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Pesiome

MepBuuHas uunuapHas auckuHesus (MULJ) — opdaHHoe 3a60-
nesahue (MIM 244400), yale Bcero ¢ ayTOCOMHO-PeLeCCUBHBIM
TUNOM HacNefloBaHWA, XapakTepusyloweecs AuchyHKuUMei
NOABUHBIX pecHuyeK. OcHoBHbIMM nposBneHnamu MNUJ sB-
NATCA XPOHMYECKNe 3aboNieBaHNA BEPXHWUX M HUMKHUX [blXa-
TeNbHbIX NYTei, aHOManun pacrnonoXeHWs OpraHoB, KOTOpble
BCTpeyvatoTcs npumepHo y 50% naumentoB ¢ MU (cuHapoM
KapTareHepa), BpoXaeHHble NOPOKM CepALa, TaKKe XapaKTep-
HO BeCnIoane Yy MYXUWH U CKNOHHOCTb K BHEMaTOYHbLIM Bepe-
MEHHOCTAM Y KEHLLMH.

Lienb 0630pa — npeacTaBuTh AaHHbIE 0 COBPEMEHHbIX METOAAX
avarHocTuku MNLUJ, KoTopble Bo3MOXHbI B Poccuiickoin Qepe-
pauuu.

IuarHocTtuka MNLUJ, sBnseTca cnoXHoi 3apayen, Tak Kak HeT
€[IMHOr0 «30/10TOr0 CTaHAapTa», NMO3BOJIAIOLLEr0 MOHOCTbIO
YCTaHOBUTb WMAW UCKIOUMTL 3aboneBaHue. [1ns TouHoro onpe-
penenns NUJMO HeobxoauMo npoBoauTb pAf Chneuuannsupo-
BaHHbIX MCCNeA0BaHWUA, KOTopble OCHOBBLIBAKTCA Ha coyeTa-
HUM KJIMHWYECKMX JaHHbIX, FeHETUYECKOro aHaiu3a, a TakKe
aHanusa ynbTpacTpyKTypbl M GYHKUMM PECHUTHATOrO 3nuTe-
nms. JononHUTeNbHbIE TECTbI BKIKOYAIOT YPOBEHb OKCUAA a30-
Ta B BblAbIXaeMOM BO3AyXe W MOBTOPHble TecTbl B 0bpa3suax
KynbTyp pecHuyek. [efuatpbl, HEOHATONOMM, MYNbMOHOMOMM
W OTOPUHOMAPUHIONIONM LOMKHBI NOAAEPHMUBATL BbICOKYH OC-
BeoMIeHHoCTb 0 L 1 HanpaBnATb NaUMEHTOB B Cneuuanu-
3UPOBaHHbIE LIEHTPbI A5 NOATBEPKAEHUA IMarHo3a.
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Abstract

Primary ciliary dyskinesia (PCD) is a rare disease (MIM 244400),
an autosomal recessive inherited disorder characterized by dys-
function of the motile cilia. The main manifestations of PCD

are chronic upper and lower respiratory tract infections, organ

malpositions (in approximately 50% of PCD cases (Kartagener
syndrome)), congenital heart defects, infertility in men, and an

increased risk of ectopic pregnancies in women.

Objective — to present data on current methods applied to diag-
nosing PCD in the Russian Federation.

Diagnosing PCD is challenging, as there is no single “gold standard”
that allows accurate identification or exclusion of the disease.
This requires a series of specialized studies relying on a combi-
nation of clinical data, genetic testing, and examination of ciliary
ultrastructure and function. Additional tests include exhaled ni-
tric oxide levels and repeated tests on ciliary culture samples.
Pediatricians, neonatologists, pulmonologists and otorhinolar-
yngologists should maintain high awareness of PCD and refer
patients to specialized centers to confirm the diagnosis.

Keywords: primary ciliary dyskinesia, diagnostic tests, specialized centers, high-speed video microscopy ciliated epithelium,
transmission electron microscopy, DNA diagnostics, genome and exome sequencing
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BBenenne

[epBuyHas umnuapuas guckuunesus (I1LIJ]) — aro re-
HEeTUYeCK) TeTeporeHHoe 3abo/eBaHe, XapaKTepusyo-
meecs flepeKTaMy MOABIDKHBIX CTPYKTYpP KIIETOK (pec-
HUYKY, XI'YTUKM). B pesynbprate gedekToB BO3HMKaeT
HapylleHMe NOABIDKHOCTM peCcHUYEK, MPUBOAA K Xpo-
HUYECKUM PeCHUPATOPHBIM MHQOEKUUAM, 3aTSXKHBIM
BOCHAJIMTE/IbHBIM IIpoOIleccaM ¥ YXYALICHUIO KauyecTBa
JKVI3HM MMALIMEHTOB. [1].

Kpome Toro, IIIIJI MoXeT compsiKeHa C BPOX[eH-
HBIMM aHOMaNMAMIY, BK/IIOYasd HapyLIeHMA jaTepann-
3al[MM BHYTPEHHUX OPraHOB, YTO BeJEeT K aCMMMEeTpUNI
B PacCIOIOKeHUM OPTAHOB, a TaKXXe K IIpobeMam ¢ dep-
TUIBHOCTBIO Y MY>KYMH U XeHIIMH. Bce 3TO fmemaer 3a-
6o7eBaHIe MHOTOACIIEKTHBIM 1 TpebyeT KOMIIEKCHOTO
MOAX0/1a K IMATHOCTYKE U JIEUE€HU IO, YIUTHIBAIOLIETO €T0
MOJIEKY/IAPHO-TEHETUYECKYI0 OCHOBY M KIMHUYECKYIO
BapnabenbHOCTb.

