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AHHOTanudA. bpul poaHanM3UpPOBaH KIMHUYECKUW CIIydall MYKOBHCIMI034,
BbI3BaHHOr0 MyTtanwmei del F508, y Tpex manmueHTOK M3 omHOW cembH. [IpoBenaeHO
CpaBHEHHE KIMHUYECKOW KApTHHBI, TAHHBIX KOMITBIOTEPHON TOMOTpaduu, moCceBOB
CJIM3U 3€Ba U KOMPOrpaMM MallMEHTOK B TPEX BO3PACTHBIX nepuonax (2-3 r., 3-4 r., 6-
7 1.).

Annotation. A clinical case of cystic fibrosis caused by del F508 mutation in
three patients from the same family was analyzed. There was compared a clinical
picture, computed tomography data, mucus pharynx sowing and coprograms in three
age periods (2-3 years, 3-4 years, 6-7 years).

KarueBbie caoBa: wmykoBucuumo3, wmytarus del F508, mnpenartambHas
ANAardHoCTUuKa

Key words: cystic fibrosis, del F508 mutation, prenatal diagnosis
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MyxkoBuciuno3 (KUCTO3HbIM (PuOP0O3) — OSTO ayTOCOMHO-PEIECCUBHOE
MOHOTE€HHOE HAacCJIeICTBEHHOE 3a0ojieBaHuEe, OOYCJIOBIEHHOE MYyTallUeH TeHa
TpancMemOpanHoro peryiniaropa MB (MBTP), xotopeid siBisieTcs KaHaJIoM JUIs
AKTUBHOTO TIEPEMEIICHUSI HOHOB XJIOpa, a TaKXkKe peryisaTopoM oOpaTHOTO
BCACBhIBAaHUSI WOHOB HATPHs, M XapaKTEePU3YIOIIEECS MOPAKEHUEM IK30KPUHHBIX
KeJe3 KU3HEHHO BAXKHBIX OPTaHOB M CUCTEM M UMeEIOIee OOBIYHO TSKEI0e TeUEHUE
u nporHo3 [l]. Ecium oba poxaurenss reTepo3uroTHbie (SBISIOTCS HOCHUTEISIMU
MYTHPOBABILIETO T€HA), TO PUCK poxkaeHus 6onbHOro MB pebenka cocrasmsiet 25 %.
Exeronno B Poccun poxaaercs okoso 650 geteit, 60JbHBIX MYKOBUCIIMIO30M [2].

eab wucciaenoBaHusi — WU3YYUTh OCOOCHHOCTU KJIMHUYECKOTO TEUYEHUS
CMeIIaHHOU (OpMBI MYKOBHUCIIHI03a HA TTPUMEPE TPEX MAIMEHTOK U3 OJIHOM CEMbU U
NOATBEPAUTh  HEOOXOIMMOCTh  MPOBEICHMUSI  MPEHATATbHOW  JHArHOCTUKU
MYKOBHCIIU03a B CEMbSIX U3 IPYIITBI BBICOKOTO PHUCKA.

MatepuaJjibl 1 METOABI UCCJIETOBAHUSA

beimu paccmoTpensl uctopuu OOJE3HM TpPEX MAIMEHTOK W3 OJHOW CEMBbHU C
auarao3oM: MyKOBHCIH/I03, cMemiaHHass (opma, Tsokemoe Teduenue (myramus del
F508 B roMO3MroTHOM COCTOSIHMH), TOCTABJICHHBIM B IEPUO]] HOBOPOXKICHHOCTH.
Bcee nmamuenTku Haxoauiauch Ha miaaHoBoM JiedeHuu B OJIKB Nel.

