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NEPBbIA OMNbIT POOOPA3PELLEHMSA 5OJIbHOWU MYKOBUCLIMAO30M

B PECMNYBJIMKE MOPOOBUA

Myxkosucuungos (MB) — camoe yacToe MOHOTeH-
Hoe 3ab60JyieBaHMe C ayTOCOMHO-PEIeCCUBHBIM TU-
OM HawlefoBaHMs. [laHHAasi MATONOTUSI BbI3Ba-
Ha MyTalyei TeHa TpaHCMeMOPaHHOTO PeryJsTo-
pa mykoBucununosa (MBTP),uTo npMBOAUT K AyC-
(yHKUIMM XJIIOPHOTO KaHasia, PaCIONOKEHHOTO B
anmyKaJbHOM YacTM MeMOpaH 5K30KPMHHBIX JKe-
ne3. BuiencTBue 4ero ceKpeT CTaHOBUTCS BSI3KUM U
06€e3BOKEHHBIM, UTO CIIOCOOCTBYET PAa3BUTUIO PIAY
MaTOOTUYECKMX ITPOLECCOB B PA3/IMYHBIX OpPraHax
u cucremax [1].

B 1989 romgy 6buT MAeHTUOUIIMPOBAH TeH MYy-
KOBUCIMI03a U BBISIBJIEHA HaubojIee yacrasi MyTa-
1[MsI, KOTOpasi IPUBOAUT K 3TOMY 3a00/IeBaHUIO —
delF508 (menbra F508) [2].

MB Kak reHeTMUYECKU IeTePMUHUPOBAHHOE 3a-
GosieBaHME XapaKTePU3YeTCs MIMPOKOH Bapuabeb-
HOCTBIO KIIMHUYECKUX MPOSIBJIEHUI B 3aBUCUMOCTU
OT xapakTepa mMyTanuii B reHe. O6HapysKeHbI MY-
Tanuu, IPUBOIASINNE K TsDKeoi dopme MB, a Tak-
Ke MyTanuu, 06yCcI0BIMBAIOIINeE O0ojiee MATKOE Te-
yeHMe 3ab6omeBaHusl. Tak ske HepPeIKO BCTPeUaroTCs
MaluyeHThl C OOMHAKOBBIMM MYTalUUSIMU, HO C pa3-
JUYHBIMM BapMaHTaMM TeueHus 3aboneBaHus. B
3aBMCMMOCTY OT IEPBUYHOTO OBPEXIAIOIIETO Jle-
(ekra Bce myTtauuu reHa CFTR moppaspensiior Ha
MSITh K1aCCOB.

-Knmacc 1: myraumm, GIOKMpYIOIIME IPOIeCce
cunTe3a 6enka CFTR — HoHceHc-myTanmu (G542X,
W1282X, R553X, 2143delT, 1677delTA);

- Knacc 2: myranmm, BbI3bIBalOIIME OIOKMUPO-
BaHue cospeBauusi CFTR — muccenc-myrauym (del
F508, del 1 507, N1303 K, S541 I, S549 R);

- Knacc 3: myranmm, BbI3bIBalOlLMe Hapylle-
Hue perynsuyy Gyakumii CFTR, KOTOpbIil KOCTHU-
raeT anMKaJIbHOI MeMOpaHbl, HO HE MOXKET aKTU-
BUPOBAThCS — MucceHc-myTtauuu (G551 D, G1224 E,
S1255 P);

- Knacc 4: myranuu, mpuBogsinye K CH/OKEHUIO
nposogumocTy uoHoB Cl- (R117 H, R334 W, R347
P);L138ins;

-Knacc 5: samemnenme cuHre3a CFTR, opn-
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Hako (yHKUMOHUpPYET OH HopmanabHO (A455 E,
3849+10kbC-T, IVS8(5TO0).

1-3 kyacchl MyTaLMil OTHOCSTCS K TaK Ha3bIBa-
€MBbIM «TSDKebIM», ONpeAens oMM BbIPasKeHHYIO
KIMHUYECKYI0 KapTUHY 3a00/eBaHMUs, a MyTaluu
4-5 K/IaccoB, KaK MPaBWIO, SIBISIIOTCS «MSTKUMM»,
MIpU KOTOPBIX KAMHMYecKass kapTuHa MB cmasaH-
Hasl, C MMHMMAJIbHO HapyIIeHHOV (QYHKIMEN oM -
SKeTyIOYHOI Kemessl [3].

