATONMYECKUI AePMaTUT

* DKTOAEpMaJIbHAS JUCTLIA3US

* CeMeliHBIN XONMECTATUUECKUI CUHAPOM

* OyKO3Ua03

¢ ['ukoreno3, tri 11

* HepocratouHOCTh ITI0K030-6-hocarazbl

e ['unorupeos

* ['unonaparupeos

* Pe3ko BeIpakeHHasi TUIOTPOdUst (KaXeKcus)

* HepBHad anOpekcus

* Cungpom Mopuaka

* Mykomnonucaxapuios

* HedporeHHslil HecaxapHblil AuadeT

* X pOHUYECKHI TAHKPEATHUT

* [‘unorammario0yIMHeMHI s



¢ [enuakus

[Ipu nosnyyeHnn NOoNOKUTEBHOTO pe3y/IbTaTa MOTOBOU MPO-
OBl ee clieyeT MOBTOPUTH BO BPEMSI CIIETYIONIETO BU3UTA TAIlH-
eHTa.

JleTn ¢ MEKOHMEBBIM WJIEYCOM, BHYTPUYTPOOHBIMH MPU3HA-
KaMU TUIEPIXOTEHHOTO KUIIIEYHUKA, UMEeIoIe OOIBHBIX MYKO-
BUCIIM/IO30M CHOCOB, 2 TaKKe OTHOCSIIIIUECS K TPYIITE BHICOKOTO
PUCKa, JOJKHBI OBITH 0OCIIEJOBAHBI ITyTeM MPOBEICHHU ST TIOTOBO-
'O TECTa HE3aBUCUMO OT Pe3YJIbTaTOB CKpUHUHTA [9].

IToka3zaHuss K NPOBEJECHUIO MOJIEKYJSPHO-TeHeTH4Ye-
CKOro TeCTHPOBaHMA B paMKaX HEOHATAJIbLHOI0 CKpHMHUH-
ra:

*  [lonoxwurtenbHBII  pe3yiabTaT  HEOHATAIBLHOTO
CKpPUHHMHTA (HEOHATaJbHAsl TUIEPTPUIICUHOTEHEMUsI) U
MOJIOXKUTEIbHAS TTOTOBAs poda

* [TorpaHuyHbIe pe3yJIbTaThl IIOTOBOM MTPOOBI

* HeBO3MOXHOCTb MpPOBEIEHUSI TOTOBOM MPOOBI
(HeOCTaTOUHBI  BEC, HE3PEeJIOCTb  HOBOPOXKIEHHOTO,
TSKECTb COCTOSIHUS, IIP.)

 Ilo xemaHui0 poauTeNell TNpPH HEOHATAIBHOW
TUNEPTPUIICUHOTEHEMUM M OTPUIIATEIbHOM pe3ysbTaTe
HIOTOBOW MPOOBI

YuureiBasi COBpeMEHHBIE OAXO/BI K MATOT€HETUYECKOU TEpa-
nuu MB, BceM nanveHTam ¢ MB 1015KHO OBITH PEKOMEH/I0BAaHO
MPOBEACHUE TEHETUYECKOro uccienoBanus (cMm. Pasznen «I'ene-



TUKA MyKOBUCLHA103a. MOJIEKYIAPHO-TEHETUYECKAS TUArHOCTH-
Ka MPY MyKOBUCLIJIO3E» ).

Bo3morkHble pe3yabTaThl HEOHATAJbHOTO CKPUHHHIA:

1. HeonaranpHas TUIEePTPUTICUHOTEHEMU ST u
TOJIOKUTENIBHBIN  pe3y/IbTaT IMOTOBOM TpoObl. [luarHo3
MB mnoareepxieH. HeoOxomumo HaOmoneHne KOMaHION
CHEIMAJIMCTOB 1O MYKOBUCIUIO03Y, ONTUMAJIBHO — B
LenTpe MykoBUCIIMAO3A.

2. HeonarasibHasi TMIIEPTPUIICHHOTEHEMH 1, TTIOBTOPHBIE
NOrPaHUYHbIE PE3YJIbTAThl IOTOBOM MPOObI, BE MYyTallUu
CFTR, KJIWHWYECKM 3HAYUMble, B TPaAHC-TIOJOKEHUN
(cm. Pasnen «[eHetnka mykoBuciumosa. MomnekymsipHO-
reHEeTUYecKasi JUarHOCTUKa TIpPU  MYKOBUCIUAO3E»).
Huarnoz MB mnoarsepxkaeH. HeoOxomumo HabOmoneHue
KOMAaH/I0# CHEeUaIMCTOB IO MYKOBUCIMIO3Y, ONITUMAJIBHO
— B LlenTpe MyKoBHCITUA03A.

3. HeonarasibHasi TUnepTpUIICUHOTEHEMHSI, TIOBTOPHBIE
MOTPAaHUYHBIE PE3yJbTaThl TIOTOBOW IPOOBI, OIHA WJIN
Honb MyTanuil CFTR, BebiBatoimux MB. Inarnoz «MB»
UCKIIIOUUTh Henb3s [28]. OOsi3aTesibHbl  KOHCYJIbTAIUS
B lLleHTpe MyKOBHCLMA03a, €XKEKBApTAJIbHBIE OCMOTPHI

nalyeHTa, npu HeoOXomumoctd — yamie. [loBTOpHBIE
MOTOBBIE MPOOBI KAk MHHUMYM B 6-12  wmec,
npd  HEOOXOIMMOCTM — Ha BTOPOM TOAY JKU3HM.

