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Pesiome

Llenbto aaHHoOI paboTbl ABUNACH IEMOHCTPALMA KNVHUYECKOTO Cllydas OCTIOKHEHHOIO TeUeHs MyKOBICLIMA03a C Pa3Bi-
TeM CUHAPOMa ncesao-bapTTepa, OTpaxatowero TpyAHOCTH AMGdepeHUManbHOM ANAarHOCTUKIM 3a60eBaHUA.

MpencTaBneHo KNMHYYeckoe HabmoaeHe No3aHeln AMarHoCTH KM TAxenon GopmMbl MyKOBICLIMAO3a Y pebeHKa rpymHOro
BO3pPACTa C KIMHUYECKUMM NPOABNEHNAMM BPOXKIAEHHON reprnecBUpYCHOM UHGEKLIMY,

JKCnepuUMeHTanbHaA U KNMHUYeCKan ractpoaHTeponorna 2017; 142 (6): 145-149

summary

The aim of this work was the demonstration of a clinical case of complications during cystic fibrosis with the development
of the syndrome of pseudo-Bartter reflecting the difficulties of differential diagnosis of the disease.

Presents a clinical case of late diagnosis of a severe form of cystic fibrosis have an infant with clinical manifestations of
congenital herpes virus infection.

Eksperimental’naya i Klinicheskaya Gastroenterologiya 2017; 142 (6): 145-149
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BesepeHune

Kak msBectHO, MyKoBucyugo3 (MB) - gacroe Ha-
CIIe[ICTBEHHOE JIeTaTbHOe MOHOT€HHOe 3ab0/IeBaHue
C ayTOCOMHO-PEeLeCCMBHBIM TUIIOM HaCeJOBAHNA,
06ycloBIeHHOe MyTaluell reHa MYKOBUCLMLO3HO-
r0 TPaHCMEeMOPAHHOTO PEryasaTopa MPOBOAMMOCTH
(CFTR) [1]. 3a6oneBaHMe XapaKTepu3yeTCsi MOPaXKeHN-
€M 9K30KPMHHBIX JKeJle3 )KJMI3HEHHO Ba>KHbIX OPTaHOB
U CYICTeM; TIpUYeM, Cpelyi MHOTOUMCIEHHBIX ITPOsBIIe-
HIIT 3TOTO CTPafiaHNA B Pa3Hble epUOMbI KM3HM Ia-
LIMEHTOB BBIJIE/IAIOT Pa3IMYHbIE BBICOKOCIELM(DIYHbIE
U MeHee cIieludUIHble KIMHNYECKIe 0COOEHHOCTI.
ITocnenHee cnefyeT UMeTb B BUAY IIPU IPOBENEHUN
mnddepeHIanbHO fUATHOCTYKY HaTONOTMYeCKIX
COCTOSHMIA, NMEIOINX CXOACTBO CUMIITOMAaTUKY ¢ MB
[2]. Tak, HanpuMep, Ay depeHIanbHasg AUarHOCTUKA
TUIIEPIXOTEHHOr0 KMIIeYHNKa nnofa npu Y3U Ha
II-III TpumecTpe GepeMeHHOCTH JO/DKHA BKIIIOYATh
cpenu mpouux 3aboneBaHnit MB, IOCKONBKY BBIAB-
JIeHHbIe I3MEHEeHM A KMLIeYHUKa II0C/Ie POXKIeHN A
pebeHKa MOTYT MaHU(ECTUPOBATh MEKOHMATbHBIM
uneycom [3].

HecMoTps Ha cylecTByIomLIVe 06 BeKTHBHbIE CIOX-
HOCTU IIpM AiuarHocTuke MB, B mocnennme ropsl,
6marofapss MacCOBOMY HEOHATaJIbHOMY CKPUHIHTY
IVaTHOCTMKA 3TON IIATOJIOTMM BO3MOYKHA Ha CTAu-
AX BUJVIMOTO OTCYTCTBUM KJIMHUYECKUX IIPU3HAKOB
3aboneBanyuA. OJHAKO, YUYUTHIBAA OIpeJie/IEHHYIO
BEPOATHOCTD NONyYeHNA TOKHOOTPULIATETbHBIX pe-
3y/IbTaTOB NPV HEOHATAIbHOJ I'MIIEPTPUIICHHOTeHe-
MuM, BeCbMa aKTya/IbHO BblsiBIeHne MB B rpynmnax
PUCKa, BKTIOYAIOLIMX fleTell C TsAKeoit rnnoTpodue,
OPOHXO0/IETOYHBIMM Hapy LIEHUAMM, TTATOIOT el XKeITy-
TOYHO-KMIIEYHOTO TPAKTA ¥ APYTUX OPTaHOB. Y #eTeit
TPYJHOTO ¥ PAaHHETO BO3pPacTa KIMHIYECKMe IIPOsB-
neHus MB MOTyT OBITb HENOTHBIMY, @ BOSHUKIINE
OCTIOKHEHMA — KpaliHe TsAXKeIbIMU, 4YTO 3aTPyAHAET
IVMArHOCTUKY.

