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* Kucrozusiii puodpo3 (MyxkoBucunao3, MB) - ayToCOMHO-pEIIECCUBHOE
MOHOT€HHOE HAaCJICICTBEHHOE 3a00JI€BaHUE, XapaKTEPU3YIOIIECECs TOPaAKEHUEM
BCEX SK30KPHHHBIX JKEJE3, a TAKXKE )KU3HCHHO BaYKHBIX OPTaHOB U CUCTEM.

B ocHoBe nmaroreHesa 3a0osieBaHusl JeKUT MyTanusa rena MB!

* T'en MB koHTpoOJUpYyET CTPYKTYpY U QYHKIMIO Oeka Ha3BaHHOTO MBTP —
TpaHCMeMOpaHHbIN perynsitop MB.

Chromosoms
#7

~

Ha cerogHsiluHui ieHb
BbIJIE/IEHO OKOJIO 2 000 MYyTallHMH
MBTP, oTBeTCTBEHHBIX 3a
pazsuTHe cumniTtoMmoB MB.
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http://freediets.info/cystic-fibrosis-punnertt-square
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(MBTP) 10 MOCJIEIHUM
VICCIIEOBAHUAM CUMTACTCA
COOCTBEHHO XJIOPUIHBIM KaHAaJIOM.
ITpu 3aTpyIHEHUU 1504
MPOXOXKJCHUSI YEpe3 KIETOUHYIO
MeMOpaHy YBEJIIMYUBAECTCS
peadbcopOIus HaTpUs
KEIIE3UCTHIMHA KJIICTKAMU,
Hapyulaercs AIEKTPUYECKUAMN
MTOTECHIAIT IPOCBETA, 4TO
BBI3BIBACT U3MCHEHUE
AIEKTPOIUTHOTO COCTaBa 17|
JNETUAPATALIMI0  CEKpEeTa  XKeJie3

BHEIIIHEN CEKPEIUU.

B pesynbrare BBIIEISEMBIA CEKPET
CTAHOBUTCS YPE3MEPHO TYCTbIM U

Bsi3kuM. llpm 3TOM  CcTpamaror
JICTKHE, KEITYTOYHO-KUILIECYHbIN
TPAKT, TICYEHb, IOJKEITYIOUYHAs

KCJIC3a, MOYCITIOJI0Bas CUCTEMA.

Dmuonozusn u namozenes 3a001€6aAHUA

MBTP (CFTR) nokanuzyercss B alnMKaJIbLHOU
4acTU MEMOpaHbl  AIUTEIUAIBHBIX  KIIETOK,
BBICTUJIAIOIINX  BBIBOJHBIE TPOTOKH  KEJIE3
BHEIIHEN CEKPEIMH (IMOTOBBIX, CIIOHHBIX, KEJE3
B OpOHXax, MOKETYI0OUHOM Keje3e, KUIICUHUKE,
YPOTCHUTAJIBHOM  TPAKTE€), OH  PETYJIUpPYyeT
TPAHCIIOPT  BJIEKTPOJIUTOB  MEXIY  3TUMHU
KJIETKAaMH U MEXKJIETOYHOU KUIKOCTBIO.

H,O MyTanTHbIM kaHan CFTR
H,0 H,O He ne ;
2 peHocuT noHsbl Cl, yto
HO o o NPUBOAUT K HAKOMJIEHWNIO
- C/M3U CHapYXU KNeTOK
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OpraHbl n NMaTonornyeckue npoueccobl
CUCTEMbI

Nerkne BpoHxo00CTpyKUMS, ObiXxaTenbHast HeOOCTaTOMHOCTb,
CHU)KEHME TONEePaHTHOCTU K MHEKLMN, NEro4Has
rMNepTeH3ns, KONoHM3aUus AbixaTenbHbIX NyTen P.
aeruginosa 1 ap NaToniorm4eckuMm M/o, XpoHMU4Yeckoe
BOCMNarneHue abixaTternbHbiX NyTen, OpOHX03KTa3bl,
OECTPYKLUNSA NapeHXUMbI NETKNX.