B GonbmiMHCTBe ciyyaeB (epTUILHOCTh JKEH-
IIVH, 60IbHBIX MYKOBUCLIMZ030M, COXpaHEeHa.

B cBSi3su C TeMm, UTO pe3y/lbTaThbl JIEUEHUS MY-
KOBUCLIMA03a YIYUIIMINCh, BCe GOJblle KeHIINH,
CTPaJamIIMX 3TUM 3ab00eBaHyeM, JOCTUTAIOT Je-
TOPOLHOTO BO3pacTa.

ITo manHbiM peructpa HUU I[lynibMoHOMOrMMU
(Mocksa) 3a repuog 1992-2012 rr. 21 6onbHas My-
KOBUCLIMAO30M IlepeHecta 26 6epeMeHHOCTel, U3
KOTOPBIX 5 3aKOHUMWINCH TIpepbiBaHMeM GepeMeH-
HOCTH, 2-TIPEXIEeBPEMEHHBIMU POJAMMU U POXKIE-
HMeM He[IOHOIIIeHHOTO pebeHKa, y 3 MalyeHTOoK-TI0
2 pebenka. CpegHMIT BO3PACT KEHIIVH K MOMEHTY
ponmos cocraBui 23,2 * 3,2 rofa, aHTpOIIOMeTpuue-
cKye ¥ GyHKIMOHATbHbIE TTOKA3aTe ! TOCTOBEPHO
BbIllle aHAJIOTMYHBIX TIOKa3aTesnei AJis1 OCTaIbHbIX
SKEHILWH, BKIIOUEHHBIX B PErMCTP: MHAEKC MacChl
rena-20,3 * 2,1 kr/m2, ODB1 - 70,5%14,4 % nomkH,
®XXEJI - 85,5 £ 8,1 % mOKH.

[lpuBOOMM KIMHUYECKMIT CIydait 6GOMbHOI
b.J0.B., 1989 r.p ¢ guarHo3omMm: «MyKOBUCLMIO3
(F508del/L138ins), TsKenoe TeyeHne, 060CTpeHNE
XPOHMUYECKOTO THOMHO — 06CTPYKTUBHOTO OPOHXM-
Ta, XpOHMYECKoe MHOUIMPOBAHME ObIXATENIbHBIX
nyrei S. aureus. XpOHMUYECKUI TTOIUIIO3HBINA pU-
HOCUHYCUT», KOTOpasi JOHOCWIa 6epeMeHHOCThb U
671ar0I0yYHO pOANIIa 30POBOTO pebeHKa.

BonbHag B.10.B. B mae mecsie 2017 roma ob6pa-
TUJIaCh B KEHCKYI0 KOHCy/IbTaluioo r. CapaHcka 1o
TOBOAY TepBOii GepeMeHHOCT C (OHOBBIM AMa-
rHO30M: «MyKOBUCLIUIO3».
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Ha MOMeHT ocMOTpa mpeabsIBiisiia Kajo0bl Ha
IIOCTOSIHHBIM KallleJib C OTXOKIeHMeM THOMHOM
TPYIHOOT/AE/SIeMOI MOKPOTBI, OIBIIIKY TpU 3HAa-
YUTEIbHOM (M3MUecKoit Harpyske. OTmeuana 060-
cTpeHust 3a60ieBaHMs 10 4-X pa3 B rofl C MOIbeMOM
TeMIlepaTypbl, yBeJIudeHeM KOIuM4yecTBa BSI3KOii
3eJIeHOBaTO MOKPOTHI, yCUJIEHMEM OZbIIIKHA.

