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BBEJAEHUE

AKTyaJ'IbHOCTb TEMbI HCCJICAJ0OBAHUA

[lepBuunas twmmapHas auckubesus (ITL[JI) sBhsieTcss peaKuM TEeHETHYECKH
JIEeTCPMUHUPOBAHHBIM 3a00JICBaHHMEM W3 TPYIIBl I[HJIXOMATHNA, OOYCIOBJICHHOE
nedexkTaMu  yIbTPACTPYKTYpPhl PECHHYEK, BEAyIlee K Pa3BUTHUIO XPOHUYECKOTO
MaTOJIOTUYECKOTO TPOIecca B OpPraHax-MHIICHAX, ¢ (GOPMUPOBAHUEM XPOHUYECKOTO
BOCHIAJICHUSI B OPOHXOJIErOYHOM cHCTeMe, TOJIOCTIX Hoca M cpeaHero yxa (PosuHoBa
H.H. u coasrt., 2007; boropaa A.E., 2019; Kounparsea E.W., 2022). IT11J] TpakTyercs
KaK OJHOpOJHOE 3a00JieBaHME C TUIMYHOM KiMHHUYecKoil kaptuHoil (ABneeB C.H. u
coaBT., 2023). YV nereili omucaHbl CIUHUYHBIC CIydaW MPOTPECCHPYIOMIETO TCUCHHUS
3a00JIeBaHUsl C JIETAIBHBIM HCXOJ0M, OJHAKO, B OOJILIIMHCTBE CIy4yaeB 3a00JieBaHUE
npotekaer OmaronpusatHo (Ito M. et al.,2023). B nocienHee necstuneTue BeAyTCs
peructpbl manmentoB ¢ [IIJ[, Bkmowaromme pAeTed W B3pPOCHBIX, C ILEJIbIO
cUcCTeMaTu3aluu JaHHbIX. Peructp HopBekckoro mysibMOHOJOTHYECKOTO OOIIEeCTBA
HacuuThiBaeT 93 manumenta, [lIBelinapckoro odmiectra - 139 nanuentos (Ardura-Garcia
C. u coaBrt., 2020), Kuraiickoro oo6miectpa - 244 nanuenta (Peng B. u coasr., 2022).

B HacTosiuii MOMEHT HE CYyIIECTBYET €IUHOIO «30JI0OTOTO CTaHAapTa»
JUArHOCTUKU TICPBUYHOW LUIMAPHON NHUCKUHE3WH, W JIUArHO3 yCTaHABIUBAETCS TIO
pe3ysibTaTaM COBOKYIMHOCTHU TOJYYEHHBIX JaHHBIX, B COYETAHUM C XapaKTEPHOU
kimHnyeckor kaptunoil (Konnpateesa E.W. u coasrt., 2023).

[IpumeHeHrne MOJNEKYIIPHO-TEHETUYECKUX METOJOB JHUArHOCTHKHU IO3BOJIAIIO
pacIpuTh  TOHMMAHHWE  B3aWMOCBSI3M  YIBTPACTPYKTYPHBIX  HApYIICHUH U
¢dyHkIHoHaIBEHOTO coctostaus vmu (Shapiro AJ. et al., 2020). B nacrosimuit MOMEHT
OOIIETPUHATHIM CUUTaETCS BOBJeueHHe 49 reHoB B Mpoliecc cOOpKU (PYHKITMOHATIBHO
3I0POBOM PECHUYKH, OJHAKO E€XKETOJHO YHCIO T'€HOB OTBETCTBEHHBIX 3a Ppa3BUTHE
oonesnn, pacmmpsiercs (Wallmeier, J. et al., 2021). Toapko B Teuenue 2022r
BBIIBUHYTO TPEJIOJIOKEHNE O BOBJICUEHUH 2 HOBBIX T€HOB B MPOIIECC HOPMAIBHOTO

q)YHKHI/IOHI/IpOBaHI/IH PECHUYKH, YTO MOAKPCIIACTCA OIMMMCAHUEM KIMHUYCCKUX CIIy4dacB
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JIOJIEW C NEPBUYHOM LUIMAPHOM NHWCKWHE3WEHW W BBIABICHHBIMM Y HUX MYTALUSMH
(Pezzella N. et al., 2022, Alasmari B.G. et al., 2022).

MonekynspHO-TEHETUUECKUE METO/bl JIMarHOCTUKU CIIOCOOCTBYIOT —paHHEMH
MIOCTAHOBKE JMAarHo3a M MO3BOJISIOT MHUHMMHU3WPOBATh SKOHOMHYECKYIO HArpy3Ky Ha
cucremy 3apaBooxpanenus (Kouis P et al., 2019).

KirouoMm K MpenBOCXMILEHUIO THUIA TEUYEHUs OOJE3HU MOXKET ObITh BBIJICICHUE
KJIMHUKO-T€HETUYECKUX BAPUAHTOB 3a00J€BaHUsA, KOIJa MPOBEIECHUE MOJEKYJSIPHO-
TEHETUYECKOr0 00CIIE0BaHUs TIO3BOJIUT HE TOJIBKO BepU(UIIMPOBATh 3a00JI€BaHUE, HO
Y TIOMOYb IMEPCOHAIU3UPOBATH MEIUIMHCKYIO MOMOIIb, OCHOBAaHHYI0 Ha NMOHHUMaHUU

0COOEHHOCTEW TeYEHUsI TOr0 WJIM UHOTO BapuaHTa 3a00JI€BaHUS.

Crenenb pa3padlOTaHHOCTH TEeMbI

B nocnennee necATuIeTHUE MHUPOKO U3ydalics reHoTun manueHToB ¢ [/, uTto
OTpaXajoCh B pACIIMPEHUH CHEKTPOB TE€HOB, OTBETCTBEHHBIX 3a PpPa3BUTHUE
sabonesanus. (Kilinc A.A. et al., 2021, Ito M. et al., 2023, Guan Y. et al., 2021).
Bo3pacTt nanueHToB, BKIFOYEHHBIX B UCCIICIOBAHUS, BAPbUPOBAICS OT 6 Mec 10 67 et
(Guan Y. et al., 2021). V mauuentoB u3 Kutas uame Bcero Bctpeuanmnch DNAH11,
DNAH5, CCDC39, DNAH1, CCNO (Guan Y. et al.,, 2021), B BenukoOpuranuu -
DNAH11, DNAI1, DNAH5, DNAAF1, DNAAF1 (Wheway G. et al., 2021). B namrei
CTpaHE MOJHOT€HOMHOE CEKBEHUPOBAHUE, MO3BOJSIONICE OXAPAKTEPU30BATh YACTHIC
MYyTalllH, paHee He TPOBOIUIIOCH.

Onucanbl ocobenHoctu TeueHus I[I1IJ] nmpu KOHKPETHBIX M'€HETUYECKHUX THUIaX.
Tak, y 16 yenoBek, NpOKUBAIOIINX B OHOM perrnone Hunepnanmos, ¢ yCTaHOBJIEHHBIM
nuarnozoM I/ u BeisiBieHHsiMu myTtanusiMu B rene CCDC114, omnpenensiioch
cnerupuyecKoe TeUeHNe 3a00JIeBaHMsI B BUJIE TIPOTPECCUPYIOIETO CHUKEHUS (DYHKITNH
BHEIITHETO JIbIXaHMsS B JIETCKOM BO3PAacTe€ M CTAaOMIM3AIMK TIOKa3aTelield y B3POCIBIX
nanueHToB (Kos R. et al, 2022). Takxke onucanbl ocooennoctu teuenus [T11J] y nereit

Y B3pOCJBIX B HEMHOTOYHMCIEHHBIX Ipynnax (8 u 14 4denoBek) mpu MyTalUsX I'€HOB

DNAH11, ODADL1 (Odeifian F. et al., 2023, Lei C. et al., 2022).
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Onnako, cpemu nereit Poccuiickoit monymsiuuu ¢ [IIJI He mnpoBoamiockh
WCCJICIOBAHNM, HAITPABJICHHBIX Ha BBISIBJICHUE B3aMMOCBSI3H (DEHOTHUIIA U TCHOTHIIA.

[lIxana PICADAR - onpocHuk [ Bpaueld ¢ 1EJIbI0 HHHIHAIUU
JWAarHOCTUYECKUX MEPOINPUATUM, NpemIokKeHHb EBponerickum PecnimpaTtopHsiM
OOmecTBOM, akTUBHO mpuMeHsitca B EBpomne, onHako, B HeW HE YYUTHIBACTCS
nuHamuka pa3ButHs 3aboneBanus (Connor M.G. et al., 2019, Guan Y. et al., 2021).
[Mupoxas 6a3a mereit ¢ ILJ] mo3Bosser MoauUIIMPOBATh TAHHYIO IIKATY C yI€TOM

0COOCHHOCTEH TeueHUs 00JIC3HU y I[GTGﬁ CTapuIcro Bo3pacTa.

eab ucciaenoBanus

COBepH_IeHCTBOBaHI/Ie JAUArHoCTUKH, PaHHCTO BBIABJICHUA HCpBH‘-IHOﬁ L[HJII/IapHOﬁ

AUCKHUHC3HUU Y ,Z[CTGP'I Ha OCHOBAHHH BBIACJICHHBIX KIIMHUKO-TCHCTUYCCKUX BAPUAHTOB.

3aaaun uccjae10BAaHUA

1. Bpigenute pasnuyHble KIMHUYECKUE BapUAHThl TEUECHUS MEPBUYHOU
HWINAPHON JHUCKUHE3UH, B COOTBETCTBUM C AHAMHECTUYECKHMMH, KIMHUYECKHUMH,
PEHTIeHO-(YHKIIMOHATIBHBIMH U JJA0OPATOPHO-UHCTPYMEHTAILHBIMU JTAHHBIMU.

2. N3yunTh CHEKTp TE€HETUYECKUX BAPUAHTOB, CBSI3aHHBIX C MEPBUYHOU
IWJIUAPHON JUCKUHE3UEH.

3. HccnenoBath B3aMMOCBSI3b T€HOTHUNA U KJIMHUYECKUX BAPUAHTOB TEUEHUS
[IEPBUYHOM LIMJIMAPHON JUCKUHE3UH.

4, Pa3zpaboTaTh airOpuT™ TUArHOCTUKH MIEPBUYHOMN IIMIHAPHON JTUCKUHE3HH.

S. OnpenenuTs OCHOBHBIE ATalbl pa3BUTHUS 3a00J€BaHUs, C YUETOM aHAIM3a

KIIMHUKO-TCHCTUYCCKUX JaHHBIX.

HayuyHnast HOBU3HA

BHCpBBIG OomnmpcAciICH CICKTp I'CHCTHYCCKHUX BapHUAHTOB, OTBCTCTBCHHLIX 34
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pa3BUTHE TIEPBUYHOM UWIMAPHOM JUCKUHE3WH, JeTed POCCHUICKON NOMyNSLNM.
Haunbonee dacto oOHapyxkuBarTCs AeheKThl B T'€HaX, OTBETCTBEHHBIX 3a TPOIECC
dbopmMupoBaHUs HOpPMalbHBIX JUHEHMHOBBIX pydek - DNAHS, DNAH11l; B renax,
OTBETCTBEHHBIX 3a MpeaBapuTeabHbI KoMmruieke coopku, — DNAAF1, DNAAF6, CCNO,
a TakXe, B TeHaX, OTBETCTBEHHBIX 32 (OPMHUPOBaHUE OEIKOB IIEHTPAIBHOIO KOMILIEKCa,
— HYDIN, DRC1.

BriepBrie BbIZICTICHBI BEAYIME BApUAHTHI MIEPBUYHON IMIIMAPHON TUCKUHE3UHU B
3aBUCUMOCTH  OT  BBISBJICHHBIX  TE€HETHMUECKMX  aHoManui.  OmnpejeneHbl
aHAMHECTUYCCKHE M KIMHHYECKHE OCOOCHHOCTH TEUCHHUs 3a00JICBaHUS y JeTed, B
KaXJ0M KIIMHUKO-TEHETUYECKON TPyMIIE.

BrnepBrie ormnpeseneHsl OCHOBHBIE OTanbl Pa3BUTHUS TEPBUYHON IUIMAPHON
JTUCKWHE3UH y JIeTeH, B 3aBUCUMOCTH OT KJIMHUKO-TCHETHIECKOUW TPYIIITHI.

[Ipennoxena moaudukanus auardoctudeckor mkansl PICADAR, mis nereit

cTapumce 2-X JICT, C eé I/IHTeraI_[I/ICI;’I B AJITOPUTM JUATHOCTHUKHU 3a00JICBaHUs.

Teopernueckasi U NpaKTH4eCKasi 3HAYUMOCTH PadOTHI

boiu BISIBICHBI, HAaNOOJIEE YacThle BAPUAHTHI T€HOB OTBETCTBEHHBIE 32 PA3BUTHE
NEePBUYHON LUITUAPHONW IUCKUHE3WW y netred, Poccuiickoit momymsiiuu. HamGornee
4acTo OOHapyXHUBaroTCs 1e(EeKThl B TeHAX OTBETCTBEHHBIX 3a Ipoliecc (POopMUpoBaHUs
HOpMaJIbHBIX JUHEWHOBBIX pydek - DNAHS, DNAH11; B renax, OTBETCTBEHHBIX 3a
npeasaputenbHbiii kKoMmiuieke coopku — DNAAFL, DNAAF6, CCNO, a takxke, B reHax,
OTBETCTBEHHBIX 3a (hopMupoBaHue 0enkoB HeHTpanbHoro komriekca — HYDIN, DRCL.

B 3aBUCMMOCTH OT BBISBJIECHHOTO KJIMHUKO-TEHETHMYECKOTO BapUaHTa, TCUYCHHE
MEePBUYHON IWIMAPHOW TUCKWHE3UU OTIMYACTCS Pa3IMUUsIMU B CTEHEHU TMOPAXKEHUS
HUKHUX JIBIXQTENbHBIX TyTEeW, MPUIATOYHBIX Ta3yX HOCAa W OpPraHoB CiyXa, 4YTO
oOycioBnuBaeT AU EepeHIIMPOBAHHBIA MOAX0A K BEACHUIO W JICYCHHUIO TAI[UEHTOB,
HAuWHas C paHHUX cTaauid 3a0oneBanus. [lpeanokeH anropuTM BepudHUKaIUU
3a0oneBanHusi, ¢  nOpuBiedeHneM  moaupuuupoBanHoit  mkansl  PICADAR,

HaIpaBJIeHHbIN Ha MOBBIIIEHUE Y)PEKTUBHOCTU AUATHOCTUYECKUX MEPOTNPUSATUH.
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MeToa0J10THs1 1 METOABI HCCJIeIOBAHUS

B  0OCHOBY  JHMCCEpPTallMOHHOTO  MCCIECIOBAaHUSA  IOJIOKECHBI  IPUHIIMIIBI
JIOKa3aTeJIbHOM MenuUMHbL. PaboTa BBINOJHEHA B JU3ailHE MPOCHEKTUBHOIO,
CPaBHUTEIBHOIO KOHTpoIMpyeMmoro wuccienoanus. Oo6cinenoBano 180 nereit ¢
NIEPBUYHON LIMIMAPHOW JUCKHUHE3UEN B Bo3pacTe oT | roma no 18 ner. Mcnoap30BaHbl
KJIMHUKO-aHAMHECTUYECKHE, JIaDOpAaTOpPHbIE, HMHCTPYMEHTAIbHBIE, MOJEKYJSIPHO-

IF'CHCTUYCCKHUC U CTATUCTHYCCKUC MCTOEI.

OcHoBHBIE IMOJIOKEHU S, BBIHOCUMBIC Ha 3aIUTY

1. Omnpenenenbl HanOosee YacTble MyTallMM B T€HAX y JIET€d C MEPBUYHOU
IUIMapHON NUcKuHe3uend B Poccuiickoil MOMysIuu, YTO MOXKET OBITh UCIOIh30BaHO
JUTSI COBEPIIIEHCTBOBAHUS MOJICKYJISIPHO-TEHETUUECKOU TUAarHOCTUKH 3a00JICBAHMSI.

2. BbIsiBIIeHBI  KIIMHUKO-TEHETUYECKHE B3aWUMOCBSI3M Y  TAIMEHTOB C
IIEPBUYHOM  LWJIMAPHOM  JUCKUHE3WEH, XapaKTEPU3YIOLIHUECS  CYLIECTBEHHBIMU
OCOOCHHOCTSIMU B TEUEHHE OO0JIE3HHU, KOTOpPbIE MPOSBISIOTCS B  Pa3IdUYUIX
MATOJIOTMYECKOTO MPOIEcca CO CTOPOHBI OpoHxoserounoi cucteMsl u JIOP-opranos.

3. Y CTaHOBIIEHO, YTO JJIsI JUATHOCTUKU NEPBUYHOM LIUIMAPHOM NUCKUHE3UU
HEOOXOJMMO KOMIUIEKCHOE O00ClIeJOBaHME TMAlMEHTOB, BKJIOUYAIOIIEE OLEHKY
COCTOSIHUSL PECHUYEK MEPLATEIBbHOIO JMNUTENINS B COYETAaHUUM C MOJIEKYJSPHO-
FeHETUYECKUMU MeToJaMu. Pa3pa0oTaHHBIE HaydHO OOOCHOBAaHHBIM aJTOPUTM
JIMarHOCTUKHU 3a00JIeBaHUS, IO3BOJISIET MHUHUMHU3UPOBATH OO0BEM JIOPOTOCTOSIIIUX
METOJ/IOB Bepu(HUKaIiy JUarHo3a.

