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PE3IOME

AKTyanbHOCTb. TsKEble OCNOXHEHUS, KOTOPbIE BbI3bIBAET MYKOBUCLINAO3, TPEOYIOT BCECTOPOHHErO U3Y4eHNs.
PaccMoTpeHme peakmnx KINMHUHYECKX BapUaHTOB TeHeHNst 3a00neBaHns SBNSETCS BaXKHOW 3ada4eit A1 MoHVMaHVS
noMMopdM3aMa KIMHUHECKNX NPOSIBEHNA MyKOBUCLIMAO3A.

Llenb pabotbl. [MpeacTaBuTb KIMMHUHECKUI Cly4alt BPOXKAEHHOMO MEKOHNAaNIbHOMO NepUTOHUTA, 3aBOPOTa TOHKOW
KUILLKW 1 HEKPO3a MEKOHWAbHOW NCEeBAOKUCTbI OPIOLLHOM NOMOCTU, KOTOPbIE Pas3BUIMCh Ha (hOHE MyKOBUCLUMA03a,
01151 fanbHeNLIero CoBepLLEHCTBOBaHMS NIeHeHUST 1 MPOMUNAKTUKA OCNIOMHEHNI.

Pesynbratbl. PaccMOTPEH KIMHUYECKUIA Crydait MyKOBUCLA03a, MPUYMHON KOTOPOrO SIBUMOCH COYeTaHne narto-
reHHbIX MyTaumi B reHe CFTR (myTaumsa gensta F508; p.Phe508 n CFTRdele2,3). Ha atom dhoHe chopmmpoBanmch
MEKOHMaIbHas NCeBAOKNCTa, MEKOHNANbHbIN NEPUTOHNUT 1 3aBOPOT TOHKOW KULLIKM.

3akntoyeHune. Heobxoayma HaCTOPOXEHHOCTb Bpayen B OTHOLLIEHUM HACNeACTBEHHOW NaToNorum B Cry4vae Hanm4ms
Y NAUMEHTOB COYETaHHbIX BPOXKAEHHBIX MOPOKOB Pa3BUTUS KULLEYHUKA.
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ABSTRACT

Background. The severe complications caused by cystic fibrosis require comprehensive study. Consideration of rare
clinical variants of the course of the disease is an important task for understanding the polymorphism of cystic fibrosis
clinical manifestations.

The aim of the work. To present a clinical case of congenital meconium peritonitis, small intestine volvulus and necrosis
of meconium pseudocyst of the abdominal cavity associated with cystic fibrosis, for further treatment improvement
and prevention of complications.

Results. The article presents a clinical case of cystic fibrosis caused by a combination of pathogenic mutations
in the CFTR gene (mutation delta F508; p.Phe508 and CFTRdele2,3). Against this background, meconium pseudo-
cyst, meconium peritonitis and small intestine volvulus developed.

Conclusion. Doctors are required to be wary of hereditary pathology if patients have concomitant congenital intestinal
malformations.
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AKTYAJIbHOCTb

Myxkoucuuno3 (MB) — 3To 3aboneBaHue, BbI3BaH-
HOE HapyIICHUEM TPAHCIOPTa XJIOPUA-UOHOB Uepe3 Kie-
TOYHYI0 MeMOpaHy [1-3], uTo B uTOre NPUBOIUT K TS~
SKETBIM TOPAKCHUSIM OPTraHOB, B KOTOPBIX BBIJCICHUE
CIIM3UCTOTO CEKpeTa SBJSCTCS OCHOBOM MX (DYHKIIHH.
PacmipocTpan€HHOCTS MYKOBUCIIUA032 B PA3IMYHBIX TO-
MyJSILUSIX BappupyeT; B Poccuu B roa poskaaeTcst oko-
10 300 geteit ¢ MykoBHCIIMIO30M [4].

MB nopakaeT MHO>KECTBO OPTraHOB, Yallle BCET0 JKe-
JyNOYHO-KUILIEYHBIA TPAKT U JBIXATEIbHYIO CUCTEMY
[3]. CunapoM AHUCTaTbHOM KHUIIEUHON HEMpPOXOIUMO-
CTU CYUTAETCS JOBOJBHO PEIKUM OCIOKHEHUEM Y Ma-
LHEHTOB ¢ MyKOBHUCIHA030M [3]. OnHAKO HEKOTOpPHIE
aBTOPBI HACUUTHIBAIOT PACIPOCTPAHEHHOCTD STOTO CUH-
npoma Ha ypoBHe 23,3-35,5 snuzoaa Ha 1000 manuen-
TOB C MYKOBUCIIUAO030M B rof [5, 6].

