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Pesiome

B 0630pHOIt CTaTbe [aeTcs COBPEMEHHOE MpeLCcTaBNeHne O NePBUYHON LMAMAPHOM AUCKUHE3UM (CUHLPOME «HEMOABUXKHbIX PECHU-
UeK») U ee YaCTHOM BapuaHTe — cHApoMe KaptareHepa — reHeTUYecku AeTeEPMUHUPOBAHHOM NaToNoru, MPUBOASLLEN K XPOHUYECKO-
My BOCMa/IUTENIbHOMY MOPAKEHWIO PECTIMPATOPHOIO TPAKTa, OPraHOB Clyxa U HapyleHuo dhepTunbHoi GyHKumW. laHHoe opdaHHoe
3a60n1eBaHMe Mano M3BECTHO LUIMPOKOMY Kpyry Bpayei. [epBuuHas umnvMapHas OMCKUMHe3ns — penkoe HaclencTBEHHOe 3aboneBaHue
M3 rpynnbl LMAMONATUI, B OCHOBE KOTOPOTO IEXXUT reHEeTUYECKM AETEPMUHUPOBAHHBIN AedeKT YNbTPacTPYKTypbl pECHUYEK 3nuTenus
PeCnUpaTOPHOro TpakTa M aHANOTMYHBIX UM CTPYKTYP, MPUBOASALLMIA K HAPYLIEHWUIO UX ABWUraTenbHOM GyHKUMK. [Ing BepudmKaumm ama-
rHO3a MpeIoXKeHbl Pa3MyHble MOLLIAroBblE ANrOpPWUTMbIl, 0693aTeNbHbIMKU KOMMOHEHTAMMU KOTOPbIX SIBNSKOTCS OLEHKA [ABMraTesbHOWM
CMOCOBHOCTU pecHUYEeK MepLATENIbHOIO MUTENNS, YPOBHS Ha3anbHOro okcmaa asota (NNO), 31eKTPOHHO-MUKPOCKOMWUYECKOe Uccieao-
BaHWe bGuonTata CM3UCToi 060104KM BPOHXOB, reHeTUYeckoe 0b6C1eA0BaHME. 30/10TOT0 CTaHAAPTa AMArHOCTUKU NEpBUYHONM LMaMap-
HOW OMCKMHE3MW He CyllecTByeT. AMarHoCcTuieckmii MomcK y naumeHToB [LOMKeH 6bITb KOMMAEKCHBIM M COCTOSITb U3 OnpeneneHHbIX
3TanoB. B HacTosee BpeMs TepaneBTUYeckue CTpaTerMm nepBUYHON LMAMAPHOWM AMCKUHE3MM OCHOBAHbI HA YTBEPXKAEHHbIX KIMHUYe-
CKMX pekoMeHZaumax. Bo MHOrvx cTpaHax 3a OCHOBY Tepanuu NMauMeHTOB C NePBUMYHON LUMAMAPHOM AMCKMHE3WNEN B3STbl MPOTOKONMbI
NleyeHus NaLMeHTOB C MyKOBUCLMA030M, HECMOTPS Ha OYEBUIHbIE pa3nuyms 3Tix 3aboneBaHuid. [NaBHOM 3aaauelt Tepanuu SBNSETCS
A[1E€KBATHBbIN KIMPEHC [bIXaTeNbHbIX MyTei, KOHTPOsb U NPOMUNAKTUKA MHDEKLMOHHbIX 3360/1€BAHMIA, @ TAKXKE YCTPAHEHWE NOTEHLMANb-
HOro BO3EMCTBUS Ha [bIXaTeNbHble MyTW PA3NIMYHbIX BUAOB MOJIOTAHTOB, BK/OYas TabauHbli AbiM. B cTaTbe onmcaHa KAuHKKa, Xxapak-
TepHble CMMMTOMbI 3360N1EBAHMS, €r0 PACNPOCTPAHEHHOCTb U reHeTUYECKME acneKTbl, 0BCYXKAATCS NPOBAEMbI AMATHOCTUKM, NEeYeHUs,
NporHo3a v HabnaeHMs 3TUX AeTe, a Takke HeOBXOAMMOCTb HALUMOHANBHOTO perncTpa 6oMbHbIX C AAHHOM NaToNorMei.
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Abstract

This review article provides an up-to-date understanding of primary ciliary dyskinesia (immotile-cilia syndrome) and its particular
variant, Cartagener syndrome, a genetically determined pathology leading to chronic inflammatory lesions of the respiratory tract,
hearing organs, and impaired fertile function. This orphan disease is not well known to the general medical community. Primary
ciliary dyskinesia is a rare hereditary disease of the group of ciliopathies that is based on a genetically determined defect in the
ultrastructure of the cilia of the respiratory tract epithelium and similar structures, leading to impaired motor function. Various
step-by-step algorithms have been proposed to verify the diagnosis, the obligatory components of which are assessment of the
motor ability of the cilia of the atopic epithelium, nasal nitric oxide (nNO) level, electron microscopic examination of a bronchial
mucosal biopsy specimen, and genetic examination. There is no gold standard for diagnosis of primary ciliary dyskinesia.
Diagnostic search in patients should be complex and consist of certain stages. Currently, therapeutic strategies for primary ciliary
dyskinesia are based on approved clinical guidelines. In many countries, the therapy of patients with primary ciliary dyskinesia is
based on treatment protocols for patients with cystic fibrosis, despite the obvious differences in these diseases. The main goal of
therapy is adequate airway clearance, control and prevention of infectious diseases, and elimination of potential airway exposure
to various types of pollutants, including tobacco smoke. The article describes the clinic, characteristic symptoms of the disease,
its prevalence and genetic aspects, discusses the problems of diagnosis, treatment, prognosis and monitoring of these children,
as well as the need for a national register of patients with this pathology.

276 | MEAWULUMHCKWUIA COBET | 202141):276-285 © Hosak A.A., MusepHuLkuii 10.J1., 2021


https://orcid.org/0000-0001-9398-2215
mailto:drnovakaa@yandex.ru
https://orcid.org/0000-0002-0740-1718
mailto:yulmiz@mail.ru
https://doi.org/10.21518/2079-701X-2021-1-276-285
https://orcid.org/0000-0001-9398-2215
mailto:drnovakaa@yandex.ru
https://orcid.org/0000-0002-0740-1718
mailto:yulmiz@mail.ru
https://doi.org/10.21518/2079-701X-2021-1-276-285

Keywords: children, primary ciliary dyskinesia, Cartagener syndrome, diagnosis, macrolides

Acknowledgements. The authors express their sincere gratitude to Candidate of Medical Sciences A.E. Bogorad for his
assistance and valuable advice in the preparation of this article.

For citation: Novak A.A., Mizernitskiy Yu.L. Primary ciliary dyskinesia: state of the problem and prospects. Meditsinskiy sovet =
Medical Council. 2021;(1):276-285. (In Russ.) doi: 10.21518/2079-701X-2021-1-276-285.

Conflict of interest: the authors declare no conflict of interest.