4, Brinenenue KIMHUKO-TEHETHYECKUX BapUAHTOB IIEPBUYHOM LIUIMAPHOU
JUCKWUHE3UW TIO3BOJIIET ONTHUMHU3MPOBATH M TEPCOHAIM3UPOBATH HAOIIOJCHUE 3a

OOJIBHBIMH JIETHMHU.
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CreneHb 10CTOBEPHOCTH Pe3yJIbTATOB ANPo0aMu Pe3yabTATOB UCCICAOBAHUS

JIOCTOBEpHOCTh ~ pE3yJbTATOB HACTOSIIIETO HCCIEIOBAaHUS MOATBEPKIaeTCs
JIOCTaTOYHBIM O0OBEMOM KIMHUYECKOTO MaTepHasa, HCIOJb30BAaHUEM COBPEMEHHBIX
METO/IOB CTAaTUCTUYECKOW 00paboTKM JaHHBIX. [lodmydeHHBIE BBIBOJBI OTBEYAIOT
MOCTABJICHHBIM 3a7auyaM HcclieoBaHus. OCHOBHBIE PE3YJIbTaThl UCCIEAOBAHUS OBLIU
JIOJIOKEHBI U 00CYKIEHBI Ha HAyYHBIX MeauuuHcKuX Gopymax: XXXII HauroHnaneHbIi
KOHrpecc mo Oosie3HsaMm opraHoB abixanus (Mocksa 2022); IlII Bcepoccuiickmii
koHrpecc «SI1 Jerckas wmeaumuua» (Mocksa, 2022); XXI, XXII Poccuiickue
KOHTpecCchl «VHHOBAaIlMOHHBIE TEXHOJIOTMH B TICIUATPUH W JIETCKOW» XHUPYpPTUHU
(MockBa 2022, 2023). XXIV Konrpecc nemuarpoB Poccun (Mocka 2023); XVI
HarmonansHbiii KOHrpece «MyKOBUCIIUA03 W HACIEACTBEHHbBIE 3a00JICBaHUS JETKUX)
(Camapa 2023); XXIV HauumonaneHas koHEpEeHIIMU MEIUATPOB U Bpayel oOIein

MPaKTUKH C MEKTyHapoAHbIM yuactreMm: «[letu bonrapun» (bonrapus, byprac, 2023).

BHeapenue pe3yibTaToOB B IPAKTHKY

Pesynprarel uccienoBaHus W MPAKTUYECKUE PEKOMEHJALUMM BHEIAPEHBI B
KIIMHUYECKYI0 paboTy mysbMoHosorudeckoro oraenenns HUKHW nenuatpun u neTckoi
xupyprun uM. akaj. l0.E. Bensrumesa ®I'AOY BO PHUMY um. H.U. ITuporosa M3
P®, /lerckoro Hay4yHO-IPAKTUYECKOIO MTYJIbMOHOJIOTMYECKOTO LIeHTpa Mun3apasa PO,
B pabory myiabMoHosioruueckoro otaenenus ['KBY SO "lentpanbHas ropojackas
OonpHUIIA", B KJIMHUKO-JIMATHOCTHMYECKYI0 U JiedeOHyo paboty CIIOI'BY3
«KOHCYJIbTaTUBHO-AMArHOCTUYECKUM LEHTP [T IETEN.

Marepuansl auccepTallud  HWCMOJIb30BaHbl TPU  TOATOTOBKE KIMHUYECKHX
PEKOMEHIAIMI 10 IEPBUYHON LIWJIMAPHOM AUCKUMHE3nn Mun3npasa Poccuu, a Takxe B
ydaeOHOM Tporiecce Ha kKadenpe «VHHOBalMOHHAS TEAUATPUS U JIETCKAs XUPYPTHUD)

ONII0 ®I'AOY BO PHUMY um. H.U. ITuporosa M3 PO.
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CooTBeTcTBHE JMCCEPTALMH NACIOPTY HAYYHOH CIENUATBHOCTH

JluccepTalMOHHOE UCCIENOBAHUE COOTBETCTBYET MMACHOPTY CHEHHAIBHOCTH
3.1.21. Tlemuatpusi. Pe3ymbrarbl pabOTHI COOTBETCTBYIOT OOJACTH HCCICIOBAHUS
CIEUHUAIIBHOCTH, @ MMEHHO NOyHKTaM |, 3, 5 macnopra Hay4YHO CHEUalIbHOCTH

neauatpus (MEIUIIMHCKUE HAYKH).

JIMYHBIN BKJIAaJ aBTOPA

JInuHOe ywacTMe aBTOpa 3aKIIOYAIIOCh B HENOCPEACTBEHHOM YYaCTHHM B
UCCIIEIOBATENbCKON paboTe Ha ATamax MOCTAaHOBKHU Lelel U 3a/1ay, pa3padoTKe IjiaHa
UCCIIEOBaHNM, OTOOpE MAalMEeHTOB Ha HCCIENOBAaHUE. ABTOP JHMYHO OCYIIECTBIISUI
KypalMl0 KaXIOro MalMeHTa Ha JTanax CTAaMOHapHOro M aMOyJIaTOpPHOIo
HAOJIIOJICHUSI, CaMOCTOSITENIbHO  TPOBOJAMJI  CHUCTEMATU3ALMI0, CTATUCTHYECKYIO
00pabOTKy M aHaIW3 MOJYYEHHBIX JTaHHBIX, CPOPMYIHPOBAJ BHIBOJBI U MPAKTHUYECKUE
pexomMeHanuu. JINYHO aBTOPOM MOATOTOBIIEHBI K IyOJIMKALlMM HAy4HBIE CTaThbH IO
TE€ME JUCCEPTALMH.

My6ankanuu

ITo marepuanam nuccepraruu omyonukoBadHo 10 paGoT, B Tom uucie 3 cTaThu B

pPELEH3UPYEMBIX HAYYHBIX KypHaiaxX, peKoMeHaoBaHHbIX BAK.

CrpykTypa U 00beM JUCCEPTALUU

Juccepranus u3noxkeHa Ha 137 cTpaHuIlaX MaITMHOMUCHOTO TEKCTa, COCTOUT U3
BBEJICHMsI, 0030pa JHUTEpaTyphl, ONUCAHUS MaTepuaia U METOJOB HCCIEIOBAHMUS,
pE3yNbTaTOB M MX OOCYXKICHHS, BBIBOJIOB W TMPAKTUYECKUX PEKOMEHIAINH, CIHCKa
auTepaTypsl, BkIouawmiero 199 ucrounukoB, n3 HUX 34 OTEYECTBEHHBIX U 165
3apyOeXHBIX aBTOpOB. Pabora wmmoctpupoBana 23 pucynkamu, 17 Tabmunamu, 4

KIIMHUYCCKUMH IIPUMEpPaAMU.
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I'JTABA 1. IEPBUYHASA IUWJINAPHAA IMCKUHE3USA: TEHETUYECKHUE
N KIIMHUYECKHUE ACHHEKTBI (OB30OP JIMTEPATYPBI)

1.1. llepBuyHasi HWINAPHAsl JUCKUHE3MS, INMUIEMHOJIOTHS U MOP(]OJIOrHYeCKUH

cyocTpar 3a00/1eBaHusI

[lepBuuHas muMapHas TUCKUHE3HsI — PEAKOE TeHETUISCKU JIETEPMUHUPOBAHHOE
3a00JiecBaHWe W3 TPYIIBl IWIMOMATHHA, B OCHOBE KOTOPOTO JICKHT Je(deKT
YIBTPACTPYKTYPHl PECHUYECK DIUTEIHS PECIUPATOPHOTO TPaKTa W AHAJOTUYHBIX UM
CTPYKTYp, MPUBOIANIMN K HapymieHuto ux QyHkmuu [4, 72, 136]. Xapakrepusyercs
MOPa)KEHHUEM BCEX OTJEJIOB PECIUPATOPHOrO TpakTa ¢ POPMUPOBAHUEM XPOHHUECKOTO
BOCIMAJIUTEJIBHOTO MPOIEeCca, BO3MOXKHBIM HapyllieHueMm QepTuibHOCTH (Oecruioaue,
IPEUMYIIECTBEHHO MY)KCKOE, IKTOIMNYECKHE OEPEMEHHOCTH Yy *eHIuH) [26, 72, 97].

Y 4YacTM TaANUEHTOB C TEYCHHEM TMEPBUYHOM IMJIMAPHOW JIUCKUHE3UH
ompeseNsieTcss 00paTHOE PaCIOJIOKEHHE BHYTPEHHHX OPTaHOB, YTO B COYETAHWUU C
OpOHXODPKTa3aMHW W XPOHMYECKHM BOCIMAJICHHUEM TMPHUAATOYHBIX TMa3yx Hoca
UCTOPUYECKH TIONYYWJIO Ha3BaHWe cuHApoM KaprareHepa (cuuapoMm 3uBepTa-

Kaprarenepa) u Bcrpeuaetcst y 40-60% nanuentos. [74, 151, 166, 175] (Pucynok 1).

Pucynox 1 — KT opranos rpyaHoii mosnoctu pedenka ¢ cuaapomom Kaprarenepa [70].
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[TepBuuHnas numuapHas AUCKUHE3US — CAUTACTCS PEIKUM 3a00JIEBaHUEM, YaCTOTa
koToporo BapeupyeT oT 1:10 000 mo 1:60 000 pomuBmuxcs xuBbiMu [91, 119, 173,
179]. [lIupokasi BapuaOEIbHOCTh YAaCTOTHI B PA3IUYHBIX HCCIICIOBAHUIX O0YCIIOBIICHA,
KaK pa3IMuusIMH B KPUTEPHUSAX TUATHOCTHKHU, TaK M MOIMYJISSIIHOHHBIMA OCOOCHHOCTSIMHU
(reorpadrueckoil  JOKaIM3allMed  pa3UYHBIX  BUJOB  MyTallui,  4YacTOTOHU
KPOBHOPOJICTBEHHBIX OpakoB U T.1.). B EBporie camasi BIcOKasi paclipOCTpaHEHHOCTh B
Kurpe 1:9 000, a camas Hu3kas - B Octonuu v bonrapuu 1:60 000 mereit [103, 186]. Ha
ocHoBaHMM oOcienoBanus HaceineHuss CIHIA ¢ 1enbio  BbISIBICHHUS OOpaTHOIrO
PacmoJIOKCHUSI BHYTPEHHUX OPTaHOB M OPOHXOAKTA30B MPEANOJIaracTcs, YTo 4acToTa
ITLJT cocramsger 1 wa 10 000-20 000 poxaenHwix nereit [49, 138]. AkTyaabHBIX
JTAHHBIX TI0 YaCTOTE B a3UAaTCKOM PErHMOHE, B HACTOSIIUI MOMEHT, HET.

Mopdonornueckum  cyOocTpatom  3a0oJjieBaHUSA ~ SABJISETCA  aHOMAJIBHO
GyHKIHOHUPYIOIIAS pEeCHUYKA, pacrnoJioKeHHast Ha MTOBEPXHOCTHU
CHEIUATN3UPOBAHHBIX KJIETOK. KileTku, HMeronme pecHUYKH WA aHaJOTUYHBIC
CTPYKTYpPBI, 0OHApy>KMBAIOTCS BO MHOTHX CHCTEMaX OpraHW3Ma: PECHUYKH YIaCTBYIOT
B MYKOLMJIMAPHOM KJIHPEHCE, IBWKEHWHW TaMeT, MNEPEeMEIICHHH CIHUHHOMO3TOBOMN
KUIKOCTH, CEHCOPHOW peneniuy, (YHKIMOHUPOBAHWU TMOYCYHOTO OSIHUTEIHS,
(dbopMHUpOBaHKH JICBO-TIPABOi aCKMMETPUHU OPraHoOB y MilekonuTaronmx [36, 167, 187].
PecHuuku paznenstoT Ha 2 OOJIbIINE TPYIIBI B COOTBETCTBUU C MX OCHOBHOM (PYHKITHEH
— MOTOpHBIE/ABUTATENIbHBIE U ceHcopHBIe [57, 92,199]. PecHnuku pecnupaTtopHOTO
TpakTa, KJIETOK SIEHIUMBI KeJIyJ0YKOB, CIIEPMATO30UI0B M KJIETOK CEMSBBIHOCSIIETO
KaHaJla y MYXYUH W MATOYHBIX TPYyO Y KCHIIWH, BBITOJHSIOIINE JIBUTATEIbHYIO
(GYHKIHUIO, IMEIOT CTPYKTYPY 9+2; K TpyIIe JNBUTAaTeIbHBIX OTHOCIT TAKXKE PECHUUYKH
co CTpykTypoir 9+0, yTpaTHBIINE LEHTPAIbHYIO Tapy, HO HMEIONIME BHYTPEHHUE H
Hapy)XHbIC JMHCHMHOBBIC pPY4YKH (pEeCHHYKAa HMOPHOHAILHOTO Yy3ima). PecHuuka
AMOPHUOHATIFHOTO y3JIa OTBEUAET 3a KOPPEKTHYIO JIATePATU3alUI0 BHYTPEHHUX OPTaHOB
B IIpoiiecce sMopuorenesa [28, 47, 173, 183].

Cencopuble pecHuuku (akcoHema 9+0), Ha3bpIBaeMble TaKXe IEPBUYHBIMU
pecHUYKaMu, (QYHKIIMOHUPYIOT KaK CEHCOPHBIE OpTraHesUIbl, OOECIECUHBAIONINE

BBIPAOOTKY PELENTOPHBIX MOJIEKYJI U MHULUUPYIOIIUE TOK >KUJIKOCTH); MPEJACTABICHbI
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B KIETKax Tunodusa, HAAMOYEUHUKAX, MOJHKENyIOYHON jKene3e, MOYKax, Ceplle,
XpAIIEBOM ¥ COCAMHUTENBHOW TKaHW, JepMe, OSIUACPMUCE U Ha HEKOTOPBIX
AMOPHUOHATIBHBIX KJIETKaX; K CEHCOPHBIM OTHOCST Tak)K€ PECHUYKH HAa MOBEPXHOCTHU
KJICTOK CITMPAJIBHOTO OpTraHa, UMeroIne cTpykTypy 9+2 [36, 74, 131, 173].

Knunanueckue mposiBieHus: 3abojeBaHus 0OYCIOBIICHbI HApPYIICHHEM (DYHKIMH
JIBUTATEIbHOM pPECHUUYKHU. JIBUraTenbHash peCcHUYKa MPENCTaBisieT CcOOOH BBICOKO
OpPraHMW30BAHHYIO OpraHejuly, OCHOBHas (YHKIMOHAJbHAs €IWHUIA KOTOPOH —
akcoHeMa. AKCOHEMa COCTOUT M3 LIEHTPAIbHOW Mapbl MUKPOTPYOOUEK, COECIMHEHHBIX
IEHTPAILHBIM MOCTUKOM, 1 9 mepudepudeckux map (9+2) [131,197]. [lepudepuueckue
napel (AyOJeThl) MUKPOTPYOOUEK CBSI3aHBI MEXKIY COOON HEKCHUHOBBIMHM CBSI3KAMH,
BHYTPCHHUMHU M HAPYKHBIMU JTUHEMHOBBIMH PYYKaMHU, a C ILIEHTPAJIbHOM Mapol —
panuasbHBIMU CIIMIAMU. JIMHEMHOBBIE PYUKH COCTOSIT U3 TSIKENBIX, IPOMEKYTOYHBIX H
JETKUX TOJUNENTUIHBIX IeNei; JIBUKEHHE PECHUYEK MPOUCXOJUT BCIIEACTBHE
CKOJIbXKEHUsI [1yOseToB, Kotopoe obOecneunBaercsi AT®-3aBUCHUMON aKTHMBHOCTBIO
JTUHEHHOBBIX pydek [27]. B HOpMe IBMXKEHHME COCTOMT M3 JIBYX (ha3: CHIBHOTO yaapa B
BBIIPSAMIEHHOM OTHOCUTEIBHO BEPTUKAIBHON OCH COCTOSIHUM M MSATKOTO BO3BpAIllCHUs
B HCXOJHOE TOJIO)KEHHe, YTO B IEJOM  oOOecreunBaeT  YHIYJTUPYIOUIHiA
(xmpIcTOOOpa3HbIit) xapaktep npwkenus [36, 122, 160]; yacrota OueHUs PECHUYEK B
opranusMme uenoBeka coctasiser 10-15 ' [117, 162].

Cnoxunas Mopdojorusi PEeCHUYKUA MOoJpa3yMeBaeT OoJibllIoe pa3HOoOpas3ue
CTPYKTYPHBIX HApPYIICHHM, CIOCOOHBIX BJIMATH Ha €€ (PYHKIIUMIO M MPUBOIUTH JUOO K
HApYILIEHUIO JBUKEHUSA, JUO0 K TMOJHON HEMOABUKHOCTH. Bwimensior He meHee 18
BApHAHTOB  HApYIICHWA  YIBTPACTPYKTYphI, KOTOpPbIE  TPEACTABIAIOT  COOOMU
OOIIETPUHATHIC CTAHAAPTHHIE BapHAHTHI MPU OMHCAHUH OCOOCHHOCTEH MOpP(hOIOTHH
PECHHUUKH.