CexBenupoBanue reda CFTR. [IononHUTEIbHBIE METOIbI
00CIIeIOBaHUS B [IOJTHOM OOBEME.
4. HeonatanpHas TUIEPTPUTICUHOTEHEMMU S,



OTpUIIATEIIbHBIE PE3Y/IbTaThl IOTOBOM MPOOHI, ABE MyTaIlX
CFTR (omgHa #3 KOTOPHIX — C HEJOKa3aHHBIM WJIU
HESICHBIM KJIMHUYECKUM IposiBieHuem). luarnoz «MB»
UCKIIIOUNTh Henb3s [31]. OOsi3aTenbHa KOHCYJIBTALUS B
Ientpe mykoBucma03a. OCMOTPBI U IOBTOPHBIE IIOTOBBIE
npoObl B Bo3pacTe 6-12 Mec, ajee ekerogHo Wiy vaiie, ¢
OLIEHKOW OCHOBHBIX KJIMHUYECKMX MapamMeTpoB (Bec, pOcCT,
HaJIMYME PECHUPATOPHBIX MposiBiaeHUi). HarmonanbHbI
QITOPUTM HEOHATAJIBHOTO CKPUHMHIA HE MPEAIosaraeT
nposesienns JJHK-uarHoctuku B cityyae OTpULIATEIBHOTO
pe3y/ibTaTa MoTOBOM MpoObl. OHAKO B PEIKUX CIIydasx
Takasi AMArHOCTHYECKasl MOC/IEA0BATEIbHOCTh BO3MOXKHA.
Hanpumep, B ciyyae HEBO3MOXHOCTH IPOBEICHUS
MOTOBOM TPOOBI HOBOPOXJIEHHOMY C HEOHATaJIbHOMN
TUNEePTPUTICUHOTEHEMUEH.

5. HeonaranpHas TUTIEPTPUTICUHOTEHEMM S,
oTpHLIaTeIbHbIE Ppe3yJIbTaThl MOTOBOM pOOBI.
MykoBHCIMI03 MaJlOBeposATeH. [lMarHo3: HeoHaTasbHasi
runeprpuricuHoreHemusi.  HaOmogenne  1mo  Mecty
KUTEJIbCTBA, IOBTOPHAS KOHCYJbTAllUsl C MPOBEJCHUEM
MOBTOPHOM MOTOBOM MpoOBI B Bo3pacTe 1 roma uiam paHee
NIPY TOSIBJICHUW CUMITTOMOB 3a00JIeBaHUS.

CocrosiHUs, OnMCaHHblE B IMyHKTax 3 W 4, COOTHOCSTCSA
C «HEOIpeJesICHHbIM JUAarHO30M IPH TOJIOKUTEILHOM HEOHa-
TaJIbHOM CKpuHUHIe Ha MykoBuclnao3» (CFSPID, CF Screen
Positive, Inconclusive Diagnosis) B eBpONeicKrux peKoMeH1a1u-
X 1o auarHoctrike U CFTR-acconMMpoBaHHBIM MeTaOosue-
ckuM cuHgpomoM (CRMS, CFTR-related metabolic syndrome)



(Cystic Fibrosis Foundation, CIIIA) (cm. Paznen «Knaccudu-
Kalysl MyKoBUACHMA03a») [31]. OHM OoTpax)aroT CJIIOKHOCTH, Ie-
PUOAMYECKM BO3HUKAIOIIME BO BCEM MUpPE, C MHTEpIIpEeTalu-
el pe3yJbTaTOB HEOHATAJIbHOTO CKpWUHUHIA. [lalMeHTsl ¢ Heo-
HaTaJbHOW rMIEPTPUIICUHOTEHEMUEN U HEYCTAaHOBJIEHHBIM JH1a-
THO30M IPECTABIISIOT cOOOW TpyImy prcKa mo passutrio MB
i CFTR-accollMMPOBAaHHBIX COCTOSIHWM, B CBSI3U C YEM Tpe-
OyIOT HAOMIOICHN S CTIeLIMATMCTAMU B TEUYSHHE HEOTIPE/IETIEHHOTO
BpeMeHU. PouTtesnv 10JIKHBI TOTyYUTh MAKCUMAaJIbHO UCUEPITbI-
BaIOIIy0 MH(POPMAIIUIO O COCTOSTHUM peOeHKa, CUMIITOMAX 3a-
OosieBaHus1, B TOM 4YHCJIe CUHApOMa TiceBo-baprrepa, merogax
ero npogpUIaKTUKH.

JIo:kHOMOT0KNTEIbHBIE Pe3YJbTaTbl CKPUHHHTA

Hapsiny ¢ MB cymiectByeT 1esblid psiji aTOJIOTMYECKUX CO-
CTOSIHUH, TIPU KOTOPBIX MOI'YT UMETh MECTO TMIIEPTPUIICUHOIE-
HEeMUsl, 2 UMEHHO TIOYeYHasl HeIOCTAaTOYHOCTh, BHYTPUYTPOOHAS
MH(pEKIMs, aTpe3ns] KUIIEYHUKA, HECAXapHbIM MTOYEYHbIA JUa-
oet, Tpucomus 13- u 18-t map xpomocom. C omnpeneneHHON
yacroroy nossiiieHue PT ormeuaeTcst y HOBOPOXK/AEHHBIX Ce-
BepoappUKaHCKOro U appo-aMEepUKAHCKOTO MPOUCXOKACHUS, a
Takxke y Hocurtesien mytauuy B rene CFTR [32-33]. Muanmais-
Hasl [OJIOXKUTENIbHAS TPOrHO3Upyoias BenruuHa (PPV-positive
predictive value), T.e. YUCJIO IeTEN C UCTUHHO MOJIOKUTEJILHBIM
Pe3yJabTaTOM CKPUHHHIA IO OTHOIIEHUIO K OOIIEMY YHMCITy TIOJIO-
JKUTEbHBIX PE3YJIbTATOB, NOJKHA cocTaBiATh 0,3 [6].