BBEOLEHUE

MNepBuyHas uunuapHasg ouckuHesma (MULO) - pepkoe
HacnencTBeHHoe 3aboneBaHwe M3 rpynnbl LMAMONATUNA,
B OCHOBE KOTOPOrO NEXMWT reHeTUYeCckn LeTepMUHUPOBAH-
Hbli AeEKT YNbTPaCTPYKTYPbl PECHUYEK INUTENNS pecnu-
paTOPHOro TPakTa WM aHANOTUYHbIX UM CTPYKTYP (KIyTUKM
CNnepmMaTo30Ma0B, BOPCUHbI MaTOYHbIX Tpyb, pecHUYKu
3NEeHAMMbI Xenya04YKoB MO3ra v Ap.), NPUBOAAWMIA K Hapy-
WEHWI0 UX OBUraTeNbHOW BYHKLMU. ITO MONHOCTbIO COrna-
CyeTcs C onpefeneHneM nNepBMYHON LMAMAPHON AUCKMHE-
3uK, KoTopoe naeT EBponelickoe pecnupaTopHoe obue-
cteo (ERS): MUA npencrasnser coboi KAMHUYECKM U FeHe-
TMYECKM TeTeporeHHyt rpynmny pecnupaTopHbIX LMAMona-
TUI, XapaKTepU3YIOLLYHCS CHUXKEHHBIM MYKOLUMANAPHbLIM
KAMPEHCOM AblxaTeNbHbiX nyTeld. B cBol oyepenb,
AMepuKaHcKkaga accoumaums nerovHbix bHonesHen (ALA)
onpegensert MU kak peakoe reHeTM4eCkn OeTEPMUHUPO-
BaHHOe 3aboneBaHune, KOTOPOE MOXET NPUBOAWTD K XPOHM-
YeCKMM MHOEKUMIM NErKMX, yLWen U HOCOBbIX Na3yx, a Takxe
K Opyrum 3aboneBaHuaM y metelt M B3pocibix. [MoMumo
NepBUYHOM LUMAMAPHON AUCKMHE3NM, B TPYNNY UMAKONATUIA
BXOOAT Takue 3aboneBaHus, Kak CMHAPOM AnbCcTpeMma,
bapne - buangs, Xybepa, BpoxaeHHbI amaBpos Jlebepa,
cnHppom Cebopa - JlekeHa, Mekkens — Tybepa u MH. ap. [1].

O6paTHOe pacnonoxeHne BHYTPEHHMX OpraHoB
B Co4YyeTaHuM C OPOHX03KTazaMu BMepBble onucan
A. 3uBepT B XypHane «Pycckuit Bpau» B 1902 r. [2].
MNHTepec K AaHHOW maTonorMmM BO3pOC nocnae onybnmko-
BaHHbIX B 1930-x rr. pabot M. Kartagener, uMeHeM KOTO-
poro Ha3BaHa COOTBETCTBYKOWAS TPMaAa, BKIYAtOLLAS,
NOMMMO XpPOHMYecKoro nopaxenus JIOP-opraHoB, XpoHM-
Yeckuit BPOHXONEeroyHbld npouecc ¢ HGpPOHX03KTazaMu
M obpaTHoe pacrnofioXeHne BHYTPEHHMUX OpraHoB.
O606LLeHHble OaHHble CBMOETENbCTBOBANM, YTO TaKoe
coyeTaHMe HepenKOo HOCUT CeMenHbld xapaktep [3].
B nocnepytouemM HeOAHOKPATHO nNpeanpuHMManUChb
MoMbITKM OMNpefenuTb reHes OPOHXO3KTA30B Yy Niuy
C 06paTHbIM pacrnofNoXeHWeM BHYTPEHHMX OpraHoB.
Bbicka3biBanMCb NpeanonoXeHus, YTo coyeTaHue gBnseT-
CS pe3ynbTaToM HapyLlleHWs BHYTPUYTPOOHOro pa3BUTUA.
OpHako B 1970-x rr. npownoro crtonetus R. Eliasson,
B. Afzelius BbIfBUAU y 3TUX BONbHbLIX AedeKT CTpOeHus
AKCOHEM pecHUYeK MepuaTeNbHOro 3NUTENNS CIU3UCTOMN
0060/104KM pecnMpaToOpHOro TPaKTa, 4To Bbl0 onpeneneHo
Kak «CUMHAPOM HEMOABWXHbIX pecHuyek» [4, 5].
[anbHelwmne nccnenoBaHms, NpoBeaeHHsble in vitro, noka-
330K, YTO NPU HANUYMKM YNbTPACTPYKTYPHbIX LedekToB
[laneko He Bcerga HabntogaeTcs nonHas yTpaTa noaBuX-

HOCTM peCcHMYeK, a /MWb HapyllaeTcs MX aKTUBHOCTb
M xapakTtep bueHuns. B cBS3M C yeM 6bl10 NPUHATO onpe-
LleneHue «nepBMYHasg LUnanapHas gUckuHesus» [6].

[epBMYHaAs LUMNIMApHasa AMCKMHE3Na — pefkoe 3abone-
BaHMe, pacnpoCTpaHEHHOCTb KOTOporo Kkonebnetcs
ot 1:2200 po 1:60000 [7]. Wunpokui pasbpoc 4acToTbl
MOXeT ObITb 00yCNOBNEH KakK pasfiMunaMu B KpUTEPUIX
LMArHOCTUKM U TEXHUYECKMMM acneKkTaMm pacyeTa AaHHO-
ro nokasaTens, Tak M NOMYNSIUMOHHbIMU OCOBEHHOCTAMM
(reorpadmyeckon nokannsaLmen pasnnyHbix BUAOB MyTa-
LMM, YaCTOTOM KPOBHOPOACTBEHHbIX 6PakoB M T.A4.). Tak,
HanpuMep, cpeiu eBpONEeNCKMX CTPaH CaMas BblCOKas
pacnpoctpaHeHHocTb Ha Kunpe 1:9000, a camas HM3Kasa —
B DCTOHMM W bonrapuu 1:60000 neten [8].

[OnarHoctnka nepBUMYHOM LMAMAPHOM OUCKUHE3UM
NpeLCcTaBnseT onpefeneHHble 3aTPyAHEHUS U3-3a Hedo-
CTaTOYHOW OCBEAOMJIEHHOCTM Bpadverd o 3aboneBaHuwu
M CNOXHOCTEN C ero MOATBEpPXAEHMEM, B CBA3U C YeEM,
HecMoTps Ha paHHue nposBneHus 6onesHu, B EBpone
CpefHW BO3pacT MOCTaHOBKM [AMArHosa CocCTaBnsger
5,3 roga, a B dnoHun - 7,5 roga, npyu 3TOM NauMeHTaMm
C «Situs inversus» M Npu3Hakamu nopaxeHuns GpoHxone-
rOYHOWM CUCTEMbl AMArHO3 NoATBepxaaeTcs B 6onee paH-
HeMm Bo3pacTe - 3,5 roga [9, 10]. O HepgocTaTouHOM ocCBe-
[LOMNEHHOCTM BpayeW TakXke CBWMAETENbCTBYET 4acToTa
obpalleHns 3a MeanLMHCKOM NOMOLLBI B CNeLuann3mpo-
BaHHble LEHTPbl 0O BepuduKauMum AMarHo3oB, KoTopas
MoxeT gocturate 50-100 Busutos [11].