Pacnpoctpanennocts IIIJ] Bappupyer ot 1:10000
mo 1:60000. OgHako B MOMyIALMAX, Ifie PAcIpoOCTpa-
HEeHbl KPOBHOPOJCTBEHHBIE Opakyu, 4acToTa 3aboseBa-
HUsI MOXKET ObITh 3HAYMTENBHO BbIlle. VICTMHHAs pac-
npoctpaHeHHocTb IIIIJI ocraeTcsi HeolpemeneHHOI],
YTO B 3HAYUTETBHON CTemeHU OOBACHSIETCS HeNoCTa-
TOYHOM AuarHocTukoil. Iupokuit auanasoH 4acTOTHI
3abojieBaHMsA OOYCTIOB/IEH PasnMUMsAMU B KPUTEPUSIX
AVATHOCTUKY ¥ HONY/IALMOHHBIMM (PaKTOpaMu, TaKu-
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MU Kak reorpaduyeckye BapMaluy MyTalNil X 4acToO-
Ta KPOBHOPOACTBEeHHBIX OpakoB. K Tomy >xe mna ITLI,
KakK ¥ Ji/I1 MHOTUMX APYIUX PeAKUX 3a00jeBaHuUil, JOI-
roe BpeMs He CYyILeCTBOBAJIO Kofja B MeXIyHapomHONI
knaccudpukanuy 6omesneit (MKB), 4to 3sarpypusio
UAeHTU(UKAIVIO CTy4aeB B PasINMYHbIX 0a3ax JaHHBIX
(MKB-10 — Q33.8 — Jlpyrue BpO>X/ieHHbIe aHOMAaJINN
nerkoro). B Hactosiee Bpems ¢ BBegeHneM MKDB 11-ro
nepecmorpa g I Beigenen ko LA75.Y — Jlpyrue
YTOYHEHHbIE CTPYKTYpPHBIEe aHOMAJINY Pa3BUTH TeTKUX.
Tak>ke 0603HauYeHBI pasHble MOATUIIBI 3200/IEBAHMSI, Ta-
Kue Kak cuagpoM Kaprarenepa u III1]] ¢ nurMeHTHBIM
PETMHNUTOM, KOTOPBII OOBIYHO HAVATHOCTUPYETCA Y
B3POCTIBIX MAIVIEHTOB [2, 3]. CorytacHO Me>XyHapOJHBIM
uccnefosaHuaAM, guarHoctuka I satpymuena: 35%
nanyenToB ¢ cumnromamu I11]]] o6pamanuch 3a momo-
mpio 60stee 40 pas, Ipexe YeM OHY ObUIM HATIPABJIEHBI
K CIIeI[MauCcTaM [ IPOXOKAEHNA AMarHOCTUYeCKUX
TecToB. B epmanun, HanmpuMep, okono 30% naneHToB
obpartunuch K BpadaMm 6ormee 50 pas [O yCTaHOBIEHUS
nuar"osa ITII]T [4].

HepmaBuee wmccrmemoBanne B Poccmm, mposeneHHOE
B 2023-2024 rr.,, OKa3ano, 4YTO CPeSHUI BO3PACT IIO-
craHoBKM puarHosa IIIIJl y merelt cocTaBiseT 5 7neT,
YTO CONOCTAaBUMO C BaHHbIMK U3 EBpomnsl [4]. B SImonun
3TOT BO3PACT JJOCTUTAET 7,5 TOfja, TP STOM Y IALIEHTOB
¢ cuapgpomoM KaprareHepa fmar{os moATBep)KHaeTcs



3HAUNUTENIbHO paHbllle — B CpefHeM B 3,5 rofia. Y B3poc-
JIBIX CPEeJHMI BO3PACT MOCTAHOBKM JMarHO3a COCTABIIA-
er 18 net [3, 4].

Ouarnoctuka I/l npencraBnser coboit CIOXKHBIN
IPOLIECC, IIOCKONIbKY He CYIeCTBYeT ef[MIHOTO «307I0TO-
TO CTaH/japTa», KOTOPBIN OBl O3BOJIS/I C YBEPEHHOCTBIO
HNOATBEPAUTDb WIV OIPOBEPTHYTb 9TO 3aboreBaHIUe.
B cBa3M ¢ 3TOI 0COOEHHOCTHIO I TOYHOI AMATHOCTH-
K11 TpeOyeTcsl IpoBefieHMie MHOXKeCTBa CIielnpIIecKnx
UCCTIEIOBAHMIL, YTO IORYEPKMBAET Ba)XHOCTb MCCIe-
[IOBaTe/IbCKUX LIEHTPOB [5, 6]. LleneBas rpymnma cnenu-
amuctoB B obmactu IIIIJI pekoMeHAyeT OCYIIeCTBIATD
TeCTUPOBaHUe TOJIbKO B CIIEIMa/IN3MPOBAHHBIX YUpPexX-
IeHUsX, KOTOpble pacIolaraloT pecypcaMiu U OIBITOM
IJIsl aleKBaTHOI MHTEPIpeTaLy Pa3HOOOPasHBIX [ua-
THOCTUYECKMX JJAHHBIX. DTO HEOOXOAVMMO J/IA YCTaHOB-
JIeHN A [Mara3oHa HOPMaJIbHBIX 3HaYeHW Y BBISBICHM A
OTK/IOHeHMI (aHOManui1), cBsasanubix ¢ IIII], 4To 1MO-
3BOJISIET CPAaBHUBATD IIONYYEHHbIE Pe3Y/IbTAThI C JAHHDI-
MM 3[0pOBBIX JOHOPOB. Cpeny MeTOfOB AMArHOCTUKMU
III1]] BBIfEnsieTcs HECKONBbKO MIMPOKO MCIIOIb3yeMBbIX
TECTOB, KaXK[bIil 13 KOTOPBIX BHOCUT CBOJ BK/Iaj B 00-
MU JUarHocTudeckuit mpouecc. CKPMHUHTOBBIM Te-
CTOM sIBJIsIeTCs u3MepeHue okcupa azota (nNO) B BbIIbI-
xaeMmoM Bo3sgyxe. YposHu nNO npu III1]I, kak mpaBuo,
3HAYMTE/IbHO HIVKe HOPMaJIbHBIX 3HAUYEHUIT, YTO JienaeT
3TOT TeCT BaXXHBIM JJIs1 HA4a/IbHOTO CKpuHMHTA. Crieny-
IOIMM METOJOM SABJISETCS BBICOKOCKOPOCTHAs BUJEO-
mukpockonus (HSVA), xoropasi mosBonsieT aHanusu-
POBaTh YacTOTY U XapaKTep OMeHNsA pecHUYeK (CBexue
610006pasIbl n/Mn KynbTypsl KneTok (Air-Liquid Inter-
face — ALI). Takoe uccienoBaHue faeT BO3MOXKHOCTD
BBISIBUTD (PYHKIMOHAJIbHbIE AaHOMA/INM, CBOICTBEHHBIE
IO, n B codeTaHUM C JPYTUMM MMeET BBICOKYIO 4yB-
CTBUTENBHOCTb U CrenubUIHOCTD. 15 MccrmeqoBaHus
HeobXoayM obpasel] KJIeTOK [IbIXaTelbHBIX IYTel, KOTO-
PBIil 3aTeM MCCIeRyeTcA MoJ MUKPOCKOIIOM C BUJeope-
TUCTpaL M.

TpaHcMuUCCMOHHAs —~ 97IeKTPOHHAs  MMKPOCKOIMS
(TOM) mpemocTaBiIsfeT BO3MOXXHOCTb PacCMOTPETb
CTPYKTYpPy pPeCHMYEK Ha K/IeTOYHOM yposHe. C momo-
mpio TOM [MarHOCTUPYIOTCA CTPYKTYpHBIE HedeKThl
U OTCYTCTBUE OIIpefle/IeHHbIX KOMIIOHEHTOB B aKCOHEMe
PECHUTYATOrO muTenus [7].