JIo:xHOOTpHIIaTeIbHBIE Pe3yJbTaThl CKPMHHHIA

MuHuManbHasi 4yBCTBUTEJIbHOCTh MPOTrPaMMBbl CKPUHHUHIA
(MPOLIEHT UCTUHHO MOJIOXKUTENIBHBIX PE3YJIbTATOB CKPUHUHTA OT
CYMMBbI UCTUHHO TIOJIO)KUTENIBHBIX U JIOKHOOTPULIATENbHBIX, T.€.
NPOMYILEHHBIX IIPU CKPUHUHTE) 10JKHA COCTaBIATh 95% [6, 9].

JIo:kHOOTpHIaTeAbHbIe pe3yibTarthl Tecta Ha HPT,
NPOBEJECHHOr0 HA NMEpPBON HeaeJie KU3HH, MOTYT OTMe-
YaTbCs:

* Y HOBOPOKJEHHBIX C MEKOHUEBBIM iieycoM. [IpranHbI
9TOr0 ABJEHUA O KOHIIA HEMOHATHBI, BO3MOXHO, 3TO
CBSI3aHO C OTCYTCTBUEM OSHTEPAJIbHOTO TMUTAHWS WU
OTEpaTUBHBIM BMEIATEIbCTBOM. [IpruemM mo3xke y 3Tux
JeTed MOXET OTMeuaTbCsl CYIIECTBEHHOE IOBHIIICHUE
[TOKa3aTeJis;

* [IpU MEepeIMBAHNY TIPENapaToB KPOBU MEHee YeM 3a 72
9 70 B3ATHS 0Opasua [13];

* MpU pECHUPATOPHBIX M KUIIEUHBIX BUPYCHBIX
nH(pEeKIUIX;

* Yy HEKOTOPHIX HEIOHOIIEHHBIX WM He3pPebiX
HOBOPOJK/ICHHBIX.

VYuurbiBasi BEPOSITHOCTh HAJINYHS HEOHATAJbLHOIN TH-
NMEePTPUIICHHOTEHEMUH Yy TeTEPO3UTOTHBIX HOCUTEJIeW MyTa-
mii B reie CFTR, cuntaeM HEOOXOIUMBIM UH(DOPMUPOBATH PO-
JWTeNIel peOeHKa C IMOJIOKUTEIbHBIM CKpUHUHIOM Ha MB 1 oT-



pULIATETLHBIMUA PE3yJIbTaTaMU TIOTOBOM MPOOBI O BOBMOKHOCTH
o0cJie[oBaHus Ha TIPeIMET HOCUTEIIhCTBA MYTaIHA.

Ilian HAOMOAEeHUSA pe0eHKa ¢ MYKOBHCI[HI030M, BbI-
SIBJIEHHBIM 10 IPOrpaMMe CKPUHUHIA HOBOPO:K/1€HHbIX

OnTumasipHble CPOKM TMOCTAaHOBKM JAMAarHo3a: He IO37Hee
8 nenenb [35]. PaHHsAS IuUarHocTMKa CMOCOOCTBYET JIydllleMy
(puzrueckoMy pa3BUTHIO, CHUKAET MOTPeOHOCTh B TEpanui, a
TaK)Xe JIaeT BO3MOXHOCTb 3aMeIJTUTh IMPOrPECCUPOBAHUE T1ATO-
JIOTUYECKUX U3MEHEHUN B JIETKUX.

OO6cieoBaHEe HOBOPOJKAEHHOTO TPOBOAUTCS amOy/IaTop-
HO ¢ coOJIIoieHMeM Mep MO MpPeayNpexIeHUI0 MepPeKpecTHO-
ro uHbuimposanus. l'ocnuranuzanus — B clydae pa3BUTHS
TSDKEJIOT0 00OCTpeHwsI, TPeOYIOEero MOHUTOPUHTA COCTOSTHUS
U TpoBeJcHUs B/B Teparmu. [Ipu rocnutaim3anyyd HeoOXo-
IUMO cOOMoaTh MPUHLIMN pa3esieHus OONBHBIX IO Xapak-
Tepy BbICEBAEMOW MUKPO(QIIOPHI, ONTUMAIBHO — TOCIUTAIU-
supoBath B OOkchl (ITpukaz M3 P® or 15 mas 2012 r.
Ne 535H «OO0 yTBepkIeHUM TEepPevHs] MEAWIIMHCKUX W SMUe-
MUOJIOTMYECKUX TOKa3aHWI K pa3MelleHHIo MallueHTOB B Ma-
JomecTHbIX manarax (Ookcax)» http://legalacts.ru/doc/prikaz-
minzdravsotsrazvitija-rossii-ot-15052012-n-535n/).

[loBTOpHAasi KOHCYJbTAIMSl TOCHE TOCTAaHOBKU UarHo3a
JOJDKHA OBITh MPOBE/IEHa He MO3JHee 2-X HeJlelb, MO KeJaHUIo
ponuteneit — panpiiie. Pogurenu pedbenka ¢ MB 10/KHBI IMETh
BO3MOKHOCTh KOHCYJIBTUPOBATLCSI CO CIELHUAIUCTOM MO Mepe



BO3HMKHOBEHUS TaKOW HEOOXOIUMOCTH (B paboune Jackl). OHU
JOJDKHBI UMETh MHCTPYKIIY, Ky/la 00paiarscs B Hepadoure Ja-
CBHI B CJTy4yae HemlpeIBUACHHBIX 00CTOATENLCTB [9].