MpumepHo B 50% cnyuyaes ML HabnopaeTcs obpat-
HOe pacnofioxXeHWe BHYTPEHHMX OpraHoB (situs viscerum
inversus) uau M30NMPOBaHHAas AEKCTpOKapAMs, KoTopas
nonyymna HaseaHue cuHapoma Kaptarenepa (CK). Ero
pacnpocTpaHeHHoCcTb coctaBnseT 1:30000-1:60000 [12].

C uenbto nosbllweHUs 3QHEKTUBHOCTU AMATHOCTUKM,
cbopa GpeHOTUNMYECKMUX AAHHbIX, MOHMMaHWS NaToGusno-
NOrMYecKMX acnekToB 3aboneBaHus, obneryeHns MHoro-
LeHTpoBOro cbopa AaHHbIX AN NOCAefyLWMX HAYYHbIX
0606LWeHunit co3patoTcs permcTpbl naumeHTtos ¢ MU, Tak,
K npumepy, c aHBapa 2014 r. neicTByeT pernctp naumeH-
ToB ¢ MU/ B 3anafHOEBPONENCKOM U CeBEpOaMepPUKaAH-
CKOM pernoHax [13].

B kauHmyeckol kaptuHe naumentoB c MUO »n CK
Ha MepBblid NAAH BbICTYNAeT paHHAg MaHudecTauus CuMm-
NTOMOB TOTANbHOIO NMOPAXXeHUS pecnMpaToOpPHOM CUCTEMBI
(maba. 1). TunuyHble NaToNOrMYeCcKMe NPOSABAEHNUS: BAAXK-
HbllM KalleNb C THOMHOW MOKPOTOM, 9pKas KapTMHa GuU3n-
KanbHbIX U3MEHEHUI B BUAE MHOXECTBA PACCEAHHBIX pa3-
HOKanuMbepHbIX XPUMOB B NIETKUX, AblXaTeNbHasg HeLOCTa-
TOYHOCTb, PELUAMBUPYIOWMIA XapaKTep MHMEKLMI Bepx-
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HUX W HWKHWMX [ObIXaTeNbHbIX MNyTeW, HECMOKOAWMX yxKe
C MepBbIX CYTOK XM3HU. B 4acTHOCTU, PaHHMUM NPOSBAEHM-
em 1L MOXeT ABUTbCA HEOHaTaNbHbIA pecnuMpaTopHbIi
LUCTpecc-CMHAPOM HesdcHoro reHesa [14]. CteneHb Taxe-
CTU U NPOSABNEHUA LAHHOrO HapyLIEHWS MOTyT Bapbupo-
BaTb OT TPAH3MTOPHOMO TAXMMHO3, HAYMHAOLLETOCS BCKO-
pe nocie poXaeHns M CaMOCTOATENIbHO pa3peLLatoLLerocs
B TeyeHune 5-7 OHEeW, BNIOTb A0 ANUTENbHOM KMCNOPOLO0-
33aBMCMMOCTM B TEYEHME HECKONbKMX Heaenb [15]. MepBbiM
NMPOABJEHMEM, YKA3bIBAOWMM Ha HaIMyMe MNepBUYHON
LMNMAPHOM OUCKMHE3MUM B HEOHATANIbHOM NEPUOAE, MOXET
HbITb TaKXKe MHEBMOHMS UM NHEBMOTOPaKC [16].

Ta6nuua. MopaxeHne JTOP-opraHoB y nuL, C NepBUYHOM
LUMNMApHOW AUCKMHE3NEN

Ta6nuua. ENT organ disorders in persons with primary ciliary
dyskinesia

PuHut

HOBODOXIEHHBIX Croiikoe 3atpyaHenue Abixanus [17, 18]

Crolikoe CNM3NCTO., CIM3UCTO-THOMHOE 0TAENsEMOe
13 HOCOBbIX XOZ10B, KOTOPOE MOXET OCNOKHUTHCS
HapyLueH1eM 00OHSIHUS BMOTb 10 aHOCMHUM, [iETek-
Tupyemoli y 76-100% neteit ¢ MLA [9, 19], n Moxet
NPUBOANTB K AAUCMHO3 BO CHe [11,12]

XpoHuyeckas
puHOpes

PeunausupytoLee cToiikoe HapyLIEHHE HOCOBOTO
[AbIXaHus, CONPOBOXKAOLLEECS BOCMANNTENbHIM
MpOLECCcOM B MPUAATOYHbIX Ma3yXax HOCa, 3a4acTyt
COYETaOLEECs C ruMonasnuei N0OHbIX U KNMHOBUL-
HbIX nasyx [20]

XpoHuueckuii
PUHOCHHYCUT

Peunpmsupytowme nHdekLMoHHbIe 3ab0neBaHMUA
CPEefiHero yxa, xapakTepu3yloLmecs ocTpbiMu bone-
BbIMU OLLYLLEHUAMM, TOKANIbHOI rMNepemMuen, Nofb-
€MOM TeMnepaTypbl, 0IOXHSOLWMecs nepdopavmeli
6apabaHHoii nepenoHKM W THOHON OTOpeeil.
MMeHHO peLmanBuMpyioLLMe OTUTbI B PaHHEM BO3paC-
Te 3a4acTyto SBASKOTCA NPUYUHOI YaCTbIX KYPCOB
aHTMbaKTepUanbHoi Tepanuu, npuiem B 38% cnyya-
eB Tpebyetcs 6onee 30 KypcoB aHTMOMOTUKOB B
TeyeHue XM3HM N0 NoBody obocTpeHuii otuTos [11]

XpoHuueckuii
CpenHuii oTUT

Pa3pactanue c1M3ncToit TKaHM B NONOCTAX HOCOBbIX
XO[,0B M NPUAATOYHbIX Na3yX, NPUBOASLLEe K 3aTpya-
HEHMIO HOCOBOTO [ibIXaHMSl, aHOCMUM, BTOPUYHOMY
UHdMUMpoBaHmio [12]

Ha3anbHbii nonuno3

MOPAXEHUE HUXHUX ObIXATE/bHbIX NYTEN
MPU NEPBUYHOW UMANAPHOW OUCKUHE3UU

CaMblM pacnpoCTpaHeHHbIM MPU3HAKOM MNEePBUYHOWM
LUWMAMAPHOW ANCKUHE3NM Y AeTel LOWKONbHOrO U WKOMbHO-
ro BO3pacTa 4BMFETCH eXeOHEBHbIN NPOLYKTUBHbIN Kallesb
M3-33 peuMaMBMpPYOLWMX 3NM3040B OpoHxuTa. JaHHoe
NposiBAEHNE MOXET MPUBECTM K PA3BUTUIO NOKANbHbIX MO0
Lnddy3HbIX BPOHX03KTA30B. YunTbiBag reHes HGpoHxX03KTa-
30B, O4EBWMIHO, 4TO CTEMeHb BbIPAXXEHHOCTU U UX Kolnde-
CTBO 00YCNOBAEHbI OCODEHHOCTbIO CTPOEeHUS BpOoHXMaNb-
HOro AepeBa M BpEMEHEM 3KCMO3ULMM THOMHOIO 3KCCyAaTa
B MpocBeTe 6POHXa, 0fHAKo, HECMOTPA Ha 3TO, Y YacTu
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netent ¢ MU 6poHx03KTa3bl BEpUOUUMPYIOTCS YKe B paH-
HeM Bo3pacrTe.