Pe3yabTaThl HCC/IEIOBAHUS U UX 00CYKIeHHe

VY nammentku E. (ot mepBoit 6epemennoctu, 11.12.2010) cpazy ke mociie
pOXIeHuss HaOonanach HSHTEpalbHas HEIOCTATOYHOCTb, B3AYTHE JKHUBOTA,
CPBITMBaHUSl OKOJIOIUIOJHBIMU Boaamu. Ha BTOpble CyTKM HaOJIOAAIOCh PE3KOE
B3IyTHE >KMBOTA, 3aCTOMHOE OTHENSEMOE B JKEIyAKe, Tra3bl HE OTXOAWIH,
OUMCTUTENbHAs Kiu3Ma 0e3 a(pdekra, B CBA3M ¢ YeM OBLJIO MPOBENECHO ONEPATUBHOE
BMEIIATENbCTBO: [[BoiHasg wmieoctoma nmo Mukyinud. MeXKUIIEUHbI MarHUTHBIN
anactomo3. Yepe3 1 Mecsip B CB3M ¢ HEI(PHEKTUBHOCTHIO aHACTOMO3a, ObliIa
IPOBEAECHA PE3EKIUs y4acTKa MOJB3AOIIHON KUIIKH, TOHKOKHUIIEYHBIA aHACTOMO3
«KOHEIl B KOHEL», pEe3eKUUs WieoleKaapHoro yrima. B 6 Mec — 3akpeiThe
WJIEOKOJIOCTOMBI C JOPMUPOBAHHEM KOHIIEOOKOBOI'O aHACTOMO3a.

HecMmoTrpst Ha reHeTwueckd MOATBEpKAeHHBIM puck mytanuu del F508, ot
MpeHaTAIbHONW JAMArHOCTUKM TIPU TUIAHUPOBAHUM BTOPOM OEpPEeMEHHOCTH MaTh
OTKa3aJ1aCh.

17.12.2011 ot BTOpO# OepemMeHHocTH poawnuch nauueHTtkn C. u M.. VY
naruenTku C (MepBBI IJI0T) € MEPBBIX MecsIeB Habmoaanace runorpodus. B 6 mec
— TIOJIOKUTENbHBIN aHanmu3 MOKpoThl Ha Pseudomonas aeruginosa. ¥ manuentku M.
(BTOpOM MIIOA) TIpU  POXKACHUM — TMPU3HAKKM JUHAMHYECKON  KHUIIIEYHOU
HEMPOXOJUMOCTH, B CBA3U C Ue€M MpoBeAeHa omepauusi: J(BoilHas MIEOCTOMUS IO
Mukynuay (B 2 Mec). 3akpbhiTHEe HICOCTOMBI C (DOPMHPOBAHHWEM KOHIIEOOKOBOTO
aHactamo3a (B 3 mec). B 6 Mec pa3BuiCs CHUHIPOM SJIEKTPOJUTHBIX HApYUICHUM
(nceBno baprep), monoxurtenbHbI aHAIM3 MOKPOTHI HAa Pseudomonas aeruginosa (a0
1 r 3 mec).

JluarHo3 BceM MalMeHTKaM ObLI MOCTABJIEH HA OCHOBAHUU MOJIOKUTEIBLHOTO
HEOHATaJbHOIO CKPUHUHTA, TOJOXUTEJIBHONM TMOTOBOM MPOOBI, KIMHUYECKOU
KapTUHBI (MEKOHUATIBHBIN UJIEYC, peCIUpPaTOpHAs CUMITOMATHKA).
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JlanHble aHaMHE3a M KOMIBIOTEPHOM TOMOrpaduu OpraHoB I'PYAHOU KIIETKH
MalKMEeHTOK B Bo3pacTe 2-3 T., 3-4 1. u 6-7 neT npeacTaBieHbl B Tabnule 1.