MomxenyanoyHas OOCTPYKUMA NPOTOKOB XKene3bl,MosIBIIEHNE KUCT, HeAOCT-Thb

xenesa NO4KeNya04YHOM Xenesbl (BHYTPEHHE - U
BHELLUHeCeKpeTopHas),
KnwedHas mansabcopouus.
[NevyeHb XonecTas, xonenutnas
KnweyHuk YBenuyeHme BA3KOCTU/aareamBHOCTU KanoBbiX Macc

PenpoayktmBHas  OGCTpyKUMS 1 nocneayoLas atpesnst BbIHOCALLIMX MPOTOKOB
CUCTEMA Y MYXYMH  andek. A3oocrnepmust.
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Dnuoemuonozus 3aooneeanusn

* Yacrora MB koneb6nercs cpeau npeacraButeaei espomneonoB ot 1:600 mo 1:17000
HOBOPOXXICHHBIX.

* B P® yacrora mykoBuciuao3a cocrapisieT 1o ganubiMm OI'bHY «Menuko-
T€HETUYECKUM HAy4YHbI LeHTp uM. akagaemuka H.I1. boukoBa» 1:9000 HOBOpOKIEHHBIX.

Knaccudpuxkanus, npunsaras BO3, Mexaynaponnou Accouuanued MyKkoBUCIIHI03A,
EBpomneiickoit Accouuauuein MykoBucuumao3a

1. Krnaccuueckuii MyKOBHUCIIMI03 C MAHKPEATHUSCKON HETOCTATOYHOCThIO (CMElIaHHasl
WJIW JIETOYHO-KuIlleuHas hoopma 3adboneBanusil), PI. E84.8.

2.  Knaccuueckuid MyKOBHUCIUI03 C HEHAPYIIIEHHOM (DYHKIIHEH TOIKEITYTI0YHOM JKeJ1e3bl
(mpeuMyIiecTBEeHHO JerouHas opma 3adoneBanusl), PS. E84.0.

3. HeonpeneneHHbIN qUardo3 Ipy MOJOXKUTEILHOM HEOHATaJIbHOM CKPUHUHIE Ha
MyKoBHCLIMI03. E84.9.

4.  3aboneBaHus, accouuupoBanHbie ¢ reHoM CFTR(MBTP)
* U30JIUPOBAHHASA OOCTPYKTUBHAS a300CIIEPMMUSI;
* XpOHUYECKUH MAaHKPEATHT;
* TMCCEeMUHUPOBAHHBIC OPOHXOIKTA3HI.
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Ipumep ouaznosa
* Kucrto3ubsiii GuOPO3 NOMKETYyI0UHOM Kenne3bl (MyKoBucIn103— E84.0) [reHoTHIT

F508del/F508del], nérouno-kumedHas ¢opMa, CPEOHETSIKEIOE TEUCHUE.
XpoHuueckuid  OpoHxUT. JlpixarenpHass HemocTtarodHocTh 0-1  cremeHwm.
Xponuueckass uHpeknua Ps.aeruginosa. XpoHHYECKass MaHKpearuyeckas

HEJI0OCTAaTOYHOCTbh, TshkKelas crereHb. OTcTaBanue B (pu3ndeckom pa3zputun. bOH
2CT.
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Y OonplIMHCTBA JAETEM OTMEYAIOTCS YacTO PEIUIUBUPYIOMIME PECIUPATOPHBIE
MHPEKIIMU C SABJICHUSIMU OpOHXUTA, JOCTATOYHO PAHO TOSBISETCS Kallelb C
BBIJICJICHUEM THOWHOM MOKPOTBI, OTMEYACTCS CBUCTINIEE JBIXaHUE, CIBIIIAMOE Ha
pacCTOSHUU W/WIM «opajibHasg Kkpenurtauus». [Ipu pacnpocTpaHEHHOM IMPOLECCE C
BApUKO3HBIMM W/WJIA MEMIOTYAThIMU BD MOXeT oTMedaTrhes ofbIka. Takke XapaKTepHO
HaJIMYKE 33JICP>KKU NPUOABKU BECa, YaCThI OOWJIbHBIN, C IPUMECHIO JKUpPa U 3JIOBOHHBIM
3amaxom CTyIl.