18 OCHOBHBIX BapHaHTOB HapymieHui pecHndku mo Afazelius [37]:

1) moytHOE OTCYTCTBUE HAPY>KHBIX U BHYTPEHHUX TMHEUHOBBIX PyUeK;

2) oTcyTcTBHE OOJIBIICH YaCTH AUHEMHOBBIX PYUEK;

3) OoTCyTCTBHME HApYXHBIX M BHYTPEHHUX IMHEHMHOBBIX PYYEK W IEHTPAITBHOU

napbl MUKpOTPYOOUeK;
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4) oTCyTCTBHE HAPYKHBIX JUHEMHOBBIX PYUEK;

5) aHOMaJIbHO KOPOTKUE HAPYHbIE IMHENHOBBIE PYUKU;

6) OTCYTCTBUE BHYTPEHHUX IMHEUHOBBIX PYUEK;

7) OTCYTCTBHE BHYTPEHHUX TMHEUHOBBIX PYyYEK U paJuaibHbIX CIULI;

8) OTCYyTCTBHME BHYTPEHHHMX JHMHEHMHOBBIX pYYEeK M IIEHTPAJbHOM Maphl
MUKPOTPYOOUEK;

9) oTCyTCTBHE BHYTPEHHUX TUHEHMHOBBIX PYYE€K U HEKCHHOBBIX CBSI30K;

10) oTcyTcTBHE paiMalibHBIX CIIUIL, IIEHTPaIbHAs Tapa MUKPOTPYOOUEK CMEIICHa;

11) oTcyTcTBHE TOJIOBKM pPaJUajIbHBIX CIHULl U OOOJOYKH LEHTPAIBHON MHapbl
MUKpPOTPYOOUEK;

12) orcyrcTBHe OOOJIOYKM W OJHOM MIIM O00EMX MHUKPOTPYOOYEK IEHTpaIbHOMN
napbl;

13) 3nHauuTenbHast yacTh pecHudek (> 10%) comaep>KUT ITOMOJHUTETHLHOE YUCIIO
TyOJIeTOB;

14) nosHOE OTCYTCTBUE AKCOHEMBI BHYTPU MHTAKTHOW 000JI0YKH PECHUYKU;

15) orcyTcTBHE pecHHYEK Ha KJIETKaX, KOTOpPbIE, COTJIACHO APYTUM MpU3HAKaM,
OTHOCATCA K PECHUTYATHIM;

16) pecHMYKH, JUIMHA KOTOPBIX BABOE MPEBBIIACT HOPMAJIBHYIO;

17) pecHWYKH C HOPMAJIBHON YJIBTPACTPYKTYpOH, HO OecropsaouHOMN
OpUEHTAIUEN;

18) pecHUYKHM ¢ HOPMAJIBHOW yIBTPACTPYKTYPOU M IPABUIHLHOM OpUEHTAIIUEH 10
JAHHBIM 3JIEKTPOHHOM MMKPOCKOMHH; TMPU 3TOM CTPYKTYpHbIE Ae(EKTbl B YacTH
Clly4aeB MOTYT MPUCYTCTBOBaTh, HO OCTaBaTbCsl HEPACIIO3HAHHBIMHU; B OTAEJbHBIX
CIIy4asiX X MO>KHO BBISIBUTH TOJIBKO METOJIOM 3aMOPOKEHHBIX CPE30B.

Yame Bcero HaOMIOAAIOTCA TMOJHOE OTCYTCTBHE WM AHOMAIMHM CTPYKTYPHI
Hapy>XHbIX U BHYTPEHHHUX JUHEHHOBBIX PYYEK, YBEJIMUYCHUE WIM YMEHBIIECHUE YHCIIA
nap MUKpOTpyOOUeK; OTCYTCTBHE WJIM MOSIBICHUE JOTOJTHUTEILHON EHTPAIbHOU Maphl
[103, 109, 173, 169, 176]. PecHruka sBiIsIeTCSI BBICOKOOPTAHU30BAaHHON CTPYKTYpOU, B
(YHKIIMOHUPOBAHUM KOTOPOM MPUHUMAET ydacTUe IIHPOKUI CIEKTp OeNKOB,

AHOMAJIMK B HCKOTOPBIX H3 HHX HC YAACTCA BU3YAIU3HUPOBATE IOCPEACTBOM
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AJIEKTPOHHONH MHUKPOCKOTHH, YTO HE TO3BOJISIET OJAHO3HAYHO BEpPUBUIIUPOBATH BCE
Buasl [II[JI. B cBA3W ¢ 4Yem B [ONOJHEHHWE K JAHHOMY METONY aHaln3a
yIBTPACTYKPYThI, TPUMEHSETCS METOJ (PYHKIIMOHATHHOW OIICHKH COCTOSIHHS
MEpIATEIPHOTO  JMHUTENNS, TYTEM BBICOKOCKOPOCTHOM  BHUIACO0ACCHCTHPOBAHHOMN
MUKPOCKOIIUY OHMONTaTa IWIMAPHOTO SMHUTENUS CIM3UCTON OOOJOUYKH JBIXaTeIThHBIX
nyreit [45, 156, 165, 168].

Brigenstor cnenuduaeckue THITBI HApYIIEHUST OMEHUST PECHUYCK:

1) PecHMYKM TPAKTUYCCKH HEMOJBMIKHBI, BPEMs OT BPEMCHHU COBEPIIAIOT
MeJICHHBIC, MAJIOAMILTHTYTHbBIE, )KECTKHE Mepraroimue aprmwkenus (PucyHok 2.1).

2) PecHUYKH UMEIOT )KECTKOE IJIOCKOCTHOE JIBIKEHHUE BIIEpE/-Ha3aJ] C 3aMETHO
yYMEHBIIICHHOM aMIuuTy o (PucyHok 2.2).

3) PecHuuku ObIOTCS OOJBIIMMH KPYrOBBIMH BpalllaTeIbHBIMU JABMYKCHUSIMU

BOKpYT ocHOBaHus 1mymn (PucyHok 2.3).

Pucynok 2 — Cxema JUCKHHETUYECKUX COKpalleHU pecHuukH [94].

[IpumeHnenue reseTnyeckux MeTooB auarHocTuku 111J] mo3Bonuno pacimpuTs
NOHMMAHUE B3aMMOCBA3U YJIbTPACTPYKTYPHBIX HapylmeHUH U (YHKIUOHATBHOTO
cocrostaus 1uu [110, 132, 168].

[ToMmuMo  TeopeTHYeCcKOro U  JIaDOpAaTOPHOTO  3HAYEHHS, TE€HETHYECKOe
oOciienoBanue marueHToB ¢ mogo3peHueM Ha I[IIIJI mo3BomsieT MUHUMH3HPOBATH
CyOBEKTUBU3M, XapaKTEPHbIII MUKPOCKOIIMYECKUM METO/IaM JIUAarHOCTUKU, U TIOBBICUTD

addexTuBHOCT, Bepudukaruu 3abosneBanus. OaHAKO, B HACTOSIIMN MOMEHT, IIO
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JAHHBIM 3apyOCKHOW M OTEYECTBEHHOUN JTUTEPATYPhl, TOJBKO y 74-76% MaIueHToB ¢
[TLJ] ynaercss BepuduuupoBaTh reHETUYECKUE Ne()EKTHl OTBETCTBEHHBIC 32 Pa3BUTHE
3aboneBanus [25, 56, 79, 163].
YuuteiBasi Bce OOMBIIYIO JOCTYMHOCTh T€HETHUYECKHX METO/IOB MAarHOCTHKH, B
COUETAaHUU C O0BEMOM KIMHUYECKUX JaHHBIX, MPEANPUHUMAIOTCS TOMBITKH

OIpEICIUTh B3aUMOCBS3b r'eHoTHIa M (penoTuna mauuenTos ¢ [T/ [100, 184, 190].

1.2. KiuHUKO-aHAMHeCTHYECKAs XapPAKTePUCTHKA NANMEHTOB ¢ NePBUYHOI

HUJIHAPHON JUCKUHe3Uel

HecMoTpss Ha KIMHUYECKYIHO U aHAMHECTHUYECKYH) I'€TEPOTr€HHOCTD MPOSIBICHUM,
nns nauueHTtoB ¢ III[J] xapakTepeH psig MPU3HAKOB, MO3BOJISIIOMIMX 3aMOd03PUTh
Hajn4ue 3a00JIeBaHus.

[Topasmnstomemy 6onpmHCTBY nereit ¢ IT1J] xapakTtepHa panHss MmanudecTanus
3a00eBaHusl, YTO OTPAXKAETCA B OTATOMICHHOM HEOHATAJIbHOM aHamHe3e |
IIPOSIBJISIETCS B BUJE:

- pUHUTA HOBOPOK/ICHHBIX;

- BPOXKJEHHOW [THEBMOHUU,

- HEOHATAJILHOT'O PECIIMPATOPHOIO TUCTPECC-CUHAPOMA,

- HU30JIMPOBAHHBIX AaTEJICKTA30B, BBISBICHHBIX TP BepU(DUKAIMM COUYETAHHBIX
COCTOSIHUU;

- aHOMAaJTHH JIaTepau3aluyd BHYTPeHHUX opranoB [12,39, 95, 123].

JlaHHBIE TATOJIOTMYECKHE COCTOSIHUS — TO3BOJISIIOT — 3al0J03PUTh  TEYEHUE
3a00JIeBaHMUs C MIEPBBIX JHEH xu3uu [123, 138, 181].

B xnuHuyeckoil kapTuHe 3a00J€BaHMs HA MEPBBINA MJIaH BBICTYNAET MOPAKEHUE
pecriuparopHoii cucteMsl. ITo manaeiM Olm M.A. et al. 2015, y 90% mnaruenrtos ¢ TTL/]
B TCUYCHHE TMEPBIX 2 JIET )KU3HU OTMEUYAETCSI XPOHUUECKUN OPOHXOJIETOYHBIN TPOIIECC,
COIPOBOXKTAFOIIUNCS TPOAYKTHBHBIM KallUIEM ¢ OTXOXKACHHEeM MOKpoThI [119, 174].

Mokpora, BblaensgemMas MAlMEHTaMHM, MMEET BBICOKOE JIUAarHOCTUYECKOE

3Ha4Y€HUE. DBaKTepHUOJIOTUYECKUUA aHAIU3 MOKpOThl mnamueHToB c [IL[JI mmeer psn
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OTJIMYUTENILHBIX ~ XapaKTePUCTHK B  CPAaBHEHUM C JPYTUMH  XPOHHYCCKHMU
3a00JICBaHUSIMU OPTaHOB JBIXaHUsS, K NpuUMepy, MykoBucimmozom [14, 52, 125]. V
neten C MYKOBHCITUI030M BBICOKYIO pacmnpoCcTpaHeHHOCTb UMECIOT
rpaMIIoJIOKUTEIbHbIe OakTepun Staphylococcus aureus, a Takxe rpaMOTPHUIIATEIILHBIC
Oaktepun Pseudomonas aeruginosa, KOTOpbIe SIBJISIOTCA BEAYIICH NPUYUHON
3a00JIeBaEMOCTH M CMepPTHOCTH y 00jbHBIX. Burkhorderia cepacia maeHtudummpoBaH

oonee yem y 4% manueHToB ¢ MykoBuciuao3om [78, 133, 148] (Pucynok 3).

g
-+~

Pucynok 3 — L[BeToBas Tabauia MOKpOTHI: 1 — cnu3ucTas; 2- ClIM3UCTO-THOMHAS; 3,4-

raoinas [133].

IIpu xapakrepuctuke MHUKpoOUONOrudyeckoro neizaxa nanueHtoB c¢ [IIJ] Ha
NEPBbIA TUIaH BBIXOMIAT IpaMoTpHiarenbHbie Oakrepun - Haemophilus influenzae, B
JICTCKOM MpaKTHUKE BBIABIIEMOCTH Pseudomonas aeruginosa Ha MOpSAOOK HHKE, YeM
Cpead MaIlMeHTOB C MYyKOBHCIMmo3oM [22, 28, 44, 51, 144]. OtnenpHOe BHHUMAaHHE
obpamaeT Ha cebds pacnpocrpaneHHocTs Burkhorderia cepacia. B macTtosmuii MOMEHT
ONMyOJIMKOBaHbI JIaHHBIE O eOUHWYHBIX mnamueHtax ¢ [IIJ[, y KOTOpeiIX OBLI
uaeHTH(OUIUPOBaH JaHHBIN MUKpoopranusm [93, 144, 167, 184].

O6octpenns HHGEKIIMOHHBIX 3a00JICBAaHUI PECITUPATOPHOTO TPAKTA OTMEYAIOTCS
HECKOJBKO pa3 B TOJ M 3a4acTyl0 TpeOYIOT Ha3HAYCHHS aHTHOAKTEepUATbHBIX

npenaparoB [16,17]. [lo nmaHHBIM AHTIMICKOW HAIMOHATBHOM CITY>KOBI YIpaBICHHUS
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[IIIJI, B cpenHem MOAPOCTKA W JETU CTapIIEro Bo3pacTa mnojydaroT 2,6 Kypca
aHTHOAKTepUANTLHBIX MpemapatoB B rox [111, 115, 155].

Y Hekoropeix gerer ¢ IILJ] marosioruyeckuid mpoLecc HOCUT HENPEPBIBHO
penmaIuBHpyOmMuUl Xapakrep [4, 37, 104, 112].

Ou3uKanbHble W3MEHEHMS XapaKTEPHU3YIOTCS, KaK MPaBWIIO, JIBYCTOPOHHUMU
MHOKECTBEHHBIMH Pa3HOKAIUOECPHBIMU XPUIIAMH, MEHSIOIIMMH BOKAJIBHOCTh TMOCIE
oTKanumBaHus. [lepKyTOpHBIM 3BYK HajJ MATOJOTHYECKH W3MEHCHHBIMH YYaCTKAMH
JIETKUX HECKOJbKO yKOpoueH. ['pyaHas KieTka uMeeT pasziuyHbie aeopMaluu,
OTMEUAIOTCS, KaK BBIOyXaHMs B TIPOSKIHMH CepJIa, TaKk W BOPOHKOOOpPA3HBIC
nedopmaruu. [Ipn HaMYMKW WHBEPCHUM BHYTPEHHUX OPTaHOB IEUYCHBb MABITUPYETCS
ciesa [19, 140]. Jlnsa metedt ¢ mporpecCUpyroUM TeUeHHEM 3a00JICBaHHUS XapaKTEPHO
OoTCTaBaHue B pu3ndeckoM paszutuu [18, 63].

Y OonpHBIX, ¢ HauboJiee TSKEIbIM BAapUAHTOM TEUYECHHS 3a00JIeBaHMS,
OTMEUYaeTCs yTOJIICHUE HOTTEBBIX (hajlaHT MajblEB, MO0 TUITY «O0apaOaHHBIX MATIOYEK»,
u3MeHeHue (GopMbI HOTTEH TI0 THITY «4acoBBIX cTekom» [3, 63, 91, 186].

TsokecTh 3a00N€BaHUSI OMPENENSETCS CTENEHBIO BBIPAKEHHOCTH TMPU3HAKOB
JBIXaTEeTLHOW HEAOCTATOYHOCTH, KOTOPAsl KIMHUYECKA MOKET MPOSBIATHCSA OIBIIIKON
npu (pusudeckoil Harpys3ke, a B TsDKENbIX Ciy4asx, u B mokoe [7/3, 86]. Psng aBTopoB
OTMEYaroT cnenupuIecKuii XapakxkTep IIPOTPECCUPYIOLLIEN JIbIXaTEJIbHOU
HeIOCTaTOYHOCTH cpeau manueHToB ¢ [IIJ[. JlaHHBIM mamuMeHTaM XapakTepHO
MPOTPECCUPOBAHUE JIBIXATEIBHOW HEAOCTATOYHOCTH B JIETCKOM BO3pacTe, MUK
MIPOTPECCUPOBAHUS OTMEYAIOT B Bo3pacte oT 6 a0 15 jet. B mocnenyromem, GpyHKIUs
JIETKUX MOXET CTaOMIIM3MpOBATHCS, MO0 AaKe, YJIYYIIaThCs BO B3POCIOM BO3pacTe.
OpHako, B OTAENBHBIX CIIy4asX, y YaCTH B3pPOCIBIX MAIMEHTOB OTMEYAECTCS HEYKIOHHO
Iporpeccupylomiee TeueHue 3a00IeBaHusA, B COYCTAHUU C PE3UCTEHTHHIMU (hopMamMu
MATOTCHHBIX HWH(EKIMOHHBIX AareHTOB, YTO MOXET TpeOoBaTh JOMOTHUTEILHON
Tepanuy KUCAOPOIOM U JaKe TpaHCIutaHtanuu jnerkux. [88, 105, 124, 126, 127, 154].
[ToMmuMO BOBIICYEHHUS B TATOJOTWYCCKHHA TIPOILECC HWKHHUX BIXATCIBHBIX ITyTEH,
oOpamaer Ha ceOs BHuManuwe mnopaxeHue JIOP-opranos. Y Oomprbix [IIJ], kax

paBujiIoO, C IICPBLIX I[HCI\/’I KHU3HK OTMCYACTCA 3aTPyAHCHHUC HOCOBOI'O JbIXaHHWA,
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OECTOKOST THOWHBIE BBIJICICHUS W3 HOCOBBIX XOJIOB, 4YTO B COYETAaHUU C
OTOPUHOJIAPUHTOJIOTHICCKAM OOCJICIOBAHNEM WHTEPIPETHPYETCS KaK TIPOSBIICHUS
puHocunycuta [33, 55]. Ilo ganHBIM HcclieoBarenei, puHocuHycuT y aerer ¢ I/,
XapaKTEPHU3YIOTCS BBICOKOM 4YacTOTOM BBIABISIEMOCTH U Berpevatrores y oT 70,9% no
95% mnanuentoB [141, 192]. Haubonee yacTo mopaxkaroTcsi BEpXHEUEIIOCTHBIE MA3yXH,

HIOJIMITBI B KOTOPBIX JIOKAIU3YIOTCS Yy 15-56% nanuenTto (Pucynok 4).