Tabnuua 1

Oco0EHHOCTH KJIMHUYECKOTO TeYEHHsI M TaHHBIX KOMIIBIOTEPHOU ToMOrpaduu

ITanueHTKa 7Kanodwl KT opranos rpyaHoii KJieTKH
E 2-3 rojaa: 2-3 rona:
11.12.2010 | ExxenHeBHBIN Kaleab 6e3 CocynucThlil pUCYHOK YCHIIECH.
(ITepBas OTXOXJICHUSI MOKPOTHI, CHUKEH CTeHKH OPOHXOB YTOJIIIEHBI.
OEpEeMEHHOCTBD) | alleTUT, PU3NYECKOe Pa3BUTHE Kophu pacuiupensi,
HUKE CPETHEro, JTUCTAPMOHUYHOE | O€CCTPYKTYPHBI.
3a cuet AeduuuTa B macce. Han [TneBpoauadparmanbHas
JIETKUMH KOPOOOYHBIN 3BYK, criaiika cripasa.
PaBHOMEPHO OCJIa0JIeHHOE 3-4 roaa:
JbIXaHue, SMpu3zema. Cocyaucto-0poHxuaabHbIN
3-4 roaa: PUCYHOK YCHUJIEH, TPYy0O
[TosiBIIIMCH €TUHUYHBIC nedopmupoBan. MexoneBas
CpeaHeKaIuOepHbIC XPHUIIBI B IJIeBpa yTOJIIEHA, CTEHKH
HUKHUX OTJIEJNIax JIETKUX. OpoHx0B My(TOOOPa3HO
6-7 Jet: YTOJILIEHBI.
KosxHbl€ TOKPOBHI U CIAU3ZHUCTHIE 6-7 jaet:
OJieTHBIE, C CEPhIM OTTEHKOM, HepaBHomepHas
«OapabaHHbBIE TTATOYKI, MTHEBMAaTH3AIUS JTETOYHBIX
«4acoOBBIE CTEKJIa», HOCOBOE MoJiel 3a CUeT yYacTKOB
JBIXaHUE 3aTPYTHEHO, TPAHUIIBI HEHTPUIOOYIISIPHON dM(DU3EMBI
ceplilia Cy>KeH, CTyJ Ha (oHe Y YYaCTKOB TUTIOBEHTHIISIIHH.
€KEeTHEBHOTO NMpUeMa KpeoHa CreHnku OpOHXOB YMEPEHHO
noyryoOpMIICHHBIH, 0€3 YTOJIIIEHBI.
CTE€aTOPEM. KT npuoamounvix nazyx Hoca:
XPpOHUYECKUH MOJIUTIO3HBIN
PUHOCUHYCUT. AJleHOU B! |
CTETICHH.
C 2-3 rona: 2-3 rona:
17.12.2011 | [loHmkeHHOE MUTAHUE, [Ipu3HaKku XpOHUYECKOTO
(Bropas dusznueckoe pa3BUTHE CpeaHee, OpOHXOJIErOYHOT'0 IIpolIecca.
OepeMEeHHOCTh, | TUCTAPMOHUYHOE, 32 CUET 3-4 rosa:

MEePBbIN 10T

nedwurmTa Maccel. Exke THEBHBIN
KallleJIb 0€3 OTXOKICHUS
MOKpPOTBI, «OapabaHHbIC TATOUKH)
U «49aCOBBIC CTEKJIa» BHIPAKCHBI
¢J1a00, HOCOBOE JIbIXaHHUE
cBOOOJHO, HAJ JIETKUMH
KOpOOOYHBIN 3BYK HaJl BCEMU
OT/ICJIaMU, PABHOMEPHO

[Ipr3HaKu XpOHUYECKOTO
OpOHXOJIETOYHOTO Tpoliecca
6-7 jaet:

LenTpunobynspras sMmbpuzema
¥ TTHEBMATHU3AIIHS TI0 TUITY
«MaToBOTO CTeKIay. [Ipocser
CETMEHTAPHBIX U
cyOCerMeHTapHbIX OPOHXOB
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ocJIa0JIeHHOE JbIXaHue, 000UX JIETKUX CY>KEH, CTCHKHU
€JIMHUYHBIC CPEeIHEKATUOEPHBIC YTOJIILIEHBI.

XPHITBI B HIDKHUX OT/IEJax, CTYJ Ha
¢dboHe mpuemMa KpeoHa
nostyoOpMIICHHBIH, 0€3
cTeaTopeH.

OT1cyTcTBHE OTPUIIATENBHOM
WIH MOJI0KUTEJIbHOU TMHAMUKH
3a mocJjeaywinme 4 roaa

M 2-3 rona: 2-3 roaa:
17.12.2011 E>xenHeBHEBIN Kallieab 0e3 Cocyaucro-0poHxuaabHbIN
(Bropas MOKpPOTHI, «0apabaHHbIC PUCYHOK yCWJIEH,
OCpEMEHHOCTb, | MAJIOYKNY, «9aCOBBIC CTEKIIA, nedopmupoBaH. MexnomeBas
BTOPOU TIOJ) | KOPOOOYHBIH 3BYK HaJl BCEMHU TUICBpA YTOJIIICHA, CTCHKU