KoXHbIE MOKPOBBI UMEIOT «COJIEHBINY» ITPUBKYC.

[Ipu pacnpoCTpaHEHHOM MOPAXEHUM JIETOYHOW TKAHW HEPEIKO MOXKHO OOHApYKHUTh
KOCBEHHBIC MPU3HAKU XPOHUYECKON TUTIOKCUU: JIe(hOpMaLIU KOHIIEBBIX (DajaHT MaJIbIEB
O TUITY «0apabaHHBIX NaJIbIEB» W/WIN HOI'TEN MO TUIY «4aCOBBIX CTEKOI.

[IepkyTOpHO Haja JETKMMU MOXET BBICIYIIMBATHCA KOPOOOUYHBIM OTTEHOK 3ByKa W/WJIU
y4aCTKH MPUTYIUICHHS, MpPU ayCKyJbTalluM — OCJa0JIeHue JbIXaHWs, CyXHe U
pa3sHOKIMOEpHBIE  (NMIPEUMYIIECTBEHHO  CPEAHEIMY3bIpUarble)  BJIAXKHBIC  XPHIIbI
JIOKAJIbHBIE WK PACHpPOCTPAHEHHBIE, B 3aBUCUMOCTH OT 00beMa MOpaKeHUsI.

[Ipu oOclienoBaHWM BEPXHHUX JIBIXaTEIbHBIX MYTEH BBISABIAETCA XPOHUYECKUU
MTAHCUHYCUT, HEPEIKO MOJIUIIO3HBIMN.

[Ipu oOciie1oBaHUM JKEITYAOYHO-KUIIIEYHOTO TpaKTa >KMBOT YBEJIMYEH B pa3Mepax
(«JIAryuaquii» ), B ciiydyae pa3BUTHs IUPPO3a - TEMaToCIIICHOMET NS,
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e JluarHo3 MB moaTBep:kaaeTcs NpU HaJIWMYUKA OJHOTO WM 00jee XapaKTEepHBIX
(beHOTUIMMYECKUX MposBiIcHU MB B codeTaHuu C J0Ka3aTeIbCTBAMU HaJIHMYHS
myTtamuu reHa MBTP.

OcHosHbie ghenomunuueckue nposenenus MB:
* JKenyoouno-xkuuieynole:
- MEKOHUEBBIN UIIEYC
- DK30KpHUHHAS HEAOCTATOYHOCTh MOMKETYIOUYHOU KENE3bI y JETEH
* Co cmoponbl ObIXamenbHblX Nymell.
- XpoHuueckas HH(EKIIMs, BbI3BaHHAs MyKOUIHOUM (hopMoii Ps. Aeruginosa
-bpoHX03KTa3bl B BEpXHUX J0JIX 0O00UX JIETKUX
- [Tepcuctupyromas nHdekus, BeI3BaHHasA B. cepacia
- Ilonumnel HOCA y feTen
* Jlpyeoe:
- CHHAPOM 3JICKTPOIUTHBIX HAPYIICHUN
- BpoxkieHHOE ABYCTOPOHHEE OTCYTCTBUE CEMSBBIHOCSIINUX MPOTOKOB
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1. Ilpoeedenue ckpunuHza HOBOPOIHCOCHHBIX HA MYKOGUCHUUOO03 (HEOHAMAIbHbLIL
CKPUHUHZ)

IIpoTokoa ckpuHuHTra BKiIodaeT 3 oos3arenbhbix 3Tana: UPT, UPT1, noToBeiii TecT. Ha
IIEPBOM 3Tare B KPOBH HOBOPOXKACHHBIX (4-5 I€Hb Y JIOHOIIECHHBIX, 7-8 JIEHb Y

HEJIOHOIIEHHBIX) onpeaensaeTcs ypoeHb UPT. [Ipu npeBbilieHrr MOporoBoro ypoBHs
NPT

MPOBOAUTCA peTecT Ha 21-28 neHp xku3Hu. [Ipu MonoKuTensHOM peTeCTe MPOBOAUTCS
ITOTOBAS

npoOa. [103UTUBHBIN MOTOBBIN TECT PACHIEHUBAIOT KaK MOJIOKUTEIIBLHBINA PE3yIbTaT
CKpPUHUHTA.