3HaunTenbHaA NpoTsXeHHOCTh TeHa CFTR ompe-
mensieT 60/bIIOEe KOTMYECTBO MYyTalMil, OIIVICAHHOE
YICI0 KOTOPBIX B HACTOsAILee BpeMs cocTapngeT 1996
[4]. TeneTnyeckuit momuMopdu3m 3a60IeBaHM S IEXKUT
B OCHOBe eHOTUIINYEeCKOTO pasHoobpasus popm MB
OT TsDKEJIBIX JIO CTEePTHIX. BhIABIeHNE ABYX MyTalIMil
reda CFTR Heo6X0oMMO /11 OKOHYATe/IbHOTO TO/I-
TBEPKJEHM A IMarHo3a.

B 3aBMCHMOCTY OT QYHKIIMOHAIbHBIX IOCTIE/CTBUI
myTanuu reia CFTR paspensior Ha 1ecTh K/1accos
(c I mo VI). Kpome Toro, CyljecTByeT paspesieHne My-
tauuit rena CFTR nHa «markue» (IV, V, VI knaccor)

MaTepunan n metopbl

IIpencTaBieHO KIMHMYECKOe HAOTIOfEHNE TTO3]-
Hell JMarHOCTUKY TsDKenoi ¢opmbl MB y pebenka
Pe3yanaTb| n O6CY)K,E|EHI/I€
Cyneitmas, 7 Mec. [Jluazros: MyKoBUCLIUIO3, CMEILIIAHHA
¢dopma. Tenorum: 3120+1G>A (c. 2988+1G>A) B romo-

3UTOTHOM COCTOSHVM. BTOPUYHBIN XpOHMYeCKIit OpOH-
xut, obocrpenne. [TH-0. Cuaapom niceBgo-baprrepa.
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u «tspxensie» (I, IT, ITT kmaccer), 4TO OnpeenseTcs cre-
TIeHbBIO0 TIOPAKeHA OKETyJOTHOI JKele3bl U Pa3BU-
TyeM 9K30KPUHHON HeJOCTaTOYHOCTH. {7151 60/IBHBIX
MB c coxpanHoI1 QyHKIMeil HaHKpeac XapaKTepHbI
MeHee TsDKenble K/IMHIYeCKIe IIPOsIB/IeHU s 60Ie3H.

B MnasleH4eckoM Bo3pacTe TsXKeJlble OCTIOKHEHU
MB ¢ BO3MOXXHBIM /€TaIBHBIM MCXOJOM CBSI3aHBI
C pasBUTMEM /IEKTPOIMTHBIX HAPYIIEHMII (TUIOKaIN-
eMILsT, TUTIOHATPUEeMsT) ¥ MeTab0/IMIeCKOro aIKanosa
(conprepsiromas popma 3a60/1eBaHMS — CUHPOM IICEB-
mo-Baprrepa) [5]. Yactora cuHapoma niceBgo-baprre-
pa npu MB, 110 faHHBIM pasHbIX aBTOPOB, KO/eb1eTcst
oT 12 5o 20 % [6]. ViccnemoBaHys 3/1EKTPOIUTOB ChI-
BOPOTKM KPOBU ¥ KMCIIOTHO-OCHOBHOTO COCTOSHUSA
IOJDKHO OBITH BKJIIOYEHO B IIPOTOKOJ BefeHus 60mb-
HbIX MB fieteii rpyHOTO M paHHero Bo3pacra [7]. B ot-
JAn4yue oT MICTMHHOTO cuHApoMa bapTrepa, k rpymmne
nceBpo-baprrepa cunapoMa oTHOCATCS 3a60/IEBaHS,
B KOTOPBIX TMIIOKAIMEMIS Y MeTabOMMIeCKuil amKa-
7103 He BBI3BAHBI MTATO/IOTYEN TOYEYHBIX KaHA/IbIIEB;
IIpY 5TOM HU3KO€ COfep>KaHMe XJIOpUAa B MoYe II0-
3BOJIAET UCK/IIOYUTh UCTUHHBIA bapTrep-cunagpom.
Pasputne cungpoma ncesno-baprrepa npu MB Mo-
>KeT 6bITh 00YC/TOB/IEHO HIOTEPEit 3IeKTPOIUTOB Ha
(doHe MMXOPaJOYHBIX COCTOSHMIL, PBOTHI U JUapey;
HeJJOCTaTOYHBIM MOCTYIIJIEHVEM COTIell C MUIIeN mpn
aHOPEKCUMM U APYTUMM IpHunHamu [8].