MMOMUMO BNAXKHOTO KaLuisg M OPOHX03KTA30B, B aHaMHe3e
[leTell LKONMbHOrO BO3pacTa 4acTo MMeKT MeCTO AaHHble
0 HanMumm OpOHXMANbHOM aCTMbl, MAOXO MNOAAAMLLENCS
Tepanuu [21]. ABnenns GpoHXManbHOW 06CTPyKUMM, MO AaH-
HbIM CMMPOMETPUM U PEHTTEHONOTMYECKMX METOAO0B AMa-
THOCTMKM, MOTYT BbITb OLIMOBOYHO MPUHATBI 33 TeYeHne BpoH-
XManbHOM aCTMbl, 4TO [AOCTAaTOYHO YacTO BCTPEYaeTcs cpeaum
nauneHtos ¢ [LLA. BpOHXOOOCTPYKTUMBHBIA CUHLPOM
B OCHOBHOM 00YC/IOB/IEH HANM4MEM TYCTOrO CEKpeTa U Cu-
3KCTbIX NPOBOK B NpoCBeTe HPOHXOB, YTO MPUBOAMT K OLLK-
604HOM AnarHoctTnke BPOHXMANbHOM acTMbl [22].

MuKpobMONOrMYecknin  CoctaB  MOKPOTbl  (KMAKOCTM
H6POHX0aNbBEONSIPHOrO NaBaxa) 0ObIYHO NpeacTaBieH Taku-
MW  MUKpOOpraHusmamu, kak Haemophilus influenzae,
Streptococcus pneumoniae w Staphylococcus aureus B paHHeEM
[leTCTBe, B TO BpeMs Kak Pseudomonas aeruginosa v npyrue
rpamoTpuLaTenbHble NaToreHbl, Takne kak Klebsiella, npeob-
napatt B bonee crapweM Bo3spacte [23]. Tonbko y 5% nuu
mnagwe 18 net obHapyxusanack P, aeruginosa [24].

Bcnencteue aHoOManbHOM CTPYKTYpbl CNepMaTo30MAoB
HEKOTOpble, HO He BCE MauMeHTbl MyxXckoro nona c¢ MU
umetoT npobnembl ¢ bepTunbHOCTBIO [25]. AHOManbHas
CTPYKTYypa pecHuM4yeKk CnepMaTo30ML0B MOXEeT MpUBeCTU
K CHUXEHWMIO WAM noTepe WX CNOCOBHOCTM ABMraThbCs,
4TO B KOHEYHOM uTOre MpUBOAMUT K MyxCKoMy becnno-
oo [26, 27]. Mpw 3ToM Hanbonee YacTbiMK YNbTPACTPYKTYp-
HbIMW LedeKTaMu >KIYTUKOB CMepMaTO30ML0B SBASHTCS
OTCYTCTBME AUHEMHOBbIX pyyek, TPaHCNOKaLMK MUKPOTPYBO-
YeK M OTCYTCTBME paamanbHbiX cnuy, [28]. bepeMeHHOCTb
B 3TUX C/Iy4asx peako AocTuraetcs 6e3 MCKyCCTBEHHOTO
OMN0A0TBOPEHMS, BKIOYAS IKCTPAKOPNopanbHOe Onio4oT-
BOPEHWE U WHTPALMTOMNA3MaTUYECKME WHBEKLUMM Crep-
Mbl [29]. 10 3TOM NpUYMHE reHeTUYeCcKoe KOHCYNbTUPOBaHUE
nap, WMCMonb3ylLMX BCMOMOraTeNbHble PenpoayKTUBHbIE
TEXHONOTUW, LOSIXKHO ObITb 0083aTeNbHbIM. Y XeHwuH ¢ MU0
MOXeT HabnoaaTbCsl MOBbIWEHHAs YacToTa BHEMATOYHbIX
H6epeMeHHOCTEN U CHUXEHWE CNOCOBHOCTU K ONAOA0TBOPE-
HWIO M3-33 HapylleHus OBUraTenbHon GyHKLUMKM pecHuYek
B hannonumesbix Tpybax [30, 31].

Situs inversus totalis npucytctByeT y 50% nauuneHToB
c NUA [12]. TetepoTakcus, onpenensgemMas Kak aHoOManus,
npu KOTOPOW BHYTPEHHME OpraHbl TOPakoabLoOMUHaNbHOWM
0061aCT1 LEMOHCTPUPYIOT aTUNMYHOE PacnoNOXeHWe morne-
pek neBO-MpaBOM OCKU Tena, ONMUCbIBAETC NPUMEPHO B 6%
cnyyaeB [32]. lMaumeHTbl C reTepoTakCcuMer MOTyT Takxke
MMEeTb CNOXHble cepaeyHble aedekTbl, TakMe Kak ABOWHOe
BbIXOAHOE OTBEPCTWE MPABOro XXenyaouka, AedekTbl aTpuo-
BEHTPUKYNAPHOrO KaHana, AnedekTbl MexnpencepaHon
M MEXOKeNyAoYKOBOM MNeperopoaku, TPaHCMO3ULKS Maru-
CTpanbHbIX cocyaoB u TeTpaga ®anno [32, 33]. Pecnupa-
TOpHble deHoTunbl nauneHtoB ¢ [ ¢ reTepotakcuen
He oTM4akoTCs oT PeHoTnnoB be3 retepoTtakcuu [19]. Apyrue
COCTOSIHMS, TaKMe KaK C/I0XKHbIM BPOXAEHHbIM MOPOK Cepaua,
NONMUKMCTO3 MOYEK M MeYeHu, rnapouedanus, aTpesmns xen-
4EeBbIBOAAWMX MyTel, TsKenble 3aboneBaHus nuuieBona
(aTpe3ns nuwesoda, TMKenbln pedniokc) M LereHepauus



CeTYaTKU, BKNKOYAS MUTMEHTHbIA PETUHWT, TaKXKe MOryT ObiTb
cBsi3aHbl MyTaumamu npw MU [34].