Takxum 00pazom, MOIPOOHOE PACCMOTPEHUE PEAKIX
KIIMHUYECKUX BAPUAHTOB TCUCHUS 3a00JICBAHHUS SIBIISICT-
Cs1 BAKHOM 3a71aueii 17151 MOHUMAHUSI KITMHUYECKUX MPO-
SIBJICHUM MYKOBHCIIMI03A.

BBEAEHUNE

MyxkoBuUCHUI03 — TAKENOE HACIEACTBEHHOE ayTo-
COMHO-PEIIECCUBHOE 3a00JIeBaHNe, KOTOPOE TOopaxKa-
€T BCE DK30KPUHHBIC KEJe3bl, )KU3HEHHO Ba)KHBIC Op-
raHbl U CUCTEMBl. PacmpocTpaHEHHOCTh MYKOBUCIIU-
no3a Bapeupyet ot 1:2500 B ABctpanuu 1o 1:25 000
B @unnsaauu [1]. [IpuuuHoi 3a0osieBaHUS SBISETCS
mytanus B rene CFTR (cystic fibrosis transmembrane
conductance regulator). I'en pacnonoxeH Ha JJIMH-
HOM IUIede 7-d XpOMOCOMBI U COACPKUT 27 IK30HOB
u 250 000 mykneoTuaoB. B HacTosmuii MOMEHT Ha-
cuutbiBaercs 10 1939 mytanuit rena CFTR, KOTopbie
CIy)KaT MPUYUHON Pa3BUTHUS PA3IUYHBIX (DopM My-
KoBucHUI03a [2]. HacTh U3 HUX dYalle BCTPEUAIOTCS
B Poccuu: nenpra F508 (53,2 %); CFTRdele2,3(21kb)
(5,9 %); N1303K (2,7 %); 2184insA (2 %); 2143delT
(2%); W1282X (1,8 %); G542X (1,7 %); 3849+10kbCT
(1,7 %); R334W (0,8 %); S1196X (0,6 %) [2].

B nuteparype onucaHbl cllydan cOYeTaHUS MYKO-
BHUCLIU/I03a C CHHAPOMOM JUCTAIbHON HHTECTUHATBHON
oOctpykuui [3] y peb€nka 9,5 s1etT; MeKoHHeBasi Helpo-
XOJUMOCTB KuIlleuyHHKa pa3zBuBaercs y 10-15 % HoBo-
POXIEHHBIX IETEH, CTPAAAIOIINX MYKOBUCIIUIO30M [2].
B naHHO¥ cTaThe MBI paccMaTpUBaeM KIMHHYECKUH CITy-
yail, Ipu KOTOPOM MYKOBHUCIIHI03 COUETAJICS C BPOXK-
JNEHHBIM MEKOHHABLHBIM TICPUTOHUTOM Ha (DOHE 3aBO-
pOTa TOHKOM KUILIKK U HEKPO3a MEKOHUAILHOM MICEBI0-
KHCTBI OPIOLTHOW TIOJIOCTH.

LEJIb NCCNIEAQOBAHUA

Ornucath peakuil KIMHUYECKUH Clydail coueTaHust
MYKOBHUCLIH/103a C BPOKAEHHBIM MEKOHUAJIbHBIM IIEPHU-

TOHUTOM Ha (1)0He 3aBOpPOTa TOHKOM KHIIKHA B HCKpPO-
3a MEKOHHUAJIbHOMU ICEBAOKHCThI 6pIOH.IHOI>i IIOJIOCTHU
JJ1 COBCPUHICHCTBOBAHHSA JICUCHUS U HpO(i)I/IJIaKTI/IKI/I.