2. Ilomoegwiit mecm- 3010moii cmanoapm ouaznocmuxu MB.

[Torpannunsie 3HaueHus xjaopa 30-59 mmoub/mn, natonorus 60 MMOJIB/JT U BBIIIIE.

3. Mukpoouonozuueckoe ucciedosanue mokKpomal, opohapunzeaibHo20 Ma3Ka u/uiu
HCUOKOCMU , OPOHXOATIbBEONAPHO20 1asalca 11 UACHTU(DUKAIIUY TTaTOreHa/-0B) U
OnpeneneHus: 4yBCTBUTEIBHOCTH BBIACICHHON MUKPODIIOPHI.

4. Konponozus- 1Jisi onpeesieHrs CTENEHU MTaHKPEaTUIE€CKOM HEJIOTATOYHOCTH (HEUTP.
KUp, nacraza-1 kana)
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KT opzanoe zpyonoii kiemku

Cnupozpaghus

Pezynapnoe nepuoouueckoe Ixokapouozpaguueckoe uccjiedosanue ¢ 00nniepom
Ilpooa Manmy

Y3 ObII

Duopoinacmomempusn nedeHu

SUOAWN=

JleueHue
KoncepBaTuBHOe JieueHH e

1. ﬂuema u eumamuHomepanus

- PexoMeHayeTcs yBeIMYEHHE CyTOUHOIro notpedsieHus kajgopuit Ha 120-150% mo cpaBHEHUIO
C HOpMaMHU IO BO3PACTY, IPOMOPIIMOHATBLHOE YBEJIUUCHHUE OTPEOICHUS
BBICOKOKauecTBeHHOI0 Oetika (20% oT cyTouHoro kajiopaxa) v xxupa (35-40% ot cyTouHOro
KaJIopaxka).

2. Mykonumuueckue npenapamat

- TopHa3a ajib(a- WHTAISLMUOHHO B J103€ 2,5 MT' B CYTKH; IPU HEOOXOIUMOCTH
(pactipocTpaHeHHbIE OPOHXOAKTA3bl; XPOHUUYECKUI CUHYCHUT) 2 pa3a B CYTKH C
HCIMO0JIb30BAHUEM YHHUBEPCATLHON MHTAISIIMOHHOM CUCTEMBI C (DYHKIMEH MyIbCUPYIOIICH
IOZa4Y1 a3PO30JIsl.
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2. Mykonumuueckue npenapamsul

-7% runepToHUYEeCKuil pacTBop HaTpus xyopuiaa ¢ 0,1% HarpueM ruaaypoHaToM 1o S5 MiI 2
pas3a B JICHb

- MannuTon npuMensiercs B 1o3e 400 Mr IBa)kabl B ICHb YEPE3 UHTATIATOP.

3. Bpouxonumuueckue npenapamaol

- [P HAJIMYUU 3aTPYJIHECHHOTO JbIXaHUS U OABIIIKHU: Caab0yTaMoll 0 TPeOOBaAHUIO

- [PH HAIMIUHA OOpaTUMOM OOCTPYKIIMH- CaIMETEpOoa Wik popMoTepol

4. Aumuoakmepuaivnaa mepanus- BCEM NMALUEHTAM C JISTOYHBIMU MposiBiicHUsIMA MB, y
KOTOpBIX oTMedaeTcst ooocTtpenne MB (Bkitouas o6octpenus Ha hone OPU) nnun
BBIABIISIIOTCS BO30yauTENN pecriuparopHoi nHdpekuu B konudectse 6onee 104 KOE npu
MJIaHOBOM MUKPOOUOJIOTMYE€CKOM HCCIIEI0BAHUU.