[laHHbIX TUTEPATYpPbl O BO3MOXHOCTM MPOrpeccMpoBaHmS
NepBUYHON LMNMAPHONM AUCKMHE3UM Mano. HenaBHee peTpo-
cnekTMBHoe mccnepoBaHme 151 B3pocnoro yenoseka c MU/
CO CpedHWM BO3pacToM 35 feT, 32 KOTOpbIMM Habnopanu
B TeYeHue 7 neT, MoKa3ano, 4To YacToTa CMEPTHOCTM OT BCEX
MPUYMH COCTaBNSET NoYTH 5%, a CMEPTHOCTb OT pecnmMpaTop-
HbIX 3aboneBannin — 3,3% [35]. ABTOpbl aKLEHTMPOBANM
BHMMaHME Ha HeobXO0AMMOCTM perynsgpHoro HabnooeHus
332 MUKPOMNOPOIM [AblXaTeNbHbIX MyTEX U CBOEBPEMEHHOW
[LeTekuMn NoTeHLUManbHO HebnaronpuaTHoM Gnopsl. IMeHHO
nokasaTenu KONoHM3alUum rpamMoTpuLLaTeNbHbIX MUKPOOPra-
HM3MOB, TakuX Kak P. aeruginosa, u 0CobeHHO ee MynbTUpe-
3UCTEHTHBIX (DOPM, SBAFIOTCA OOHMM M3 CaMbIX MABHbIX
NPOrHOCTUYECKM HebnaronpusaTHelx @akTtopoB. MoMuMo
KOMOHM3aLIMK, BXKHBIM ABNSETCS AMHaMM4yeckoe Habnone-
HWe 3a mokaszaTenemM MCXoLHoro obbema GOopCMPOBaHHOMO
Bbigoxa 3a 1 ¢ (OOB,) [35].

TpaguUMOHHO mccnenoBaHme QYHKUMM NErkmnx sBnsercs
NYYWUM HEMHBA3WBHBIM CMNOCOOOM OTCNEXMBAHUS NMporpec-
CMpOBaHMs 3ab0NeBaHMUS MPU XPOHMYECKMX 3ab0neBaHmsX
nerkux, sknwoyas MNLJA. Pe3ynstaTel cnMpomMeTpumn Koppenu-
PYHOT C U3MEHEHWUAMM CTPYKTYPbl NETKMX NMPU KOMMbIOTEPHOW
TOMorpadum BbICOKOTro paspellerus [36]. B nocnenHue rogpl
BCe Ooblle BHMMaHMS yAeNnseTcs nokasatenio HeoAHOpPOo.-
HOCTM NNIErOYHOM BEHTUAALMM, KOTOPbIN Bonee YyBCTBUTENEH,
yem OCDB1 [37]. Tem He MeHee paHHble y naumeHToB ¢ MU
0 B33aMMOCBA3M MexXAy HEOAHOPOLHOCTbIO BEHTUAALMM Ner-
KMX, CNWUPOMETPUEN W WU3MEHEHUSAMU CTPYKTYPbl JIErKMX
npyv KOMMbIOTEPHOW TOMOrpadumm BbICOKOTO paspelleHuns
NpOTMBOPEYMBbl U TpebyloT AanbHEWLMX WCCNef0BaHUM,
4TOObI NPOSCHWUTL PONb NMOKa3aTens HEOLAHOPOAHOCTH N1eroy-
HOM BEHTUAALMM B OLLEHKe CpeaHEeCpOYHOro W A0NroCcpoY-
HOro NPOrHo3a nporpeccuposaHus 3abonesanns [38, 39].

KomnnekcHoe, nonHoueHHoe obcnefoBaHne nauMeHToB
¢ nopo3penuneM Ha MU gsnseTcs ob6g93aTenbHbIM, HECMOTPS
Ha HanM4Ke OTAroLEHHOro CEMEMHOro aHaMHe3a No AaHHOWM
naTonoruu, KoTopbli BcTpeyaetcs noytm B 10% Bcex cnyva-
eB [40]. ObszaTenbHbIM TakxXe gBnseTcs obcnenoBaHune 6pa-
TbeB M cectep nNpobaHma Npu HanMuuMKM y HUX KaKMX-nbo
pecnupaTopHbiX HapyLIeHWHM, KOTOpble MOryT YKasbiBaTb
Ha NepBUYHYIO LUINAPHYIO ANCKMHE3NIo [41].

ANTOPUTM OUATHOCTUKU

[ns BepuduKauMM AmMarHosa NpennoxeHbl pasfiMyHble
noLwaroBble anropuTMbl, 0653aTefibHbIMW KOMMOHEHTaAMM
KOTOPbIX SIBASKOTCS OLLEHKA ABMUraTeNlbHOM CNoCOBHOCTM pec-
HMYeK MepLaTebHOro 3MUTENUS, YPOBHS HA3aNbHOIO OKCHU-
na azota (NNO), 3neKTpOHHO-MUKPOCKOMMYECKoe MCCieno-
BaHue buonTtata cam3mcTon 060104KM BPOHXOB, reHeTnYe-
ckoe obcnepoBanue [12, 42, 43]. 3onoToro cTtaHaapTa Auma-
rHoctvkm MU He cywecTtByeT. [JMarHOCTMYECKMIA MOMCK
y naumenToB ¢ MUA gonkeH 6biTb KOMMNIEKCHBIM M COCTOSTb
M3 onpeneneHHbix 3TanoB. lepBblit 3Tan - ajekBaTHas
M CBOEBPEMEHHAA OLEHKA KAMHWYECKWUIA MNPOSBNEHWUN,
npy HANMYMU KOTOPOM OCYLLECTBASETCS CEedyoWmMin 3Tan —

(ha30B0O-KOHTPACTHAs MM CBETOBasi MMKpOCKonua buonTarta
cnm3ncTor 06ono4ku BpoHxa unm Hoca. B HacToswee Bpems
B HalleMn KNUHWUKE MCNOSb3YeTCd MOAMDULMPOBAHHbLIN METOL,
CBETOBOM MUKPOCKOMMU «B TEMHOM TOJIe®, KOTOPbIM NO3BO-
NSeT Kak pacluMpUTb BO3MOXHOCTM OLEHKM Mopdonornye-
CKMX 0COBeHHOCTel KNeToK UWAMAPHOro 3nuTenus, Tak
n  onddepeHumMpoBaTb GYHKUMOHANbHYKD AKTUMBHOCTb
no cnefyroLmMM KpUtepuam: xapakrep u CMHXPOHHOCTb ABU-
YKEHMS, YUCNO KNETOK C MOABMXKHbIMU PECHUYKAMM U UHTEH-
CMBHOCTb ABMXKEHMS pecHuyek [12].

N3mepeHne NNO — nonesHblt MHCTPYMEHT ANSt CKPUHUWH-
ra M. Ero ypoBHM Ype3BblyaiHo HW3kK npu ML no cpas-
HEeHWIO CO 3A0pOBbIMM NOABMM U KOHTponeMm [44, 45].
Bo3MoxxHOe 0ObsICHEHWE BKIHOYAET CHUXEHWE OMOCMHTE3a
NO B OKONOHOCOBbIX Ma3yxaX WM BO3MOXHOE NOBbILLEHHOE
notpebnexHue cynepokcma-aHnoHamu [46]. Usmepenne nNO
cnepyeT MCNonb30BaTb KaK CKPUHWMHI B YaCTU AMArHocTMYe-
cKoro 0b6cnegoBaHMs WKOMbHUKOB CTaplle 6 IeT 1 B3pOC/biX
c noposperuem Ha ML [47]. 5To YyBCTBUTENbHDbIN, BbICTPbIN,
HeMHBa3MBHbIM TECT, pe3ynbTaTbl KOTOPOro LOCTYMHbI HEMEeL -
neHHo. K coxaneHuto, CTaHAapTM30BaHHble MeTobl M3Mepe-
Hug NNO 3aTpyoHUTENbHbI AN AeTel Mnajlero BO3pacTa,
KOTOpble 0COBEHHO OCTPO HYXXAAKTCS B AAHHOM TecTe.