Yacrora 0ocMOTPOB: A0 3-X MEC — Kak/ple 2 Hefienu, 3-6 mec —
exeMecsuHo, 6-12 mec — 1 pa3 B 2 Mec, Janee — exXeKBapTaJIbHO.

C MoMeHTa TOCTaHOBKM juarHo3a «MB» peOeHOK nomkeH
HaOMIONAThCSl KOMAH/IOW CTIEIUAJIMCTOB: Bpay-TieAuaTp (crierua-
JIUCT IO MYKOBUCLIUJIO3Y ), KUHE3UTEPANeBT, HyTPUIMOJIOT, a Cce-
MbsI TOJDKHA UMETh BO3MOKHOCTD TIOJTy4aTh KOHCYJIbTAIIUU TICU-
X0JIoTa, Bpavya-reHeTHUKa, CuocaM J0JIKHA ObITh IIPOBEIeHa TIOTO-
Bas npoda. [Tpyu HeOOXOIUMOCTH MPUBJICKAIOTCS BPAUYM JIPYTUX
CeaTbHOCTEN.

B ciiyyae HEBO3MOXHOCTH MPOBEIEHHUSI B KOPOTKUE CPOKU
MOATBEPKAAOIEe AuarHoctTuku MB (roroei Tect, JJHK-nu-
arHOCTHKA), MPY HAJIMYUM XaPAKTEPHBIX KJIWHUYECKUX MPOSIB-
JieHuid 3a6onieBaHus (KUIIEYHbIA CUHAPOM CO cTeaTropeel, 3a-
JepkKa (pU3MUeCcKOro pa3BUTHS, PECITUPATOPHbBIE MPOSBICHUS,
MEKOHUEBHII UJIeYC U JIp.) TUarHo3 «MB» MoxeT ObITh YCTaHOB-
JIeH KJuHu4Yecku. HezamequnrebHO J0/KHA OBITH Havarta I0-
CUH/IpOMHasl Tepanus (3amecTtutesibHas (pepMeHTHas, MyKOJIU-
TUYECKasi, Teparusi KMPOpacTBOPMMBIMA BUTAMUHAMU, J100aB-
neHue coiu B nuily). [lonTBepkaamoias IUarHoCTUKa B 3TUX
Cllydasix MOXeT ObITh MPOBEIeHa MO3Hee.

II. /luarnocTUKa 0 KINHUYECKUM MPU3HAKAM
JuarHoctuka knaccudeckoit hopmel MB 00bIUHO He Tipej-



craBJsieT croxkHocter. Kinaccnyeckuil heHOTHIT O0JTBHOTO SIBJIS-
€TCsl pe3yJIbTaTOM HAJIM4YMs JBYX MYTAHTHBIX KOIWU IeHa MYy-
KOBUCILIMIO3HOTO TpaHcMeMOpaHHoro peryistopa ( CFTR), ume-
omux KinHudeckue nocnenctsus (http://seqdb.med-gen.ru/),
U XapaKTepu3yeTcsi XpOHUYECKON OakTepuabHOW WH(EKIHen
JBIXaTENbHBIX IyTe YW NPUIATOYHBIX MAa3yX HOca, cTearopeeu
BCJIEAICTBUE BHEIIHECEKPETOPHOM HEIOCTATOUYHOCTH IMOIKEITY-
JOYHOW Kene3bl, MYKCKUM OecCIIoueM H3-3a OOCTPYKTHBHOM
a300CMepPMUH, a TaKKe TTOBBIIIIEHHON KOHIIEHTpAIIMEN XJIOPUIOB
noTtoBou xujakoctu [1, 3, 4, 6, 29]. [IpoGiaeMbl TUATHOCTUKA
MB, kak mpaBuII0, CBA3aHbI ¢ (PEHOTUIMMYECKUM pa3HOOOpa3reM
ero (popm, 00yCIOBIEHHBIM FEHETUUECKMM MOTMMOPGPU3MOM 3a-
OoJieBaHusI, HAPSIY C BIMSHIEM I'eéHOB-MOIM(MUKATOPOB, (DAKTO-
POB BHEIIHEN cpelibl (MEIUKAMEHTOB, MOJUTIOTAHTOB, KYPEHUs 1
ap.). IlanmeHTsl ¢ Tak Ha3pIBAa€MBIM aTUITMYHBIM MYKOBUCIIMJIO-
30M MMEIOT KaK MUHUMYM OJHY KOI1I0 MyTaHTHOro reHa CFTR,
(pyHKLIMS1 KOTOPOTO YaCTUYHO COXPAHEHA, — «MATKUE» MYTALIUAU.
B psine ciydaeB «msrkue» myTaryi MB 00ycoBIMBaIoT ero iu-
arHOCTHKY BO B3pOcC/IoM Bo3pacte. Kak rmpaBuiio, B 3TOU rpyrire
OOJIBHBIX OTMeYaeTcsl OoJiee MIrkoe TedeHre 00JIe3HU B CBSI3M C
COXPaHHOCTbIO (DYHKIIMU MOAKETYIOUHOM KeJIe3bl U HETSKEbIM
MOpaXeHUEM OpPraHoB JbIxaHus [37].

B abcomotHoM GombIMHCTBE ciiyyaeB MB Moxer ObITh qua-
THOCTMPOBAH B PaHHEM JIETCKOM Bo3pacTte (B 90% ciydaeB — Ha
NIEPBOM Tofly kM3HM). K coxkaneHuio, Hepelku ciayvyau AUarHo-
cTUKU MB y B3pOCIIbIX C KJIaCCMYECKUM (DEHOTUIIOM.