Kpome TOro, cymectByer MeTon MMMYyHOQIyopec-
1eHTHOro okpamunBanus (V®-okpaumBanme), KOTOPBIi
VICTIONIb3YeTCA ISl BBIABIEHNA CHelN(PUIeCKNX CTPYK-
TYPHBIX 0€lKOB B pecHMYKax. JJaHHBINI MeTOJ INpemo-
CTaB/IAeT HOIOMHUTEIbHYI0 MHGOPMALVIO O Ha/INIUN
VIV OTCYTCTBUY OIPefie/IeHHBIX 0€/IKOB, YTO TaK>Ke MO-
JKeT CIIoco6CTBOBATh AMarHocTuke [7, 8].

leHoTMIIMpOBaHMe CTAHOBUTCA HE MeHee BaXKHBIM,
HIOCKO/IBKY IIO3BOJIAET MACHTUPUIVPOBATh MyTaLUU
B reHax, acconuupoBaHHbix ¢ III1]]. Tenernueckoe Te-
CTUPOBaHMe TIOMOTaeT MOATBEPAUTD SVATHO3 U BBLABUTD
KOHKpeTHbIe MYTall!M IJIs1 JaTbHENIIero ieueHns 1 Ha-
OmomeHns malueHToB [8].

ApxXuB neguaTpuy 1 feTcKoit xupyprunm Ne2 [3] 2025 roga

HecMoTpst Ha TO 4TO JOCTYIHOCTb ¥ BO3MOXKHOCTD
COYeTaHMUs 3TUX TECTOB BAPBUPYIOTCA B PasHBIX CTpa-
HaX, PyKOBOJ L€ IPYHIMIIBL B 00/IaCTY AUATHOCTHUKY
[T obecrieunBaOT OIpefie/IeHHYI0 TMOKOCTh OTHOCH-
TeJIbHO BBIOOpA KOHKPETHBIX TECTOB [I/Is1 KaXK[OTO Maly-
eHTa. B npeane cnenyanus3upoBaHHbIE IIEHTPHI TO>KHBI
UMETb BO3MOXXHOCTD MPEOCTABIIATh BCe HEOOXOAUMbIe
TEeCTBI, KOTOPBIE CIOCOOCTBYIOT IMATHOCTUYECKOMY pe-
MIeHNI0. JTO MO3BO/IAET BpayaM HAWIYy4LINM oOpasoM
aflaTMpPOBATh AMATHOCTUKY K KaXK[JOMY OTHEeIbHOMY
C/Iy4alo ¥ IIOBBIIIAET BEPOSITHOCTb NPaBMJIBLHOTO AMa-
THO3a U JasnbHelero 3 GeKTUBHOTO IeyeHn s MaleH-

tos ¢ ITII]T [9].

MeToabl puarHoctuku MNLUJ, KoTopble ucnonb3yioT
B Poccuiickon ®epepauun

IIpy ycraHOB/IE€HMM [AMAaTHO3a YYUTBIBAETCA Xapak-
TepHasA KIMHNYecKaA KapTuHa npoasnenu I, npo-
BOJIUTCS OI]eHKa aHAMHeCTUYeCKUX JaHHBIX C IOMOIIbIO
npepuktuBHOi mkansl PICADAR (PrImary CiliAry
DyskineseA Rule), xotopasi ykasbiBaeT Ha HeoOXOmu-
MOCTD JaTbHeNIIero GUarHOCTUYECKOTO MOVICKA Y feTelt
C NPOAYKTMBHBIM KamrieM (YyBCTBUTETBHOCTb M CIIe-
UPUIHOCTD CYMMBI 6a/I0B >5 /IS yCTAaHOB/ICHNUS Ua-
ruosa [T — 90 u 75% cooTBeTcTBeHHO) [10].

OcHoBHble knuHNYeckue npospiaeHus [I1]I HaumHa-
I0TCA ellle B Iepuoj, HOBOPOXJEHHOCTU B BUJE peclu-
PaTOPHOTO AUCTPECC-CUHAPOMA U BPOXK/IEHHOI ITHEB-
MOHMY, OfHUM U3 CEPbe3HbIX OCTOXHEHUIl KOTOPBIX
SIBJIAETCS JbIXaTe/IbHASL HENOCTATOYHOCTb, C HEOOXO-
OUMOCTBIO IOflayy [IOIO/IHUTE/IbHOTO KUCIOpPOfia B Te-
yeHMe NepBbIX AHel >xu3Hu. B ganpHeitmem I mpo-
ABAETCA B BUAE PeUUAVBUPYOMINX BOCIaINTENbHbIX
3a00MeBaHMII KaK BEPXHUX, TaK U HVDKHUX JIbIXaTelb-
HBIX ITyTell, BK/II04ast OPOHXUTBI I THEBMOHMNM, KOTOPBIE
MOTYT IIPUBECTY K 06pa30BaHNI0 OPOHXOIKTA30B.

CraTucTuka MOKasbplBaeT, YTO PeCIMpaTOPHbIE CUMII-
TOMBI OCJIOKHSIOT Te4eHMe IIepBOro MecAlld >KU3HU
y 60% manuenTos c IIII]I. Tax>xe pacmpocTpaHeHbI Xpo-
HUYECKUI PMHOCHHYCUT, IIOJINIIO3 HOCA U PeUUAUBIPY-
IOIIJie OTUTHI, YTO MOXKET IPUBOAUTD K IIPOTPeCCUPYIO-
LIeMY CHIDKEHUIO CTyXa. B HEKOTOPBIX c/1y4asAx y feTel
paHHero BO3pacTa HaOMIOFAIOTCSA CUMIITOMBI, CBsI3aH-
HBbIe ¢ Iedanrueit, KOTOpble MOTYT IIPOSIB/IATHCS B BUJE
KaIpU3HOCTY M CHIDKEHVMEM OOIero caModyBCTBIUS,
4acTO BO3HMKasA Ha (OHE XPOHMYECKOTO PUHUTA U TIO-
pakeHus NPUAATOYHBIX Ma3yX Hoca. OOHUM U3 IpPOSB-
nennit IIIJT siBnsieTcs ruppouedanus, KOTopas CBsi3aHa
¢ HapyuleHueM QYHKIWM SHEHAMMATbHBIX pPeCHUYEK,
BBICTM/IAIOLIUX KeNTyIOUYKM TOTOBHOTO Mo3ra. IIpu atom
PAn OPYIUX BPOXXIEHHBIX aHOMA/INi, TaKUX KaK TpaHC-
MO3MIVA MarucTpaabHBIX COCYZIOB, C€pHeYHble aHOMa-
nuu, MoryT acconuuposarbes ¢ [T [11]. OcnoxHeHns,
cBasaHHble ¢ JIOP-opranaMu, BO3HUKAIOT B pe3y/bTaTe
HapyureHusA QyHKIUU peCHUYEK B eBCTaXMeBOil TpyOe
U CpeflHEM yXe U MPUBOJAT K PasBUTUIO XPOHUYECKOTO
3KCCYJaTMBHOTO CpeJHEro OTUTA ¥ PeUUANBUPYIOLIUM

o
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3MM307jaM OCTPOTO CPeffHero OTUTa. Takme COCTOSHMA
MOTYT BBI3bIBaTb KOHAYKTUBHYIO TYTOYXOCTb B paHHEM
IeTCKOM BO3pacTe.