KITMHUYECKNIA CNY4AI

PeGénok (neBouka) B Bo3pacte 2 mecsiies 01.08.2023
MOCTYNWI B OTAEJIEHUE XUPYPIHUH HOBOPOKIAEHHBIX
u "HegonoueHubix nereit OI'AY3 «['opoackas Msa-
HO-MarpEéHUHCKas AeTCKas KIMHUYECKas OOJbHHLA»
(OrAY3 I'MM/IKB) nepeBogom n3 O0GnacTHOTO NIEpH-
HaTtaneHOro 1entpa I'bY3 «Upkyrckas opaena «3Hak
[Touéray obnacTHast KIMHUYECKas: OONBHHULIAY C JKAJO-
0aMu Ha B3[lyTHE )KUBOTA, HEYCTOMUUBBIH, JKUIKUH, BO-
JSTHUCTBIN CTYJI, IUIOXYIO IPUOAaBKy MaccChl Tela.

AHamHe3

Pe6&nok ot 6-i1 6epemenHocTH, 3-X poioB. Co cJI0B
MaTepH, OEpeMEHHOCTb MPOTeKala C OCIOKHEHUSIMH:
Ha 12-ii Hexmene ObLT MOCTABJICH JUATHO3: KaHIUII03-
HBIM BynbBoBaruHMT. I[IpoBeneHa caHanys MOJOBBIX
OpraHoB. YJbTPa3ByKOBO€ 3BYKOBOE HCCIIEOBaHUE
(Y31) na 18-ii Hemene BBISIBWIO TOAO3PEHHE Ha 00-
CTPYKTUBHOE MOpakeHHE KUIIeuyHuKa ioaa. Ilosrop-
Ho ¥Y3U npoBeneHo Ha 21-ii u 25-i HeesIX: JOCTOBEP-
HBIX IaHHBIX, CBUJIETEIBCTBYIOIINX O MATOJIOTUH KEITy-
nouyno-kumeyHoro tpakta (KKT), He ObL10 BBISIBICHO.
Ha 30-it Hexene BBIABIECH BPOXKIAEHHBIN MMOPOK pa3BU-
tust (BITP) XXKT: o06cTpyKTHBHOE MOpakeHUE KHUIIey-
HUKa, BO3MOXHO, MHO>KECTBEHHBIE aTPE3UN Y4aCTKOB
TOHKOI'O M TOJICTOTO KullleuyHuka. [IpoBenéH HaTaib-
HBIH KOHCWJINYM: TIPOTHO3 /IS BBI3I0POBJICHNSI COMHHU-
tenpHbId. C 20-i Heeau Ha3HAYeH MPUEM yTpOXKeCcTa-
Ha, KapJJMOMar"uia.

[IpexxneBpeMeHHOE pOIopa3pelIeHne COCTOSIO0Ch
B 36 Henenb myTéM KecapeBa cedeHus 1o noBoay Kpa-
€BOIl OTCIIOMKH IUIAIICHTHI;, peOSHOK HAXOMIUIICS B IO-
JIOBHOM npeanexxanuu. Bec npu poxaenun — 3030 r,
poct — 48 cMm, oleHKa 1o mKane Anrap — 6—7 Gaios.
[Tocne poxaeHus IpIXaHue PeryJsipHOe, KPUK HETPOM-
Kuif, yactora cepjaeunbix cokpamenuit (UHCC) Goiee
100/mun. Carypanust kuciaopoga — 78 %. BwisBieHbl
Bunumeie BIIP: sxuBoT yBenuuen B pazmepe a0 40 cm
B OKPY>KHOCTH; B TaCTPajJbHOM 30HIE UMEETCS] OOMITb-
HOE KOJIMYECTBO OTENIIEMOro KUIIEYHOIo XapakTepa.
Ha 5-i1 MunyTe nociue poxacHusi OTMEYAeTCsl OTPULA-
TeJbHAsl AUHAMUKA 110 PECIIMPATOPHOMY CTaTyCy, JIbl-
XaHue y peb€Hka ocnabjaeHHoe, ¢ y9acTHEM BCIIOMOTa-
TeNbHOM MyCKyaTypbl, Ha 30-i MUHYTE — B TPaHCIIOPT-
HOM KyB€3€ C aBTOHOMHOM UCKYCCTBEHHOU BEHTHJISILIU-
et nérkux. Pe6EHOK TiepeBeIEH B OT/ICNICHHE peaHnMa-
MY HOBOPOXKAEHHBIX No 9.