Tpodonornueckas HeOCTATOYHOCTD y ieTell AB-
JISIeTCS] BXKHENIINM MH/VKATOPOM He6Iaromnony s
B COCTOSIHMM 3[JOPOBb:, CBOJICTBEHHOM XpPOHMYECKUM
COMAaTMYECKUM U TeHeTn4eCKUM 3aboneBanmsam. CHU-
JKeHIe TEMIIOB POCTa VTN IIOTePsI MAcChl Tela Py
MB onpepenser TaxecTb 3a60/1eBaHUA, €TO IPOTHO3
" KadecTBO Xu3HM [9]. XpoHudeckas maHkKpearude-
CKas HefloCTaTOYHOCTb ¥ OTPUIIATe/IbHbII 9HEPreTH-
qecKuit 6aaHc, CBA3aHHBII C yXyALIeHeM QyHKIMM
IBIXaHU, — O HY IX OCHOBHBIX ()aKTOPOB OTCTaBaHM
(bmsmqecxoro pasButuA fieteit ¢ MB. 3ameueHo, 4TO Ha
HEepBOM TOZY XU3HU AeUIUT MacChl Tena 6OTbHBIX
MB BsIparkeH 60JIblile, YeM B ITOCTIEAYIOLIVE IEPUOJBL
TEeTCKOTO BO3PACTa; B CBOIO O4Yepefb, yXyAlIeHN e HY-
TPUTUBHOTO CTaTyca COIPOBOXK/1A€TCA HAPYLIEHUAMU
VMMYHHOJ 3aIMThI, IIOBbIIIEHMEM YaCTOTHI U TAXKe-
CT) MHTePKYPEHTHBIX 3a00/IeBaHMUIL.

ITensio faHHOI pabOTHI IBUIACH JEMOHCTPALIVS
K/IMHMYECKOTO C/1yvas OCNOXXHEHHOro Teyenns MB
C pa3sBUTUEM CHHJpOMa IiceBl0-bapTTepa, oTpaxkalo-
1ero TpyRHoCTH AudepeHIIaTbHOIM FUATHOCTUKI
3abomeBaHM .

TPYZIHOTO BO3PACTa C KTVMHMYECKMMMU NPOsBIEHNAMUI
BPOXX/IEHHOI1 TepIIeCBUPYCHO MHPEKIMIL.

XpoHnyeckas MaHKpeaTHuyecKas HelOCTaTOYHOCTb
TSKEJION cTeneHn. bekoBo-KanopuiitHas HeloCTaToY-
HocTb III crenenn. OTcTaBaHMe B ICMXOMOTOPHOM
pasBuTun. MouekaMeHHas 60/1e3Hb BHE 000CTPEHMA.
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Anamnes. PebeHOK OT MaTepu 22 JIeT, TpeThbeit bepe-
MEHHOCTY, IIPOTeKaBIleil Ha GOHe KOMBIINTA, GaKTepH-
ypun, MHoroBozus. [lepBas 6epeMeHHOCTD — peOeHOK
2 T. 3 Mec; Bropas 6epeMEeHHOCTD — 3aMepliiast Ha 22 Hef.
Poppl BTOpHIE, IpeXAeBpeEMEHHbIE, Ha 35-36 Henerne
B IIepMHATa/IbHOM LieHTpe I. SIpocnapns. B pogunbaom
3ajie peOeHKY IIPOBOAVIIN TAKTUIBHYIO CTUMYIIALIUIO.
IIpu poxxzeHun mMacca peberka 2525 r, jiauHa 49 cm,
OKPY>XHOCTb I'0JIOBbI 33CM, OKPY>KHOCTb Ipyiu 32 CM.
Ouenka 1o mkase Anrap — 7/8 6annos. Yepes 2 yaca 45
MIH. OTMEYasIoCh YXy/LIeHNe COCTOSHIA 3a CIeT Pas-
BUTUS AbIXaTenbHO HegocTaTounocTu (JIH). B Tsaxke-
JIOM COCTOSTHUY pebeHOK ObLI TepeBefieH B OT/eeHue
peaHnmanyy u uHTeHcuBHOI Tepanuu (OPUT). B mo-
cIefyiolye THU HaOII0anoch HapacTaHye NMHAMMU-
YeCKOI1 KMIIEYHOIT HEIIPOXOAMMOCTH (TPA3HO-3e/IeHoe
OTJieNIAeMOe TI0 TaCTPaTbHOMY 30H/Y, IeT/I KNUIIed-
HUKa B3JyThl, IEPUCTAbTUKA KMIIEYHNKA CTATUYHA,
CTeHKa KMIIeYHMKa C yTonueHneM no Y3M). B Bos-
pacTe 5 ZHelt MaJIbuNK ObUI IIepeBefieH B OTACTICHNE
HaTOIOTMY HOBOPOXK/IEHHBIX B TSAXKE/IOM COCTOAHUNI
C KJIMHUKO 9HTepokonuTa. Ha 6 jeHb )13HM B CBA3K
C BBIPa>K€HHOJ HEBPOJIOTUYECKOI CUMMITOMATUKOM
npoBefeHa moMbanbHasI IyHKLN, JUATHOCTIPO-
BaH ocTpbIil 9HLedanut. ITo faHHBIM 06C/IeTOBaHN
(MDA xposu, IIIIP nukBopa) BbIsABIEHDI IPU3HAKY
nuroMeranoBupycHoit (LIMB) nunbexuym. Yunrer-
Bas JaHHbIe aHAMHe3a, a IMEHHO, — 3aMeplas Oepe-
MEHHOCTb, MHOTOBOJI/€, Y POTeHUTa/IbHA A MHPEKIINA,
npexjeBpeMeHHble pofibl, HapacTtanue [IH gepes 3
Jaca II0C/Ie POXKEHI T, TPOMOOLUTOIIEH N, BbISIBTIEHUE
MapKepoB nuromMeranosupycHoit (IIMB) nudexunn,
HocCTaB/IeH Anaros: Bpoxxaennas IIMB-nndexyus
[10]. Ha ¢one mpoBopuMoro nedenus (aHTMOaKTe-
puajbHaA Tepanus, UMMeBeH B TeUeHNN 4-X Hefle/Ib)
6BIZIO JOCTUTHYTO y/Iy4LIEHNe COCTOSHISA: pebeHOK
Havajl CoCaTh I'PyAb MaTepy U NpuOABIATb B Macce,
ITpy KOHTPONBbHOM MCCTIEAOBAaHUY TUKBOPA METOZIOM
IIIIP na IIMB nony4eH oTpulaTe/l1bHbII pe3ynbTaT,
TIpY MCCTIeOBAHNY KPOBU — ITOJIOXKMUTETbHBIN. B BO3-
pacTe 28 jHeil 0OTMeYacs JaKpUOCTeHO3 (KyIMpOBaH
KOHCEPBAaTUBHBIMM CPEACTBAMMN).