McToprueckun amarHos «ML» ocHOBbIBaNCS Ha aHanuse
C MOMOLLbBK 3NEKTPOHHOW MMKPOCKOMMM MOMEPEYHbIX Cpe-
30B pecHM4YeKk M3 buonTata LMAMAPHOrO 3MUTENUS CIU3K-
cTo 060n04kM Hoca [48]. OBbIYHO €ro MoNyyvaroT U3 HMXK-
Hel HOCOBOW PaKOBWHbI NMpU BUOMCUM KMCTbKO MAU KIOpeT-
KOV UMW U3 HUXKHUX ObIXaTeNbHbIX NyTel BO BpeMs 6pOHX0-
cKonmK. Ynctka Hoca npeacTaBnset coboi NpoCToi, XopoLlo
nepeHoCMMbIA U MUHUMMANbHO MHBA3MBHBbIM cnocob 3abopa
MepuatenbHoro anutenus [49]. Obpasew GuKCUpyIoT rnyTa-
pOBbIM anbaernaom, obpabaTbiBalOT U AHANU3MPYIOT pec-
HWYKM C NOMOLLb0 MMKpockona [48]. MccnenoBanune ynb-
TPaCTPYKTYpbl PECHUYEK C MOMOLLbI0 3NEKTPOHHON MUKPO-
CKOMWW OCTaeTCs [NaBHbIM [AMArHOCTMYECKMM TeCcToM
ona MU [44]. TeM He MeHee 31EKTPOHHAs MUKPOCKOMMUA
MOXeT MNoATBEepAMTb, HO He BCeraa WCKIYaeT AMarHo3
«MUO» [50]. O6bI4HO OHa no3BONSET MAEHTUDULMPOBATD
BapwmaHTbl ML, nAeMOHCTpUpYlOLWMeE NONHOE MAK YaCTUYHOE
OTCYTCTBME HAPYXKHbIX AMHEMHOBBIX Py4YeK, KOMOMHMPOBAH-
Hble aedeKTbl HAPYXXHbIX ¥ BHYTPEHHUX AUHEUHOBBIX PyyeK
n np. [12,43]. BaXHO OTMETUTb, YTO PSAA LIUAMAPHBIX aHOMA-
NIV, BKNOYAs OTCYTCTBME LEEHTPaNnbHOM napbl MUKpOTPY6O-
yek, [Le30pMeHTaLMI0 peCcHUYeK W HapyleHue nopsaka
MWKPOTPYBOUEK, Tak)Ke MOTyT BbITb MPOSIBNEHUSIMM BTOPUY-
HOM LMIMAPHOW [AMCKMHE3UW, 0BYCNIOBAEHHOM BoCnanu-
TeNbHbIM MpPOLECCOM, BAUSAHMEM WHPEKLUMOHHbIX areH-
TOB [41]. B TO »Xe BpeM$s HapylleHne ynbTpacTpyKTypbl pec-
HUYEK He Bcerga NpUBOAMT K MOMHOM yTpate ux dyHK-
umm [51].

Mpy nony4YeHnn oTpuLaTeNbHbIX Pe3ybTaTOB MUKPOCKO-
NUU  OMArHOCTUYECKMIM MOUCK [OOMXKeH OblTb MPOAOSIKEH,
€C/IM aHaMHeCTMYeckue 1 KIMHUYECKMe JaHHble CBUAETENb-
CTBYIOT B MO/b3Y MEPBUYHON LIUAMAPHOW ANCKUHE3UK [52].

Busyanuzaums 6GueHWs pecHUYeK M OLEHKA 4acToTbl
KonebaHMi C MOMOLLBI BbICOKOCKOPOCTHOW MWKPOCKOMWM
[LO/MKHA MCMONb30BaATbCS KaK YacTb 06CNefoBaHUS MaLMeH-
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ToB ¢ MNUA. K coxaneHuto, TexHUKA MPOBELEHWNS AAHHOIO
MCCNeA0BAHUS CUABHO PA3HUTCA MEXAY PasNMYHbIMKM LLEH-
TpaMK MO MHOMMM MOKas3aTensMm, TakMM Kak MeTombl oTbopa
npob, TEXHWYECKME XapaKTEPUCTUKM MUKPOCKOMOB M Kamep,
TemMnepaTypa OKpYXaloLlei cpedbl BO BpeMS aHanusa, Npo-
rpaMMHoe obecneyeHue 1 KpUTePUM OLLEHKM. Buaeo 3anuckl-
BAeTCs C MOMOLLbI LM(MPOBOM BbICOKOCKOPOCTHOW BMAEOKA-
Mepbl, NPUCOEAMHEHHON K MHBEPTUPOBAHHOMY (ha30BO-KOH-
TpacTHOMy MUKpockony. Boibopka umdbpoBoro n3obpaxeHus
npoussoamTcsa co ckopoctbto 120-150 kanpoB B cekyHay
€ paspeweHmeM He MeHee 640 x 480 nwukcenen [53].

MMMyHOobAyopecueHTHbIN aHanu3 (M®) ¢ BbICOKMM pas-
pEeLIEHNEM — [OCTATOMHO HOBbIA MHCTPYMEHT ANS UCCNeno-
BaHMSA CYOKNETOYHOM NOoKanM3auuMu LunMapHbix 6enkos
B pecnmpatopHom anutenum [54]. OH BbICOKOTOYHO MAEHTU-
dbUumMpyeT yNbTpPacTpykTypHble aHOManuu, KOTOPblE MOXHO
0BOHapYX1Tb C MOMOLLbIO 3NEKTPOHHOW MuKpockonuu [54],
a TaKKe aHOManuMM KOMMOHEHTOB HekcuHa [55] un 6enkos
rONOBKM pagmManbHoOM cnuubl [56]. B cBA3M C BbICOKOM 4yB-
CTBUTENBHOCTBID M CNEeUMdUUYHOCTBIO OaHHbIM MeToh BCe
yaule 6epeTcs Ha BOOPYXKEHME MHOTMMU eBPOMenCKUMMU
M a3MaTCKMMK KJIMHUKAMM, YTO MO3BONSET CAeNaTb BbIBOA
0 ero nepcnektnsHoctu [57, 58].