bbu1 npoBei€H ocMOTp XUPYProM, Mmociie yero mno-
Ka3aHO 3KCTPEHHOE ONMEepaTHBHOE BMEIIATEIbCTBO
10 TOBOJLY BPOXKJIEHHOTO MEKOHMAJIBHOT'O MEPUTOHH-
Ta Ha )OHE 3aBOPOTA TOHKOW KHIIKU M HEKPO3a, MEKO-
HUAJIBHOM MCEBOKHUCTHI OproHoii mosoctu. [Iposene-
HBI BEPXH:Is MOTIepeyHas JarnapoToMHUsl, SHTEPOJIN3HC,
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pE3eKIns HEKU3HECTTOCOOHBIX YYaCTKOB KHIICUHUKA;
HaJIOKEH eroHomIeoaHactamo3. [locneonepanrnonHo
B JIMHAMUKE COCTOSIHUE PEOEHKA TsKENOE, OTCYTCTBY-
eT npubaBka B Bece, OTEPH CO CTYJIOM COCTAaBISIOT
28 mu/kr/c. CTyll CBETIBbIH, pa3»KMKCHHBIN, B KOMPO-
rpamMMe HEUTpalbHBIH KUP B OOJBIIOM KOJIUYECTBE.
[IpoBeneHa KOppeKIUs MUTAHUS C 3aMEHOU 3 KOpMIIe-
HUI Ha HOYHYIO CMECh C PACIIEIUIEHHBIMU TPUTITHIICPH-
nmamu (Monogen (Nutricia, Poccust)), nunentiuBeH B 00b-
éme 2 mur/kr/c. HabmoaeTcst otpuriarenbHas JTUHAMHU-
Ka: JIeWKoneHus, noBbiieHue C-peakTUBHOTO Oerka
(CPB), anu301p61 IOBBITICHUS TeMIepaTypbl 10 37,5 °C.
Haznauena xoppekiiust aHTHOAKTEpHUATbHOMN, TPOTHUBO-
IpUOKOBOM TEepaTVH.

JleBouka OblLIa TepeBeACHA B OTJCICHUE XUPYP-
TUU HOBOPOXKIEHHBIX U HeNOHOUIEHHBIX naeteit OI'A-
Y3 TUMJKE.

OO0BbeKTHBHBII CTaTyC NPH MOCTYNJICHUH

Oo11ee cocTosIHUE 0YEHB TSKENOE, CO3HAHHUE SICHOE,
MOJIO’KEHHE TAaCCUBHOE, TEMIIEpATypa Tella B aKCUILIISIP-
Hoit oomactu — 36,8 °C, UCC — 166/MuH, yacToTa AbI-
XaTeJIbHBIX ABWKEHUN — 52/MuUH, Bec — 2555 T, HOJDKEH-
cTByromuii Bec — 3630 1, nedunut maccel rena— 1075 T
(29,6 %), OKpY>KHOCTb TOJOBBI — 34 CM, OKPYXKHOCTb
rpynHoit knetku — 31,5 cm. Koxa u BuanuMBble cin3u-
CTBIe OJIeTHbIE, YHUCTHIE, BIAXKHBIC Ha OLIYIIh. [10aK0XK-
HO-)KAPOBOM CJIOM BBIPAXKEH YMEPEHHO, PacCIpeneiéH
paBHOMepHO. JIuMdaTuueckue y3iabl HE yBEIHYEHBI,
MpY Nanbnanuy 0e300JIe3HEHHBI, TOIBMKHBL. MbIlIey-
Has crcTeMa pa3BHUTa yJIOBIETBOPUTENBHO.

I'pynnas kieTka HHIMHApUYecKas, CHMMETPUYHAs,
najpnaTopHo 0e300J1e3HeHHast BO BCEX OTHAENax, mep-
KYTOpHO — SICHBIM J1€rouHbli 3ByK. Haz Bcell moBepx-
HOCTBIO JIETKHUX ayCKYJIbTaTHBHO: BE3UKYJISPHOE JIbI-
XaHHUE MMPOBOIUTCS OCIA0ICHO BO BCE OT/EIbI, XPUIIOB
HeT, OT YBJIQ)KHEHHOTO KHCIIOpOJia HE 3aBUCHT, CaTy-
pamus — 98 %.

