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AaroputMm aAmarHOCTUKU B PD

BOX 1. Screening protocols for cystic fibrosis

Action after Result of Result of Result of
clevated DNA assay repeat DNA IRT assay
IRT" on 1* on 1* assay on 1* on 20
Protocol specimen specimen Action specimen Action specimen Action
IRT-repeat Fresr 2 Exceeds Refer to
/ﬁp‘:—’ specimen for cutoff sweat test
IRT
M === efer to sweat
(AF508) for AF508 mutations test
alleles detected
No mutation Exceads Refer to
detected cutoft sweat test
IRT-DNA DNA assay 1-2 Refer to sweat
(multiple for multiple  mutations test
mutations) mutations detected
IRT-DNA DNA assay 2 mutations Refer to sweat 2 mutations Refer to sweat
(AF508, for AF508 detected test or treatment  detected test or treatment
multiple alleles
mutations) 1 mutation DNA assay 1 mutation Inconclusive
detected for multiple detected result reported
mutations
* Immunoreactive trypsinogen.
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IlocTaHoBKa gmarHosa «MyKOBUCIIVIA03»
I10 IIpOrpaMMe HeOHaTaabHOIO CKPMHIHTIA

Chromosomal location of a gene
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2-1loao>kuTeApHasI IOTOBas Hpoda™

Haamaue 1 myranyum B rene CFTR nan
oTcyrcTrBHMe TakoBbIX Ipu AHK-
AunarHoctuke HE mckaro4vaeT ammarHos
MYKOBMCIIMA03a!



BO3MOXXHble OLLNOKKM aAnarHocTkmn MB

apyLLUEHE CPOKOB CODJTHOAEHNA CKPUHWHIA

PT1- B poggomMe Ha 3-4 CYyTKWM - JOHOLUEHHbIE
P12 Ha 7 CYTKW/ - HEAOHOLUEHHbIE

AN

KITMHUYECKM MIOUMED

[leBouka B.,2008rp - OoHoLeHHasd, B POAA0OME CKPUHWHI HE MPpOBELEH.
B34aT CKPUHWHI MO MECTY XUTENbCTBA Ha 8 CYTKN XXN3HU

KULLEYHbIV CUHOPOM C POXXOEHNS
Hun3kasa npmnbaBka Macchbl Tena
OBCTPYKTVBHbIV DPOHXUT B BO3pacTe 6 MeC

[lnarHo3 B Bo3pacTte 9 Mec
Xnopwapsl nota Ha annaparte HaHooakT -120 MMOb/
[NHK onarHoctuka- koMmnayHa-reteposurota F508del/CFTR del2,3(21kb)

B HacTosLLEee BPEMS - HYTPUTUBHBLIV CTaTyC yaooBnetTsoputesibHbi, OPB1 - 102%
dnopa - S.aureus, obocTtpeHusa BJIT' peokne (He 6onee 1-2 p/ron)



HenpaBubHag MHTEPNPETALMSA PE3YIbTATOB CKPVHMHIa

OOHa 13 Hambosiee YacTbIX NPUYNH MNOONarHOCTUKN

CKPUHWHI NOJIOXXUTESIbHbIV
[ToToBag Npobdba NoNOXKUTENBbHAA U NOrPaHNYHbIE 3HAYEHS
JIHK omarHoctvka - Mytaumm He 0OHapPYy>KEHO

KITMHWNYECKUN MTOVMED

Jlesouka B.H., 2012rp, UPT1-101,62 ar/mr, UPT2-67,56 Hr/mr
IToroBas nipo0a Ha anmapare HaHomakT - 75MMOJIb/1 (MOrpaHuYHas )

JIHK-mnarnoctuka: F508del/-

KinHnyeckad KapTuHa OTCYTCTBYET

I[I/IE[I‘HOS CHAAJIN, 110/ H&6HIOI[CHI/IC HC OCTaBUJIN



B Bo3pacre 2 mec
Y3 - Iuddy3Hbic U3MEHEHUSI B CTPYKTYPE MEUYECHU, YBEINUYCHUE MPABOM
noau nedeHu 70 x 32MMm

KonpoJsiorusi- HEUTPaJIbHBIU XXKUP OTCYTCTBYET

buoxumust kpou - AJIT- 46 Exn/n, ILI®- 887 Ex/n

Koncyabranusa B Mockosckom llentpe MB

[ToBTOpHAas moroBas mpooOa Ha anmnapare HanogakT- 8 SMMOJIB/JI

JIHK- Komnaynp - rerepo3urora no F508del/L1381ns

[Tankpearnueckas smacraza >S500MKr/T

JInarHo3: MyKOBUCIIH103

B 3 mecsla - cnHopoM ncesno-baptrepa
[ Mnokannemmna 0o 2,3 Mmosnb/n




J1o)KHOOTpUUATESTIbHbIV NOTOBbLIV TECT

Mutant CFTR Channel
does not move chloride ions,
© o causing sticky mucus to build

up on the outside of the cell

moves chloride ions to ¢ ¢ o0 %0
the outside of the cell © o o

[Normal CFTR Channel .