BckapMMBaHIe NCKYCCTBEHHOE ¢ 2-X Mec. IIpodu-
TaKTU4YeCcKye NPUBMBKM He TPOBOAMINCE. B BospacTe
2 MecC. MaJIb4MK IE€PEHEC OCTPHIii TACTPOIHTEPUT PO-
TaBMPYCHO STMONIOT .

B 2,5 mecsitia mpoxopui o6cnefoBaHye U IedeHre
B JKb Ne 1 r. fIpocnaBns B OTAE/IEHUN IATONOT UK
TieTell TPY/IHOTO U paHHETO BO3PacTa, Ky/ia MOCTY NI
C >KaJ06aMI Ha Kallle/lb, HACMODK, HM3K1e IIp16aBKM
B BECE, BANOCTD, MBIIIEYHY IO TUITOTOHMIO, OTCTaBaHMe
B IICUXOMOTOPHOM Pa3BUTHM; YCTAHOBJIEH AMATHO3:
IIpaBocTOpOHHAA BepxHefoneBas nHeBMoHus, [JH 1
creneHu. 'unorpodust 2 creneHy, mporpeccupoBaHme.
PexoHBasIeCLIeHT BUPYCHOTO 3HIjedannuTa, SHTEPOKO-
TUTa. YMEPEHHO BhIPa>ke€HHAA IBYCTOPOHHAA Ka/INKO-
aKTasus. [lucmerabonnyeckas Hepponarus. Ha pone
Tepanuu (AaHTUOMOTUKY, a TAK)XXe MHTaTALMOHHAA
6pOoHXONMUTNYECKAsA, MYKOTUTUYECKASA Y CUMIITO-
MaTHMyecKas Tepamus) OTMedanach MONMOKNUTe/IbHAA
TVHAMMKa [T0 TeYEH M0 THEBMOHNY; MefI/IeHHas IMHa-
MUKa 110 BOCCTAaHOB/IEHUIO IBUTATeTbHOM aKTUBHOCTH,
MBIIIEYHOTO TOHYCA, allNeTUTA.

B BospacTe 4,5 mecanes noctynun 8 HUU per-
ckux nHpexnuit PMBA Poccuu B orpenenne