OTJIeJIaMH, PaBHOMEPHO OpOHXOB YTOJIIICHBI. AHOMAITHSI
ocJ1abJICHHOE JIbIXaHHE, JICTOYHBIX OOPO3/1 BCIICICTBHE
SMHUYHBIC CpeTHCKAINOEPHBIC AaHOMAJIMHOTO PACTIOIOKCHHSI
XPHITBI B HIOKHUX OTJICIIaX, HENapHOW BEHBI.
smpuzema, cTyn Ha poHe npuema | 3-4 roja:
KpeoHa 1moixyohopMIIeHHbIH, 6€3 NHbUnbTpaTUBHBIX U OYArOBBIX
cTeaTopeu. TeHel HeT. CripaBa —
3-4 rona: no0aBoyHas AOJbKa HEMapHOU
[losiBUDIACH MOKPOTA THOMHOTO BEHbBI, COCYIUCTBIN PUCYHOK
XapakTepa, eJUHUYHbIE yCHIIEH, 1e(OpMHUPOBaH.
cpelnHeKanuOepHbIe XPUIIBI B Kopnu pacumpensi.
HIKHHUX U CPETHUX OTerax. 6-7 aet:
6-7 Jet: XpoHUYECKUi
PazButHe pe3ko aqucrapmMoHudHOE, | 1eGopMHUpYIOMIUA OPOHXHUT
3a cuet neduiura Mmaccol 14,6%, 000HX JICTKUX.

3aJIOKECHHOCTb HOCa CO CJIIU3UCTO- P&CHpOCTpaHeHHble
THOMHBIMU BBIACJICHUAMU, HUKHAA | OUWIMHAPUICCKUC

areprypa rpyIHOM KJIEeTKU OpOHX03KTa3bl 00OMX JICTKHUX.
pa3BepHYTa, BAABJICHUE IPYAUHBI, | ATCICKTaTUYECKUE
YMEPEHHOE BTSIKCHHUE OpOHX03KTa3bl CPETHEH JTOTH
MEXpeOSPHBIX TPOMEKYTKOB ITPH | cripaBa. [Ipu3naku

JIbIXaHHH. OpOHXHMATBLHON JECTPYKITHH.

JlaHHBIE TIOCEBOB CIM3M M3 3€Ba M HOCA, KOIPOrpaMM IMAIMEHTOK C
COOTBETCTBYIOIIMMU a03aMu KpeoHa B aHanormusnsix nepuoaax (2-3 r., 3-4 r. 6-7
JIEeT) IpeICTaBIeHbI B TAOIHIE 2.

Tabmumna 2
JlaHHBIE TOCEBOB CJIIM3H U3 3€Ba U HOCA, KOIPOTPAMM U COOTBETCTBYIOLIME
1036l Kpeona

IManuenTka IMoceB cau3m u3 3eBa u Hoca | Komporpamma u jieueOHasi 1o3a
Kpeona
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E 2-3 roja: 2-3 rona:
11.12.2010 | E.coli +, Neisseria sp. ++, Heititp. sxxup - KK+ Hem. k.
(ITepBas Streptococcus viridians +++, ++++
oepemenHocts) | Staphylococcus aureus +, Kpaxman ++ Mpuia+
Candida albicans Kpeon 50000 E[l/cyT (5karc/cyT)
3-4 roaa: 3-4 rona:
Saccharomyces sp. +, Neisseria | [Ipu3HakoB creaTtopeu Her.
sp. ++, Streptococcus viridians. | Kpeon 50000 EJl/cyT (5karmc/cyT)
+++, Staphylococcus aureus 6-7 jert:
++, Candida albicans menee [Ipu3HakoB cTeaTopeu HeT.
102 KOE/mn Kpeon 100000 E/l/cyT
6-7 saet: (10xanc/cyT)
Pseudomonas aeruginosa ++
C 2-3 rona: 2-3 roaa:
17.12.2011 | Candida albicans 102 KOE/mMa | Msuia+ Hem.ki. + Kpaxman
(Bropas 3-4 roaa: (BHEKI. +1)
OepemeHHOCTB, | Pseudomonas aeruginosa +, Kpeon 40000 EJl/cyT (4 xarc/cyT)

NEPBBIN IO

Staphylococcus aureus +
6-7 saet:
Pseudomonas aeruginosa +

3-4 roaa:
[Ipru3HakoB crearopen HeT.