Manpauk M. I, 2007Tp
Heonaranbubiii ckpuHMHT - UPT1-204 vr/mr, UPT2-167Hr/Mr

ITotoBas mpo6a no I'mocony-Kyky - 15,6 MMob/1

C poxIcHMSA - 4acThId JKUPHBIA CTYJ, IIOXas NpHOaBKa B BeECE,
gacTele 00ocTtpenus bJIII ¢ 00OCTpyKTUBHBIM CHHAPOMOM

Y3U — nudPy3Hble UBMEHEHUS B ICUCHH, ITOJKETYAOYHOM KEJIC3¢
IloroBasi mpoda Ha annmapare Hanogakr B 2 roga - 142MmMons/in,

Ilankpearnyeckasi 3jacras3a - MCHee 1 SMKT/T
JIHK - F 508del/F508del
IToceB mokpoThl - Staph.aureus 10° Pseudomonas aeruginosa 103



CunHOpom ncesno-baprtepa

[NeBoyka 3.M., 2014rp

HeoHaTanbHbIW CKPUHUHI OTpULaTESNIbHbIW

B Bo3pacTte 3 mec

OTKa3 OT eAbl, NOTEpPSA MaccChbl Tena, BANOCTb, COHNIMBOCTb, pBOTA, Kallenb
'Mnokanuemus go 2,5 mmons/n
OwnarHo3 - OPBWU ¢ kuwe4yHbIM CUHAPOMOM

COCMOSsIHUS peyudusuposasiu

B Bo3pacTte 6 mec

[ToToBas npoba - 77 mmonb/n (HaHoOakT)
NOHK- pnarHocTuka - R347P/3849+10kb>T

MaHKkpeaTn4yeckasn anacrta3sa - 189 mkr/r



CuHopoM ncesno-baprtepa

[eBouka 3.Y., 2012rp

HeoHaTanbHbIN CKPUHUHT UPT1-97 NPT2-104 Hr/mn
lNoToBas npoba - 68 mmonb/n (HaHogakT)
OHK- anarHocTtuka - [omo3urota no F508del

Konponorus - HeuTparsnbHbIN XXNP 3HAYUTENBHO

[MaHkpeaTuyeckasa anacra3sa - MmeHee 15MKr/r

B Bo3pacTe 4 MecsaueB

IloTeps Maccel Tenna, CHUKEHUE alllleTUTa, 0TKa3 OT €/bl, CPhITMBAHUS
Kpuk cnaOslii, Bsitast, aguHamu4dHast. Bec 2950rp.

Koxa 00e3BokeHa, Oj1e/1Hasl, BbIpaK€HA CYXOCTh

ToHbI cepalia IpUITTyILICHHEIE

Kajui cbIBOPOTKHM KPOBH - 1,9 MMoJIb/ 71



CoCTOAHWA, TPebytoLLMe HabOEHNS

Heobxooymo npoBecTn cekBeHnpoBarne reHa CFTR

Maneunk [.[1., 2009 rp

HeoHaTtasibHbI CKPUHUHE VIPT+1-119 Hr/mn VIPT2-109 Hr/mi

oToBag npoba Xnopwapl nota - 38/26/55 MMoJib/

[IHK- nomnarHoctrka KomnayHo-reteposurota F508del/-

[loceB 13 3ea MRSA

Y3Vl opraHoB OprOLLHOW MOSIOCTY ANPAY3HbIE M3MEHEHUS
NOOXKESTYOOYHOW XKEESbI

[TaHKpeaTnyeckasa anacrasa - 572 MKr/r

Pooutenn otkasasimcb OT HabIHOAEHNS



Manbumk H.4., 2004 rp

HeoHaTasIbHbIN CKPUVHVIHI HE NPOBOONSICS

[ToToBasa npoba Xnopwapl nota - 37/34 MMOJIb/I ‘
(HO, OQHOKPATHO Ha BbICOTE NMXOPaAKN - 83 MMOJIL/N NO [ MOCOHY-KYKY)

[IHK- nonarHoctrka KomnayHo-reteposurota F508del/-

OCEB 113 3eBa S.aureus

aHKpeaTnyeckaqa afiactasa - bonee 500 MKr/r

KT opraHoB rpyaHOu KfeTku YToslweHne CTeHOK 6pOHXOB,
NS1eBPONyJSIibMOHASIbHbIE CMAMKU B NPOEKLUUN BEPXHEN A0S NPaBoro
Nerkoro.