YuuThiBasi BO3MOKHOCTD MOMYUYEHHS JIO)KHOOTPULIATEIbHBIX
pe3y/IbTaTOB HEOHATAJIBHOIO CKPHHMHIA, a Takke TO 00CTOs-
TEJIbCTBO, YTO B P® HeoHarasbHbI CKpUHUHT HAa MB npoBo-
qutcst ¢ 2006—2007 rr., He TepsieT CBOer aKTyaJIbHOCTH aHAJIU3
IPYIII PUCKA, BKJIIOYAIOIIMX MAIMEHTOB C MATOJIOTHEN KeTya04-
HO-KHIIIEYHOTO TPaKTa, OPOHXOIErOYHBIMHU HApYIICHUSIMH, T1a-
TOJIOTHEN JPYrMX OPraHOB, a TaKKe POJICTBEHHUKOB OOJIbHBIX
MB (Ta6m. 3).

Tao6auna 3. I'pynnel pucka
st aucppepennuanbHoON
JMarHoCTHKM MyKoBucIu103a [1]

I. BpoHxoJierounnie HapylIeHUs

1. TloBTOpHBIE M pELUAMBUPYIOLIME ITHEBMOHHUU C
3aTSKHBIM TE€YEHUEM, OCOOEHHO JIBYCTOPOHHUE

2.  DbponxmampHass  acTMa,  pedpakrepHas K
TPaJIMLIMOHHON Tepanuu

3. PeuupuBupyiomue  OpOHXHTH, OpPOHXHMOJHUTHI,
0COOEHHO C BBICEBOM P. aeruginosa

4. [IBycTOpOHHHE OPOHXOIKTa3bI

II. N3meHeHNs1 CO CTOPOHBI >KeJYJI0YHO-KHIIEYHOr0
TPaKTa
1. CI/IH)IPOM HapyHmI€HHOIo KHUIICYHOI'0 BCACBIBAHUA

HEACHOI'O reHe3a
2. MekoHMeBBIN HJICYC U €I'0 SKBUBAJICHTLI



3. I'uIepaXoreHHOCTh KUINEYHHKA TUI0Aa

4. XKentyxa 0OCTPYKTUBHOTO THIA Y HOBOPOXKAEHHBIX C
3aTsKHBIM TE€YEHUEM

5. Huppos neyenu

6. CaxapHbiii uadbet

7. I'actpo3a3odareasibHblil pedIoke

8. BeimageHve npsiMoii KUIIKU

II1. ITaToi0rHsI CO CTOPOHBI APYTUX OPraHOB

1. Hapymienue pocra u pa3BUTHA
2. 3agepxkKa MOJIOBOTO Pa3BUTHSA
3. My:xckoe Gecruionue

4. XpOHUYECKUI CUHYCHUT

5. Ionumsl HOCa

6. Cunpom niceBno-baprrepa

IV. YUnensl cemeil 60JIbHBIX MyKOBHCIII030M

Cpeau KJIMHUYECKUX MPOSsIBJICHUH, XapakTepHbiX Wi MB,
MOXHO BBIJIEIUTh BBICOKOCTICIIU(DUYHBIE U MeHee Crerugpuy-
Hble (Tabn. 4). CocrosiHUs, TIpe/ICTaBIEHHbIC B JICBOM KOJIOHKE
TAOJUIIBI, B AOCOTIOTHOM OOJIBIIIMHCTBE CITy4YaeB BCTPEYAIOTCS Y
60mbHBIX MB. TlprunHOi COCTOSHUI U3 MPaBOW KOJIOHKU MO-
ryT OBITh Apyrue 3a0oseBaHusi, HAPUMEP TIepBUYHAS [ATHAP-
Hasl AUCKUHE3US, UMMYHOAEe(UIUT U T.II.

Tabmua 4. KnuHuyeckue NposiBIEHUS, XapaKTepHble s
MB



Bricokocnenuduunsie pis MB Menee crenudurynsre yust MB

Kenydouno-kuweunve: Kenydouno-xuweunvie:
« MekoHuMeBbli1 11eyc « OrcraBanme GU3NIECKOro PasBUTUA
. 3K3&)KPMHHBS[ HE/[OCTATOYHOCTD MOJKE/TYIOYHOIA | * Tunonporennemus
JKeresbl y fleTeit o leuImT XMPOPACTBOPUMBIX BUTAMHHOB

« CIIVIO (cMHIPOM MCTaMbHOM MHTECTUHANIbHONM 06CTPYKIM)

« PexrabHblit nponarnc

« Buaphbtit nuppos

g HOPTaﬂbHaﬂ TUTIEPTEH3UA

« KKB y nieteit 6e3 reMonmuTIYECKOrO CUHAPOMa

« ITepBuyHbIil CKIEPO3UPYIONINIT XONMAHTUT

« DK30KPUMHHAA HE[OCTATOYHOCTD MOJDKETYT0UHOI JKe/e3bl y B3POCIIBIX
« PerpupiuBupyonmii maHKpeaTnt

Co nymeii: Co Ovix x nymeii:

« XpoHuyeckas UHGbEKINs, BHI3BaHHAS « XpoHudeckas Wi penyuBIpyoas nHeKus, BHIBBAHHASL
MyKouiHOi Gopmoit P. aeruginosa S. aureus, P. aeruginosa, A. xylosoxidans, H. influenzae

« BPOHX09KTa3bl B BEPXHIX JO/AX 0OOMX IETKUX « PeHTreHOMOrMYeCKe MPU3HAKY GPOHX03KTA30B, ATEIEKTA30B,

« [Tepcucrupyromas nHGEKIMs, BHI3BAHHAS TUIepUHQIALNN MM XPOHUYECKas MHQUIBTPALyA Ha
B. cepacia complex PeHTreHorpaMMe OpraHOB TPYIHON TTOIOCTH