Kpeon 50000 E/l/cyT (5 xanc/cyT)
6-7 jaet:

[Ipr3HaKOB cTEaropeun HeT.

Kpeon 80000 E/I/cyT (8 xanc/cyT)

M
17.12.2011
(Bropas
OEpEeMEHHOCTD,
BTOPOMH ILJION)

2-3 roaa:

MO He oOHapyKeHBI

3-4 roaa:

Pseudomonas aeruginosa ++,
Staphylococcus aureus ++,
Corynebacterium sp, Candida
albicans +

6-7 Jet:

Staphylococcus aureus +,
Klebsiella oxytoca + ,
Ochrolacter anthropi +,
Moraxella catarrhalis
(mpoayuupyer Jakramasy) ++,
Streptococcus pneumonia ++

2-3 roaa:

[Tpu3naku creatopeu 2 TUMa:
KK+++ Msbua + Her.kxn +
Kpaxman(BHy/Kki++, BHE/KIT +)
Kpeon 40000 EJl/cyT (4 xaric/cyr)
3-4 rona:

[Ipu3HakoB cTEATOPEU HET.

Kpeon 50000 E[l/cyT (5 xamc/cyT)
6-7 jaet:

[Tpu3HakoB cTeaTopeu HeT.

Kpeon 80000 E/l/cyT (8 xamc/cyT)

VY mamuentku E., poxXaeHHOW OT MepBO OepeMEHHOCTH, W MAIUEHTKH M. —
BTOPOM TIIJIOA OT BTOpPOM OEpEeMEHHOCTH — HaOmogaeTcs Oosiee BbIpaK€HHAs
OoTpHIaTeNIbHAs TUHAMUKA Ha TPOTshkKeHuH 4 et (¢ 3 10 7), B OTIUYHE OT MAllUCHTKH
C. — mepBBIM 11O OT BTOpPOM OEPEMEHHOCTH. 3aKOHOMEPHO, YTO CTEINEHb
OakTepuaabHOW 00CEMEHEHHOCTH 3€Ba U HOCOBOU MOJIOCTH M MPU3HAKHU CTEATOPEU B
paHHEM JIETCKOM BO3pacTe Takxke 00Jiee BhIpaKeHbI y MalueHToK E. u M.
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BbiBOabI:

1. Knunuyeckas  kapTuHa  cMmemaHHOW  (GOpMBI  MYKOBHUCIH03a,
obOycnopyienHoii MyTtarueir del F508 B roMoO3MroTHOM COCTOSIHMHM, MOJXET
pas3Iny4aThCs y YICHOB OJHOU CEMbU IIEPBOU CTEIIEHU POJCTBA.

2. HeoOxoauMo MpOBOJIUTH MNPEHATAIbHYI JHAarHOCTUKY MYKOBUCIHUA034,
OCOOEHHO B CEMbSIX BBICOKOTO pPHUCKA, TaK KaK ATO MO3BOJIIET YTOYHUTH JIUArHO3
MYKOBHCIIUJI03a JO pPOXJIEHHUs OoJpbHOrO peOeHka, a TakKe  BBISIBUTH
OECCUMIITOMHBIX T€TEPO3UTOTHBIX HOCUTENIEH B 3TUX CEMBSX.
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AHHOTAanuA. B cTaThe pacCMOTPEHBI TUIIBI OTHOIIEHUS AETEH, HAXOAAIIMNXCS HA
JCUCHHNN B KapAHOJOIH4YCCKOM, TIaCTPOIHTCPOJIOIrHYCCKOM H HC(l)pOJ'IOFI/I‘-IeCKOM
OTACIICHUAX, K 60J'I€3HI/I, OLOCHCHBI YPOBHH HX TPCBOKHOCTH, BBIABJIICHA U 000CHOBaHa
B3aWMMOCBA3b MCKY OTHOIICHUCM K 60H€3HH " TPCBOXKHOCTBIO.

Annotation. The article describes the types of attitudes of children under
treatment in the cardiological, gastroenterological and nephrology departments to the
disease, assessed their levels of anxiety, revealed and justified the relationship
between the attitude to the disease and anxiety.
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