TpyAHbIN NALUEHT C MYKOBUCLUAO30M

Pydko Anekceli AHamosibesuy, ariagHbll 8pay KruHUKU MeduyuHckou eeHemuku CO
PAMH;
HasapeHko Jlrodmuna lNasnosHa, npogheccop, 3amecmumerib Oupekmopa
HUWN meduyuHckolu eeHemuku CO PAMH

MykoBucumpgos (MB) — aBndetca ogHMm mn3 Hambonee 4YacTbiX ayTOCOMHO-
peueccmBHbIX HacneacTBEHHbIX 3aboneBaHui, XapakTepuadyeTcsi MyIbTUCUCTEMHbIMU
nposaBneHnamu. B 1989 r BbigeneH n nokanu3oBaH reH 3aboneBaHusi, pacnonoXeHHbIN
Ha ONWMHHOM nnedye Xpomocombl 7. Bckope Obin onpegeneH 3akoauMpOBaHHbIA FEHOM
©6enok, HaseaHHbIM "Cystic Fibrosis transmembrane conductance regulator" — CFTR.
Kaxgbin  20-n  XuTenb nNNaHeTbl SBAGETCA HocuTenem Mytauuu reHa. [duarHos
MYKOBMCUMAO03a, Kak NpaBunio, YyCTaHaBIMBAETCA HA OCHOBAHUM TUMUYHBLIX KITMHUYECKNX
NposiBNeHnn 3aboneBaHnsa M NoATBEPXKAAETCA BbICOKMM YPOBHEM HaTpusa M Xxnopa B
CeKpeTe NOTOBbIX Xenes (noToeas npoba).

Bonee 40 net Hasag 6b1nM 3an0XeHbl OCHOBHbIE NPUHLMMBLI fle4yeHnsa 6onbHbIX MB,
NMPUMEHSIEMbIE W CErofdHsA, U OCHOBaHHble Ha 6opbbe C NeroyYHbIMKM MHEEKUMSMNU,
yNyylleHneM [OpeHnpoBaHnst OPOHXOB M 0OCOOOM BHUMaHMM K NuUTaHui. BonbHble
MYKOBMCLUMOO30M HYXOAKTCA B KOMMSIEKCHOM MEOMUMHCKON MOMOLUM C  aKTUBHbLIM
yyacTMeM Bpaden pasHbiX CchneuuanbHOCTEN: neauaTpoB, TepaneBTOB, rEHETUKOB,
NyfIbMOHOJIOrOB, rAaCTPO3HTEPOSIOroB, hN3NOTEPANEBTOB, ANETONOINOB, @ TaKKe CpeaHero
MeANLMHCKOro NepcoHana, NCUXonoroB 1 coumarnbHbIX paboTHNKOB.

B HacToswee Bpemsa (akTU4eckn B Kaxgom permoHe PO yHKUMOHMPYIOT
MeguumHckme ueHTpbl MB. B Tomckonm obnactm Ttakum uUeHTpom sBnsgetcas HUN
meanuunHckon reHetnkn CO PAMH. Ha 6ase KnuMHWKM MHCTUTYTa nauueHtam ¢ MB
OKasblBaeTCcss BCA  Heobxogumasi MeauUMHCKasi MNOMOLb, 3a  UCKITIOYEHUEM
XUPYPrMYeCKON: HeoHaTanbHbIA CKPUHWHE, MEeOMKO-TEHETUYECKOE KOHCYNbTUPOBaHME,
nogTeepxaatoLwas nabopaTopHasd AnarHocTuKa, MONEKYNApHO-reHeTn4ecKas
AvarHoctmka, B TOM u4ucrie cekBeHupoBaHue reHa CFTR, cTauMoHapHOe IneYeHue,
BKITHOMAA BbICOKOTEXHOJTOMMYHYIO MEANLIMHCKYIO nomolLs (BMI).

KnuHunyecknn pasbop. [lMaumeHt K., pata poxgeHus 19.02.1981r. (30 net), non
XXEHCKNN.

OwnarHo3: MykoBMCUMOO3, CMeLllaHHaa IeroyHo-kMweyHas doopma, TsKenoe TedeHue.
XPOHUYECKNMN THOMHO-OOCTPYKTUBHBIN OPOHXUT, OPOHXO03KTa3bl, aMdu3ema Ierkux,
ANpy3HbIM  MHEBMOCKNEPO3, aTUnNu4uHbIn  Mukobaktepnod HTB Bua M.chelonae
subsp.abscessus (+). ObixatenbHaa HepgoctatovHocTb lI-llicT. JleroyHas runepTeHs3us.
XpoHuyeckas naHkpeaTmyeckas HegoCTaTOYHOCTb. [lponanc MuTpanbHOro knanaHa 1cr.
MwuTparnbHas He4oCTaTOYHOCTb 1CT., TPUKycnMaanbHas He4OCTaTOYHOCTb 1CT.
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Jata HuhuneTpaTHBHLIA MyTauus rena CFTR:
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Puc.1. OcHoBHble aTanbl TedeHus 3abonesaHnsa naumeHTa K.

Pe3ynbTaT MmonekynsipHo-reHeTU4YeCKoro nccnegoBaHua: eTtepo3vrota no mytauum
N1303K (aHanu3 86 mytauun).

AXpomocoma 7

PacnpocrpaHedHocts MyTauuu N1303K B paznuydbix
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Puc. 2. XapaktepucTtuka BbisisrieHHon myTtaumm N1303K

JIEMEHUE: exegHeBHble nHranauuu: AtpoBeHT, Cnupusa, Cumbukopt, lMynbmosunm,
TOBW no cxeme (c 2009 r.). MNMocTosiHHbIN Npuem: KpeoH, KnapuTtpomuumH, Kypcamm YpcocaH,
AULU, AmBpokcon, nonmeuTaMmuHbl. AHTUBUOTUKOTEpanusa (HenpepbiBHO ¢ 2007 r.): MepoHem
1r x 3 pasa/cyTkm B/B KanenbHO 28 AHen c MecaYHbiMU nepepbiBamu. 3mBokc 600 mr X
2 pasal/cyTku no cxeme, Kypcamu apyrme aHtmbnotukmn (doptym, AMukaumH, MatndnokcaumH).
Ha doHe neyeHuns ¢ 2007 r. HenpoaomKNTeNbHbIE NEPUObI YITyYLLIEHNS COCTOAHUS.

C 2007 r. exerogHo rocnutanusunpyetca B HAW lMynbmoHonorum r. Mocksa ans
obcnenoBaHnsl, IeYeHUs U Koppekumn  cxembl  Tepanun.  MukpoBuonormyeckm:
M. chelonae subsp. abscessus. KoHcynbTupoBanacb y npodeccopa YyyanmHa A.l,
npodeccopa AmenuHon E.J1., npogeccopa Kaccun HO.E..

MocnegHne  nonroga Ha  dOHE  Henpekpallawwerocss  fevYeHus n
KOMOWHMPOBAHHOM  MOCTOSIHHOW  @aHTUOMOTUKOTEpanuMu  COCTOSHWE  yXyALlaeTcs:
HabnogaeTcs BblpaXXeHHas AblxaTenbHasi He4OCTAaTOYHOCTb, 3HAYUTENbHbLIN AeduumT
macchbl Tena (poct 160 cm, Bec 37 kr).



Puc. 3. O630pHasa peHTreHorpadms naumenTta K.,
asryct 2009 .

HWW meguunHckon reHetukn CO PAMH "eHeTn4yeckasa KNMHUKa HCTUTYTA
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