KT nasyx Hoca KT-npnsHakn KUCTO3HOro nosnnosa (KUCThbI
BEPXHEYEOCTHbLIX NasyXx)

BA aTonmnyeckaAa popma, CpeaHETAXEeNoe TeveHne



Linppo3 nevenHu

[1narHo3 MykoBncUWO03 nocTapaeH B 11 net

Manbunk K.A., 2000 rp

B 11 net- 123 mmosib/n (HaHopoakT)

HeoHaTasIbHbIV CKPVIHVHI HE NPOBOONSICS

oToBaga rnpoba Xnopwabl nota B 1 rog - 23,5 MMosnb/n (I MOCcoH-KyK)

[IHK- onarHoctrka KomnayHo-reteposurota F508del/R553X

[laHKpeaTryeckas asiacTtasa - MeHblle 15 MKr/r

KT opraHos rpyaHou knetku Lnnunngpnyeckmne 6poHX03KTasbl,

MyKoLene Ha ypoBHe S3 npaBoro nerkoro

Y3U 6prowHoOn nonoctu [ud

0C

OY3HblE U3MEHEHMA noaXkeslyao4yHOoW

»Xenesbl U nedeHn. Gubpos nedeHU. 'vnonnasma XKENYHOro nysbipA.

YMeHbLUEHNE pa3MePOB NoYeK (CMopLUMBaHUE NMoYeKk?)



2 mecsana - BYM MukormiasMEHHON 3TUOJOTHUH C IMIOPAKEHUEM MIEUCHU,
[MHC, nerkux (ABYXCTOPOHHSISI MHEBMOHMS), THIIOTpodus 1 crerneHw,

aucoOakTepro3 kumeynuka, [1011.

S MeC TTOCTOSTHHBIM BJIQXKHBIM Kalleiab, KOHCYJIbTUPOBaH B JII'KbNe 19 1.
CankT-lleTepOypra quarao3-o4aroBas 2-X CTOPOHHSSI MUKOILIa3MEHHAs
OpOHXOIMHEBMOHMS, TUIIOTPOGHUs 1 CT, AUCOAKTEPHUO3 KUILICUHUKA.

10 Mmec ocTpbIii OPOHXUT, aMOYJIaTOPHOE JICUCHHUE

Irox - crauimoHapHoe neueHue smepuxuosa, JJ/KBII.

ITotoBas rpo0a - XJopuasl ota 23,5 MMOJIb/JI.

Ir 2mec JI'Kb Nel r. Cankr-IletepOypra - LluTtomeramoBupycHas
MHPEKIUS C NPEUMYIIECTBEHHBIM IIOPAXKEHUEM IOIKEITYTOYHOU

KeNe3bl, CHHAPOM ManbaOcopOumu. IloroBas mpobda - 15mMmonb/n

(I'nbcon-Kyx)



3 rona JII'Kb Nel3 um.H.O.DunaroBa (OTIENCHHUE TaCTPOIHTEPOIOTHH) -
IUarHo3 HEIOCTAaTOYHOCTh MOMKEIYA.KeNIe3bl, AUCHYHKIUS COUHKTEpa

Onmmu

9 gmer B JII'Kb Ne2 cB.Bnagmmupa - gud@y3Hble M3MEHEHUS ITapPECHXUMBI
[ICUYCHHU, TPYObIC CTPYKTYpPHBIE H3MECHECHHS >KEIY.IYy3bIps. MyKoBUCIIHIO03?
BpoxaeHHbIN puOpo3 rneyeHu?

10 JieT mepeHec OCTPYIO IMIPABOCTOPOHHIO ITHEBMOHHUIO

11 jeT NOCTOSHHBIA Kallellb, ¢ OOJIbIIMM KOJIWYECTBOM MOKPOTHI, LIHPPO3

MeUCeHU, CUHIPOM Majibadcopouuu Bec = 23,5 kr, poct = 127¢cMm.