Kpome Toro, y 40-50% mnanuenrtos c¢ III]]] Habmona-
eTcsi oOpaTHOe paclojioKeHNe BHYTPEHHUX OpPraHOB
(situs viscerum inversus) U U30MUPOBAHHAS TEKCTPO-
kapaus [12]. [TosTomy TuiatebHO COOpaHHBIN aHAMHE3
MO3BOJIAET NeAMATPY BBIABUTH K/IIOUEBbIe CUMIITOMBI
U CMHJIPOMBI, OIIPefie/INTb KPYT BO3MOXHBIX [INarHO30B
U CIUTAaHMPOBATh [ja/bHelllIee 00cTefoBaHue.

JJomonHNTeILHOMY 00C/TeOBAaHNIO ITOAJ/IKAT MaIiy-
€HTBI, MMeIolL[/ie HEeCKOTbKO U3 IePeYMCIeHHBIX IIPU-
3HAKOB:

o IIOCTOSIHHBI NPOAYKTUBHBIN Kallle/lb, aHOMAa/INK

PacIoNoKeHN A BHYTPEHHUX OPTaHOB;

* BPOXIEHHBIE IIOPOKM CepyLIa;

o MEPCUCTUPYIOUNIT PUHUT, HONNIIO3HBI PUHOCUHY-
CUT;

o XPOHMYECKMII CPelHNUII OTUT CO CHYDKEHMEM CTyXa
(nnm 6e3 TakOBOTO);

 MOBTOPHbBIE OPOHXUTHI, THEBMOHNM B aHaAMHe3e;

o OPOHXO3KTa3bl;

 Ha/IM4ye pecyPaTOPHBIX HApyLIeHMI! (B T. 4. P KO-
TOPBIX OTPeOOBaIaCh MHTEHCUBHASI TePAIINsI) B Tie-
prone HOBOPOXIEHHOCTH;

* TAIVEHTH 63 aHOMaNil pacloNo>KeHN s BHYTPEH-
HUX OPraHOB, HO MMeEMIIUe ApPyTMe XapaKTepHbIe
knuHndeckue npossaenus II1]1;

e CcUOCHI U pyTue poAcTBeHHNKY nanyeHTos ¢ III],
0COOEHHO TpM HAMUYMY XapaKTePHBIX KIMHMYe-
CKUX IIPOsABJICHU;

o TAIIMEHTBI C COYETAaHNMEM XapaKTepPHBIX KIMHUYE-
CKMX IIPU3HAKOB C IOTO>XNUTEIbHBIM Pe3ylIbTaTOM
onerkn 1o 1kanre PICADAR (> 5).

Hna puarHoctuku IIJI Mcnonp3yloT pyTHMHHBIE METO-
IBI C LIE/IBI0 OIIEHKM U IMHAMUYECKOTO KOHTPOJIS COCTO-
SHUS peCIMPATOPHON M CEPHIeYHO-COCYAMCTON CUCTEM:

o CIIIPOMETPUS;

o penrreHorpabus M KOMIbIOTepHas ToMmorpadus
(KT) opraHOB TpymHON KJIETKM ¥ TIPUAATOYHBIX
I1a3yx HOCa;

o 3MeKTpoKapauorpadus u sxokapguorpadus;

o OPOHXOCKOMIS;

o MUKPOOMOMOrMYecKasi JUAarHOCTUKA.

LienTpbl PO, B KoTOpBIX NpoBoAMTCA NabopaTopHas
M MHCTpPYMeHTanbHasa auarHoctuka MU

BbICOKOTEXHONMOTMYHbIE [MAarHOCTUYECKME TeCThl SB-
NAITCA BOCTATOYHO HOPOTOCTOALIMMU UM HEJOCTYIIHBI
O/ HIMPOKOTO UCIO/Nb30BaHMA B HecCHelManusupo-
BaHHBIX LIEHTpaX, M03ToMYy B Poccuiickoit ®emepannnu
puarHoctuka III]J] ocymecTBaseTcs B HECKONbKUX Lj€H-
Tpax: PIBHY «Mennuko-reHeT4ecKuii HayYHbIN LEHTP
nMmenn akamemmka H.II. BoukoBa» (r. Mockga), I'BY3
Mocxkosckoit obmactu «HUKWM gerctBa MuHucrep-
cTBa 3[apaBooxpaHeHuss MockoBckoit obmactm» (MO,
r. Merrummn), HVUKWM negmatpum m meTckoi Xmpyp-

ruyu uMmenu akagemuka IO.E. Benprumena (r. Mocksa),
OIr'AY «HMMUL] 3poposbs peteli» Munsgpasa Poccun
(r. Mocksa), I'BY3 «Mopo3oBckas feTckas TOpofcKast
KAuHM4YecKas 6onpHuna» (1. Mocksa) u ®I'BY «Hamuo-
HQJIbHBII MEOVLIVHCKUI MCCIeJOBAaTe/IbCKUII LEeHTP
uM. B.A. AnmasoBa» Munsgpasa Poccun (r. Cankr-Ile-

Tepbypr).

BblCOKOCKOpOCTHOﬁ BMAEOMMKPOCKOHMHECKMﬁ aHaiuns3

ITanmentam ¢ knuHMYeckumu npusHakamu I pexo-
MEHJIOBAaHO IIPOBeJieHNe BBICOKOCKOPOCTHOTO BU/I€OMMU-
Kpockonmyeckoro aHaimmsa (BCBM; high-speed video-
microscopy analysis — HSVA nan HSVMA) ¢ nenbio
OLleHKM (PYHKIIMOHA/IBHOI aKTMBHOCT) PeCHUYEK B IIje-
TOYHBIX CBEXNX OMONTaTax CIM3NUCTON HOCA, Tpaxeu
u/mnm 6ponxos uau B ALI-kynbrypax (tonbko B PITBHY
«MI'HIl»). llleTouHble 6MONTATHI MOTYYAIOT C MAJIOM3-
MEHEHHOJ CIM3UCTOM OOOJIOYKM B IIEPUOJ PeMUCCUN
3aboneBaHns (pekoMeHayeTcs 3a00p OmonrTaTa He paHee
4yeM 4epe3 4-6 He[enb IIOCIe OCTPON PecnupaTOpHON
uHbeKIN).