Bwvibop nexapcmeennvix cpedcme onpedensemcsi. BUAOM BO30yIUTENS, BBIIBICHHOIO Y
NalMeHTa; YyBCTBUTEIBHOCTHIO BO30yauTes (in vitro) k nanaomy ABII; dazoii 3a0oneBanus
(o0ocTpeHust — peMuccus); NPOAOJHKUTEILHOCTRIO HMHPEKIIMOHHOTO Ipoliecca (XpoHuYecKas
UH(EKIMS — BIIEPBBIC BBISIBICHHBIA BO30YAUTEND); dPHEKTUBHOCTHIO TEpATUU

IPEIIECTBYIOIIET0 000CTPEHUS JICTOUYHON HH(PEKIINH
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5. Ilankpeamuueckue ghepmenmut

3aMeCTUTEIbHYIO Tepanuio nankpearnueckumu pepmentamu (ITankpeatun™*), B Buge MuHumMukpocdep,
PEKOMEHI0BAaHO Ha3HAa4aTh BCEM MallMEHTaM, BKJII0Yas HOBOPOXKAEHHBIX ¢ MB, uMeronium

KJIIMHUYECKUE MPOSBICHUS KUIIICYHOTO CUHIPOMA WJIH HU3KYIO KOHIICHTPAIHIO 31acTa3bl-1 B Kajie
(<200 MKr/T)

-V O0JBIIMHCTBA MAIMEHTOB /1032 JOJKHA OCTaBaThCs MEHbIIE uin He npepsimarsk 10 000 EJl mo numasze
Ha 1 xr maccel Tena B cyTkd win 4000 EJl Ha 1 T moTpebiaeHHOr0 Xupa.

BceM manueHTaM ¢ MyKOBHCIHMI030M B 00513aT€JILHOM MOPSI/IKE PEKOMEH/I0BAHO NIPOBEACHHUE
KMHe3UTEepanum o HHAUBUAYAJIbHOU nporpamMmMe. OcHoBHbIMU MeToaukaMu KHT sBnsiroTcs:

*  NOCTYpaJbHBIN JPECHAX; NEPKYCCUOHHBIN MAaCCaX IPYJTHON KJIIETKW;, AKTUBHBINA IIUKJI JbIXaHU;
*  JIPEHa)KHbIC MOJOKECHUS;, Ay TOTCHHBIN IPEHAXK;

¢ TCpanusd, C IOMOIIbIO AbIXATCIBbHBIX TPCHAXKCPOB, CO3AAI0MINUX ITOJIOKUTCIBHOC JABJICHUC HA
BbIAOXC, B TOM YHUCJIC, C KOHTPOJICM U PCTYIUPOBAHUCM 3TOI'O JABJICHUA

e (cmenumanabHBIC MAaCKH, CUCTEMBI, (prraTTep, adpoduka u Jip.);
e JlpeHax ¢ MOMOIIBIO CTICIIUATBHBIX MPUOOPOB: BUOPO-KUJIET, ammapar I SKCTPAyJIbMOHATBHOM

BBICOKOYACTOTHOW OCIMJUISAIIUM, aniliapaT MHTPAIyJIbMOHAJIbHOW NEPKYCCUOHHOW BEHTHIISIIIUA
JIETKUX, OTKAIIIUBATENb U .

KI/IHGBI/ITepaHI/IH Ha3Ha4YacTCsa BCEM ITallUCHTaM C MOMCHTA ITIOCTAHOBKU AHWAarHo3a, B JTF000M BO3pacCTe,
KaK C JICTOYHBIMHU IIPOABJICHUAMHU 3360J'ICBaHI/I$I, Tak u ¢ kuniedupiMu cuMmrnroMmamMu. KHT moka3zana
BCEM HOBOpO)K,Z[éHHI)IM H ICTAM IICPBBIX MCCALICB JKU3HU, ITALITMCHTAM C MB.