HeitponH}eK it 1 OpraHnYecKux 3a60meBaHmI HepB-
HOJT CCTeMBI € Xa106aMJ1 Ha IIOXOI1 allIIeTUT, HU3KHUe
npubaBKy B Bece, OTCTaBaHNUe B pasBUTUN. MeTomoM
ITLIP BeraBnena JHK IIMB B kpoBu. YuuteiBas coxpa-
HAIOUIYIOCA BUPYCEMMIO, TOSIBJIEHNE IelaTOMeraann
¢ runepdepMeHTeMMEN, TMIOXPOMHYIO aHEMMUIO, MO-
HOLIMTO3, a TAK)KE IPOTPECCUPYIOLIYIO 3a/IePXKKY IICH-
XOMOTOPHOTO PasBUTHUA ¥ TUIOTPOUIO, HOCTABICH
nvarHos: Bpoxxpennas [IMB-uHdpekunm ¢ mopa>keHu-
em ITHC, neuenn, manudectuas gopma. I[Iposenena
MPOTUBOBUPYCHAS, UMMYHOMOAYINPYIOLIa s Tepam.
OTMeyanach MOMOXUTENbHASA KIMHNYECKasA IMHAMU-
Ka. [Ipy KOHTpONbHOM MCCTIENOBAaHMY KPOBY METOZIOM
ITP na IIMB nony4eH oTpuLjaTeIbHbIN pe3ybTar.
B Bospacre 6,5 mec. skcTpenno nocrynun B HVN
merckux nHpexunit ®PMBA Poccun B oTHeneHne pe-
CIIMPaTOPHBIX MHQEKIMII ¢ Xamo6aMy Ha pe3Koe CHH-
JKeHMe aIlNeTNTa, IOBbILIeHe TeMIIEPATYPhl Tefa f10
debpunbHbIX 1P, chinb. [Ipu 06cefoBaHNN METO-
mom ITLIP B kpoBM 06Hapy>KeH BUPYC reprieca 6 TUIIA.
[TocraBneH fuarHo3: BHesanHas sksanTema. Ha dpone
Tepanuy KAMHNIECKNe CMMIITOMBI BHE3aIHO K-
3aHTeMBbI ObLIM KyIMpOBaHbL Pe3ynbraTsl obcieno-
BaHuA Ha Mapkepbl IIMB ykaspiBanm Ha OTCyTCTBUE
akTuBauuu MHGeKIUM (Iepyof peKOHBaIeCLeHIINN
BpoxaeHHoI IIMB-nndexiun): [TLP xpoBu 1 uMmy-
HOITIOOY/IMHBI M OTpUIIaTe/NIbHbIe, 110 JAHHBIM IMMY-
HOO/I0Ta OTIpee/ANICh UMMYHOITIOOYTMHBI G TONBKO
K aHTHUreHaM no3gHeit gasser [10]. OgHako cocrosiHue
pebeHKa yXy/IIanoch, Ha pOHe BBIPa)KEHHOTO CHIU-
JKEHMs allleTUTa C 0TKa30M OT efIbl, TPOJO/Kanach
oTepsi Macchl Tena (edULMUT MacChl Tesa JOCTUT
50 %). B kommporpaMMe oTMedaIach BhIpa>KeHHAs CTe-
aTopes (HelTpa/lbHBIE )XUPBHI CIUIOIIb IIOKPBIBAIN
BCe HO/A 3peHus). Pe6eHOK OblI KOHCYIBTUPOBAH
racTPO3HTEPOJIOTOM, 3aMOf03PEH MYKOBUCLMIO3.
Pemancsa sompoc o mepeBofie malueHTa B OTAeNeHNE
racTPOIHTEPOIOTYM, HO yXY/ILI€HIe COCTOSHU A BCIIEN -
CTBUe PasBUTUA OPOHXMOMUTA M IPOTPECCUPYIOMINX
paccTpoiicTB roMeocTasa (pebpunbHas TUxopajka,
Hapacrawowmas [JH, gerupgparanusa 2-i cTeneHu, T-
JKejlasi TUTIOKa/NMeMIs C YPOBHEM ChIBOPOTOYHOTO
Kanusa MeHee 2,0 MMOJIB/J, JeKOMIIEHCHPOBAaHHBI
MeTabom4ecKuil ankanos ¢ pH KanumispHoit KpoBu
7,50 u BE +20) noTpe60Bao MHTEHCUBHOI Tepanuu
B ycnosusax OPUT nmpopomxnTenbHOCTBIO 24 AHS,
rje ObIIO IPOBEEHO CIeAyollee TedeH1e: pecIy-
paTopHas mojfiepxKa (MCKYCCTBEHHasA BEHTU/IALNA
7erkux 13 mHelr), KOppeKLMs PacCTPOICTB TUAPOU-
OHHOTO 06MeHa ¥ KMCIOTHO-OCHOBHOTO COCTOSTHUA
¢ moTalueil Kanus B o6beMe 2-X GUIMONIOTMYECKUX
OTpeGHOCTel, MepolleHeM B MEHMHTENIbHOI 03e,
¢dnyxoHas3os, BUGEpOH, KPeOH, HYyTPUTUBHAS HOJ-
Iep>Ka (9HTepa/lbHOE IMTaHE I0Ty3/IeMeHTHOI CMe-
CbIO Ha OCHOBe I'MAponu3aTa 6e/Ka; MapeHTepaabHOe
nuTanue — 10 % pacTBOp aMMHOKUC/IOT /11 M/IaZleHLIEB
u xuposas amynbcusg MCT/JICT 20 %), tpancdy-
3UA JOHOPCKNX 3PUTPOIUTOB C Ie/TbI0 KOPPEKIWA
pasBuBILelicT aHeMuu TsxKesoit crenenu. Ha ¢pone
NIPOBEJEHHOI MHTEHCUBHON Tepanuy 0TMe4anach
IIO/I0XKUTeNbHaA fuHaMuKa (paspemnnvch JH u cun-
IpoM GPOHXMANBHO 0OCTPYKIINY; PacCTPOIICTBA
roMeocrasa; 60JIbHOI CTa/l yCBaMBaTh SHTEPATbHYIO
HarpysKy IMApoIM3aToM 6eKka B o6'beMe Gp131oIor-
4ecKolt HoTpebHOCTH). Pe6eHOK ObIT KOHCY/IbTUPOBAH
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mynbpMoHonoroM. Ha ocHOBaHMM XapaKTepHBIX KIIN-
HIKO-aHaMHeCTNYeCKMX IPU3HAKOB ([UHaMIYecKas
KJUIIEeYHasA HEIPOXOAMMOCTDb B HEOHATaTbHOM IIepHO-
Iie; IPOrpeccupyoltasi IMIIOTPO(IIsI C POKAEHNSI Ha
(oHe BBIpaXKEHHOII CTeaTOpel, aHEMUY; THEBMOHNS
B 2,5 Mec.; KIMHMKA CMHApPOMa mceBfo-baprrepa Ha
¢doHe BupycHOIT MHbEKLNN), BKIIOYas JOIOTHUTENb-
Hble CBeJleHNUsA - peOEHOK OT 6/IM3KOPOACTBEHHOTO
6paka, 3aI10fj03peH MyKOBUCLII03. [I/1 Ja/IbHeliIero
nedeHus u obcnefoBaHusA peOeHOK ObII epeBeieH
B MHQEKIMOHHO-ITyIbMOHO/IOTYeCKOe OT/ieIe e
IT'B Ne 4 Cesaroit Onbru.