I'paHuIbl OTHOCUTENBHON CEPAEYHON TYIOCTH —
B [IPOEKIIMU BO3PACTHON HOPMBI, ayCKYJIbTATUBHO: TOHBI
cepAla puTMUYHbBIE, HaJ 001aCThIO Cep/Lia BHICITYILIH-
BA€TCs MUHTEHCUBHBIN CUCTOJMYECKUH 1IYM C IPOBEJIE-
HUEM Ha CIIMHY, TOJIMBIIICYHYIO 00JIACTb, TyJIbC Ha Te-
pudeprn y10BIeTBOPUTEIbHBIMH.

SI3BIK IPY OCMOTPE YUCTBIM, BIIAXKHBIN; )KUBOT YBe-
JUYEH B pasMepe, B3IYT, NalbIaluU AOCTYIEH, 00-
JIE3HCHHBIN; TIEUYeHb BBIXOJIUT M3-NOJ Kpas pEOepHOI
JIyTH Ha 2 CM; cesie3€HKa NallbIupyeTcs y kpast peoep-
HOW JIyTH; CTYJ BOASIHUCTBIH, 100 MUTMEHTHPOBAH.

[Tpu ocMoOTpe MOSICHUYHOW 0071aCTH MAacTO3HOCTH
HE BBISIBIEHO, OTEKH OTCYTCTBYIOT, MPH MajbHalluu
MTOYKH HE OMpPEeNAI0TCA, ANy PE3 B Mpesienax HOPMEI.

JIokanpHBINA CTaTyC: HA MOCIEONEPALUOHHOM LIBE
penapanusi NepBUYHBIM HATSKEHHUEM, IIOB COCTOSITe-
nieH, 6e3 MPU3HAKOB BOCTIAICHHUS.

JlagopaTopHbie HCCJIETOBAHUS
OO6uii aHaIU3 KPOBU: SPUTPOLUTHI — 3,73 % 10'2/m;
nelikonutsl — 7,7 x 10°/1; numdormtel — 51,3 %; remo-
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riobun — 109 r/n; rematokput — 32,4 %; TpomMOOIH-
B — 193 % 10%/1.

BuoxuMuueckuii aHaianm3 KpOBH: TJIIOKO3a —
4,37 mMonb/it; o0mwmii Onnupyoun — 98,34 MKMoIIb/I;
acriapratamuHoTpancdepasza — 32,05 ME/n; ananuna-
muHoTpaHncgepaza — 31,35 ME/n; nakrataeruapore-
Haza — 192,25 ME/n; ramma-rnyramuntpancdepasza —
290,32 En/i; menounas ¢pocdaraza— 607,32 En/n; xpe-
aTHHHUH — 17,69 MKMOIL/IT; o0muit 6enok — 45,15 /1,
ansOymuH — 32,51 r/ii; CPb — 62,35 mr/n; ¢pepputin —
306,11 Mkr/m.

OOmumii aHaIM3 MOYH B HOPME.

HNmmyHoxpoMoTorpaduieckuii aHaau3 Kajia BbIs-
BUJI aHTUTEHBI K TOKCUHY A u B Clostridium difficile.

HNucTpyMeHTA/IBHBIE HCC/IETI0BAHUS

DJeKTpoKapAHOTrpaMMa: B MpeaesiaXx BO3PaCTHBIX
[IOKa3aresen.

Y3U OprolHol OIOCTH U MOYEBBIIETUTELHOM CH-
cTeMbl: 0e3 rpy0oii IXOCTPYKTYPHO NaTOIOTHH.

Oxokapauorpadus: BpoKAEHHBIH TOPOK cepia —
IeeKT MEeKNPeACepAHON MEePEeropoaKy MallblX pas-
MEPOB.

0O0630pHas peHTreHorpadus OpraHoB OPIOIIHOHN MO~
JIOCTH: TAaHHBIX, CBUJCTEIbCTBYIOIIHX O 3aJICPKKe Imac-
caka KOHTPACTHOTO Mpernapara, 1Mo JaHHOH peHTIeHO-
rpamMme He BBISBIIEHO (pHc. 1).