FEEHETUYECKOE OBCJIEAOBAHUE

YuuntbiBas reHeTM4eckn LeTepMUMHUMPOBAHHBIM XapakTep
3aboneBaHus, BaXHYH pOsb B AMArHOCTUKE 3aHWMAET reHeTu-
yeckoe obcnenoBaHme. bonblnHcTBO BapmaHToB ML Hacne-
[ylOTCSd MO ayTOCOMHO-peLeccMBHOMY Tuny. Ha [OaHHbIA
MOMEHT BbISIBNEHO COYeTaHne ¢ GopmupoBanuem [1L/-
MyTaumuit yxxe B 6onee yem B 40 reHax [59]. TeHeTnueckas
[IMArHoCTVKa NpeacTaBnseT 6€3yCNoBHbIN UHTEPEC B HAYYHOM
nnaHe. Tak, K npumepy, cnyydam ML, npossagowmecs oTcyT-
CTBMEM HAPYXXHbIX U BHYTPEHHWX AMHEMHOBBIX Pyyek, B psae
CNy4yaeB CBA3aHbl He C MyTauMel B reHax Mx KOAMPYHLLMX,
a MyTauMen B reHax, OTBEYAIOLLMX 33 LMTONAA3MaTUYECKMIA
6enok, Ha3biBaeMbli GakTopoM COOPKM OMHEWMHA AKCOHEMBI
(DNAAF), koTopbIii BASIeTCS KO-LanepoHOM, NpeaBapuTenb-
HOWM COOPKM OMHEMHOBbLIX pyyeK, a Takxke OenkoB, OTBEYar-
LLMX 33 TPAHCMOPTUPOBKY HAPYXXHbIX 1 BHYTPEHHUX AUHENHO-
BbIX Py4eK HEMOCPeACTBEHHO K pecHuukam [60].

Takum obpazom, passutue ML MoxeT HbITb 06yC10BNEHO
YMeHbLLIEHWEM KOMYecTBa pecHuyek (MyTtaums 8 MULTICILIN/
MCIDAS) [61], HapyweHMeM CTPyKTypbl aKCOHEM B BuMAe
yMeHbleHus uncna mukpotpybodek (CCDC39 wn CCDC40),
HapyLLEHWEM CTPYKTYPbl TSXENbIX Lenei AMHEUHOBBIX pyveK
(DNAH5, DNAH11, DNAH9) [62], HapyLlueHneM npuKkpenneHus
HapY>KHbIX AMHEMHOBBIX py4YeKk K MMKpPOTpyOOYKaMm, KOTopble
00ycnoBneHbl MyTaLUuel B reHax, KOaMpyLWmx 6enku CTbiko-
BoyHoro komnnekca (CCDC114,CCDC151,ARMC4,TTC25) [63],
MYTaLMAMM B reHax, KOAMPYHOLMX BeNKn HEKCMHOBBIX CBA30K
(DRC1/CCDC164,DRC2/ CCDC65 1 DRC4/GASS) [64], MyTauum-
MW B reHax, kogupytowmx 6enku pagmansHbix cnmy, (RSPHL,
RSPH3 1 DNAJ13B/HSP40) [65] v MH. ap.

Bce onucaHHble MyTaLmMmu NPUBOAAT He TONbKO K HapyLue-
HUIO QYHKLUMM LUWMAMAPHOTO 3MUTENNS, HO U MOAMDUKALMUK
CaMOM CTPYKTYpbl PECHUYKM.
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YuntbiBag cnoxHocTtb anarHoctuku MU/ ¢ ncnonb3osa-
HMEM MHOXECTBA Pa3/IMYHbIX W MOPON MOBTOPSHOLMXCS
TeCTOB, BO MHOMMX C/ly4asix CEKBEHMPOBAHME HOBOMO MOKO-
nenuna (NGS) aBngetcs nepcnekTMBHbIM METOLOM Kak B AMa-
FHOCTMYECKOM, TaK U B MEAUKO-IKOHOMMUYECKOM OTHOLLIEHUM.
BecbMa BeposTHO, Y4TO AasnbHEWLLIME YCMexu B MONEKynsp-
How reHetmke MU 6ynyT cnocob6cTBOBATb paHHEN AMArHO-
CTMKe W nevyeHuto. TaknuM obpa3oM, HecMoTpst Ha Gonbline
NOCTUXKEHMS B reHeTnyeckon gmarHoctmke MU, Ha gaHHbIA
MOMEHT, MO OLEHKaM HEKOTOpbIX aBTOpOB, Moyt y 30%
NaLMeHTOB He yoaeTcs BepudUUMPOBATb FEHETUYEeCKMM
fedexT, OTBETCTBEHHbIN 33 Pa3BUTUE AUCKUHE3NM [66].

TEPANEBTUYECKAS CTPATEInUA

B Hactoduwee BpeMsa TepaneBTMyeckue CTpaTeruu
MUO  OoCHOBaHbl Ha  YTBEPXAEHHbIX  KIAUHUYECKUX
pekoMeHaaumax [67]. Bo MHOrmx ctpaHax 3a OCHOBY Tepa-
MMM NALUMEHTOB C MEPBUYHOM LMIMAPHOM OMCKUHE3NEN
B35Tbl MPOTOKOJbl IeYEHNS MALUMEHTOB C MYKOBMCLIMA030M,
HEeCMOoTps Ha OYeBMAHbIE PA3NNYMS 3TUX 3a60NEBaAHMIA.

[naBHOM 3adadven Tepanuu SBASETCS aAeKBATHbIA Ku-
PEHC [AbIXaTeNlbHblX MNyTeW, KOHTPOAb M npodunakTmnka
MHMEKLMOHHbIX 3a00NeBaHNi, @ TakXKe YCTPaHeHWe NoTeH-
LMaNbHOIO BO3[EMCTBMS Ha [bIXaTeNlbHble MyTW Pa3nYHbIX
BMA0B MOJIIIOTAHTOB, BK/HOYas TabauHblit AbIM.

KnupeHc abixaTenbHbIX MyTel BKIOYAET pa3nNyHble MeTO-
[bl bU3MoTEpPanUM rpyaAHOM KNETKM, TaKne Kak NocTypanbHbii
LpeHa, akTUBHbIE LMKl AbIXaHWS, KOHTPOMPYEMOE OTKALL-
NMBaHME M pasnnyHble BUAbl GU3NHECKMX YNPaXKHEHUI [68].

Bcem mauneHTam € nepBUYHON LMIMAPHOM AUCKMHE3NEN
cnefyeT HasHauyaTb afeKBaTHble (GU3MYECKMe Harpysku
M yNpaxKHEeHMs C LeNblo TPEHUPOBKM AblXaTeNbHOM MycKyna-
Typbl. 9TO 0CO6EHHO BaXHO B CBA3M C TeM, yTo 79% nauueH-
TOB BeAYT MaNonoABMXKHbIM 06pa3 Xu3Hu 1 npumepHo 50%
YAENAT MeHee 3 y/Hen U3MYECKOM aKTMBHOCTM, KOTOpas
HeobxoaMMa ANg NOAAEPXKaHMS aAeKBATHOW CMAbl [blXa-
TeNbHOM Myckynatypsbl [69].