Hannvie ocmompa nayuenma npu ezo nocmynue-
Huu 6 []I'b Ne 4. CocTosiHMe cpefiHeTsKenoe. Macca
tenma 4440 1 (<3 %o), miuHa Tena 63 cM (<3 %o), VIMT -
11,2 xr/ m? (<3 %o), Macco-poctoBoit nugexc (MPU) -
64,6 %. AKTMBHOCTD CHYDKEHA, allleTUT CHIDKeH. Koxka
6e3 nHeKIMOHHOII ChInN, 67IefHAs, TYPrOp COXpa-
HeH. BuayMble cmM3ucThie YUCTbIE, O/IeTHO-PO30BbIE,
yMepeHHO B1axkHble. KocTHO-cycTaBHasA cucTeMa 6e3
BUAMMBIX fedopMmanuii. [IonBIDKHOCTD B CycTaBax
B ITOJIHOM 00'beMe, 6e360mesHenHast. [Tpu manpnanun
MBILII] ¥ CYCTaBOB GO/IE3HEHHOCTH HeT; IPU3HAKN
BOCIIa/IeHUsI OTCYTCTBYIOT. [ py/Hast K/ieTKa 0OBIIHOI
dbopwmbl, npu nanpnanun 6esbonesnenna. HesHauu-
Te/IbHOE 3aTPyAHEHIe HOCOBOTO IBIXaHMA, OT/ENAEMO-
ro HeT. Kawrerns B1a>xHbI1, MOKpoTa oTxopuT. OTMeda-
€TCsI yMepeHHO BbIpa’keHHasI OfBIIIKA B IOKOE B BUJIE
BTSDKEHIUSI MeXXPeOePHBIX IIPOMEXYTKOB I SIPEMHOI
ssMKu. Kopo6O4HBIT OTTEHOK IIEPKYTOPHOTO 3ByKa
10 BCeil MOBEPXHOCTY TPYAHOI KIeTKU. AyCKYIIb-
TaTMBHO B JIETKMX JbIXaHNUE XKeCTKOE, IIPOBORUTCS
BO BC€ OTJie/Ibl, XPUIIbI pa3HOKAIMOePHbIe BIaXKHbIe
B 6asanpHbIx oTAenax. Y11 30 8 munyTy. SpO, - 96 %.
O6macTb cepplia BU3yanbHO He M3MeHeHa. [lepkyTopHO
TPaHMUIIBI B IpefieiaX BO3PACcTHOI HOpMbL. TOHBI cepf-
1a 3By4Hble, putMudnble. YCC 124 ygapa B MUHYTY.
JKuBoT MATKuMIL, [OCTYIIEH [/ ITy6OKOI a/IbIIali iy
BO BCeX OTJenax. IleueHb BBICTyHAeT U3-IOX Kpas
pebepHOII AyTM Ha 2CM 110 CpeHe-K/II0YMYHO TNHUM.
Cenesenka He yBenndeHa. Ctyn 2-3 pasa 3a CyTKH,
C BU3ya/IbHBIMU IIPM3HAKaMM cTeaTopen. Modenciy-
cKaHMe cBOOOnHOe, 6e360me3HeHHOe. MeHMHTeab-
HO-04aroBOJI CMMITOMAaTUKY He BBIABJICHO.

Pesynvmamot 06cne008aHus nayueHma 8 nepuoo ezo
nevernus 6 [][I'b Ne 4. B KIMHNYeCKOM aHajM3€e KPOBUL:
Hb - 116 1/m; Er - 4,46x10°/m; Tr - 357x10°/m; L - 13,6x10°/1
(cermenrosinepunie — 1 %, numdonutsl — 62 %; MO-
HOLUTHI — 4 %); COD — 6 MM/4. B 6uoXuMuM4ecKom