« [ommst HOca y fieTelt « KpoBoxapkaHbe, cBsisaHHOe ¢ iud(y3HbIM IOPAKEHMEM TIETKIX,

OT/IMYHBIM OT Ty6epl(yl[eza MIN BaCKyNATa
« XpOHMYECKMIt 1/MN IPOYKTUBHBIN Kallenb
« ABITA (anmepriryeckuit 6pOHXOMyTbMOHAMbHbI aCTIepriTes)
« ITomurer HOCa y B3POC/BIX
« PenTrenonornyeckue mpusHaKy XpOHUYECKOTO MAHCHHYCHTA

[pyzoe: [pyzoe:

« Cunppom nicespio-baprrepa « YTonmenue KOHIEBBIX pamanr

« Bpoxx/ieHHOe IByCTOpOHHEe OTCYTCTBUE « Ocreonenus/ocreonopos B Bospacre <40 et
CEeMABBIHOCAIINX TPOTOKOB « Herunuunolit guaber

B Ta6mnmiie 5 npejacraBieHb 0cOOeHHOCTH TTposiBiieHU MB B
pasHble Bo3pacTHble nepuonsl [1]. 3HaHne 3TMX 0cOOEHHOCTEH
IIOMOTI'aeT CHELMAIMCTaM, HAOIIOJAIOIMM HalleHTa ¢ TEMH WJIU
WHBIMHM CUMIITOMaMH, BKJIIOUUTh MB B niepeveHb 3a00eBaHUAI
st qucpdpepeHIManbHor TuarHocTUK. OcoOeHHO 3TO Kacaer-
csl IeTeil paHHEro BO3pacTa, Korja KJIMHUYECKasi KapTUHA ellle
MOXeT OBITh HENOJHOW, HO Ha ceOs OymayT oOpaIiaTh BHUMA-
HUE HEKOTOpbIE MPOSIBJIEHU I, HATIPUMEP MEKOHUEBBIN WIIEYC MPU
POXIEHUY WM CUHIPOM IOTEPU COJIeH, HE UMEIOIIUM CBSI3U C
T1aTOJIOTHEN TTOYEK.



Taoumua 5. Kimmangeckue
ocodeHHoCcTH mposiBiaennii MB B
pa3jnYHbIe BO3PACTHBIE IEPHOTbI

0-2 roga

* [Tnoxas mpubaBKka Beca

* Crearopesi

* PernuBupyionue OpOHXUTbI/OPOHXUOTUTHI

* MeKoHMEeBbIN WIIeyC

* PekTabHbIN Tposiarc

* ['umonpoTreMHEMUYeCKHe OTEK!

e [IneBMOHMSsI/>MITHIEMA

» CunjapoM riceBio-baprrepa

* 3aTsKHas KeJITyXa HOBOPOXKIEHHBIX

e TloBblleHHast KPOBOTOUMBOCTb, CBfI3aHHAasl C
nedurmroMm BuTamMmHa K

3-16 Jaer

* PeumauBupyionias WHQEKIMA OpPraHOB JIbIXaHUsT WU
actMa

* nnonatnyeckre OPOHXOIKTa3bI

* Crearopest

* CHHYCUTHI Y Ha3JIbHBIN MOJIUIIO3

* DoKaNbHBIN OUIMAPHBIA TUPPO3

* Hapy1ieHue TonepaHTHOCTH K yIJIeBOIaM

e XpoHHWYECKas UWHTECTHHAIbHAs  OOCTPYKIIUS,
MHBarvHalusi



* TerutoBoli ynap ¢ runoHaTpueMuen
B3pocabie

. A3zoocriepmus/AByCTOPOHHSA arpesus
CEMSIBBIHOCSIIUX MPOTOKOB

* BpoHX03KTa3bI

* X pOHUYECKUN CUHYCUT

* OcCTpblii WM XPOHUYECKUI MTAHKPEATUT

* Ayieprudyeckuil OpOHXOJIErOYHBIN acneprusuie3

* GoKaNbHBIN OUTMAPHBIA TUPPO3

* [TopranbHas runepreH3us

* Xonenuruas

* Hapy1enue TonepaHTHOCTH K yIJIEBOIAaM

I11. /luarHocTuKa cpeau pOACTBEHHHKOB 00JbHBIX

[Mpu nuarHocTMke MB nOMKHBI OBITH OOC/IENOBAHBI CUOCHI
OOJILHOTO, HEe3aBHCHMO OT pPEe3yJIbTATOB HEOHATAILHOTO CKPH-
HuHra. CemMbe HEOOXOIMMO TIPEIJIOKUTh KOHCYJIBTAIMIO TeHe-
TUKA JIJIS TIOJyyeHusi MHGopMallMyu O TUIE HAceIOoBaHUs 3a-
Oo0JIeBaHUsI ¥ BOBMOKHOCTSIX TIOCIIETYIONIErO TUITAHUPOBAHMS JIe-
TopoxkaeHus (cm. Paznen «['eHetrika MykoBucna03a. Moseky-
JIIpHO-TEHEeTUYeCKasl JUarHOCTUKA IMPU MYKOBUCLIAI03€» ).