Puc. 1. O630pHasi peHTreHorpagusi opraHoB 6PHOLLHOW MO-
a0CcT!N

Koncynpranus HeBpoJiora: nepuHaTatbHOE Mopaxe-
HHUE LEHTPaJIbHON HEPBHOW CHCTEMBbI CMEIIAHHOH 3TH-
onoruu. CHHAPOM yTrHETEHHSL.

[Ipu monexkynapuno-zenemuueckom uccineoosa-
Huu KpoBU peOEHKA U POJUTENICH OblIa BBISIBICHA MY-
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tanus B reHe CFTR: myramus aensta FS508; p.Phe508
y marepu 1 CFTRdele2,3 y oTua B reTepo3uroTHoM
COCTOSIHUU.

Bruia nmpoBeaeHa KOppeKIMs NUTaHUS, HayaTa 3a-
MecTUTeNbHas epMEHTHAs Tepanusi, KOPPEKLUs aHTH-
OaKTepHaIbHON Tepanuu:

[Muranue cmecpto Monogen (Nutricia, Poccus)
o 20 mut yepe3 3 yaca, cocKa + 30H].

CMmekTa B TedeHue cyTok — | makeT Ha 50 Mi1 BOJIBI.

AnTHOaKTEepUanbHas Tepanus: HeoTakCuM BHY-
tpuBeHHO (B/B) 100 mr/kr/cyT. 86 mr 3 pasza B CyTKu;
BaHKOMHUIIMH B/B 20 Mr/kr/cyT. 50 Mr 3 pa3a B CyTKHU.

[IpoTtuBorpuOKoOBasi Tepamusi: BOPUKOHA30I
18 mr/kr/cyT. 46 Mr 1 pa3 B CyTKH.

I'enaronpotekropsl: Ypcodanbk 30 Mr/kr/cyT. 8 M
2 pa3a B CyTKHU.

3amecturenbHas pepmenTHas Tepanusi: Kpeon
13 Teic. E[l/xr/CyT.

Buramun D 1000 EZl 1 pa3 B cyTku; [lenuaon 2 mn
8 pa3 B CyTKH.

[Mocne xoppekunu MUTaHUSI U TPOBENEHHOTO Jie-
YEeHHUSI OTMEUEHA MOJIOKUTEIbHAS AUHAMHKA B HA0Ope
BECa, YPEKECHNH CTyJIa, YIyUlICHUH aNlleTHTa 1 o01e-
T'O COCTOSIHHMSI.

OBCYXXAEHWE

I'en CFTR, oTBeuaomuii 3a pa3BUTHE MYKOBHUCITH-
1032, KOJUPYET MYKOBHCIMIO3HBIN TpaHCMeMOpaH-
HBIA PeryysaTop MPOBOAUMOCTH [4], KOTOpBIH PyHK-
uuoHupyet kak Cl-ceneKTHBHBIN KaHall ¢ HU3KOH Ipo-
BOJINMOCTBIO, YIPaBIs€MbIi [UKJIaMU CBS3bIBAHUSA
W TUApoIN3a ajgeHo3uHTpudocdara [7]. U3-3a myra-
MU ATOTO TeHa HapymaeTcs (GopMHUpoOBaHUE XJIOP-
HOTO KaHaya B MeMOpaHax dMUTEINaIbHBIX KICTOK,
YTO MPUBOJUT K 3aJIep’KKE HOHOB HATpPUsA U BOJBI,
00€3BOKMBAHHIO U CTYIICHUIO CEKPETOB YK30KPHH-
HBIX xene3 [3].

CH0>KHBIN MOJIEKYJISIPHO-TEHETHIECKHI IeeKT co-
yeranus myrtanuii rena CFTR nenvta F508; p.Phe508,
noiy4eHHbIX ot Marepu, 1 CFTRdele2,3, momyuennoi
OT OTHa, CTAT NPUYNHON THKENON KUIIEUHOU (POPMBI
MYKOBHCIIH/I03a Y peOEHKa.