HenocpeacTtBeHHO neped NpoBefAeHWEM KOMMeKca
YNPaXXHEHWUI, HanpaBleHHbIX Ha 3BaKyaUWd MOKPOTbI
M3 [ObIXaTeNbHbIX MNyTeW, peKOMEeHAO0BAaHA MHranguMoHHas
Tepanus yepes Hebynarsep. [pu 3TOM C Lenblo BPOHXOAM-
naTauuM NpeanoyTeHne oTaaeTcs B2-aroHucram [70], nocne
Yyero pekoMeHA0BaHbl MHIANSUMKU C TMNEPTOHMYECKMM pac-
TBOPOM, MOMOTANOWMM YBNAXKHUTL M pa3baBuTb BA3KUA
cekper [71]. B paHAOMM3NPOBAHHOM mccneaoBaHun addek-
TUBHOCTM 7%-HOr0 rMNepTOHMYECKOro pacTBopa, No CpaBHe-
HUKO C M30TOHMYECKMM (DU3MONOrMYeckMM pacTBOPOM,
B3pocC/ible C 6pOHX03KTa3zaMm 6e3 MyKoBMCLMA03a COOOLLM-
M 06 yBenunyeHunn obbeMa oTAEeNSeEMOM MOKPOTbI, COKpalLLe-
HUW MCMONb30BaAHMS AaHTMOMOTMKOB M OOPALLEHMIA 38 HEOT-
NOXXHOW MeOMLUMHCKOM NMOMOLLbIO B TeYeHMe NOCNeayoLero
3-Mecq4Horo nepuoga [72]. Mpu 3ToM He OTMeYanoch yxya-
WEeHMS KavyecTBa XXWM3HW WAW OTPULATENBHOIO BUSHUS
CO CTOPOHbI MUKPOMIOPbI AbIXATENbHbIX MyTEN.

Mpu oboctperun MLLA naumeHTbl AOMXKHBI NOAyYaTb
afleKBaTHYO 3TMOTPOMHYI aHTMOAKTEPMANbHYO Tepanuio.
Bbibop aHTMOMOTUKOB LOMKEH MPOM3BOAUTHCS HA OCHOBE



[laHHbIX MOCNeAHUX pe3ynbTaToB OaKTEpUONOrM4yeckux
aHaNM30B MOKPOTbl M C Y4ETOM WCTOPUM KOMOHM3ALMMK
[bIXaTebHbIX MyTeW KOHKPETHOro naumeHTa. B amnupuye-
CKOM aHTMbakTepuanbHOW Tepanuu nNpeanovTeHue oTAa-
€TCS COBPEMEHHbIM, 3aLMLLEHHBIM MEHULMANMHAM C pac-
LWMPEHHbIM CMEKTPOM aKTUBHOCTH, LLedanocnopmMHaMm BTO-
poro M TPeTbero MOKOMEeHUs, @ TakXe COBPEMEHHbIM
Makponngam [12]. Makponmabl - Knacc aHTMOMOTMUKOB,
3aCNyKMBatOWMK 0c0BOro BHMUMAHMS NyabMOHON0roB. OHM
06n1anatoT aHTMbBaKTepManbHOM akTMBHOCTbIO Npu Gonee
HW3KMX KOHLEHTpaLMusX, YeM Te, KOTOPble HeobXOoauMbI
LN YHUUTOXKEHUS UHDEKLMOHHBIX MM KONOHU3UPYHOLWMX
6akTepuit [73]. B nononHeHWe K 3TOMY XOpOLIO M3BECTHbI
NPOTMBOBOCMANUTENbHBIE M UMMYHOMOZLYNUPYLOLLME
cBoMcTBa Makponuaos [74, 75]. Tpu paHAOMU3UPOBAHHbIX
[BOMHbIX Cnenbix nnauebo-KOHTPOAMpyeMbiX UccnenoBa-
HMS OpoHX03KTa3o0B 6e3 MyKOBMCLMAO3a MNoKaszanu,
4TO NpUEM a3UTPOMULMHAE UAN SPUTPOMULIMHAE B TeYeHue
6-12 Mec. NpUBOAMI K 3HAYUTENbHOMY CHUXEHMIO YaCTO-
Tbl 0OOCTPEHUIR U CHUXKEHUIO QYHKLMOHANbHbIX HapyLle-
HWi nerkmnx [76].

Halw oTaen XxpoHWYeCcKmMx BOCNANUTENbHbBIX U annepruye-
ckmx 6onesHert nerknx HUKW negnatpum mMm. akapemuka
tO.E. Benbtmiiesa, Ha H6a3e KOTOpPOro BeAeTCs CaMbli Kpyn-
Hbl pernctp naumerToB c ML B Poccuiickont Menepaumm,
aKTMBHO paboTaeT Haj CTaHAapTU3auMen NoaXOLOB K AMa-
FHOCTMKE M NeYeHuto aeTei. ExxerogHo B OTAENeHMU AMHA-
Muyeckn Habnwogaetca okono 60 NAUMEHTOB C AAHHbIM
[IMArHo30M, COCTOSIHME KOTOPbIX PEryNspHO KOHTpOAMpyeTcs
nocpeacTBOM KOMMEKCHOro obcnenoBaHus. B HaweMm LeH-

Tpe peanu3yeTcs Nporpamma BbISBAEHWS MyTaLMM B reHax,
OTBETCTBEHHbIX 3a pa3suTtue MU, yto B Byaylwem no3BonuT
MOBbICUTb 3PPEKTUBHOCTb ANATHOCTUKM [77].

3AK/IIOYEHUE

TaknuM 006pa3oM, MepBMYHAA UWMAMAPHAS LUCKMHE3US
ABNSETCS Ype3BbIYANHO aKTyanbHOW NpobnemMoi coBpeMeH-
HOWM nynbMoOHONOrMM U neguatpuu. aHHoe 3aboneBaHue
KIMHUYECKN NpodaBnaeTca C NeEPBbIX ,D,HEl;'I XU3HU N UMeeT
nporpeccupytollee Te4yeHue, oaHaKo HeA0CTaToYHas ocBe-
[LOM/IEHHOCTb B OTHOLWEHWW AAHHOM NaTONOTMKU MPUBOLAUT
K 3anospganoin puarHoctuke 3aboneBaHusa. B Hactosuwee
BpeMS MpOBOAMTCS 6OMblIOE KOAMYECTBO WCCNEA0BaHMIA,
HanpaB/€HHbIX Ha ONTUMMU3ALUMIIO ONATHOCTUYECKOIO Nouc-
Ka, NOMbITKW MUHUMMU3UPOBATb CPOKM YCTAHOBMEHUS AMa-
rHO3a C LieNblo Ha3HaYyeHUs afekBaTHOro nevyexms. K coxa-
NEHMI0, NEPBMYHAA UWMAMAPHAS OMCKMHE3US — CJIOXKHOe
C AMarHOCTMYECKOM TOYKM 3peHus 3aboneBaHue, KOTopoe
TpebyeT 60/bWOr0 KoMM4ecTBa cneunduyeckmx MeToaoB
[MArHOCTUKK, NOPOM HEAOCTYMHbIX PErMoHaNbHbIM KAUHU-
KaM, M KOMMNEKCHOTO MOAX04a K aHanu3y nonyyaeMbix
[AHHbIX C Y4ETOM reTepOreHHOCTU KIAMHUYECKMX BapMaAHTOB
6onesHn. Jetam c MLUL TpebyeTcs MakCMManbHO paHHss
[OMarHoCT1Ka, Bedb WMMEHHO paHHEee feyeHue CrnocobHo
YAYYLWKUTb MPOTrHO3 W NpefoTBpaTWUTb WMHBANUAM3ALMIO
pebeHka.
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