Ha 6asze ®TBHY «MTI'HI» BBICOKOCKOPOCTHOI BUTEO-
MUKPOCKOIIMYECKNI aHa/MN3 IPOBOAUTCS CO CKOPOCTBIO
cpeMknu 180 xampoB B cexyHpy. [lony4yennble Bueonso-
Opa>keHMsI aHAMM3UPYIOTCS C TOMOIIBIO pa3paboTaHHOI
IpPOTPaMMBI OIIpefie/IeHNs] YaCTOThl OVMeHMs pecCHUTYA-
TOro anuTenus B [l Ipy mepBUYHON UMINAPHON AVICKY-
He3yun (Primary Ciliary Dyskinesia High-Speed Video
Microscopy Analysis — PCD HSVMA). Vccnenosanne
npoBogutcsa Ha 6aze PIBHY « MI'HII» Bcem manyenTam
MPY HATM4UY TToKa3aumii [13].

Ha 6a3e HMKV negyiatpum u feTCKO XUPYpPIuy nMe-
HM akagemuka IO.E. Benbruinesa nmpoBoguUTCs OLiEHKA
(YHKIIUY IVIMAaPHOTO SIINUTeNNA OMONTaTOB CIV3UCTON
000/104KM HOCA MM OPOHXOB METOHOM KOMIIBIOTEPU3U-
POBaHHOI CBeTOBON Mukpockonuy. OueHNBawTCA Ta-
KJe TapaMeTphl: ABUTAaTe/bHas aKTVBHOCTb PECHUYEK
npu yBenmdenuu X100, x400, x1000, mporeHT KIE€TOK
C TOfIBVKHBIMM PeCHUYKAMM B IIeTbHBIX IITACTAX, Xa-
paKTep [BVDKEHMS PeCHUYEK, YacTOTa JBUKEHUS pec-
Huvek (I'm), mopdonornyeckrme 0co6eHHOCTU KIIETOK
LUINAPHOTO 3nuTenus [14].

VccnepoBaHue OBUTATe/TbHON aKTMBHOCTY PeCHUYEK
IVIMAPHOTO SHUTENNA B HATUBHOM IIpenapare BBI-
moHsIeTCs1 Ha 6aze MOpPO30BCKOI JIETCKOI TOPOACKOI
KJIMHUYECKON OO/NBHUIBI C ITIOMOIIBI0 BY/ICOKOMIIIEK-
ca, COCTOSAIIETO0 M3 MMUKPOCKONA ¥ IM(POBOIl BBICOKO-
CKOPOCTHOJ BUIEOKaMepbl ¢ BO3MOXXHOCTBIO CHEMKMU
co ckopocThIo 0 200 kafpoB B cekyHAY («kEC-Oxcmepre,
Poccns), mepcoHaIbHOr0 KOMIIBIOTEPA C IPOTPAMMHBIM
obecrreuenniem MMC MultiMeter (MMCSoft, Poccus).
ITpoBopMTCSA OIEHKA YAacTOTHI M MATTepPHA OMEHUs pec-
Hnuek ([') (CMHXPOHHOCTB OMeHUs, XapaKTep IBIUKe-
HUA ¥ aMIUINTY/a OueHns pecHndex) [15].

MeTOzi BBICOKOCKOPOCTHOJI BUIEOMUKPOCKOINM WC-
nonb3yercss B HalnoHa pHOM MeAMIMHCKOM VICCIENO-
BaTeNbCKOM IieHTpe uM. B.A. AnmasoBa» (r. Cankr-Ile-



TepOypr). C 1enpi0 00BEKTUBHON OLEHKM aKTUBHOCTHU
[MJIMAapPHOTO aIlllapaTa MPYMEHIeTCs METOJ, BU/IEOLINITO-
MopdoMeTpun ¢ UCTIONb30BaHMEM MUKPOCKOIA JI/Is pe-
TUCTPALUU IIATU BUAeodalyIoB ¢ 4acTOToN 3ammcyu 70—
100 xagpoB B cekyHAY. MopdoMeTpudecknii aHamu3
MOTY4YeHHBIX Pe3yJIbTaTOB OCYLIECTBIANCS IOCpef-
CTBOM IporpaMMHoro obecrnedenuss MMC Multimeter
software (MMCSoft, Russia). HaruHbiit 0obpaser; pec-
HUTYATOTO SMUTENUS OKPAIIMBAETCA IreMaTOKCUIMHOM
lappuca mo Ilamanukonay M 303MH-METUIEHOBBIM CH-
HuM 1o Mait — I'prouBanbny. B xone Buneonnromopdo-
MeTpUM YHAeTCs 3aperucTpypoBaTh TaKye IapaMeTphl,
KaK JOJsI KJIETOK C MOABIDKHBIMU IMIusAMU (%), BBDKU-
BaeMOCTb KJIETOK (MMH), yactota omenms uunmit (UBLT)
(T'x), mnuua it (MKkm) [16].

B ®I'AY «HMMUI] 3popospa geteli» Munsapasa Poc-
CUV IIPOBOANTCS CBETOBasI MUKPOCKOIN S PECHUTIATOTO
SMUTENNA PeCHMPATOPHOrO TPAKTa I 3aMVCKU BUJEO
U BU3YaJIbHOJ OLIEHKV IO[BVDKHOCTY pPeCHUYeK 3INTe-
VS BBIXATeNbHBIX ImyTel [17].

CaMOCTOATEeIBHO METOJ, BBICOKOCKOPOCTHOI BUJIEO-
MUKPOCKOIUM He MOXKET ObITh MCIIONB30BAH U MMEET
IMATHOCTUYECKOe 3HadyeHMe IIPYM MCHOIb30BaHUM CO-
BMECTHO C OIICHKOJ KIMHMYECKUX CUMIITOMOB U IpYTH-
MM CHEeIVIaTbHBIMU METOLaMM.

EBpomneiickoe pecnmparopHoe ob6iectBo (Europe-
an Respiratory Society — ERS) He pexomeHpyeT ore-
HUBATb 4acTOTy O6menuit pecandex (CBF) 6e3 ouenkn
XapakTepa OmeHNsA pecHUdYeK mpu auarHoctuke ITIII.
L7151 IOBBILIEHNA [UATHOCTMYECKON TOYHOCTY BBICOKO-
CKOPOCTHOJ BUJIJCOMUKPOCKOIINM OLIEHKY OMeHMs Clle-
AyeT NOBTOpUTD nocne ALI-KynbTMBMpPOBaHUA KIIETOK
MepLaTenbHOTO SIUTENN .