HanpasneH B MockoBCKun LIEHTP MyKOBUCLIMA03A
[lnarHos - MYKOBVCUWOO3

[Ipp03 re4eHy B A8TCKOM BO30ACTE- 1oKa3aHue /14 N0TOBOr0 TecTa



1na 6onbHbIX MB, Kak npaBMJ/10, XapaKTepHO
obHapyxeHue Nnpu MUKpoobmonoru4yecKom
Mccsie,oBaHUUM MOKPOTbI accoLMaLMM
MUKPOOPraHM3MoB

F'pamompuyamenbHasa HO
MUKpodgiopa

H. influencae S.aureus P.aeruginosa B.cepacia

Stenotrophomonas maltoph.
y - -

Aspergillus fumigatus

Achromobacter xylosoxidans




Manbumk [.A., 2001 rp

[IHK- onarHoctnka ['omo3urota F 508 del

HaoOnrogaercs B nearpe MB ¢ 2009r
HyTpuTHBHEBIN CTaTyC peOCHKA yIOBICTBOPUTEIILHBIN

IHosoxkuTeAbHBIE NPOOLI MaHTY

[Toctynun nop HAOMIOAEHHE C XPOHUYECKOM CHHETHOMHOM HWH(pEKIUEH
ODB1- 102% DKEJI- 93%

C mapra 2010 roma mo aBryct 2011 roga P.acruginosa He BeiceBa
ODB1-91% DIXKEJI- 90% OP3, oboctpenus bJIII 1-2 paza B rox

2012r - uaTepMUTTHPYIOMIMK BhICEB P.aeruginosa

Nuaransuauu ToOu noaxaliep, cymamMen KaKabld 3 JICHb



lon OPBI1 OIKEJI

2009 102 93
2010 - -
2011 91 90
2012 97 92
2013 ‘ 94 ‘ 97
2014 ‘ 83 ‘ 82
Ausaps 2015 30 | 36

B anpene 2014r - M.abscesus

[Ipoxogunu o6OcinegoBanue B M3pauiie, oT cnelupuUIeCKOM Tepanuu cneruaiucTtel "Assaf
Harofen" Medical center pekoMeH10BaIM BO3IEPKATHCS

3a nocneanui 2014r-2015r cocTosiHue ManKeHTa yXyaniIoCh, y4acTHINCh bJI-o0ocTpeHus
B nexaope 2014 - nmeBoctopoHHss mHeBMOHM:A. Ilonmydan - munpoOau, ¢ HE3HAYUTEIbHBIM
3(h(HEKTOM, COXpaHsICSI NPOAYKTHUBHBIM Kalllelb, MOABEM TemIliepaTypbl 40 (EOPUIBHOM K
BEUEPY

Rg rpynHon KneTku - PEKOHBaIUCLUEHIUSA JIEBOCTOPOHHEN [THEBMOHUHU
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Ilox0op aHTHOAKTEPHAJIBLHON TEPANUU COITIACHO MEKIYHAPOIHBIM

CTAHAAPTAM M 10 JAHHBIM aHAJM3a YyBCcTBUTEeAbHOCTH HTMb

AMurkanyid B MHrajasuusax 500 mr x 2 pa3a B 1€Hb
Kaapurpomumun 500 mr x 2 pasa B I€Hb

KoHTponp 0/X KpoBH, 4epe3 5 THEW JOIOJHUTH TEPATHIO
Munouukjaul 1 80Mr x 2 pa3za B I€Hb

yepes3 S THeW OMOXHWMHUIO0 KPOBY MOBTOPUTH U IPU OTCYTCTBUM U3MEHECHUM

Pudamvnuuun 300 mr x 2 pa3a B 1€Hb



B neomartprnyeckon npakTrke Heobxoammo

e YeTKoe BbINOJIHEHME MPOTOKO1a HEOHATa/IbHOrO CKPVHMHIA
¢ OpPUEHTUPOBATLCH Ha KITMHNYECKYIO KapTUHY 3ab01eBaHNS

e CHOPOM MOTEPU COJIEN (TUMOKaIMEMUS) B BO3pacTe 3-6 MEC -
NnokKasaHne K NPOBEOEHNIO MOTOBOIrO TECTA

o KOHTPOMMNPOBATb ASIEKTPOJSINTbLI KPOBW MOCSIE BbIMUCKN 13
cTaumoHapa 1y naupeHToB ¢ MB B Bo3pacTe 3-6 MecC

e [ nppo3 neveHn, Nonmno3 Hoca, PEUVONBVPYIOLLME MHEBMOHUN NI
OPOHXUTLI, CUHOPOM Masibabcopbuun - MoKalaHWe s NPoBeaeHE
NOTOBOIO TecTa

e KOHTPOJIb MOCEBA MOKPOTbI B NPOMUIbHOM JlabopaTtopumn

e CEeKBEHMPOBAHWE reHa, B COMHUTESbHbBIX CyYasiX 1 NMpvi HEM3BECTHbIX
MYTaLMAX