N
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Pucynok 4 — KommbroTepHas TOMOrpaMma MNPHUIATOYHBIX IA3yX HOCA MAalMEHTa C

NICPBUYHON IIUIMAPHON TUCKuHe3uel [82].

[Topaxenue JIOP-opranoB MOKET BBICTYNAaTh Ha MEPBbIM IUIAH B KJIMHUYECKOU
kaptuHe 3a0oneBanus [43, 51, 55, 82, 149]. Onaum u3 xapaktepHbixX nposisieHuit [T1J]
SABJISIIOTCSL  3a00JIEBaHUSI  CpeHEero yxa. Y MaJICHBKUX JeTed pPEerucTpupyror
PELMAUBUPYIOIIME OCTPBIE OTUTHI, 4 Y CTAPIIUX AETEU - XPOHUYECKUN CPEIHUN OTHUT.
YacToTa 3a00JieBaHUN OpraHOB CIyXa 3HAYUMO BapbUPYET y MalMEHTOB €BPONEHCKOTO
1 asuarckoro pernonoB [29, 35, 108]. [To naHHBIM €BPOIEHCKUX aBTOPOB, MOPAKCHHS
opraHoB ciiyxa BcTpeyaercss y 80% NanuMeHToB, a y MalMeHTOB a3MaTCKOrO PErnoHa
gacToTa 3a00JIeBaHUM CpPeIHEro yxa COCTaBIseT Jullb okoio 27,5% [42, 69, 83, 102,
128]. B mocnenyroiieM, y 4acTH MalMEHTOB OTMEYAETCs MPOrPECCUPYIONIEe CHIKEHUE
cllyxa, B HEKOTOPBIX CIy4YasX, BIUIOTh 10 MOJIHOW TiyxoThl. [lo manueM F. Zawawi u

coaBt. B KaHaje yactora norepu ciyxa y aereit ¢ ITLJ] nocturaer 38% [188, 193].
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[ToMuMO TOpa)K€HUsT PECHUPATOPHOrO TPAKTA, OMNUCAHBI CIy4Yau pPaCIIMPEHHUS
BEHTPUKYJISIPHONH CHUCTEMBI JKEIyJIOYKOB MO3ra C pa3BUTHEM Tuaponedainu, oJHaKO,
NAIUEHTHl C TAKUMU MPOSIBICHUSAMH PEJIKO OIUCBHIBAIOTCS B JIUTEPAType U MOMAJaloT B
Hojie  3pEHUs  BpaueH-IyJIbMOHOJOIOB  M3-3a  IpeobiafaHus  LepedpanbHOi

cumnromatuku [71, 79, 96, 157] (Pucynoxk 5).

Pucynok 5 — MarHuTHO-pe30HaHCHAsI TOMOTpaMMa MalueHTa ¢ NEPBUYHON IIUIHMAPHON

JTUCKMHE3WEH U MPosBICHUIMHU Tuaporiedamuu [79].

Hannumne xapakTepHON KIIMHUKO-aHAMHECTUYECKOW KAPTUHBI, & UMEHHO PaHHsIA
MaHudecTanus 3a00JieBaHUsA, C MOPAKECHUEM OPraHOB JIbIXaHHWS, HAJUYUE aHOMAJIUM
pacloJIO)KEHUSI BHYTPEHHUX OPTraHOB, TOTAJIBHOCTh MOPAXKEHUS PECHUPATOPHOTO
TpakTa, SBJISIOTCS MOBOAOM 3amnoao3puth Teuenue [ u mpoBectn cnemnududeckyro
JIMArHOCTHUKY C LIEJIbI0 YTOUHEHUS IUarHo3a.

B HacTosimuii MOMEHT HE CYIIECTBYET €IWHOIO «30JIOTOrO0 CTaHAapTa»
nuarHoctuku IIIJI, m nuarHo3 ycTaHaBiIMBaeTcss MO pPe3yJbTaTaM COBOKYIHOCTH
MOJYYEHHBIX JAHHBIX, B COUETAHUU C XAPAKTEPHOU KIMHUYECKON KapTUHOU. C LENbIO

BBISIBJICHUS TIEPBUYHOW NWMIWApPHOW AucKWHE3un mnpeninoxkena mkama PICADAR

(Primary CiliAry DyskinesiA Rule) (Ta6auma 1).
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Tabnuna 1 — [Ipenuktusnas mkana PICADAR asis BbIsIBIEHUS CHMITOMOB MEPBUYHOMN

WIHAPHOU AUCcKuHe3nu [15].

Bomnpoc bann

Ponwics manueHT OHOMIEHHBIM? 2

bein 1 Yy nanue€HTa pPECIHUPATOPHBIC CHMIITOMBI B PAHHEM HCEOHATAJIbHOM IICPUOJIC 2

(TaxumHO», Kallesb, THEBMOHNS)?

bein u MNanUuCHT I'OCIIUTAIIU3UPOBAH B OTACIICHUC WHTCHCHUBHOM TEparnu HOBO]Z)O)I(,I[GHHI)IX‘.7 2

HmeeTcs nu y manueHTa aHOMallbHOE PAaCIOJIOKEHHE BHYTPEHHHX OpraHoB (oOpatHoe umum | 4

HeolpeaeneHHoe)?

HmeeTcs nmu y nanueHTa BpOXKIEHHBINH TOPOK cepaua? 2
Nmeercs mu y nanueHTa KpyriaoroinyHblii pUHAT? 1
NMeroTcs My NanuMeHTa XPOHWYECKHE CHUMIITOMBI CO CTOPOHBI OpraHa Ciyxa: 1

OKCCYAATUBHBIA CPETHHUIA OTHT, CEPO3HBIN OTHUT, CHIDKEHHE ciyxa, nepdoparus 6apabaHHON

MepernoHKu?

OneHka TPOBOAUTCS TAlUEHTaAM, HMEIOIMIMM XPOHUYECKUE pPECIUpaTOpPHbIC
CUMITOMBI C paHHero Bospacta. [lpu momydennn > 10 GammoB, BepostHocTh [TLIJ]
coctaBisier 92,6%, MeHee S5 0amioB, BEPOSTHOCTh cocTaBisieT MeHee 11%.
Makcumanbupiii 6amn mo mkanme PICADAR cocraBnser 14 GamnoB, mpu Habope
KOTOpbIX, BeposiTHOCTh Haymuus [IIJ] coctaBiser 99,8%. Ilpu nabope >10 Gamios,
BEPOSATHOCTHh cocTaBisieT 92,6%, a npu >5 O6amwioB BeposTHOCTh Hamuuus [T11J]
cocraBiser 11,1% [12,15]. Onnako, psIoM aBTOPOB W HAIIMMH KOJIJIETaMH,
MOAYEPKUBAIOTCS MHUHYChl JTAHHOW IIKaldbl, a MUMEHHO: €€ OPUEHTUPOBAHHOCTH Ha
aHajJu3 CUMIITOMOB HEOHATaJbHOIO TMEPUOJa M OTCYTCTBUE aHaIM3a YacTOThI
BCTPEUAEMOCTH MPHU3HAKOB 3a MpeleslaMH JTaHHOTO Bo3pacTHoro mnepuona. Illkana
PICADAR He uMmeer sSiBHOM cTpaTh(UKalMyd TPU3HAKOB MO Oanmiam U MOAABIISIOLIEE
KOJIMYECTBO KPUTEPHUEB UMEIOT PAaBHO3HAYHOE 3HAUYECHHUE, 32 MCKIIOYEHHUEM HHBEPCUU
BHYTpPEHHUX opraHoB [83,85].

B kauecTBe CKPUHHUHT-TUArHOCTUKH JJisg BbISIBIACHUS OonbHBIX ¢ [TIIJ]
UCIIONIB3YEeTCSl METOA ompezeneHue HazanbHOro ypoBHA NO. YpoBeHb Ha3albHOTO
OKCHJIa a30Ta IPHU JTaHHOW IMATOJOTHM CHHMXKEH, YTO IMO3BOJISET 3al0J03PUTh TEUEHUE

3a00J€BaHUsT U IMPUMCHUTDH Oonee CHGHI/I(l)I/IquKI/Ie MCTOAbl JHMArHOCTHUKH, TAKHMC KaK
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OLICHKA TMOABMYKHOCTH IIWJIMAPHOTO DJIUTENUSI MyTEM CBETOBOM MHUKPOCKONHUH, U
IIPOBEICHUS JICKTPOHHOW MUKPOCKOTIMH IUIHapHoro snuTenus [129, 152].

KomneroTepuzupoBaHHass ~ CBETOBas ~ MHUKPOCKOMNMS,  SIBJISIETCA  CaMbIM
pacnpocTpaHeHHBIM MeTogoM Bepudukamuu [IIJ[, B cBI3M ¢ BO3MOKHOCTHIO
HEIMOCPE/ICTBEHHON OIICHKU (DYHKIIMOHAJIBLHOTO COCTOSIHUS PECHUTYATOrO SIUTEIUS U
ObICTpOii €€ olleHKU. Pe3ynpTaToM TaHHOTO METOJA SIBIISIETCS 3aKJIIOYEHHE, C OI[CHKOMN
4acTOThl OMEHHs, XapakTepa OueHUs: 1 MOPHOIOTUIECKUX OCOOEHHOCTEH HUINAPHOTO
BIUTENUSA, YTO TO3BOJSET C BBICOKOM BEPOSTHOCTHIO, JOCTOBEPHO 3aKIIOYUTH O
Haymyuu [13, 106, 120].

DJIEKTPOHHAS MHKPOCKONUSA [WIMAPHOTO JSMUTENWA SBIACTCA OJHUM U3
KJIFOUEBBIX METOJIOB, MO3BOJIAIONINX BEPUPHUIIUPOBATH YIBTPACTPYKTYPHBIC HAPYIICHUS
LUK, U ¢ OOJIBILION BEPOSITHOCTHIO JOCTOBEPHO BBISIBUTH MATOJOTUYECKHM CyOcTpaT
3a00sieBaHusl. DJIEKTPOHHAS MUKPOCKOIHUS TO3BOJISIET BBISIBUTh AHOMAJIHH B KPYIHBIX
Oenkax, OJIHaKO JaHHBIA METOJ] UMeeT psia orpaHudeHuil (Pucynok 7). DnexkrpoHHas
MHUKpPOCKOIUSA TpedyeT crneuupuyeckoil MOATrOTOBKM OHONTATOB, JOPOTrOCTOSIIETO
00OpyZOBaHUS I OIEHKU CPE30B, CIEIHAINCTA C OMBITOM aHAJIM3a MATOJOTUYECKU
U3MEHEHHBIX pecHndek [2,8,130]. laHHBIM METOJ HEJIb3s BBIABUTH JIe(EKThl B OelIKkax
yAbTpaMalblX pa3MepoB, HE MO3BOJAET BbIABIATH TUlbl [ILJI, compsbkeHHbIE C
AaHOMAJIUSIMHU TIPEIBAPUTEILHON COOPKH IIWJIMH, YTO COKpamaeT o0JacTh MPUMEHEHUS
nanHoro metona [21,153, 159].

Jlonroe  BpemMst  maHHbie  MeToabl  Bepudbukanuu I  sBasimch
OCHOBOTOJIAralOIIMMU METOJAMH, OJIHAKO, OHU CONPSHKEHBI C BBICOKOM YaCTOTOU
JI0’KHOTIOJIOKUTENBHBIX U JIO)KHOOTPULATEIBHBIX PE3YIbTATOB. TakK, HAIpUMep, HU3KUM
YPOBEHb HA3allbHOI'O OKCHJa a30Ta BCTPEYAETCS y MAIMEHTOB C OMNpPEACIICHHBIMU
BUJIAMU UMMYHOAC(HUIIMTHBIX COCTOSHUM, TPH KOTOPBIX MAI[UEHTHl MOTYT HMETh
AQHAJIOTUYHYI0 KIWHUYECKYI0 KAapTHHY, B BHJIE PCUUIUBHUPYIONUX WHDEKIUN, |
HA000POT, HATUYHE COYETAHHOTO HO3WHO(PUIHLHOTO BOCHAJCHHs, TOBBINMIACT paHEe
CHIDKCHHBIN ypoBeHb oKcuaa azora [11, 59, 67].

MeTtoapl KOMIIBIOTEPU3UPOBAHHOW CBETOBOM MHUKPOCKONMH M DJIEKTPOHHOU

MHUKPOCKOIINHN COIIPSKCHBI ¢ pPUCKaMHU CY6’LCKTI/IBHOﬁ OLCHKH, YTO IMOBLIIIACT YaCTOTY
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ommOouHbIX 3akmoueHui. Crenuduueckne Bapumantbl [II[JI, compoBoxmaroruecs
HECOCTOATEILHOCTRI0 OWEHUS MIJIMAPHOTO IMUTENHSI, YTO MOXKET 3aIyTaTh JUAarHOCTa
U IIPUBECTH K HENPABHIILHOM OICHKE OMosIoruueckoro marepuana [24, 30, 81].

YuuTheiBas TE€HETHYECKHM  JICTCPMUHUPOBAHHBIM  XapakKTep  3a0oJieBaHMS,
MOJIEKYJIIpHO-TeHeTnYeckue Metonbl auarHoctuku [IJ mnpuobperaroT Becomoe
3HaUY€HHE B IOCTAHOBKE JMAarHO3a, 3HAHME TEHETUYECKOro BapuaHTa 3a00JeBaHUs
MO3BOJISIET PACHIMPUTH TPEACTABICHUS O MOP(POPYHKITMOHAIBHBIX B3aUMOCBS3SX U

nocieayromeM nogoope tepanuu [85, 113, 121].

1.3. B3auMoCBsI3b reHeTHYEeCKUX BAPUAHTOB NEPBUYHON HWJIHAPHON JUCKUHE3UU

CO CTPYKTYPHBIMH AaHOMAJIUAMMU PECHUYCK MEPHATECIbHOI'O IIIUTCINA

Ha cerognsimauii nens myranuu, Bei3siBatomue [, napentudunuponans! B 49
reHax. JlaHHple MyTalM¥ BO3MOXXHO CIrPYIIIUPOBaTh MO TEM CTPYKTypam, JHOO
nporeccaM COOpPKHM IHWIMHM, B KOTOPBIX MPUHUMAIOT y4acTue OEJKH, KOJAUPYEMbIC

BBINICYTOMSIHYThIMH 49 renamu (PucyHok 6).

ODA:
DNAHS, DNAH11, DNAI1, DNAI2,
DNAL1, NMES, DNAH9

N-DRC:
CCDC164, CCDCH5, GASS

96 nm axonemal ruler:

ODA docking: CDC39, CCDC40

CCDC114, ARMC4, CCDC151,
TTC25, MNS1, CCDC103

Radial spoke:
RSPH1, RSPH4A, RSPHY,

Microtubular doublet REPH3, DNAIBI3

IDA

Plasma membrane

Preassembly factor:
DNAAF1, DNAAF2, DNAAF3, DNAAF4,
DNAAFS, LRRC6, ZMYND10, SPAG1,
(210rf59, PIH1D3,CFAP300

Other:
CCNO, MCIDAS, OFD1, RPGR

PCD spectrum:
CFAPS3, ENKUR, GAS2L2, LRRCS56

Pucynok 6 — B3anMocBsI3b TeHOB, ¢ UX Tonorpaduueckum pacmojoxeruem [107].
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Beigenstor mytanmmm B TE€HAaX, KOMUPYIONIHME OCTKH JWHEHMHOBBIX pPYUEK,
panuanbHBIX COHI], I[EHTPAJIBbHOTO amnmapara, HEKCHHOBBIX CBS30K U Oelkw,
o0ecreunBaoIre HOPMaIbHYI0 COOPKY pECHUYEK.