LlunuoreHes kneTok Ha3aNbHOro 3NUTENUA YenoBeKa in
vitro

LInnnoreHes KynbTyp KJI€TOK Ha3aTbHOTO MUTENNS, TIO-
Ty4eHHBIX OT manueHTos c III]], mpoBopguTcsa MmeTomOM
ALI-KynbTUBMPOBaHUA U IIOMOTaeT B NMOATBEPKACHUN
IuarHosa, msberas mpm 3TOM HPOOIEM C JIOXKHOIIOJO-
JKUTE/IbHBIM AMArHO30M IIpY BTOPMYHBIX MOBPEXEHU-
SIX pecnMpaToOpHOro snurenus. JlaHHOe uccaefoBaHMe
ocymiecTBsgercs Tonbko Ha 6ase DIBHY « MI'HII» Bcem
malMeHTaM Py HaTu4Iuy mokasanuii [18].

TpaHcMuUCCMOHHAsA  97IeKTPOHHAs  MMKPOCKOIMS
(TOM) wucnonb3yercss AN OLEHKU YIBTPACTPYKTYp-
HBIX ledeKTOB aKkcoHeMbl. [Ipu deHOTUNMMYeCKUX TMPU-
3HaKaX, MO3BOJAIOIINX INpepnonaratb Hamuuume IITI]T,
¢ nomomplo TOM mccmenyoTcsa pecHUTUYATble KIETKU
Ha3aJIbHOTO SNuTennsa. MeTop aBisAeTcsa 06s3aTeIbHbIM
ana puarHoctuxu IIT]I cormacHo eBpomneiickum u ame-
PUKaHCKUM KPUTEPUAM 3a00/TeBaHMUS.

TOM nmeet 100% crienpuIHOCTD, HO He BCEITia UyB-
cTBuTenbHa. COTIIACHO €BPONENICKUM MUCCIeNOBaHUAM,
y 10-20% nanuentos ¢ guarHosom IIIJI, ycTraHOBIeH-
HBIM C IOMOUIBIO APYTUX METOHOB, B TOM 4MC/I€ MOJIEKY-
JISIPHO-TEHETNYeCKOTO 00C/IefoBaHM s, 0OHAPYKMBACTCA

ApxXuB neguaTpuy 1 feTcKoit xupyprunm Ne2 [3] 2025 roga

HOpMaJbHasl YAbTPacTPYKTypa aKCOHEMbl PpeCHUYEK
mb0 HeAMArHOCTMpPYyeMas aHOManusA (P HEeKOTOPBIX
TeHeTUYeCKMX BapMaHTaX). YYUTBIBAsg 3TOT (aKT, cHe-
JIaH BBIBOJ], YTO MeTOf oO/lafaeT BBICOKON crenmpud-
HOCTBIO, HO OTPaHNYEHHOI YYBCTBUTETBHOCTBIO (puc. 1).

PucyHok 1.

CxeMa ynbTpacTpyKTypHbIX U3MEHEHWUN aKCOHEMbI PECHUYKM
CcAmsucToit pecnupatopHoro TpakTa npu MU (no Cox D.W. and
Talamo R.C., 1979)

lpumeyanue: A — HopManbHoe CTPoeHKe pecHuyku. b, B,

I — n3meHenus npu MUJ;: oTcyTcTBME AMHEMHOBIX pyyeK (B),
paamanbHbix cnuy (B, I'), n3MeHeHne yncna 1 TpaHcoKaLms
MuKpoTpy6oyek (B, IN. D — puHenHoBble pyyuku; N — Hekcu-
HOBbIE CBA3KM; S — paamanbHble cnuupl; C — LeHTpanbHas
napa MMKpoTpybouek; 0 — HapyHble MUKPOTPYHOUKM.
Figure 1.

Changes in ciliary axoneme ultrastructure in PCD (according to
Cox D.W. and Talamo R.C., 1979)

Note: A— normal ciliary ultrastructure. b, B, I — changes in
PCD: absence of dynein arms (b), radial spokes (B, I'), change
in the number and translocation of microtubules (B, I'). D —
dynein arms; N — nexin links; S — radial spokes; C — central
pair of microtubules; 0 — outer microtubules.

Manbuukam ¢ III]J] nmocme 15 neT nmpoBoguTCs aH-
Opormoruveckoe oOcCrIefoBaHUE C IPOBefeHUEM CTaH-
HapTHOTO CIIEPMUOTIOTMYECKOTO UCCTIeTOBaHK (aHATNU3
CIIepMOTPaMMBbI) U 3IEKTPOHHOI MUKPOCKOIIMHA CIIepMa-
to3ougos (OMMUC). O6a metoga — TOM u SMUC — po-
crynHsl Tonbko B PI'BHY «MI'HI» [7, 9, 12].

HapylueHue cTpyKTypbl pecHu4eK npu nepBuUYHOIA
LMIMapHOWA JUCKUHE3UU

BapuaHTbl B reHax, KOAMPYIOIINX aKCOHEMHYIO CTPYK-
TYPY ¥ KOIIO/IHUTE/IbHbIEe KOMIIOHEHTBI peCHIYEK, MOTYT
HIPUBOANTD K leeKTaM YIbTPACTPYKTYPBL, a APyrue —
K aHOMAJIbHOM (PYHKUIMM, HO C COXpaHEHMEM YJ/IbTpa-
CTPYKTYPBI.

IIpn deHoTUNMYECKUX NPU3HAKAX, ITO3BOJSIOUINX
npepnonarats Hamm4ane [111]1, ¢ momorreio TOM nccre-
AYIOTCSL pecHUTYATble KAeTKM Ha3aJbHOTO VINM Tpaxe-
aJIbHOTO MMM OpOoHXManbHOrO cockoba. Hambonee pac-
IPOCTPAHEHHBIMY YIbTPACTPYKTYPHBIMM fieeKTaMMU,
UZeHTUOUIVPOBAHHBIMU B PeCIIMPATOPHBIX PECHUYKAX
nauuenToB c III]I, ABIAITCA OTCYTCTBUE, YaCTUYHOE
OTCYTCTBME MM YKOpPOUYEHMe Hapy>XHBIX W/WIM BHY-
TPEHHUX AVHEMHOBBIX pyuek (puc. 2 A-C). [Ipyrue pe-
(eKTBl BKIIIOYAIOT MONTHOE M/IVM YacCTUYHOE OTCYTCTBUE
LIEeHTPa/IIbHON Iapbl MUKPOTPYyOOYeK, MHOTAA COIpO-
BOXK/Ialollleecs] USMEHEHUSIMU TONMOXKeHUsT unn Hpopmbl
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PucyHok 2.