ABTOpBI, UCCIIEIOBABIINE 0COOCHHOCTH MYTalluu
nenbra F508 [8], cunTatroT, 4To OTCYTCTBHE (heHMIIaa-
HuHa-508 BBI3bIBAET HApYLIEHHE HOPMAJILHOTO ITPoIiec-
ca OMOCHHTE3a U TEM CaMbIM ITPUBOAMT K COXPAHEHHIO
1 MOCTIe YOIl Aerpajaid MyTaHTHOTO OeJika B 9H-
JIOTNIA3MATHYECKOM PETUKYJIyMe, OJJHAKO 3TO HE BJIH-
SIeT Ha CBS3BIBAHUE HYKJICOTUIOB OCJIKOM [§]. ABTOpBI
MPULLTA K BEIBOY, 4TO Aedekt delF508 npencrasis-
eT co00ii coueTaHue HEMPaBUILHOM JTOKaIM3aluK 1 He-
cTaOMIBHOCTH OeJIKa B IOTOJIHEHHE K YACTUYHBIM Jie-
¢dexram QyHKIMM KaHana [8].

Myranus nenbta F508 CFTR npuBoauT kK 00paso-
BaHHIO HempaBuibHO cBEpHYTOrO Oenka CFTR, xoTto-
PBIN COXpaHAETCs B 9H/I0TNIA3MAaTHUYECKOM PETHKYITyMe
u nossepraercs pacnany [9]. Ectb cBenenus, uro my-

tanus gensra F508 cocrasnser 33,8 % ot eBpeiickux
amneneit CF [10].

Myrauus F508del sBusiercs camoii pacmpoctpa-
HEHHOM MyTanueit rena CFTR Bo BcéM MHpeE, 4acTOTa
B Poccuu coctaBnsier 52 % [11].

Btopas no wactore MyTanus MyKOBHUCLHJI03a —
myTtamusi CFTRdele2,3(21kb), koTopas HocuT Ha3Ba-
HHUE «ClIaBSHCKas» M3-3a paclpoCTpaHEHUS Cpeau
cnaBsH [11]. E€ pacnpoctpanénnocts B Poccun co-
craBisieT 5,9 % [11]. Myranus CFTRdele2,3(21kb)
(c.54-5940 273+10250del21080, p.Serl18Argfs*16)
sBisieTcst nenenuer 21 080 HyKJIEOTUIOB ¢ mOTepei
9Kk30HOB 2 1 3 reHa CFTR v cIBUTOM paMKH CUMTBIBA-
Hus B anutenuansbHoid MPHK CFTR [11], B pe3ynbra-
T€ Yero co3AaéTcs CUTHaJI NMPeXIeBPEMEHHON TepMHU-
Haluu B 3k30He 4 [12].

O0e MyTanuu, NOJTy4YEeHHBIE B OT 0TI, U OT Mare-
PH, SIBISIIOTCS IPUYMHON BHYTPUYTPOOHOTO TEUEHUS
KJIMHUYECKUX TPOSIBICHUH MYKOBHCLI03a, KOTOpBIE
c(hopMupoOBaIH BPOKAEHHBIH MEKOHUAIBLHBINA TIEPUTO-
HUT Ha (poHE 3aBOPOTA TOHKON KHILIKH.

3AKJTIONEHUE

Hapymenue npoxoAuMOCTH KUIIEYHUKA ABJISETCS
OJTHUM U3 TSDKENBIX OCI0KHEHUN MyKoBHCcMI03a. OJi-
HAaKO JaHHas NaTOJIOTUsl pa3BUBAETCS HE Y BCEX HOBO-
POXKIEHHBIX ¢ MyKoBHUCIIHI030M. CoueTaHue IByX ma-
TOTE€HHBIX MYyTall1i, TOJIYYEHHBIX OT OTLIA U OT MaTEPH,
B JJAHHOM KJIMHUYECKOM CIIy4ae MPUBEJIO K Pa3BUTHUIO
MEKOHHUAJIbHON KUCTHI. B CBsI3M ¢ 3TUM NpeHaTaibHas
npo(MIIaKTHKA UMEET BAYKHOE 3HAYCHHE JIJIS [TPEPhIBA-
HUSl IATOJIOTMYECKOI OEPEMEHHOCTH 110 MEAUIIUHCKUM
nokaszaresisiM. He MeHee BaxkHa HaCTOPO)KEHHOCTh Bpa-
Yyell B OTHOLLIEHUH HACJIEACTBEHHOW aTOJIOTMH IIPH Ha-
JINYUU y TALUEHTA BPOKIAEHHBIX IOPOKOB PAa3BUTHUS KH-
mevnuka [13].
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