JIMHEMHOBBIC PYYKH B TIOJIBIDKHBIX PECHUYKAX MPEICTABISIOT COOOM JBYTIaBbIC
CTPYKTYpBI, coiepskaiue nse Tspkenble nenu aunenHa (DHC), y u B, a Takxke nBe
MPOMEXKYTOUHbIE jerkue uenu [36, 87]. B snurenuanbHbIX KJIETKaX, BBICTHJIAIOIIUX
neixarenbrble myTtH, Y-DHC xomupyetcst Tonmbko DNAHS (Dynein Axonemal Heavy
Chain), torna kak B-DHC xomgupyercs ogaum u3 nByx renos: DNAH11 unun DNAH9.
Hapyxnbsie aunenHoBble pyuku (ODA), coxaepikaiye TsDKEIYIO II€Mb aKCOHEMBbI
muaenHa 11 B-DHC (kogupyemyro rerom DNAHL1), nprcyTCTBYIOT B MPOKCHUMATBHOM
yactu pecHuuek (ODA tum 1), B TO BpemMsi Kak BHEIIHHE JIUHEHMHOBBIC PYUKH,
COJICpIKaIMe TSDKEIYIO IIelb aKCOHeMbl auHenHa 9 (kommpyemyro reHom DNAH9),
MPUCTBHIKOBaHbI K AMCTabHOM yactu pecHuuek (ODA Ttun 2) [41, 54, 116]. U3 stux
TpeX BapuaHTOB MyTallui AuHEenHa, BapuaHThl B DNAHS BBI3BIBaIOT caMble cepbe3HbIC
U3MEHEHHUs B TAaTTepHax OMEHUS pECHHUYEeK, B TO BpeMms kak Mytauuu B DNAH9,
OPUBOASIT K CaMbIM MATKUM u3MeHeHusiM [179]. PecHuuku pecnupaTopHbIX
AMUTENUATIBHBIX KJIETOK ManueHToB ¢ mytanusamMu B DNAHS 1160 HemoaBmxHbI, 1100
UMEIOT HHU3KyH akTHBHOCTH [23,150]. Myrtaumm B DNAH1l HaoGopoT, TOJIBKO
CHIDKAIOT aMIUTMTYIy OMEHHMH pecHHYEK W yBeludyuBaroT ux dvacrory [50,53, 189].
Mytanmun DNAH9 xapakTtepusyioTcss HW3MEHEHHWEM U3ruba JUCTaIbHOW dYacTh
pecHuYek, 6e3 0co0oro BAMSHUS Ha Xapakrep ux ouenus [48,75, 179].

HccnemoBanne  KIETOK ~ PECHUPATOPHOTO  OMUTENHUA  C  TOMOIIBIO
MIPOCBEUYUBAIOIIEH AJIEKTPOHHONW MHUKPOCKOMHUHU ToKazaigo, yTo ODA OTCyTCTBYIOT MO
BCEU JJIMHE PECHHYEK y MauueHToB ¢ MyrauusMu B reHe DNAHS, a mpu myranuun B
rene DNAH9 - Tosipko B muctanbHO# yactu [150, 179, 189]. ITpu myrammsx 8 DNAH11
ynbTpacTpykTypHbie aedektsi ODA He Moryt ObITh OOHApY>KEHBI C TOMOIIBIO
IIPOCBEUYHMBAIONICH JICKTPOHHOM Mukpockonuu [135, 139, 178, 179]. Hamuuue
PECHHYEK C OTCYTCTBYIOIIMMHU WM YKOPOYCHHBIMH HApPYXHBIMH JTHHCHHOBBIMHU

pPYYKaMH, TAKXKe SABJIAIOTCA XapakTepHbIM npusHakom IIL[/], BeI3BaHHBIM MyTanusiMu B

renax DNAIL (Dynein Axonemal Intermediate Chain) u DNAI2 [44, 84, 114].
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CTBIKOBOYHBIC OCJTKM C TUHEMHOM HAPYHBIX TUHEHHOBBIX PYyUEK pacTpeeIeHbI
paBHOMEPHO, Kaxaple 24 HM, BIOJb HAPYXHBIX MHUKPOTPYOOUeK myOsIeToB, 3a
HCKJIFOYEHHEM JUCTAIbHOTO KoHIa pecHuYkH [66, 90, 99]. B npukpenieHun BHEITHUX
JUHEMHOBBIX PYYeK K MHUKpPOTpyOOUKaM ydacTByeT Habop OenkoB, 00pa3yromux
CTBIKOBOYHBIM  KOMIUIEKC. MyTanuu B TeHaX, KOJUPYIOUIUX CyObEIUHUIIBI
CTBIKOBOYHOTO KOMIUIEKCA HApYXHBIX JAUHEHMHOBBIX pPYYEK, MPUBOJAT K COOpKe
pPECHUYCK,  JIMIICHHBIX  HAPY)KHBIX  JUHEUHOBBIX  pydek. [lomHOreHOMHOE
cekBeHupoBanue oopasznoB JJHK, momydeHHbIX OT MalMeHTOB ¢ MEPBUYHON HUITUAPHON
JTUCKWHE3UEH, y KOTOPBIX HCKIIOUYNUTEIHLHO OTCYTCTBYIOT HAPYXKHBIC JTUHCHHOBHIC
PYYKH, BBISBHJIO, CPEAM IPOUYETOo, MYyTAalMK ¢ TOTepeld (YHKIUH B CICHYIOMNX
nokycax: CCDC114, CCDC151, ARMC4 u TTC25 [70, 80, 101, 108, 124].

NmMmmyHOQyopeclieHTHbIE — MCCEAOBaHUSA  TOKa3aldd, 4YTO B KJETKax
pecnupaToOpHOTO SIUTENTUss OENKH, KOAUPYEMBbIE ATUMHU TE€HAMH, JIOKAJTU3YIOTCS B
aKCOHEMax pecHuuYek. Myrtanuu ¢ moTteper (QyHKIMHM, BO BCEX BBIIICTIEPEUNCICHHBIX
JOKycaX, HWMEIT CXOAHbIe (EHOTHUINUYECCKHE TpHU3HAKK. DYHKIIMOHAIHHBIC
UCCJIEIOBAHUS JIEMOHCTPUPYIOT, YTO PECHUYKH, KaK MPABUIIO, HEMOABW)XKHBI HIIA, YTO
pEIKO, IEMOHCTPUPYIOT OCTaTOYHbIE nmojaepruBanus [3, 158].

B BBICOKOM NIpOILIEHTE CIIy4aeB y JIFOACH, CTPAJAOIIUX NEPBUYHON LUIMAPHOU
JTUCKUHE3UEeH, W XapaKTEePU3YIOUIUXCS OTCYTCTBHEM HAPYXHBIX M BHYTPEHHHX
JTUHEWHOBBIX pyYeK (10 JaHHBIM TPOCBEYMBAIONICH JJICKTPOHHONH MHKPOCKOIIHH),
MPOBE/ICHHbIE TEHETHYECKHUE TECThl HE BBIIBWIM MYTallMii B TE€HAaX, KOIUPYIOIIUX
CyOBEOUHUIIBI JTHX CTPYKTYpP, a BBIABWJIM MYTAllMI0O B TEHAX, KOIUPYIOIINX
[UTOIIa3MaTU4YecKre Oenku (Ha3biBaeMble (pakTopaMu COOPKU aKCOHEMbI JTUHEWHA,
DNAAF), xoTopble TeHCTBYIOT KaK KO-IITAlIEPOHBI BO BpeMs MPEABAPUTEIILHON COOPKHU
JTUHEWHOBBIX PYYEK, W OCIIKOB, WTPAIOIIMX POJb B TPEIABAPUTCIHLHON COOpKE WU
TPAaHCIIOPTE AMHEMHOBBIX pyuek K pecauukam [61, 130, 185, 198]. Jluma ¢ nepBuvHOif
HWINAPHOM JHCKWUHE3UEW, BBI3BAHHOM MyTalMeW B JaHHBIX T€Hax, WMEKT
HETOJBW)KHBIC PECHUYKH, KOTOpPhIC JIMOO JIMIICHBI BHEIIHUX W BHYTPEHHUX
JTMHEWHOBBIX PYYEK, THO0 UMEIOT cephe3Hble Ne(eKTh ITHX CTPYKTYp [47, 134, 143].

Jlvia ¢ mepBUYHOW LIMIMAPHOM AUCKUHE3WEH, BBI3BAHHOW MYTAalUsIMU B T'€HAX,
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KOAMPYIOMIUX KOMIIOHEHTBI PaHalIbHbIX CIHI, TOJO0HO JHMIIAM C MyTalleil OelKoB,
0o0pa3yIomnX LEHTPaNbHBIA amnmapaT, HWMEIOT BCE CHUMIITOMBI 3a00JeBaHUs, 3a
UCKIIIOUeHHEeM JIePeKToB maTepanu3anui. Mopdonoruyecku paguaibHbIe CIULBI
HAIIOMUHAIOT 3arjaBHyI0 OykBY «T» U MOTYyT OBITH pa3esieHbl HA TPU YACTHU:

. CTEp>KE€Hb, KOTOpBI MpUKperisieTcs K mnepudepudeckomy IayOseTy
MUKPOTPYOOUEK U TSHETCS K IIEHTPAIIbHOMY arnmapary;

. TOJIOBKA, caMas JUCTalbHAs YacTb JY4eBOW CIUIbI, KOTOpash MOXET
B3aMMOJICMCTBOBATH C BBICTYIIAMHU LIEHTPAJIBHOTO aIIapara;

. 1IeiKa, COeIMHAIONIAsI CTBOJI U TOJIOBKY.

MyTanun reHax, KOIUPYIOIUX OENKH paJualibHBIX CIHIl, aCCOIMMPOBAHBI C
NEPBUYHON IIMIMAPHON TUCKUHE3UEH. DTO FeHbl, KOAUPYIOIMIHNE CYObEeINHUIBI TOJIOBKU
panuansHOU crmiel: RSPH1, RSPH4A u RSPH9; cy0nhennnuily cTepkHs paguanbHOR
ciimiibl - RSPH3; u cyObeaunuity mieiiku paguanbHoi crmibl — RSP16 [26, 72, 136].
BbIcOKOCKOPOCTHAS BUIEOMUKPOCKOIHS KJIETOK SIUTEHS Y JTUI, UMEIOIIUX MYyTalluH B
RSPH4A u RSPH9, nokasana, 4To peCHHYKH OBIOTCS C MEHBIIEH 4acTOTOH W MMEIOT
AaHOMAJIbHBIX XapakTep OwueHus (kpyroBwle aBwkeHus) [68, 191, 196]. B cuyuae
myTtanuid B reHax RSPH1 u RSPH3 pecHuuku ObIOTCS HE TOTBKO C MEHBIIIEH 4acTOTOM,
HO © C YyMEHbIICHHOW amrumatymoi [76, 196]. Anamu3 ¢ UCHOIB30BaHUEM
KJIACCUYECKON TMPOCBEUYMBAIOIICH SJEKTPOHHOW MHKPOCKONHUHU IOKa3ai, 4To Oojee
MIOJIOBUHBI MONEPEYHBIX CEYEHUN PECHUYEK, IM0-BUIUMOMY, UMEIOT HOpMaJIbHYIO (912)
OpraHu3alllio, B TO BpeMs, KaK OCTAJIbHbIE PECHUYKH JIUIICHBI IIEHTPAJIBLHOTO armapara
(9+0) nnu UMErOT CMEIICHHBIA BHEIIHUN AyOJIeT K UEHTPY pecHUYKH. (8+1).

Curnai, peryaupyronmi OueHne pecCHUYEK, B HOPME HCXOJUT OT IIEHTPATBHOTO
anmapata. Y OOJIbHBIX, HAa CETOIHSIIHUI JeHb, UICHTU(PUIIUPOBAHBI MYTallUU B TPEX
TeHax, MPUBOIANINX K Pa3BUTHIO MEPBUYHON IMJIMAPHON IHUCKUHE3WH, a WMEHHO B
renax HYDIN, SPEF2 u CFAP221 [46, 74, 103, 122]. Y mnaiueHTOB C NEPBUYHOM
uunuapHoi guckuHesneil m myrauuet B reHe HYDIN mpaktuuecku He CHUMXKaercs
yacToTa OMeHUs pecHUYeK, a ¢ myTanuen B reHax SPEF2 u CFAP221 nesnauntenbHoe
CHIDKEHHE YacTOThl COMPOBOXKIACTCS AMCKOOPIMHAIMEH OHEHHs ¢ yMEHBIICHHEM

amuatyabl  aBwkenus [58, 120]. Amnamum3 3THX pECHHYEK C  IOMOIIBIO
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IIPOCBEUYHMBAIONICH 3JEKTPOHHOM MUKPOCKOMHH BBISBIISI OOBIYHO HOPMalbHYIO (9+2)
OpraHM3AIMIO CTPOCHUS akcoHeM [77, 122].

HekcuHoBbie CBA3KM OBLIM BIEPBBIE ONUCAHBI, KAK MOCTOBHJIHBIE CTPYKTYpHI,
COCUHSIONINE JIBa COCEAHMX HAPYXHBIX MHUKpPOTYyOymsipHbIX nymieta [186]. Ha
CETOJHSIIHUN JIeHb OBbLJIO TOKAa3aHO, YTO MyTalldd B TPEX TIeHaX, KOJAMPYIOUIUX
CyOBEAMHUIBI HEKCUHOBBIX CBS30K, BBI3BIBAIOT MEPBUYHYIO IMIMAPHYIO THUCKUHE3HUIO.
910 DRC1/CCDC164, DRC2/CCDC65 u DRC4/GASS [91, 109, 161, 177, 180, 194].
[Ipy mnpoBeneHUM MPOCBEUMBAIONICH HIIEKTPOHHON MHKPOCKONHHM Y JIOJEH C
MyTallMsMA B JaHHBIX TE€HaX HE OOHAPYXHBACTCS SBHBIX aHOMAIWN CTPOCHUSA
pPECHHYEK, OJHAKO MPH TIIATEIHHOM W3YYCHHH CPE30B, BOZMOXKHO BBISIBUTH OTCYTCTBHE
CBSI30K, CHM)KEHME YHCJIa BHYTPEHHUX IMHEUHOBBIX PYUY€K, U CMEILEHUE HEKOTOPBIX
nepudepudeckux aymieto [138]. Maentudukamus TakuxX — HE3HAYUTEITHHBIX
U3MEHEHUN B peCHUYKaX TpeOyeT NeTalbHOIO HCCIIEJOBAHMS JaHHBIX 3JIEKTPOHHOU
MUKPOCKOIIUU C MPUBJICYEHUEM OIBITHOTO auartHocta. Kpome toro, cienyer umeTh B
BUJly, 4YTO JaXe Y 3J0POBBIX JIOJEH BCTPEYAIOTCA PECHUYKU CO CMELIEHHBIMU
nepudepudeckumMu Ay0seTaMu, a TaKKe TO, YTO HE BCE HEKCHHOBBIE CBS3KH XOPOLIO
BUJHBI HA TIONIEPEUHBIX Cpe3ax pecHWYEK (B OOJBIIMHCTBE CIydyaeB Ha HUX MOXKHO
O0OHapYKUTh TOJBLKO OT OJHOM JI0 YEThIPEeX HEKCHHOBBIX CBsA30K) [103].

HecMoTps Ha TpyAHOCTH JETEKIIMA aHOMAJINI B HEKCUHOBBIX CBSI3KaX, MyTaIliU B
JAaHHBIX TEeHaX, BBI3BIBAIOT SIBHBIE M3MEHEHUS B OWEHUM pecHUYEK. MUKPOCKOMUs
UJIMAPHOTO 3MUTeNusl y nanueHTtoB ¢ myranueid B reHax CCDC164 unmu CCDC6S,
nokaseiBaet, uyto y il ¢ [IJ] pecanuku ObtoTCs ¢ 00Jiee BBICOKON 4acCTOTOM, YeM Y
3nopoBbIX Jroaei [146, 177, 182]. Bosee TOro, peCHUYKU KaXyTCsl PUTHUIHBIMU U
THITEPKUHETUYECKUMH, a aMILUTATY/1a MX OMEHH cierka cHimkena [128].

Myrtamuun OenkoB MCIDAS (6enke KJI€TOYHOTO IMKJIA, ACCOUMHUPOBAHHOM C
mynbruimineBon  auddepentiuposkoit u cuatesoM JIHK) m CCNO (umkmaun O)
3HAYUTENIbHO CHUKAIOT KOJMYECTBO COOPAaHHBIX pecHUYEK. JIuia ¢ MyTalMsiMi B 3THX
reHax WMEIT HapylleHMe MYKOLUMJIUMAPHOTO KIMPEHCAa, aHaJOTUYHOE JIMIIaM,
crpamatomm [TLJ] [5, 118]. JleTanbHblii aHATU3 KJIETOK PECIMUPATOPHOTO AITHTENHS,

MOJIYYEHHBIX MpHU OWONCHHU, Tokazan, 4to y Jjuil ¢ wmyrtamnued reHa MCIDAS,
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KOJIMYECTBO Oa3aJIbHBIX TEJICel] 3HAYMTEIbHO CHUXEHO, a CPeIu TeX, YTO MMEIOTCS B
KJIETKEe, HEKOTOphIC Oa3ayibHbIE TeJbIla HE MPWJIECTAIOT K amUKaJIbHOW IMOBEPXHOCTH
KJIETKU. BereacTBre 3Toro pecnupaTopHble SMUTENHAIBHBIC KJIETKU JTUIIICHBI PECHUYCK
WM PEIKO MMEIOT TOJILKO OAHY-IBE PECHUYKH. boyiee TOoro, coOpaHHBIC PECHUYKHU
HEIIOJBIDKHBI M JIMIIEHBI MX KIIO4YeBBIX OciakoB, Takux kak CCDC39 u DNAHb5
[171,172,180]. CxoaHble, CMEIICHHbIC ¥ MEHEEe MHOTOYMCJICHHBIC Oa3alibHbIe Tejblla
HAOJIOMAIOTCSA B KJIETKAX PECHUPATOPHOTO IMUTENHsI, TIOJYUYCHHBIX TpU OUOTICHU OT
mone ¢ myramusamu Oenka CCNO, HO B ATOM ciyyae pelKue PECHHYKH HMEIOT
HOPMAaJIbHYIO YIIBTPACTPYKTYPY U Xapaktep Ouenus [38, 65, 68].