IV. IIpenarajibHast AMArHOCTHKA

*  MornekynsipHO-TeHETUYECKash ~ JUArHOCTUKA B
CEMBSIX BBICOKOT'O pucka (cMm. Pazpnen
«['eneTnka mykoBHcUMI03a. MOJEKYISIPHO-TEHETUYECKAst



JAUArHOCTHKA MPU MYKOBHUCIIHIO3€» ).

e JlmarHO3 MOXeT OBITh 3armofgo3peH mpu Y3-
WCCIIeIOBAaHUY TUIONA BHYTPUYTPOOHO TMPH  HAJMUUHN
XapaKTEpHbIX Y3-IaHHBIX T'MIIEPIXOT€HHOrO KHIIEYHUKA
[37]. B 50-78% cnydaeB 310 coctosiHMe OyaeT CBSI3aHO
¢ MB u nposBuUTCA MEKOHUEBBIM WiIeycoM. JluarHos
B 3TOM Cjly4ae MOXKET OBbITh YCTaHOBJICH eIlle JI0
pokaeHuss peOeHka. B To ke BpeMs 3TOT TpHU3HAK
He sBisieTcsl BbicokocnenuguiHbM i MB, oH moxer
ObITh TPAaH3UTOPHBIM SIBJICHHMEM, a TaKKe CBSI3aHHBIM C
OpyrUMHU Tatonornyeckumu cocrosinuamu [38]. THK-
JAMArHOCTUKA PONUTENIeH JaeT HeoOXOAMMYI0 MH(MOPMAIIUIO
0 HAJIMYMY MYTAIMHA Y KaXJIOTO U3 POAUTEIIEN U TIO3BOJISET
npezrosarath 3a00eBaHne y pedeHKa py poKICHUH.

V. IlpenvmnaantanmonHass guarHoctuka (cm. Pa3s-
aea «l'emernka mMykoBucumuao3a. MoJieKyJasspHO-reHeTH-
yecKasi IUarHOCTHKA MPUA MYKOBHCIIH103€>)

OcHoBHBIE MOJIO’KEHHSI pa3/ieJia:

1. Hopmanbueiii mokazarens WPT, B3areiii mocne 8
HeJesIb AKU3HU HOBOPOXKAEHHOTO, HE MO3BOJISIET UCKITIOUUTh
MB.

2. Jletr ¢ MEKOHMEBBIM MJIEYCOM HE3aBUCUMO OT YPOBHS
WPT Hyx[aoTcs B MPOBEJEHUU MTOTOBOM MPOOBHL.

3. HopmasnbHbIMH TOKa3aTelssMHd TOTOBOM IPOOBI
CIelyeT CUMTATh B JIOOOM BO3pacTe XJIOpUIbs <29 MMoJb/
J ¥ TPOBOAMMOCTb MOTa, SKBUBAJIEHTHYIO <50 MMOJb/I
XJIOpU/Ia HATPUS.



4. Heobxonuma TinatesbHasi MOATOTOBKA KOXKH Tepes
HPOBEJIEHUEM NOTOBOI MPOOHI.

5. JIOKHOIONOKUTENIBHBIE PE3Y/IbTATh HEOHATAIBHOIO
CKPUHHMHIA MOTYT UMEThb MECTO y HOCUTENEH MyTalui B
reHe CFTR.

6. BonpHbie MB — HocuTenM «MATKMX» MyTalUd B
reHe CFTR — MOTyT UMETh IOI' PAHUYHBIE ¥ OTPHULIATEIbHBIE
pe3yJIbTaThl HOTOBOW MPOOHI.

7. OTpuuatesbHas IOTOBasi MPoOa MPY MOJIOKUTETBHOM
HEOHATAJIbHOM CKPMHUHIE U XapaKTEPHOU KIMHUYECKON
kaptuHe TpeOyeT nposenenus JHK-nuarnoctukm.

8. OnrumasbHble CPOKM YCTAaHOBJIEHUs [UarHosa
M Hayaja HaOMoOAEHWs TMAlMeHTa, BBIABJIEHHOIO 10
IIPOrpamMMe HEOHATAJIbHOTO CKPUHUHTI'A, — [IEPBBIE 2 MecsALa
KU3HHU.

9. OO6cnenoBanne ¥ HaOMOOEHHE HOBOPOKIEHHBIX
[0 MPOrpaMMe MaCCOBOIO CKPUHMHIA HOBOPOXKJIEHHBIX
JOJKHBI  TIPOBOJUTBCA € COOMIOAEHMEM  IPUHLIUIIOB
npo(pUIaKTUKU TEePEKPECTHOTO M BHYTPHU-OOIBHUYHOTO
MH(PUIMPOBAHUSA, ONTUMAJIbHO — amOyJaTOPHO WM B
YCJIOBHSAIX JHEBHOTO CTALMOHAPA.
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3. 'eHeTnKa MyYKOBHCIIH/103A.
MoJaekyJsspHO-reHeTHY eCKas
JHATHOCTHKA MPHA MYKOBHCIIH03€*

MykoBuciao3 (MB) — yactoe MOHOreHHOe 3a0ojieBaHue,
oOycrnoBneHnoe mytanusimu reHa CFTR (ABCCT7). I'en CFTR
COZICP/KUT 27 IK30HOB U PacIoioxkeH B pernoHe 31.1 mymHHO-
ro reda 7-u xpoMocoMsl (7q31.1). 3HaunTeNbHBIE TOCTUKEHUS
B Pa3BUTHHU METOMIOB M TEXHOJIOTUH MOJIEKYJIsIPHO-T€HETUYECKO-
r'0 TECTUPOBAHUSI TTO3BOJISIIOT B OOJBIIIMHCTBE CIIy4YaeB YCIIEIHO
OCYILIECTBJIATh MOJIEKYJISIPHO-TEHETUYECKYI0 TUarHoctuky MB.
Hau0osbiiyto TpymTHOCTh B HACTOSIIIIUA MOMEHT TIPE/ICTABIISIET
OlIEHKa BKJIaJia B pa3BUTHE 3a00JIeBaHUS PEKUX U paHee He
UIEHTU(ULIMPOBAHHBIX MYyTallui, a TaKXke OMNpeAesieHUue CBS-
31 F€HOTUII-(DEHOTHUIT U BIUSTHUSI TEHOB-MOIU(MUKATOPOB Ha TsI-
’KecTh 3a00JIeBaHUSI.