MonepeyHble Cpe3bl Yepe3 PECHUYKM C aHOMASIbHOI CTPYKTYPOil IUHENHOBLIX PyYEK aKCOHEMbI

MpuMeyaHme: A — OTCYTCTBUE HAPYIKHbIX M BHYTPEHHWX AIMHENUHOBLIX PyYeK; B — HapyLueHue CTpyKTypbl pafuanbHbIX CruL
aKCOHEMbl W OTCYTCTBUE BHYTPEHHUX AMHEUHOBbIX pyyeK; C — BHYTpeHHWe AMHEMHOBbIE PyYKM BbIABNAIOTCA Y 2, 6, 7 1 8-T0
AynneToB MUKpOTpy60oYeK. Bo3MO3KHbI BapuaHT HOpMbI; D — 0TCYTCTBME LieHTPaNbHOM Napbl MUKPOTPY6OYEK NpU COXpaHeHUM
LieHTpasIbHOI Kancynbl. HenonHble MUKpoTpy6oukm A yacTn nepudepuyeckux aynnetos; E — ofiHa HenapHas MUKpoTpy6ouKa
B LieHTpe. HenonHble MUKpOTpYy60UKM A YacTu nepudepryeckux Aynnetos; F — nosiHoe 0TCYTCTBUE LieHTpasbHOro annapaTta

aKCoHeMbI (Kancynbl M LLeHTpanbHbIX MUKPOTpPYOoYeK).
Figure 2.

Cross-sections through cilia with abnormal structure of axonemal dynein arms

Note: A — absence of outer and inner dynein arms; B — defective radial spokes of axoneme and absence of inner dynein arms;

C — inner dynein arms detected in 2, 6, 7 and 8 microtubule doublets. Possible normal variant; D — absence of central pair

of microtubules with preserved central sheath. Incomplete A subtubules of peripheral doublets; E— one single microtubule in the
center. Incomplete A subtubules of peripheral doublets; F — complete absence of central apparatus of axoneme (sheath and cen-

tral microtubules).

BHEIIHNUX JYIUIETOB MUKpOTpybouek (puc. 2 D-F), pas-
NUYHbIe HapyLIeHNs MUKPOTPYOOUeK, CBsI3aHHBIE C Jie-
(dexTaMM peryasAaTOPHOIO KOMIIIEKCAa HEKCUH-IVHEeNH
¥ pafyanbHBIX CIIUL.

MeToa MMMyHOGyopecLeHTHOro OKpallMBaHuA
(MD-okpaLwmBaHue)

Tonpko Ha 6aze PIBHY «MI'HI]» mpoBoputcs mMmy-
HO(ITyOpecIieHTHOe OKpaIlMBaHNe PECHNYEK MEeTOJOM
ALI-KynbTUBMpPOBaHMA Ha MapKep PECHMUTYATHIX KIile-

TOK (B-TyOynuH) 1 MapKepbl OCHOBHBIX K/IACCOB y/IbTpa-
CTPYKTYpHBIX fedekToB pecandek (DNAHS5, CFAP300,
DNAHI11, HYDIN, CCDC103), nabmogaemsix mpu [TLI]]
B PO. Tlo ¢nyopecrieHTHBIM M300pa>keHUsAM, IIOCTIE
MMMYHOQyOPeCLIeHTHOTO OKpallVBaHUsA Ha Mapke-
pet DNAHS5, DNAHI11, HYDIN u CFAP300 BusyanpHO
IO/DKHBI HAOIONATHCS PA3/INyNs B OKPAIIMBAHUI MEX-
Iy 310poBBIM foHOpoM U nmanuentamu ¢ [T (puc. 3).



B-tubulin

PucyHok 3.

ApxXuB neguaTpuy 1 feTcKoit xupyprunm Ne2 [3] 2025 roga

OnyopecLeHTHbIe U300paxeHns pecHuyek B ALI-KynbType Ha 24-1 aeHb umMnnoreHesa in vitro: A, B— y 340poBoro LoHOpa;
C, D — y naumeHTa c MNUA. MonoxuTtenbHoe okpawmBaHue Ha B-TyoynuH (A) u nonoxutensHoe okpawwusaHue Ha DNAHS (B) x 100
Y 34,0pOBOr0 I0HOPa; CHUXeHMe OKpaLumuBaHusa Ha B-TyoynuH (C) u DNAHS (D) y naumenTa ¢ MU

Figure 3.

Fluorescent microscopy of cilia in ALI culture at day 24 of in vitro ciliogenesis: A, B— in a healthy donor; C, D — in a patient with
PCD. Positive staining for B-tubulin (A) and positive staining for DNAH5 (B) x 100 in a healthy donor; decreased staining for B-tubu-

lin (C) and DNAHS5 (D) in a patient with PCD

leHeTUYeCKMe UccnepoBaHUA

B 6ompmmHcTBe  ciaywaes  IIIJI  Hacmemyrorcs
[0 ayTOCOMHO-PELIECCMBHOMY TUITY, 3a MCK/IIOUYEHUEM
FOXJI (KOTOpBIil SAB/ISAETCSA ayTOCOMHO-TOMVHAHTHBIM)
u PIH1D3 v OFDI (xoTOpble ABIAITCS X-CIeN/IeHHbIM).
Omnucano 6omee 60 pasmMYHBIX T'€HOB, BBI3BIBAIOILINX
[III[1, Bxao4ass fedeKTbl B HAPY>KHBIX [IMHEMHOBBIX
Py4Kax aKCOHEMbI (DNAH5, DNAH9, DNAHI12, DNAII,
ARMC4, CCDCI03), BHYyTpeHHUX JUHENHOBBIX Py4YKax
(DNALII), c6opounsix benkax (DNAAF3) u paguanb-
HbIX Oenkax, crmiax (RSPH4A, RSPHY). B cembsax mo-
TyT OBITh pasHble MY TV POBABILE TeHbI, HO M CHTUYHbIE
KanHn4eckue cumnroMmsl. Ha moprane OMIM (http:/
WWW.0mim.org/) K HacTOAIIeMYy BpeMeHM YKa3aHo 45
TeHeTMYECKMX TOKYCOB, YYaCTBYMIINX B peannsaluy
[T M. Tem He MeHee 20-30% nrofeit ¢ XOPOIIO OXapaKTe-
pusosanHnoit III]]] He MMeOT MAEHTUPUIMPYEMBIX IIa-
TOTEHHBIX BAPMaHTOB HU B OJJHOM 13 MI3BECTHBIX T€HOB.