Takum  oOpasom, pasznuunbie Bapuantbel [II[J[ wumeror psg  4YeTkux
MOPGOIOTHYECKUX OCOOCHHOCTEH, KOTOpPBIC MPOSIBISAIOTCA B MOPGhOGYHKITMOHATBHBIX
XapaKTEPUCTHKAX pPa0OThl MHWIWH, YTO OTPAKACTCI M Ha KIMHUYCCKON KapTHUHE

3a00sieBaHus y peOeHKa.

1.4. CocTosinusi opranos avixanus u JIOP-opranoB y aereii ¢ nepBu4Hoi

HWIMAPHON TMCKUHE3HeH

Bce aetu ¢ TakuMm XpOHMYECKUM MHBAIMIM3UPYIOMUM 3a0oneBanuemM, kak TTL/I,
IIOUIEIKAT PETYISAPHOMY KOHTPOJIIO C LIEJIBI0 OLIEHKHA COCTOSIHUS OPraHOB-MMILIEHEN U
MOCJEAYIONIEH  KOPPEKIHUEeH MPOBOAUMBIX  JIEYEOHBIX W peadMIMTaIMOHHBIX
MEPOIPUSITUH.

YuuTeIBas CylIECTBYIONIME PEKOMEHIALNH, IETSIM HNPOBOAITCS PETYISPHBIE, pa3
B 6 wm 12 wmecsAlneB, TOCHUTAIM3AIMA B CTAllMOHAp C LEIbKO MPOBEACHUS
CHELMATM3UPOBAHHOTO  oOcienoBanus. B pamkax oOcieqoBaHus — TPOBOAUTCS

71a00paTOPHO-UHCTPYMEHTAIbHAS OLICHKA!

o MukpoOHOIOTHYECKOTO TIeH3aka PECTUPATOPHOTO TPAKTA,

o OYHKIMY BHELIHETO IbIXaHUS,

o CTpyKTypHas COCTOSIHUSI BEPXHUX U HUKHUX JIbIXaTEIbHbBIX MyTEH;
o Aynuomerpus.

ITo nanneiM Blanter M. u coaBT. mukpoouosorudeckuii pon nmamuenton ¢ I/,



29

B TIEPBYIO OUYEpEb, B3aUMOCBS3aH C COOJIFOJCHUEM CAHUTAPHO-ITUACMHUOIOTHUECKIX
TpeOOBaHMI B MEIUIIMHCKUX yUPEXKACHUIX, T/Ie HaOmogaroTcs naruents! [31, 133]. B
TE€X YUPSKICHUSIX, TN HE TMPOBOAUTCA KOPPEKTHAs COPTHPOBKA IAIMEHTOB,
O0OCEeMEHEHHBIX TATOTEHHON (JIOpOH, YBEIWYMBACTCS KOJMYECTBO HAOIFOMAEMBIX
OOJBHBIX C BBHICOKOW YaCTOTOH BBICEBA JAHHBIX MUKPOOPTaHU3MOB, BHE 3aBHCUMOCTH
OT WX TEHETHYECKUX BapuaHTOB 3a0omneBaHus. OMHAKO CTPYKTYPHO-(DYHKIIMOHAIBHBIC
WU3MEHEHUS TECHO CBSI3aHbI C reHeThueckuM BapuanToM I111J1, a xapakTep 3a00neBanus,
3a4aCTyl0, BTOPUYCH K BBISBISIEMBIM H3MEHEHHUsAM. Tak, Hampumep, OpOHXOIKTa3Hl,
pacCIeHUBAIINCH, KaK OOJUTAaTHBINA CUMITTOM JIJIS MTAIIUEHTOB ¢ CHHApOMOM Kaprarenepa,
MEXaHU3M Pa3BUTHS KOTOPBIX OOBSCHSICA XPOHUYCCKAM BOCIHAJICHUEM OpOHXHAILHOMN
CTEHKHU, B HACTOSAIIUNA MOMEHT MOTYT PETHCTPUPOBATHCS C MEPBBIX JHEH KU3HU, U HE
SBIIIOTCS 00s13aTEIBHBIM MapkepoM 3aboieBanus [20, 32, 137]. B nenom psje ciaydyacn
y OOJIbHBIX JHArHOCTUPYETCS Ne(POPMUPYIOMIHNI OPOHXUT WM XPOHUYECKUN OPOHXUT
0e3 nedopmar OpOHXOB.

JIist  CTPYKTYpHOM  OIICHKHM  COCTOSIHUSI ~ OPTaHOB  JIBIXaHHWS  MPOBOJISIT
KoMmmbloTepHyt0o  ToMorpaduio [1]. YV  mammentoB ¢ III[JI oTmeuaroTcs
MIPEUMYIIECTBEHHBIC MOPAXEHUSI CPEAHEH W HIDKHHMX JIOJICH, OHM TIOPayKEHBI OOJIBIIIE,
4YeM BEpXHHE JIOJH y MAIMEeHTOB C MYKOBUCIHI030M. OTMEUaroTCss cyOCerMeHTapHbIe
aTeJIeKTa3bl, C TEPUOPOHXHAIBLHBIM YIUIOTHEHHEM, OOTypalus MpPOCBETa CIU3bIO,
MIPU3HAKU BO3AYIIHBIX JIOBYIIIEK, YIaCTKH MaTOBOT'O CTEKJIA, 00JIACTH KOHCOIHMIAINHA U
YETKO BBIPAKEHHbIE OPOHXO0’KTa3bl. YacTh aBTOPOB OTMEYAIOT MPOTPECCUPOBAHUE
qucia OPOHXOJ3KTAa30B C BO3PACTOM, 4YTO OOYCJIOBJIICHO HAJIMYHEM XPOHHYECKOTO
BOCTIAJIMTEIIBHOTO TIPOIleCCa B HMKHUX JIBIXATCNbHBIX MyTaX. Tak, 1Mo JaHHBIM Noone
P.G. u coaBt. 98% nui crapmie 18 ner uMmenu nmpu3HAKKW OPOHXO0’KTa3uu, Kak u 61%
aur MoJioxke 18 net [77, 78, 142], a no nanusiM Leigh M.\W. u coaBT. OpOoHX09KTa3bl y
mu1t 1o 18 net BcTpeuanoch B 55% ciyuaes.

Jist  GyHKIIMOHANBHOW OIEHKM COCTOSIHUSI OpPTaHOB JIBIXaHUS MPOBOJIUTCS
cnupoMeTpuss W OomuruieTu3Morpadus, METOABI, XapaKTEPH3YIOIIHUECS BBICOKOMN
yyBcTBUTENbHOCTHIO. B 20181 Halbeisen F.S. u coaBT. O6bu10 0nmyOianKoBaHO OJHO M3

CaMbIX KpPYIIHBIX I/ICCJ'IGIIOBaHI/Iﬁ B MG)KIIYHaPO,Z[HOﬁ KOTOPTC HNAallMCHTOB IO OLCHKC
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¢ynkun nerkux y mamueHtoB ¢ [/ (991 mamuenTt), mokasaBiiee, 4TO CpeaHHE
sHaueHust O®B; u ®XEJI mmwxe cpennux pedepentHsix. Ilpu wuccnemoBanuu B
Pa3IMYHBIX BO3PACTHBIX TPYIIAaXx OKa3aJloch, YTO JETH B Bo3pacte 6-9 ner umenu
HaWJIy4IINe TIOKA3aTelid B CPaBHEHUHU C APYTHMMHU. 3aperUCTPUPOBAHHBIC TOKA3ATEIU
O®B; B neTckoi MOMyJSUHUM 3HAYUTENIBHO BAPbUPOBAIM MEXKY HCCIEIOBAHUSIMU U
kojebamuchk ot 51% mo 96% [89, 100]. Ilpm anamusze BO B3POCION MOIMYJISIIAN
sHauenus ODB; BappupoBanu B cpenaem ot 44% 1o 79% [ 77, 89]. [Tokazatemmu OIKEJI
B 001el rpynne BapbupoBain oT 66% m0 92% [98, 109]. B meraananuze noarpynn y
B3POCJIBIX MAIIMEHTOB CPEIHNE 3HAYCHUS (DOPCUPOBAHHON KU3HEHHOW €MKOCTH JIETKUX
BappupoBam ot 70% mo 94% [90, 108] y nmereti cpemuue 3HaueHms DKEII%
BapbupoBasn oT 77% 1o 90% [89, 100, 110, 111]. BaxxHO OTMETUTb, YTO Pa3IMUUM
(YHKIIMY JIETKUX y MAJIBYUKOB H JICBOYCK, HEe oTMedeHo [34, 60, 69].

[Matonorus JIOP-opranoB — oaHO U3 ocHOBHBIX mposiienuit [TLJ] [10,147]. dns
ATOro 3a00JIEBaHUSI XapaKTEPHbl XPOHUUECKUE PUHOCUHYCUTBI, XPOHUYECKUE CPEIHUE
otuthl. Tak, mo paHHeIM Sommer J.U. u coaBT., OOJIBIIMHCTBO YYaCTHUKOB
uccienoBanus umenu 6osnee 50 oOpamieHUl K OTOPUHOJAPUHTOJIOTY 10 TOCTAHOBKHU
nuarno3a, 30 (59%) nereit MMenu TPHU3HAKW PELMIMBUPYIOIIUX PUHOCHHYCHUTOB, M3

koTopbix 20(69%) HY)KAaTUCh B XMPYPrUYeCKOM BMelaTenbeTBe (PucyHok 7).

512x 512
\r) - WAL =,1400/200

SINUS 7gom: 100.0%

Bone, iDose (5) X 7 NN WebGL 2 API

Pucynox 7 — KomnbroTepHas ToMorpaMmma npuIaTOYHbIX Mmazyx Hoca [82].
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Eme Gonpiie OONBHBIX CTpagald PelUAUBUPYIOMIUM cpeaHuM oTuToM (81%), B
CBSI3M C 4YeM TMOJBEPrajuch MapaneHTe3y C BPEMEHHBIMH THUMIAHOCTOMHYECKUMHU
TpyOkamu [/, 62, 83]. ITo manaeiM Gilinaydin R.O. u coasr. cpeau 121 marmuenrta y 80
(66,1%) BBIIBIEH cpemHUil OTHT C BBHIMOTOM, y 35 (28,9%) - pernumuBupyrommii
puHocuHycuT. HapyiieHusi ciiyxa, B BUJE KOHJYKTHUBHOW TYTOYXOCTH, BBISIBIECHBI y
70(57,8%) narpieHTOB, KOTOPBIM IIPOBOAMIACH ayarnoMeTpus [64, 102].

[TammenTs! ¢ [IIJ] XxapakTepu3yroTCcs IUPOKON I€TEPOTEHHOCTBIO KIMHUYECKUX
IPOSIBJICHUH, a TakKe JaHHBIX Ja0OPATOPHOIO U MHCTPYMEHTAIBHOIO OOCIEI0BaHUS.
OTMmeuaroTcs MalrueHThl ¢ MPOTPECCUPYIOIINUM TEYCHHEM, 3aBEPIIAIONTIMCS JIETaIbHBIM
UCXOJOM B JIETCKOM BO3pacTe, OJHAKO TMOJABJISAIONIEMY OOJBIIMHCTBY XapaKTEPHBI
Oonee OsaronpusiTHbIE BapUaHThl TedeHMs. KillouoM K NpeABOCXUILEHHIO BapuaHTa
TE€YCHHUsI 3a00JIEBaHUS MOXKET OBITh BBIJCICHHE KIMHUKO-TEHETUYECKHUX BapHAHTOB
3a00JieBaHUs, KOIJa NPOBEACHHE  MOJIEKYJISIPHO-TEHETHUYECKOIO0  00CIeTOBaHMs
NO3BOJIMT ~ HE  TOJBKO  BepuduuupoBaTh  3aboieBaHMe, HO U  [OMOYb
NepCOHUPUIMPOBATE MEIUIIMHCKYIO TOMOIIb, OCHOBAaHHYIO HA TMOHUMAHUHU TEUCHUS
3a00JICBaHUS B KaXI0M KOHKPETHOM KIIMHUKO-TeHeTHUecKo# rpymrme [193].

Hecmotps wa 1O, uro IILJ], m cungpom 3uepra-Kaprarenepa, BrepBbie
ONHKCaHbl emie B Havane XX Beka, B HACTOsIIEe BpeMsl UX MOHUMaHHUE IpeTepreBaeT
MHO’KECTBO MU3MEHEHUH, B CBSA3H C BOBJICUEHHUEM MOJEKYJSIPHO-TEHETUYECKUX METOJIOB
JTMArHOCTHKH, YTO TIO3BOJIET MOJONTH K MpoOjeMe JaHHOTO 3a00JieBaHUS B HOBBIX
pakypcax [9]. CoBpeMeHHbIE METOJbI MOJEKYJISIPHO-TCHETUUECKOW JTUArHOCTHKH |
MOHMMAaHNE TeHETUYECKUX MCTOKOB 3a00JIEBaHUS OTKPHIBAIOT MEPCIIEKTUBY HE TOJIHKO
MOBBICUTh KA4eCTBO JMATHOCTHYECKHX MEpONPHUATHH, HO © MPOTHO3HPOBATH
BO3MOXKHBIE BapHaHThI T€UEHUs 3a00JI€BaHUS, OCYIIECTBIATh NEPCOHUPHUIIMPOBAHHYIO
TEpamuid Ha OCHOBE BBIABICHHBIX JE(PEKTOB  YIBTPACTPYKTYpPhl  PECHUYKH.

HCCJ’IGI{OB&HI/IC OTHX aCIICKTOB Hp06HeMH BC€CbMa aKTyaJIbHO.
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I'masa 2. MATEPUAJIBI U METOAbI UCCJIEJOBAHUA

2.1 Jlu3aiiH uccjaeq0BaHMsl, XapaKTEePUCTHKA Py NANUEHTOB

UccnenoBanune npoBoaminock ¢ 2021 mo 2023 roasl. Bee netu, yuacTBOBaBIIME B
UCCJICIOBAHUM, SIBISIMCh TAIMEHTAMU OTIEJICHUS MYyJIbMOHOJOTUHU (3aBeayromias
orneneHueM - kK.M.H. Cokonosa JI.B.), B oTaene XpOHMYECKUX, BOCHAJIUTENIbHBIX W
alJIepruueckux OoJie3Hell Jierkux (3aBenyloluid OTAeNoM — 3aci. pabOTHUK
3npaBooxpaHeHus: Poccuiickoit denepanuu, a.M.H., npodeccop Muzepuuukuii FOpuit
JleonnnoBuu) o06ocobsieHHOro CcTpykTypHOTrO moapazaeneHus GI'AOY BO PHUMY
uM. H.W. TIluporoBa - HayuyHo-uccneqoBaTenIbCKOM KIMHUYECKOM HHCTHUTYTE
neauaTpud U JIeTCKoM xupypruum umeHu akaaemuka FHO.E. Benprumena (MHCTHUTYT
Benbruiiesa) (nupektop - 1.M.H., npodeccop MopozoB JIMuTtpuii AHATOIHEBUY).

HccnenoBanne MpOBEIEHO B COOTBETCTBUU C MPHUHIUIAMH XEJIbCHHCKON
JIEKJIapaliy 10 MpaBaM 4yejoBeKa « DTHUUYECKUE MPUHIUIIBI MPOBEICHUS MEIUIIMHCKUX
MCCJIEIOBAHUM C y4acTHEM YeJIOBEKa B KaueCTBE CyOBEKTa MUCCIEIOBAHUS U 0JJ00PEHO
JIOKaJIbHBIM 3THUYECKUM KOMHUTETOM O0OCOOJEHHOrO CTPYKTYPHOrO MOApa3ieieHus
OI'AOY BO «PHUMY um. H.W. ITuporoay M3 P® — HMKU nenuatpuu U 1eTCKOM
xupypruu uM. akan. FO.E. Benptumena (mporokon Ne4 ot 15.12.2021).

st uccnenoBanust ObuUTM OTOOpaHbl 2 TPYIIIBI MALMEHTOB. JleTH ¢ mepBUYHON
HWIKMApHON JuckuHe3ueu, Bcero 180 wyenoBek, M Trpymnma JAeTed ¢ Apyrou
OponxoneroyHoit natonoruei, scero 100 nereid. B rpynne nereit ¢ I[1L/], tuaruos 6s1
MOATBEPAKACH B COOTBETCTBUM C aKTYaJIbHBIMM KIMHMUYECKUMH PEKOMEHIAIMUSIMU
«[lepBuunHas 1unMapHas guckuHesus» [6]. I'pymnma mereit ¢ apyroit OpOHXOJETOYHOM
narosorvuen Bkioudana B ceos 100 yenoBek cTpaJaroIiuX XPOHUYECKUM 3a00JieBaHUEM
OpPTaHOB JIbIXaHWsI, TAKUM Kak: OpOHXHaJbHAas acTMa, MYKOBHUCIIUIO03, XPOHUYECKHM
OpOHXUT, UHTEPCTUIIHAIBHOE 3a00JICBaHUE JICTKHUX.