3aKknwyeHune

Wsyyenne xapaktepa mytanuit rena CFTR, Binsanne
reHOTHIIa Ha 0COOEHHOCTU KIMHNYIECKOTO TeYeHM S
M IPOTHO3a 60/Ie3HN ABAITCA aKTYaIbHBIMH, IIpe-
XKie BCero, A1t KMMHNLucToB [4]. Hanmnune npusoxs-
myx K MB MyTtanuii rpynnsl A (KIMHUYeCKY 3HAYU-
MBIX), K KOTOPBIM CPeJiyl IPOYMX OTHOCUTCA MYTall s
3120+1G>A, o6Hapy>KeHHas y faHHOTO pebeHKa, B ro-
MO3UTOTHOM COCTOSIHMM IIpefjpacIiofiaraeT K TAXXeso-
MY TeYeHUI0 3a60/IeBaHM I C TeHETYeCKM 00y CTIOBIIEH-
HOJI HEJOCTATOYHOCTHI0 QYHKIIVIN TTOJKENTY[OIHOM
JKerne3bl. JInTepaTypHble JaHHBIE CBUIETENbCTBYIOT,
4TO yacToTa MB mMpoKo Bapbupyer B 3aBUCMMOCTH
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aHa/nNn3e KpoBM: I'/TI0OKo3a — 4,1 mmonb/m; AJIT - 85
En/n; ACT - 36 En/m; wenounas gpocdarasa — 137 En/im;
061t 6MIMpyOuH — 4 MKMOJIB/JT; 061IMIT X0IecTe-
puH — 4,1 Mmmonb/m; 061 6emox — 70 1/71; MOYeBUHA —
4,2 MMONB/NT; KpeaTHHMH — 34, 5 MKMOJIB/JT; KaIbIui
MOHM3MPOBaHHBIN — 1,2 Mmonb/m; CPB - 0,7 mr/m;
JKe/le30 ChIBOPOTOYHOe — 14,1 MKMOJIb/MI; Kanuit —
4,9 Mmmonb/n. OOt aHAIN3 MOYH, KOIIporpaMma 6e3
naronoruu. Muxkpo6yonorndeckoe ucciefoBaHe Mo-
KpoTbL: Acinetobacter genomospecies 3 B utpe 10* KOE/
MJI (4yBCTBUTE/IEH K M POIOKCALMHY, TeHTaMUL-
HY, MepeneHeMy, Ledonepasony/cynbbakramy, med-
TasupuMy, Tureunkiauny); Candida albicans B Tutpe
10* KOE/mn. 9KTI: Putm cunycossiit, YCC 143 B MuH.
Cunycosasd Taxukapausa. Orknonenune 90C Brpaso
+80° (KOCBeHHbIE IPU3HAKYU TUIIepTPOodUM MPaBo-
O >KeNyHo4ka). PeHTreHOrpaMMa OpraHOB IPyIHON
KJIeTKM: VIHTepCcTULManbHble U epuOpOHXMaIbHbIE
nsMeHeHMA. KOpHM /1erkux HeCTPYKTYpHBI. [Iucre-
7leKTa3bl 060MX Ierkux. HedeTKOCTb KOHTYPOB cepaLa.
Jlerxue B3ayTsl. [Inadparma yerkas. Cunycsl cBo60f-
Hbl. HelipoconorpaMmma: Pacmnupenne enygouyKkoB
Mosra. Y3U: yBenudyeHne pa3Mepos Me4eHN U TOJ-
SKeTyJOYHOM KeNle3bl; IBYCTOPOHHASA KaTMKOIKTa-
3114, B IOXaHKaX II0YeK ONpefie/IAI0TCS KOHKPEMEHTHI.
PacueTHOe jaB/IeHNe B IETOYHOI apTEPUM IO JAHHBIM
axoKapayorpagum — 47-32 MM pr. cT. (moBsiieHo). ITo-
ToBbIi TecT (ammapar Nanoduct): 136 Mmons/ (mofo-
JKUTENbHBIIN). [eHeTnuecKoe 00cenoBaHme: BbIABIEHA
myranus 3120+1G>A (c. 2988+1G>A) B roMO3UTOTHOM
cocrostHuM. DnacTasa-1 kama — meHee 15 Mr/t (Tskenast
[aHKpeaTnyecKkas HeJJOCTATOYHOCTD).

Jleuenue u ounamuxa cocmosHust, KommiekcHas Te-
panus, nposefenHas B [II'b Cearoit Onbry, BKIovana
AQHTUOVMOTUKY IApeHTepaIbHO (THEeHAM, aMUKALMH);
uHranaguu 6epogyana, pacrsopa NaCl 3 %, 6ygeco-
HUa; q)nloKOHa3on, KpeoH B cyTo4HOI1 fo3e 70000
Ell, pactBop KCl 4% BHYTpb, BepOIIIINPOH, 3UPTEK,
sHTepo/I. Ha MOMEHT BBIIIMCKM COCTOsAHME pebeHKa
CpefHell TsKecTH 10 3a60eBaHMIo, CTabunpHOe. Ari-
[IETUT ¥ aKTUBHOCTD pebeHKa HOBbICUMINCE. B nerkux
ObIXaHNe IPOBOAUTCA paBHOMepHO. Boigox He 3a-
TpysHeH. Xpunos HeT. ]I 28 B 1 muH. ToHbI cepana
AcHble, putMuyHble. YCC 114 B 1 MyH. JKUBOT MATKUIA,
6e360mesHeHHbI. CTyI Kalnijeo6pasHblit, INIOTHBIIL,
1-2 pasa B cyTkn. Iusypum HeT. Macca tema — 4950 r
(+ 500r), pauna Tema — 63,5 cM, MPU - 72 % (+7,4%).
JJaHbl peKOMeHa MK 10 HabIIeH N0, 06CTefoBa-
HUIO, IPOJO/I>KEHUIO JIEIeHU L.