B cuny reHermdyeckoil TeTepOreHHOCTM IpPeANOYTH-
TeJIbHBIM ABJIAETCA CIAeSYIOLUNIl aITOPUTM NIPOBeNeHNA
MCCNeJOBaHMIA:

o KOMIUIEKCHOE€ TeHOMHOE TeCTUPOBaHUe (CeKBEHM-
pOBaHUe 3K30Ma, CEKBEHIPOBaHMe TeHOMA);

o CErperalMOHHBIN aHaauU3 B CeMbe [/A YTOYHEHMA
Ha/M4usA MyTauuii y 6IM3KMX POACTBEHHUKOB IIa-
IIMEHTa;

o (YHKUMOHAJBHBIN QaHAIN3 [JIs OIPOBEPXKEHMS
VM TIOZ TBEPXKIeHM S TATOT€HHOCTY TeHeTUUeCKOTo
BapuaHTa (kpoBb unu ¢pubpobdmactsr). [IpoBogutcs

B ®I'BHY «MI'HI]» Bcem mauyeHTaM IpU HaIM4IUNI

IIOKa3aHMIL;
o a"anmu3 MLPA (Multiplex Ligation-dependent Probe
Amplification) — MynbTUIIZIEKCHAA NUTa3Has 30H-

moBasi aMIUIMUKALYs TPOTSKEHHBIX M3MeHEeHMIT
B reHax (memenuit / JyIUIMKALINIL), IOCKOIBKY IIPO-
CTOe CeKBEeHNMpPOBaHNUe He MACHTUPUIMPYET TaKoM
TUT USMEHEHUIA.

IarHOCTMYeCKM 3HAYMMBIM CUYUTAETCS BBISIBICHVE
O6uannenpHOl MyTanuy (TOMO3UTOTHOV VM KOMIa-
YHZ-T€TEpO3UTOTHON IpPU PEeLleCCUBHOM THUIIE HACTENO-
BaHusA). K HacToAmeMy MOMEHTY Hajn4Me IMaTOTeHHBIX
BAapMAHTOB HYK/JIEOTUHON IOCIEN0BATeTbHOCTA BBIAB-
neHo nuub y 50-75% nanuentos ¢ ITI]I.

B puarnose 1enmecoo6pasHo ykas3bIBaTh IeHOTUII Ia-
nmenTa [19, 20, 21].

B mpoexTe k1IMHNYECKMX peKOMeHfannuAx 2024 r. mpo-
MMCaHO, YTO TeHeTYeCKNIT aHaMN3 y mauyenTos ¢ [TI]]
C Ienbl0 BepUPUKAIUM [UAaTHO3a ¥ YCTAHOBJICHUS
KOHKPETHOJl TeHeTu4eckoil (OpMbl peKOMeHIOBaH,
U COBpeMEHHbIe /laHHbIE€ IIOKa3bIBAIOT, YTO YCTAHOBJIE-
HJe TeHeTMYeCKOro [MarHo3a OYeHb BaXXHO NpU IOf-
60pe TapreTHOI Tepamyuyu U IIAHMPOBAHUYU CeMEITHOI
>KusHu [7, 22].

MHorue 4acTHbIe TeHeTHYECKUe Tab0paTOpuy, K Ipu-
mepy «lenomen» (https:/genomed.ru/), ITAO «LII'PM
«TEHETUKO» (https://genetico.ru/), OO0 «Jlabopa-
topusi lemotect» (https://gemotest.ru/), OO0 «u-
Butpo»  (https://www.invitro.ru/), MIHI] ®I'BHY
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«MTHI» (https://med-gen.ru/), maboparopus OIAY
«HMMNL] 3nopoBbst gerei» Munsnpasa Poccun (https://
nczd.ru/), Ha IIaTHOM OCHOBe MOTYT IIPOBECTM aHa-
N3 3K30Ma (CTOMMOCTb MCCIENOBaHNA BapbUpPyeTCs
ot 40 000 o 70 000 py6.) uau reHoMa (CTOMMOCTD UCCTIe-
noBaHMA Bapbupyercs ot 80 000 go 190 000 py6.). ITpo-
IO/DKUTENBHOCTb VCC/IEOBAaHUS TaK)XXe BapbUpPYeTCs;
TaK, HallpyMep, aHa/IM3 9K30Ma MOTYT IIPOBECTY B 4aCTH
nmabopaTopuit 3a 45 gHeil, B TO BpeMs KaK B APYTUX JIa-
60opaTtopusx BpeMsl UCCAENOBaHUA TOXOUT JO 6 Mecs-
1eB. B cpegHeM nccemoBaHue 5K30Ma MOYKHO IPOBECTHU
3a 3 Mecs1[a, a reHOMa — 3a 6 MeCsAIIeB.

Ha cerogusa B ®I'BHY «MI'HIl» B pamxax ¢yHpa-
MEHTA/IbHOTO HAy4YHOTO MCCIefOBaHNA, 0003HaYeHHO-
ro Kak «KoMmmmekcHslit aHanmu3 reHo-(peHOTUINIeCKUX
KOppe/IALuil IpY MYKOBUCLIMIO3€ ¥ IIePBUYHON IIVIIN-
apHOI [MCKVHE3UU», /sl MalJIeHTOB MPOBOAUTCS Oec-
ratHass JJHK-guarsocTruka mo momcky reHeTM4ecKux
BapUaHTOB, OTBETCTBEHHBIX 3a pa3BUTHUE 3a00TeBaHMS.
[TanueHTaM MPOBOIUTCS BECh CIIEKTP COBPEMEHHBIX UC-
CIIeMOBAaHUI /I IOCTAHOBKY 60JIee MOIHOTO AMArHO3a.

OuddepeHnnaapHO-IMATHOCTUIECKUI TTOUCK BKITIO-
JaeT: MYKOBNCI[MO03, IePBUYHBIC UMMYHO/e(PUIIVITHbIE
COCTOSIHUSI, BPOXK/IeHHbIE aHOMAMUY CTPOEHMsT OPOHXU-
aJIPHOTO JiepeBa, OPOHXOIKTAa3bl APYTOTO MPOUCXOXKJIe-
HUA, OPOHXUANBHYI0 aCTMY, Pl BPOXK/ICHHBIX aHOMa-
NI CepAeYHO-COCYANUCTON CUCTEMBL: TPAHCIIO3UIIO
MaruCTPa/lbHBIX COCYROB U T.NI. lmnmapHas auchyHK-
IV MOXKEeT TaK>Ke ObITb IIPUYNMHOIN APYTUX COCTOSHMIL,
TaKMX KaK MOJMKICTO3 MeYeH! U/MIN MOYeK, aTpesus
JKeTTYHBIX IyTell, peTMHONATUA, KOTOPble MOTYT IpO-
TeKaTb 0e3 peCHMpPAaTOPHBIX IPOSBIEHUIT U HEPETKO
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