N3 180 pmereil ¢ mepBUYHOW IMIMAPHOM NHUCKUHE3WeW BblOpaHbl 80 4YenoBeK,
KOTOpble OBUIM BKIIOYEHBl B  MOJEKYJISPHO-TEHETHUECKOe O0OCieAoBaHue, ¢

MoCJeAYIoIIeH cTpaTudUKAIUeH MO KIMHUKO-TeHeTUUeCKUM rpymnmnam. Y Bcex 80 nmereit
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Obuto 2 u Oojee TrocCHUTAIM3alMd B OTAeNeHHWE MmyiabMoHonorun WHcTuTyTa

BenpTumena, naunnas ¢ 2006 roga. [lu3aitn uccnenoBanus npeactasieH Ha Pucynke 8.

JleTu ¢ XpOHUYECKOH OpOHXO0JIETOYHOM MaToJIOTHel, HaOII0/1aBIIHeCs B

oTAeneHn: myabMoHosoruu MuacTrTyTa Benprrmena (n=280)

v v

Jletm ¢ 1OpyrumMu  XpOHUYECKUMH JletTmh ¢ TIEpBUYHOM  IWJIMAPHOU

OpOHXOJICTOYHBIMU 3a00JICBAHUSIMHU nuckuHesner (N=180)

(n=100)
]
\ 4
KourponbHas  rpymnna I'pynma NEeTEeN, KOTOPBIM
(n=100) IIPOBENICHO MOJIEKYJISIPHO-
T€HETHYECKOE oOcJiietoBaHme
K(n:80) /

v
Beinenenne KJIIMHUKO-
TeHEeTHYECKUX rpyII C

MOCJIEAYIOIIEN XapaKTEPUCTUKON
\4 v \4

Coznanune moaudukanuu auarnoctuyeckon mkaiasl PICADAR

Pucynok 8 — Jluzaiin ucciaenoBaHusl.

Jlyist otOopa marueHToB B UCCIIENOBAHNE UCTIONBb30BAIUCH CIIEMYIONTNE KPUTEPUN

BKJIFOUEHUS U UCKITFOYEHUS.
Kpumepuu exniouenusi:
1. Bospacr ot 1 roga no 17 net 11 mecsues.

2. Y cTaHOBIECHHBIN AWardo3 ICpBUYHadA LUIHMapHad JHUCKUHCE3UA, Ha
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OCHOBaHUH KJIIMHUKO-aHAMHECTUYECKHUX u MHCTPYMEHTAJIbHBIX JAHHBIX,
pErIaMEHTUPOBAHHBIX KIMHUYECKUMHU peKoMeHAanusaMu o nuarnoctuke [T, nmubo
JIPYrod XpOHUUYECKON OpOHX0JIETOYHOM MATOJIOTHH.

3. Hammare no0poBOasHOTO MHPOPMHUPOBAHHOTO COTJIACHS Ha IPOBEICHHE
oOcye0BaHusl, MOJIMUCAHHOE 3aKOHHBIM MPE/ICTABUTENIEM U NAIMEHTOM cTapiie 14 ner.

Kpumepuu ucknrouenus:

1. JIuua crapie 18 ner.

2. OtcytcTBHe  AOOpPOBOJILHOTO  MH(POPMUPOBAHHOTO  COTJlacMs  Ha
oOclieloBaHKe, MOAMUCAHHOTO 3aKOHHBIM MPEICTaBUTEIEM M TMAllMeHTOM cTapiie 14
JIeT.

JleTsiM, COOTBETCTBYIOIIMM KPUTEPHUSIM BKJIIOUYEHHUS, MPOBOAWIOCH E€XKErOJIHOE
oOciieloBaHle B OTJEIEHUU MyiabMoHoNoruu MHctuTyTa BenbpTuinesa, rie B pamkax
TOCIUTANU3AIMKA OCYIIECTBISIIOCh KOMIUIEKCHOE OOCJEIOBaHUE C IIeJIbI0 OIICHKHU
COCTOSIHUS OpraHoB-MutiieHel (Pucynok 23).

B 3aBUCHMMOCTM OT T'€HETUUYECKUX BapUAHTOB, KOTOPhIC€ OBUIM BBISBJICHBI Y
narmenToB ¢ [1LJ1, chopmupoBansl cieayromue rpyIib:

l. Hetu, umeronye ne@exkTbl B TreHaxX, KOAUPYIONIUE OCJNKW JUHEHHOBBIX
pyuek (DNAH11, DNAH3, DNAH5, DNAI2, ODAD1, ODAD3) — 30 nereii.

. Herun, nmerommue aeeKxThl B reHax, KOJAUPYIOIMKe OeIKH Mmpolecca COOpKU
munn  (pre-assembling factor) (CCNO, CFAP300, DNAAF1, MSIDAS, DNAAFG6,
ZMYND10) — 13 neTeii.

1. Jletu, umeromue nedexTbl B TeHaX, KOAUPYIOIIUX OCIKUA LEHTPAIbHOM
napel Mukporpyoouek (central complex) (HYDIN, CCDC39, CCDC40, DRC1,
RSPH4A, RSPH1) - 14 neteid.

V. Jletm ¢ mnepBUYHOM IMIMAPHON AUCKUHE3WEH, y KOTOpPBIX HE ObUIU

nuddepeHnupoBanbl 1ePEeKTH B TeHax, 00yCIOBIMBAIOIMINX 3a00ieBaHNE — 23 JeTeH.



35

2.2. Meroabl HCCIe10BAHNSA

2.2.1. KinHuKo-aHAMHECTHYECKHE MeTOAbI 00C/IeI0BAHNSA

VY nereit U 3aKOHHBIX MIPEJICTaBUTENIEH cOOMpAlICSd aHAMHE3 KU3HU U HACTOSAIIETO
3a00yieBaHus, BKJIOYAIOMUA B ceOs CeMEWHBbIH aHaMHEe3, aHaMHEe3 TEYCHUS
OCpEeMEHHOCTH W POJOB y Marepu pebeHka. DUKCHUPOBAIHCH OTITOIMICHHOCTH
CEMEHHOT0 aHaMHe3a MO0 OpPOHXOJErOYHOM MAaTOJOrHMU, XPOHHYECKOW MaTOJOTHU CO
ctopoubl JIOP-opranoB. Ilpu cOope anamHe3a 3a0oseBaHusi (UKCHPOBATIUCH
MATOJIOTHYECKUE COCTOSIHHSI B HEOHATAIBHOM TIEPHOJE, KAIOOBI, MPOIOKATEILHOCTh
1 3G(dEKT OT MPOBOJMMOM TEpaNKH, B MOCIEAYIONIEM 0C000€ BHUMAaHUE MPUJIaBAIOCh
BO3pacTy MaHudecTaluu kajaod U MATOJOTMYECKUX COCTOSHUM, CBSI3aHHBIX C
OCHOBHBIM 3a00JIeBaHMEM, a HMMEHHO: Kalllellb, CTOMKOE 3aTpyJHEHHE HOCOBOIO
JBIXaHUs, pPeUUIUBHUpYIONME HHGEKIMOHHbIE 3a00JI€BaHUSI HUXHUX JbIXaTEIbHBIX
MyTeH, PUHOCHHYCHUTHI, OCTPBIE CPEIHUE OTHUTHI, JOIMOIHHUTEIBHO PETUCTPHPOBAIICS
BO3pacT BepuduKanuu JuarHosa. B pamkax cOopa aHaMHe3a MPOBOAWIOCH
ankerupoBanue mo mkaiae PICADAR, ¢ mocrmenyromiei perucrparueii moy4eHHOTO
6anna (Tabnuma 1).

B navane oOciemnoBaHusi MPOBOIUIICS KIMHUYECKHH OCMOTp Bcex aeteil. [lpu
OCMOTpe oOpamiaiy BHUMAaHHE Ha HaJUYHe TaKUX KIMHAYECKUX TNPHU3HAKOB, Kak
KallleJb, 3aTPyJHEHUE HOCOBOTO JIBIXaHMS, CHIDKEHHE CiIyXa, Hamudue nedopmaruu
JTUCTANBHBIX (DaJaHT MaJbIEB PYK U HOT. [Ipr moMoIu ayCKyIbTalliy BBICTYIITUBAIUCH
MATOJIOTHYECKUE JbIXaTeIbHbIC IIYMBI. [Ipu momomm HEmocpeACTBEHHON MEPKYyCCHU
OTIpEJIEISUICS 3BYK HAJl TOBEPXHOCTHIO JIETKUX. 32 BpEeMsI TOCTIUTAIIU3AINHN BCEM JIETIM
TIPOBOJIMIIN ©KETHEBHBIX KIIMHUYECKH OCMOTP, BKIFOYAIONIUH ayCKYIbTAIIUIO JIETKUX U
Cep/illa, U3BMEPEHNUE BUTAJILHBIX MMOKA3aTEICH.

Bcem nersiMm mpoBOAMIMCH AHTPONIOMETPUYECKHE HM3MEpPEeHHs (Macca Tena u
JuHENHHoro pocrta). PocT u3Mmepsiics B caHTUMeETpax ¢ ToyHOcThio 10 0,5cMm, Ha
cTanmaptHoM poctomepe (Seca 220, ['epmanmsi), macca Teina B KWJIOTpamMMax

omnpeacisaiaCb ¢ TOYHOCTBIO OO 0,1 KI', Ha HAIIOJbHBIX MCAWMIHMHCKHUX OJJICKTPOHHBIX
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Becax (Seca 769, 'epmanus). Ouenka (puU3MYECKOTO Pa3BUTHUS JETE MPOBOAMIACH HA

OCHOBAaHUH LCHTUJIBHBIX Ta6J'II/II_I.

2.2.2. MHcTpYMEHTAIbHbIE METOAbI UCCJICI0OBAHUS

OyHKIMA BHEIHEro AbIXxaHus. [lepKkyTaHHas MyJIbCOKCUMETPHUS MPOBOAMIACH C
nomometo myneMokcumerpa (ChoicaMMed, MD300M, Kurait). HccienoBanue
MIPOBOAMIIOCH YTPOM, B IOJIOKEHUU CHJISL. ATIIapaT HAaKJIaAbIBAJICS HA, IPEABAPUTEIBLHO
BBICYILICHHBIM, yKa3aTeJIbHbIM MaJiell MPaBOM PyKH, C MOCIEAYIOEed (pUKcaleil pyku
Ha CTOJE, HU3MEPEHHE IPOBOAWIOCH B TedeHue 30 CeKyHI ¢ MOCIeAyIolen
perucTpannen nokasarenis caTypaluuy KUciopoja B Kposu. CrinpomMeTpusi IpOBOAMIIACH
Ha CIEAYIOIIMM, MOocie TOCHUTAIM3alUu J€Hb, YTPOM, JI0 MpUEMa JIEKapCTBEHHBIX
IpenapaToB, B KaOMHETe (YHKIIMOHAIbHOW JWAarHOCTUKU, CHJIS, IIyTEM IPOBEICHUS
KOMILJIEKCA CTAaHAAPTU3UPOBAHHBIX JIBIXaTEJIBHBIX MAHEBPOB, C IOCIECIYIOLIUM
aHATM30M KPHUBOW «IOTOK-00beM», Ha ammapare Jaeger type masterscreen-body,
'epmanus. OnenuBanu mnokazatenn (HOPCHUPOBAHHON >KU3HEHHOM EMKOCTH JIETKUX
(DXEJI), obObema dopcupoBanHoro Beigoxa 3a 1 cekyngy (O®B;).
bonunnerusmorpadust mpoBoamiiach HemocpeACTBEHHO uepe3 30 MUHYT Tmocie
IIPOBEJICHUSI CIUPOMETPUH, IIPH aHAJOTUYHBIX YCJIOBHSIX, C BBIIOJIHEHUEM KOMILIEKCA
CTaHJAPTU3UPOBAHHBIX MAaHEBPOB, C MOCIEAYIOIIEH OLEHKOW JIErOYHBIX OOBEMOB
JeTel, KOMIUIAGHTHBIX K BBINIOJHEHUIO KOMaH/, Ha ammapare Jaeger type masterscreen-
body, I'epmanusa. OuenuBanu nokazarean OponxuanbHoro conpotusieHus (bC),
obmeit emkoctu jerkux (OEJI), ocrarounoro oobema serkux (OOJI).

Bcem nersm c TILJI mpoBeneHO KOMIIBIOTEPHO-TOMOTparueckoe NCCaeI0BaHNe
OpraHOB JbIXaHWd W MPUIATOYHBIX Ma3yX HOCa MPOBEJAEHA C MOMOIIBIO armapara
(Philips Ingenuty 64, Hunepmanzpl). MccnenoBanue mpoBOAMIOCH YTPOM, 10 IpHeMa
JEKapCTBEHHBIX TpernaparoB, 0e€3 TNPUMEHEHUS KOHTPACTHOIO YCWJICHUA H
aHECTE3UOJIOTHYECKOTO OCOOUSI.

Bce netn Obumn xoncynbTHpoBaHbl JIOP-BpauoMm, KOTOPHIM HPOBEAEH OCMOTP

HOP-OpFaHOB C IMPUMCHCHUEM OHJOCKOIMMYCCKHUX METOAOB, I OLCHKH COCTOSHHSA
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CIIM3UCTON CTEHKH IMOJIOCTe Hoca. Bce getw ObLIM KOHCYJIBTUPOBAHBI BpPayOM-
CYpAOJIOTOM C KOMIIJIEKCHOM CTaHIAPTU3UPOBAHHOM OLICHKOM COCTOSIHUSL OPIaHOB

ciyxa, ¢ npuMeHenreM ayauometpuu anmnaparoM GSI TympStar Pro™, CIIA.

2.2.3. MoJieKkyJISIpHO-TEHETHYECKAsl TUATHOCTHKA

Cpenu neteil ¢ MEpPBUYHOW MWJIMAPHOW MHUCKUHE3WehW oToOpaHbl 80 UeOBEK,
3aKOHHBIC MPEACTABUTEIN KOTOPBIX, MIPEIOCTABUIN JOOPOBOJIbHOE MHGOPMHUPOBAHHOE
corjacue Ha MpOBEAEHUE MOJIEKYJIIPHO-TEHETUYECKOTO 00CIE0BaHUSI.

C uenp0 NMpPOBENEHHS MOJIEKYJSIPHO-TEHETUYECKOTO AHAIW3a y NALHUEHTOB C
NEPBUYHON LMJIMApHON AMCKUHE3UWEeH NpOBOAMICS 3a00p BEHO3HOM KpoBu (3mil) B
BakyyMHble mpoOupku ¢ 0,05M pactBopom ODJITA. JlanmpHeiiliee wucciieqoBaHue
IPOBOAMIIOCH  METOJOM  IOJIHOTeHOMHOro cekBeHupoBanus (Whole Genome
Sequencing), co cpeaHeill riIyOMHONW NpPOYTEHHsS I€HOMa IOCIE CEKBEHUPOBAHHUS HE
MeHee 30x. KomnuecTBO MpoYMTaHHBIX HYKJIEOTHIOB HE MeHee 90 MUIIIMapIOB, THUII
IPOYTEHHUS MMAPHO-KOHIIEBOE/OJHOKOHIIEBOE. OOHAPYKEHHbIE T€HETHUYECKHE BapPUAHTHI
ObLIM  KJaccU(UUUPOBAHbI B COOTBETCTBUM C pekoMmeHmauusmu ACMG [95]. B
NOCJIEAYIONIEM NalUMEHTaM IPOBOJAMIIOCh CEKBEHHpoBaHHE 10 (CeHrepy € LEIbIO
CErperallMoOHHOr0 aHajau3a JUIsi BAPUAHTOB, BBIABJICHHBIX IPU IOJHOINCHOMHOM
cekBeHnpoannu JIHK. Oxcrpaknuio JIHK mnpoBogunym KOJOHOYHBIM METOIOM C
UCIIOJIb30BAaHUEM PEareHToB M KOJIOHOK u3 Habopa QIAamp® DNA blood Mini Kit
(QIAGEN, Germany). lns nposenenus 1P konnentpamuto [JJHK Hopmanu3zoBbeiBamu
JI0 BEJIMYMHBI SHI/MKJI. DJeKTpodope3 BHIMOIHUIN Ha FreHeTuUeckoM ananuzatope ABI
3500 (Applied Biosystems, USA). AHanu3 JaHHBIX — YCTaHOBJCHHE HYKICOTHIHBIX
MOCJIEIOBATEIBLHOCTEH, MPOBOAWIN C HCIOJIb30BAHUEM MPOrPAMMHOIO OOECHEeYEHUS

Variant Reporter™ Software v3.0 (Applied Biosystems, USA).

2.3. O0bem BbINOJTHEHHBIX Pa00T

OO0BbeM BBIMOJIHEHHBIX MCClenoBaHUM mnpenacraBieH B Taomuie 2. KomnuecTBo
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o0cieToOBaHHBIX JeTel 1 00BeM HCCleA0OBaHUN ObUT (PUKCUPOBAHHBIM HA MPOTSHKEHUU

HCCICAOBAaHUA.

Tabmuna 2 — KonudecTBo BBITOJIHEHHBIX 00ciemoBanuii gerei (N=280).