3.1. Tunbl reHeTHYECKUX MyTaI[AA

Boisienennsie B rene CFTR MyTauuy MO TUIAM pacrpeje-
JIAIOTCS CIIEAYIONMM 00pa3oM: MUCCEHC-MYTAllUM COCTaBJISIOT
39,61%; MyTalui CO CABUTOM PaMKU cuuThiBaHus — 15,60%;
MyTalMK, Hapyllaliye cait craiicuira, — 11,36%; HoH-
ceHc-myTanu — 8,32%; neneru/uHCepIMA Oe3 CIBUTa paMm-
KM cuuThiBaHus — 1,99%; mpomoTopHbie myTarwu — 0,75%; 00-
IIMPHBbIE MePEeCTPONKH, OXBATHIBAIOIIME HECKOJIBKO 9K30HOB, —
2,59%; BapuaHTHbIE MOCIEIOBATEILHOCTU (MOIUMOP(PU3MBI) —
13,30%:; n3mMeHeHUs MOCIEeN0BATEILHOCTH, KJIWMHUYECKUE IO-
CJIEACTBUSI KOTOPBIX HE JIOKa3zaHbl, — 6,38% Bcex ayenent [1].
Cnyyau myTaiuii de novo v OHOPOAUTEIHCKOW IUCOMUU XPO-
MOCOMBI 7, Hecylei MyTaHTHbIN reH CFTR, enuHu4HbI [2].

Cas3b mytanuii B rene CFTR c
KJHMHIUYEeCKUMH nposBaeHusimu MB

Bce myrammu B reHe CFTR MOXHO pa3feidTh Ha YeThIpe
Tpynmbl (Jlajiee TPHUBEICHBI TPUMEpPHl HauOojiee YacThiX My-
TalMil, OTHOCSIIMXCS K Pa3HbIM TPYIIIaM; Ha3BaHUsI MyTallud
MIPEJICTaBJIEHbl COTJIACHO TPAJIUIIMOHHOW HOMEHKJIaType):

* A. Mymauyuu, npusodsuue x myxosucyudosy: F508del,

R553X, R1162X, 2184insA, 2184delA, CFTRdele2,3,
3120+1G>A, 1507del, 1677delTA, G542X, G551D,



W1282X, NI1303K, 621+1G>T, 1717-1G>A, A455E,
R560T, G85E, R344W, R347P, 711+1G>T, 711+3A>G
(*), 1898+1G>A, S549N, 3849+10kbC>T, E822X,
1078T, 2789+5G>A, 3659delC, R117H-T5 (*), R117H-
T7 (*¥), D1152H (*), L206W (*), TG13-T5 (¥).

* B. Mymayuu, npusoosuue k CFTR-ceszanHbimu
zabonesanusim: R117TH-TS (*), R117H-T7 (*), TG13-T5
(*), TG12-TS (*), D1152H (*), S977F, R297Q (*), L997F,
MO952I, D565G (*), G576A (*), TG11-T5 (**), R668C-
G576A-D443Y, R74W-D1270N.

* B. Bapuarnmul HykaeomuoHoli nocredosamenbHocmu,
He umeowue Kaunuueckozo 3nauenusi: 1148T, R75Q,
875+40A/G, M470V, ES28E, T854T, P1290P, 2752-15G/
C, 1807M, I521F, F508C, 1506V, TGI11-T5 (**). B
Hacrosilliee BpeMsi cuuTaercs, uyTo Mytanuu S1235R,
11027T, R31C, 7T, G576A, R668C, V754M, L997F,
R1162L He npuBOaAT K MyKOBHUCIIMJO3Y, HO B HEKOTOPBIX
clrydasgx Moryr Berpedarscsa npu  CFTR-CBA3aHHBIX
3a0oeBaHusAX. COOTBETCTBYIOIINE CBEICHUS BKJIIOYCHBI B
6azy manabix CFTR2 [CFTR



Konen 03HaKOMUTEJLHOI'O
¢dparmenra.

Tekct npenocraBieH OO0 «JIutPec».

[IpounTaiiTe STy KHUTY LIEJIMKOM, KYIIUB TOJIHYIO JIETATbHYIO
Bepcuio Ha JIutPec.

Be3ormacHo oriaTuTh KHATY MOKHO OaHKOBCKOH KapToit Visa,
MasterCard, Maestro, co cuyera MOOMJIBHOTO TesiehOHa, C TiIa-
Te)KHOro TepMmuHaia, B cajoHe MTC wmm Cesa3HoOHM, uepe3
PayPal, WebMoney, Aunexc./lensru, QIWI Komenek, 60Hyc-
HBIMU KapTaMu WK APYTUM YI0OHBIM Bam crioco6om.



https://www.litres.ru/kollektiv-avtorov/mukoviscidoz-opredelenie-diagnosticheskie-kriterii-terap/
https://www.litres.ru/kollektiv-avtorov/mukoviscidoz-opredelenie-diagnosticheskie-kriterii-terap/

	Обращение координаторов проекта
	Введение
	Список сокращений
	1. Классификация муковисцидоза
	2. Диагностика муковисцидоза
	3. Генетика муковисцидоза. Молекулярно-генетическая диагностика при муковисцидозе*
	3.1. Типы генетических мутаций

	Конец ознакомительного фрагмента.