VI3 aHaMHe3a KM3HU U3BECTHO: pe6eHOK OT MO-
Jioapix poauTteneit. Pogunacek B 1. CapaHCcKe, Macca
Tena npu poxaeHun 2810, poct 48 cm. Beckapmiin-
BaHMe cMmeniaHHoe. C JeTCcTBa OTMeYaauCh YacThie
MpocTyaHble MHGeKIMM (0KOJIO 6-7 pa3 B rox). [To
(dbusMueckuM napaMeTpaMm OT CBEPCTHUKOB He OT-
cTaBasia, Ho C TPYJOM CIIPaBJIsyiach CO CTAHAAPTHOM
(bu3nIecKoit Harpy3Koil Ha ypoKax GU3KY/IbTYPhI B
nrkosie. B 8 jieT ObLI IOCTaB/IeH OMArHo3 «XpoHU-
YecKuii GPOHXUT C 4YacCThIMU OOOCTpeHUsSIMU». B
11 nieT 1Mo JaHHBIM PEHTTEHOJOTMYECKOro MCce-
IOBaHMSI ObUIM OMArHOCTMPOBAHBI OGPOHXO3KTA3hI
B BepXHeji [oJjie JIeTKOro crpasa. bonesHs mpuob-
peTajia HeIlpepbIBHO-peLUAUBUPYIOllee TeyeHMe.
[TpoBOgMIOCH MHOTOKpaTHOE MCC/IeZOBaHME MO-
Kpotel Ha BK, Mmukpockonusi MOKpoTbel Ha MBT ¢
oTpuiiaTesbHbIMU pesynbTaTamu. B 2001 rogy 1o
ITOBOJIY MHOKECTBEHHBIX OPOHX0IKTAa30B GObHOI
ObL71a TIpOBeieHa pe3eKIIys BepxHeii 10y MPaBoro
serkoro. C yueToMm kajo6, JaHHbIX aHaAMHe3a JKIU3-
HM U 3a00j1eBaHMsI, HAJIUUMUSI OPOXHOIKTA30B, MO-
JIOO¥ BO3PacCT IMalieHTKY, OHa ObljIa HallpaBjieHa
B Menuko — 'eHeTMYeCKMI LIEHTP IJISI BBITTOTHEHUS
ITOTOBOJI ITPOG6KI. Pe3ynbTaT cocTaBmi 116 MMOIb/J,
moBTopHo 109 mmonb/n (Ngo 60 mmosnb/n). bosnb-
HOJi 6BIIO TPOBEIEHO IIOJIHOEe CEeKBEeCTHPOBaHMe
reHa MBTP, 6bu IMarHOCTMPOBAHbI CJIeTyIONIMe
mytanyu: F508del/L138ins. Bola BhICTaB/IeH Aya-
rHo3: MykoBuctumo3s (F508del/L138ins), Tsokenoe
TeueHe, 060CTpeHNe XPOHUUYECKOTO 'HOMHO — 06-
CTPYKTUBHOTO GPOHXMTA, XPOHUUECKOE MHOUIIN-
pOBaHMe [bIXaTeNbHbIX IMyTel S. aureus. XpOHU-
YeCKMil TIONMUITO3HBIN puHOCUMHYCUT. O6CIemoBaH
6paT MalMeHTKH!: ralJIOTUII 6paTa IOJHOCThIO CO-
BIIAJI C TAaIUVIOTUIIOM CECTPBI.

B 15 Henmenb 6epeMeHHOCTHM ObIJIa IIPOKOHCYITh-
TUpOBaHa 3aB. JlabopaTopmeil MYyKOBUCIMIO3a
HUW nynemoHonornu ®MBA Poccuu E.JI. Amenn-
Hoit. TIpy ocMOTpe: cocTosiHMEe GOTbHONM YIOBIIET-
BOPUTEIbHOE, KOKHBIE [TOKPOBBI UMCThIE, TpUOaBKa
Macchl Tena +5 Kr (poct — 151 ¢, Bec — 59 kr). YT
B 1 MMH, HaJ, JIeTKMMU pacCcesTHHbIe, Pa3HOTOHA/Ib-
HbIe XPUIIbI, TPEUMYIIeCTBEHHO B HUKHUX OT/Ie/Iax
nerkux. YCC — 35 B MUHYTY, TOHBI CEP/LIA TTPUTITY-
mieHbpl, putMuuHble. Carypauusi remorioousHa 02
— 98 %, OyHKIMS BHEILIHErO AbIXaHWU: Jierkas cTe-
neHb 6pOHXMANTBLHOM 06cTpyKIyYN. (OOB1 - 72 % ot
nmoskHoro. mpu @XEJT - 86 % moimskHOro). beut mo-
Jo6paH 00beM CTaHIAPTHOI IJISI MYKOBUCIIMIO3a
Tepanuu U clejlaHo 3aK/IloueHne, YTO MPOTUBOTIO-
Kas3aHMii K IPOJIOHTMPOBAHNIO OepeMEeHHOCTH HeT,
peKoMeH/JI0BaHO BeJleHle POJOB uepe3 eCTeCTBeH-
Hble pofoBbIe MyTU. PoApl cpouHbIe, HACTYTIMIN Ha
41 - i Hepmene 6epeMeHHOCTH, Pe6EHOK — MaIbUMK
300poB, pocT — 50 cM, Bec — 3180 r. O1ieHKa COCTO-
SIHMST HOBOPOXKIEHHOTO 10 IIKayie Anrap 8 6a/ios.
VUnuTBIBAsI XpOHMYECKOe MHGUIIMIPOBaHME MaTePU
30JI0TUCTBIM CTa(MIOKOKKOM Ha 4 — e CYTKU MaTh U
pebeHOK 6bUTM TTepeBeieHbl B OTHeIeHMe MTaToNI0-
UM HOBOPOXKIeHHbIX. Ceifuac MaTh ¥ peGeHOK UyB-
CTBYIOT Ce0S1 yIOBIETBOPUTETbHO, BbITTMCAHBI.