OT 9THNYECKOI IPUHAIIEKHOCTH 1 JONK O/IM3KOPOK-
CTBEHHBIX 6PAaKOB B IOMY/IALNUAX, a SO TAKOBBIX
B apabCKOM MMpe focTuraer 65 %. B rpyrmme apabcknx
60/IBHBIX YaCTOTA JaHHO MyTaLuy cocrasyser 10,7 %.
Myranus 3120+1G>A taxxe kak u mytanuu F508del,
N 1303K, W1282X pacnpocTpaHeHa B pa3lIM4YHbIX
pernoHax Myupa, B TOM 4ucie Ha bmoxHeMm BocToke.
Cunraiort, 4To MyTanusa 3120+1G>A Moria nomacrb
Ha BrvoxkHmit Boctok us Adpuku, rie oHa mMMPOKO
pacipocTpaHeHa Cpefy KOpeHHOTro HaceneHus [1].
Penotunmnyeckye ocobeHHOCTU 60BHBIX MB ¢ My-
tanuett 3120+1G>A XapaKTepu3yTCsa BbIpaXKEHHBIM
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OTCTaBaHUeM [ieTell B pa3BUTUU U TSKEJION OeKo-
BO-3HEreTUYeCKOil HeJlOCTaTOYHOCTDIO 10 TUITY KBa-
myopkopa [11]. YkasaHHbIe HapyIIEeHUA OB APKO
TIpefiCTaBIIeHbl y 601bHOTO peberKa. Tskenoe TeueHne
MYKOBUCLIMI03a B JaHHOM C/Ty4ae 00YC/IOB/IEHO TaKKe
Ha/IM4yieM NPU3HaKOB GOPMUPOBAHUSA TETOYHOTO
cepriua (JlerouHas TMIepTeH3us, TunepTpodus mpa-
BOT'O XKeNy/l04Ka IO JAHHBIM MHCTPYMEHTaIbHbIX
METOJ[OB MCCIeJOBAHNUA), YTO YKa3bIBaeT Ha QyHK-
I[MIOHATbHBIE U CTPYKTYPHBIE M3MEHEHNU B TeTKNUX
U IOATBEPXKMAAET, YTO IATONOT A OPOHXOTIETOYHOM
cucrembl npu MB y mereit aBnsaerca segyien.
JnarHos MB 6b111 3a110f03peH y pebeHKa B BO3pacTe
6,5 Mec. TONbKO Ha (OHe PasBUTUA IPO3HOTO OCTIOXK-
HEHUA B BUfie CMHApoMa nceBfo-baprrepa. Jlo aToro
pe3Koe OTCTaBaHue B pU3NIECKOM U ICUXOMOTOPHOM
PasBUTHUM CBA3BIBA/IN C Te4eHMEM BpoxxaeHHoi [IMB
undpexunn [10]. Cregyer o6paTuTh BHUMaHUE, YTO
yKe B BO3pacTe 2-X MeC. Y pebeHKa ObIIN BBIAB/ICHDI
U3MeHEHMs B HOYKaX (ABYCTOPOHH A KaTMKOIKTA3NA),
KOTOpBIE 3aTeM MPOTPeCcCUPOBAIN C 0O6pa3oBaHNEM
KOHKPEMEHTOB B JI0OXaHKaX. /IuTepaTypHbIe JaHHbIE
CBUJETENbCTBYIOT O IIOBBIIMIEHHOM PUCKE Pa3BUTHUA
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yponutuasa u HeppoKanbuuHO3a y 601bHBIX MB,
a TaK)Xe O BO3MOXKHOCTY Pa3BUTHU:A IIOYEYHOII Helo-
CTaTOYHOCTU Ha (pOHE BTOPUYHOTO HePPOTUIECKO-
ro amunonpgo3sa [1, 12]. Kpome roro, HaunHas ¢ aH-
TEeHATa/JIbHOTO MepPIOfa U MEePBBIX MeCAILeB XXU3HN,
Y Ma/IbuMKa UMEINCh KIMHIYeCKMe SKBUBajieHThl MB:
mHorosopye B III TpumMecTpe 6epeMeHHOCTH Y MaTepH,
OMHaAMM4YecKas KUlledHas HeIPOXOAMMOCTDb B Ile-
pyOfie HOBOPOXXIEHHOCTH, IJIOX Ve IIpuOaBKM Beca,
BBIpa)KeHHas CTeaTopes, THEBMOHNA C YIOPHBIM
OPOHX00OCTPYKTUBHBIM CHAPOMOM.

[TpepcraBneH bl KIMHMYIECKU CTyail OTpajkaeT
CJIOYKHOCTHU AMAarHoCTuKu MB u TsKemnble mocmeic TBU s
[I03[JHETO Havasla IaTOreHe TUIeCKOTt Tepanuu 3abore-
BaHMA B BUJie Pa3BUTHA CMHJpOMa IIceBIo-bapTre-
pa, MaTOMOTNYeCKUX M3MEHEHNIT B OPOHXO0/IErOYHOI
cucreMe (XpOHMYECKUI OPOHXUT, IPU3HAKM JIETOY-
HOII TUIIepTeH31N), 6€/IKOBO-9HEPreTUYeCKOI HeJj0-
cratounoctu III cTrenenn u ModyekaMeHHON 6one3HU
y pebeHka nepBoro ropa xxusHu. CBoeBpeMeHHas I10-
CTaHOBKa /IMarHo3a ¥ paHHee Hayao nedyeHuda MB
obecneunBaloT 60ee BBICOKUII TepaleBTUYeCK Il
3¢ deKT 1 yIy4IanT IpOrHo3 3a60/1eBaHu .
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