Taxkum 06pa3oM, JaHHOE KIMHUYECKOe HabIIo-
JleHye TMOKa3bIBaeT, 4TO, HeCMOTPS Ha BO3MOX-
HOCTb HeO6JIarONpUSITHOTO BIMSHUS 6GepeMeHHO-
CcTY Ha (QYHKIMIO JIETKUX, BBICOKUI PUCK HEBbIHA-
HIYMBaHUsT 6epeMeHHOCTH, TIPeXKIeBPEMEHHBIX PO-
IIOB, PUCKa pOKAeHMs pebeHKa C TeM ke 3abose-
BaHMeM, JKeHIIMHbBI C «MITKUMMU» MYTalUSIMU U B
YIOBJIETBOPUTEIBHOM COCTOSTHUYM MMEIOT BO3MOX-
HOCTb POXIEHMS 3A0poBOro pebeHka. Kpome toro,
TTOJIOKUTENbHBIN UCX0H, 6epeMeHHOCTH, TO eCTh
pOKIeHMe 3JOPOBOTO Majbllia ¥ CTAOMIbHOE CO-
CTOSIHME MaTepy ONpeneiseTcs aJeKBaTHbIM Befie-
HMeM OObHOI MYKOBMCIIMI030M BO BpeMs Gepe-
MEHHOCTU (TIOTHbBIN CTaHIAPTHbBIN 00bEeM Tepamnun
MYKOBUCIIM/I03a, ONITUMaJIbHOe MUTaHMe, KMHe30-
Tepanus, BUTAMMHOTEepaIusi, PeryjaspHbIii MoceB
MOKPOTBI Ha UyBCTBUTEIbHOCTD).

A.A. Tbaukoea, JI.B. JIedaiikuna, O.A. CoiconamuHa

@I'BOY BO «HayuoHanvHbtli uccnedosamensckuti Mopdosckuti zocydapcmeerHslii yHusepcumem um. H.IT. Ozapéesa»,

CapaHck, Poccutickas @edepayust

MEPBBII OITBIT POJIOPA3PEIIEHNS BOJIbHOY MYKOBUCIIUZIO30M

B PECITYBJ/IMKE MOPOOBHS

B craTbe OMMCHIBAETCS IE€PBBIA IMOJOKUTEIbHBI
OMBIT OEpeMEeHHOCTM M pOoHopaspellieHus 3J0POBLIM
MaJIbUMKOM OOJIbHOM MYKOBUCIIMAO30M B Pecry6iyke

Mopaosus. [IpoaHann3upoBaHbl 0COGEHHOCTU BEAEHMUS
6epeMeHHOCTH ¥ POAOB MPU MYKOBUCIIMIO3E.

Knwouegble cnosea: MyKOBUCIUIO3, G€PEeMEHHOCTbD,
POJibl, GPOHX05KTAa3, IOTOBbIN TECT, MyTaLIVN.
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A.A. D’yachkova, L.V. Ledyaikina, O.A. Sysolyatina

National Mordovia Research State University, Saransk, Russia

THE FIRST EXPERIENCE OF DELIVERY OF THE PATIENT WITH CYSTIC FIBROSIS
IN THE REPUBLIC OF MORDOVIA

The article describes the first positive experience of
pregnancy and delivery of a healthy boy of the patient

with cystic fibrosis in the Republic of Mordovia.
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The features of management of pregnancy and child-
birth with cystic fibrosis have been analyzed.
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