MeTton KommuecTso, N
Coop anamHese 280
AmnkerupoBoanue no mkaie PICADAR 280
®DusMKaIbHBIN OCMOTP, AHTPOIIOMETPHS 280
[TynbcokcumeTpust 280
OyHKIUS BHEITHETO JIBIXaHU 550
Aynuomertpust 180
KommbrotepHas Tomorpadust opraHoB IpyIHON KIETKU 180
KomnbrorepHast Tomorpadust IpuaaTOYHBIX Ma3yX HOCA 180
Koncyneranus JIOP-Bpaua 180
Koncynsranus cypaonora 180
KoHcynpranus reHeTnka 80
[TomHOE CEeKBEHUPOBAHUE TEHOMA 80

2.4. MeToabl CTATHCTHYECKOH 00PA0OTKY JAHHBIX

Bce pesymprarhl, MOJyYeHHBIE B XOJE€ HCCICIOBAaHUS, ITIPEIBApUTEILHO,
BHOCHJIMCh B 0a3y C HCIOJb30BaHMEM KOMIbIOTepHON mporpammel Excel 2016,
Windows, ¢ mocneayromieii cTaTuCTHIeCKo 00paboTKO#M pe3ynbTaToB.

Cratuctuueckyto 00pabOTKy pe3yJbTaTOB HCCJCAOBAHMSI TPOBOJIUIU C
UCIoyib30BaHueM mporpammbl Statistica 10.0, Windows. Pesynbrarsl npeacTaBieHbl B
BHJIC CPEIHHUX BEJIMYMH M OMUOKU cpearero (M+m), 1t HemapaMeTpHUeCKUX BEIIMYUH
- menuanbl (Me) u uaTepkBatmwibHOTO padmaxa (Lower Quartile (LQ) = 25-it u Upper

Quartile (UQ) = 75-it mepuentwin). J[as OLEHKH CTaTUCTHYECKOW 3HAYMMOCTH
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pa3IMuui MEXIy TPYNIaMH 10 U TOCJE JICUEHUs MPUMEHSUICS KpUTEpU BUIKOKCOHA.
CpaBHeHHE BCEX KOJIMYECTBEHHBIX IMPU3HAKOB B JABYX HE3aBUCHUMBIX TIpyIIax
pOBOJMIOCH ¢ TTomolblo U-kputepuss ManHa-YuTHHU, B Tpex U 0ojiee HE3aBHUCHUMBIX
rpynmnax ¢ noMmombio kputepus Kpackena-Yoiuumca. [Ipyu nmonydyeHun CTaTUCTHYECKH
3HAQUMMBIX Pa3IMuAid MEXAY HHUMH NPUMEHSJIOCHh IIOMApPHOE CPAaBHEHUE KaXKIOro
nokaszarens ¢ noMmouipro U-kputepusi MaHHa-YUTHH C HMCHOJIB30BAHHEM IONPABKU
boudepponn (p/m - Tae p- UCXOIHO 3aJaHHBIA YPOBEHb CTATUCTUYCCKON 3HAYMMOCTH
0,05; m - KOJIMYECTBO MAPHBIX CpaBHeHUM). JlJig aHaNM3a KaueCTBEHHBIX MOKa3aTene
HE3aBUCHUMBIX TPYIIN HCMHOJb30BaIM METOJ XH-KBaJpaT, a TAKXKE TOUYHBIA KPUTEPUIL
durepa s MaIbIX BBIOOPOK. CBSA3b MEXAY M3y4aeMbIMU MOKA3aTEISIMU OLICHUBAIN
0 pe3yibTaTaM KOPPEJSIIIMOHHOTO aHaliM3a C BBIYMCICHHEM Kod(dduimeHTa
koppessinuu Crnimpmena (R). Yactoty amneneit Beruucisinu no dopmyne: /2N, rae N
KOJIMYECTBO pa3 BcTpedaemMocTH aiienss (y TOMO3WIOT OH YYHUTBHIBAJICS JBAXJIbI).
OtHocutenbhbii puck (OP) 3aboneBaemoctd BhMUCHUIM 1O MeTony Woolf 1o
dbopmyne: (ax d)/ (b x ¢), rae: a - KOIUYECTBO OOIBHBIX, UMEIOIIUX JAHHBINA T'€HOTHIL,
b - Komu4ecTBO OONBHBIX, HE MMEIONIUX JaHHOTO TEHOTHUIIA, C - KOJUYECTBO 30POBBIX
JieTel ¢ JaHHBIM TE€HOTUNOM; d - KOJUYECTBO 3/I0POBBIX JeTel, HE UMEIOIINX JTaHHOTO
reHoturna. B Tom ciydae, Korjga oAauH U3 MokaszaTtenei Obul paBeH () OTHOCHTENbHBIN

PUCK, BEIYHUCIISLIN TI0 popMmyiie, MoauduimpoBanHoit Haldane st manbix uucen.



40
TJIABA 3. PE3YJIbTATBI COGCTBEHHBIX UCCJIEJJOBAHUI

3.1. O0mas XapaKTepUCTUKA NALMEHTOB ¢ NePBUYHOI HMIUAPHON JUCKUHe3N el

[IpoBeneHO KOMIUIEKCHOE KIMHUKO-MHCTPYMEHTAIBHOE W MOJICKYJISIPHO-
reHetudeckoe oocienoBanue 80 aereit, B T.4u. 47 (58,75%) neBouex u 33(41,25%)
MaJb4MKOB M3 73 ceMmMed, Mpu KIMHUYECKOM M JIaOOpaTOPHO-UHCTPYMEHTAIBHOM
oOcye0BaHNM OBLITN BBISBIICHBI CIICU(PUYECKUE MMPU3HAKH, KOTOPBIE COOTBETCTBOBAIH
M. Cpenu anamuszupyemoit rpynmnbl y 36,25% (N=29) geteil oTMeueH YaCTHBIN
cryuair IIIJ], a wmenHo cuHapoMm Kaprarenepa, y 63,75% (n=51) mnpusHakoB
reTepOTaKCHH, MHBEPCUH BHYTPECHHUX OPTaHOB, HE BBISBJICHO.

Cemeitabie ciaydyan coctaBmin 8,75% (n=7), uzonmpoBanusie 91,25% (n=73).
Bo3spacTtHoil cocTaB BeIOOpKHU BapbupoBai oT 1 roga go 17 net 11 mecsiiies.

JIns manueHToB C NEPBUYHOM UMJIMAPHOW IUCKUHE3WEW CBOWCTBEHHO paHeEe
Hayayio 3a00JIeBaHMs, B CBSA3U C 4eM 0c000€ BHUMAHHE MPUIACTCS aHAMHE3Y KU3HHU B
nepuojie HoBopoxkaeHHocT. Cpeau oocnenoBanubix aerei ¢ LT 72 (90%) poauuch
nonomeHHbIME, 8 (10%) - HemoHorieHHbIMH. OTHMMH M3 TEPBBIX MPOSBICHUH,
BcTpewaBmmxess 'y gereit ¢ IILJ[ Obui: pUHUT HOBOPOXKACHHBIX, BPOXKICHHAs
MHEBMOHHUS, OCTpBI pecnupatopHbiii  auctpecc-cuuapom (OPJIC), TpeOyromuii
pECTUPATOPHOM MOAAECPKKU, PEHTTCHOJIOTHYECKH BEepUDUIIMPYEMBbIEC aTeIIEKTAa3bl.

JlaHHBIE M3MEHEHUs 3apeTUCTPUPOBaHbl y 62 (77,5%) HOBOpPOXKACHHBIX, a y 18
(22,5%) neteit B HEOHATAIBHOM BO3pAacTe HE OTMEUEHO KaKHX-JTHOO MaTOJOTUYECKUX
COCTOSIHUM, CONIPSKEHHBIX C IEPBUYHOUN [IUIUAPHON TUCKUHE3UEH.

Cpenu pereét c¢ III{J] puHuT HOBOpOXAEHHBIX BcTpeuancs y 41 (51,25%)
pebeHKa, 4TO 3a4acTyl0 PacIleHHUBAIOCh, KaK TPaH3UTOpHOE cocrosiHue. OHaKo, OHO
PUOOPETAIO CTOWKHUI XapaKTep | SIBJSJIOCH PaHHUM MapKepOM HapyIIeHHs (PYHKITUU
UUJIMAPHOTO 3NUTENUsl. BpoxkieHHass mHEBMOHHMS 3aoKymeHTUpoBaHa y 34 (42,5%)
neted, u TpeboBana mpoBeneHUs aHTHOakTepuanbHOW Teparmmu. [Ipusnaku OPJIC,
TpeOYyIOLIEro PEeCHUpPaTOpPHOM MOJAEPKKH, ObUTM oTMedeHbl y 19  (23,7%)

HOBOPOKIACHHDbIX. v IO JaBJIAOMICT O OOJIBIIMHCTBA z[eTeﬁ oTMCYaJ1aCh
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KHCIIOPOJI03aBUCUMOCTh JI0 2-X Henelb. [loMruMo MpU3HAKOB, UMEIONMUX KIMHUYECKUE
MPOSIBJICHUS, JIETSIM C aHOMAJIMEH pPacMoJIOKEHUs BHYTPEHHUX OPraHOB IPOBOJIMIIACH
PEHTreHOJIOTUYEeCKasl JMAarHOCTHKa, MO pe3ynbratam kKotopoll y 3 (3,75%) nereit
BBISIBIICHBI IPU3HAKH aTEJIEKTa3a JISTKOT0, JIOKATM30BAaHHOTO (Y BCEX) B CpPEIHEH J0JIe.

OOpamaer Ha ce0sd BHHUMaHHe, 4YTO KIWHUYeckue mposiiaeHus [T,
pa3BUBIIMECS B HEOHATAJIbHOM MEpPUOJC, KYNMHPOBAIUCH, OJIHAKO B JaJIbHEUIIEM
Kaleab, PUHOpEs, PEIHUIMBHPYIONME OO0NMM B O0JACTH OPraHOB CIIyXa, CHUMIITOMBI
OpOHXOJIETOYHBIX UH(PEKIIMOHHBIX 3a00JI€BaHUN MOSBISUIUCH YK€ B IEPBOM MOJIYTOJUU

KU3HU pebeHkKa, B cpeiHeM B Bo3pacte 3,8 [AU 1,06; 6,62] mecsina sxu3nu (Tabmuia 3).

Ta6numa 3 — JIe0r0T OCHOBHBIX IposiBlieHUM 3a0oneBanus y aetreit ¢ I1LJ] (n=80), mec,

Me [Q5; Q95]

Kimmanueckoe nposiBinenue Bo3spacr, mec

PenmauBupyromiyie nHQEKIIMOHHBIE 3a001€BaHMs HUYKHUX JBIXaTEeNbHBIX MyTeH 5,91[2,9; 8,9]

CTOMKMH Kallelb 6,12 [3,03;8,94]
Croiikoe 3aTpyIHEHHUE HOCOBOTO JIbIXaHUS 9,6 [4,7; 14,5].
PenunuBupyromumii oTUT 25,4 [15,8; 35,0]
Punocunycut 32 [25; 38,9]

OCHOBHBIMHM KIIMHUYECKUMH TPOSBICHUSIMHU 3a00JICBAaHUS, PETUCTPUPYEMBIMU Y
nanueHToB ¢ [1IJ], sBuince CTOMKOE 3aTpyAHEHHE HOCOBOTO JBIXaHUS, €KEIHEBHbBIN
MaJIOIIPOIYKTUBHBIN/TIPOAYKTUBHBIM  KaIllleb, PEUUIAUBUPYIONHME HH(EKIIMOHHBIC
3a00JIeBaHUSl HIDKHUX JBIXAaTENIbHBIX IMyTeH, pEHUAUBUPYIONINEC WH(EKIIMOHHbBIC
3a00J1eBaHMS MPUAATOYHBIX Ma3yX HOCA, PEUUIUBUPYIOIIUE OTUTHI, IPOrPECCUPYIOIIAs
TYrOyXOCTb.

Pecniupatopubie 3a0oneBanusi y gered ¢ IIIJ] sBasiorcs oOnUraTHbIM
MPOSIBJICHHEM M BCTPEYAIIMCh Yy BCeX JeTel, pedrotupys ¢ 5,9 mecsnes [N 2,9; 8,9].
PecniupatopHbie 3a0o0ieBaHMs MPOSBISUINChL B BUIE MOAbEMa TeMIEepaTyphl Tela,
YCUJICHUS Kalllls, YBEJIMYCHUS O0beMa MOKPOThI, NPHUCOCIAUHEHUS CUMIITOMOB
MHTOKCHUKAILINHU, XapaKTEPU30BAIMCh CTOMKUM XAapAKTEPOM, M PErPECCHPOBAIMU IIPHU

Ha3sHaA4YCHUH aHTI/IMI/IKpO6HOﬁ TCpalinu.
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XKanobpl Ha CTOMKMI Kallelb PEerucTpUpOBaINCh B CpedHEeM C Bo3pacTta 6,12
mecses [N 3,03;8,94] u BcTpeyanuch y Bcex IETEH.

Croiikoe 3aTpy/lHEHHE HOCOBOTO JbIXaHHs oTMeueHO y 74 (92,5%) nereil, u B
cpenHeM Jie0roTupoBaio ¢ 9,6 mecsues xu3nu [ 4,7; 14,5].

B cBsa3u ¢ coxpaHsIomuMUCA Kalo0aMu CO CTOPOHBI BEPXHUX JbIXaTEIbHBIX
nytei u JIOP-opranoB, aetu nomnaganu B mnosne 3penus JIOP-Bpauel, KOTOpbIMU Ha
OCHOBAaHMHM OCMOTpPa ¥ PE3YJIbTaTOB PEHTITCHOJIOTHYECKOTO OOCIeIOBaHUS, OBLI
YCTaHOBJICH JWarHo3 puHocunycuta y 54 (67,5%) nereii. Hecmorps Ha Hanmuuue
CTOMKOrO 3aTPYJHEHHS HOCOBOTO [IbIXaHWS C TIEPBBIX JIHEW JKWU3HU, BIIEPBbHIC
pUHOCHHYCHUT (IO JaHHBIM MEAMIIMHCKOW JOKYMEHTAIMK) ObLI BEepH(HIMPOBAH B
Bo3pacte 32 wmecsaueB [AW 25; 38,9]. VYuuTeiBag peUUAMBUPYIOUIUMNA XapakTep
MH(EKIMI BEPXHUX JbIXaTEIbHBIX MYTEH, MOMHUMO BOCHAJIUTEIBLHOTO Mpoliecca B
MPUIATOYHBIX MMa3yXaX HOCA, TAKKE PErUCTPUPOBAIIOCH BOCIAJIEHUE B OpraHax ciiyxa B
BU/JIC PELIMIUBUPYIOLIETO CPEIHETO OTUTA, N€OI0T KOTOPOro ObLI 3aJOKYMEHTUPOBAH Y
50 (62,5%) nereit B Bo3pacre 25,4 mecsues [N 15,8; 35].

Onenka (QU3MYECKOTO Ppa3BUTUS  SBISETCSA  BaXHBIM  MPOTHOCTHYECKUM
kpurepuem teueHus IIL[J] y pered, 4To MO3BOJSAET KOCBEHHO OLEHHUTH CTENEHB
BBIPQKEHHOCTU XPOHUYECKOTO BOCHAJIEHUS M, TaK Ha3bIBAEMOr0, HWCTOUICHUSA
opranmzma peOenka. I[lpu ormeHke QU3NUECKOro pa3BUTHSA MO TMEPLUEHTUILHBIM
TabauIaM JeTH ObUIM MPECTaBICHBI BO BCeX Kopujopax ¢ 3 mo 97 1meHTWIU, OJHAKO
MeJIMaHa Macchl M pocTa cooTBEeTcTBOBaNA SO EHTHUIIIO.

YuuThIBasl CyIIEeCTBYIONINE TAHHBIC O HAIMYWHU MPOTPECCUPYIONICH AbIXaTeIbHON
HenocTtaTtouHocTh y aerer ¢ [IL/], ¢ menpro OLEHKH HACBIIMIEHUS KUCIOPOJOM KPOBH,
BCEM JIETSAM IPOBOJAWIIACH NMEPKYTaHHAs MyJdbCOKCUMETpUs. 110 mJaHHBIM MEpKyTaHHOM
MyJILCOKCUMETpUM B obmiei rpynme aeteit ¢ ITIJ] oTmeuancs HOpMallbHBIN YPOBEHb
caTypallid KHUCIOpOoJa B KPOBU, YTO TOJIOKUTEIIBHO XapaKTEPU3yeT TEUYEHUE

NEePBUYHON IMJIMAPHON JUCKUHE3uu. B oOmiedt rpyrie nerel MaHHBINA TMOKAa3aTeNb

coctaristn 97,42% [JIN 97,02; 97,81] (PucyHok 9).
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Pucynok 9 — Pacnpenenenne SpO, y nereit ¢ [T (n=80), %.

[Ipu mpoBeneHNM WHCTPYMEHTAIBHOU OIEHKH COCTOSHHUS OPTaHOB JIbIXaHUS, a
WMEHHO KOMIBIOTEPHOIN TOMOTpaduu OpraHoB TPyAHON KJIETKH U (DYHKIIMH BHEIIHETO
JIBIXaHUS, OTIPENICTISUTUCH CIICTYIONTNE N3MEHEHHUS.

[To pesyneraram KT opranoB pgeixanus y 43 (53,75%) omnpenensiuch
CTPYKTYpHBIC U3MEHEHHS JIETKUX B BHUJIE aTEJICKTAa30B B 00JACTH CpeIHEH M HIKHUX
noner. CaMoil paclpOCTPAaHEHHOM JIOKAIU3alMeN MOPAXKEHUS SIBISIACH CPEIIHSS OIS
aerkoro (S4, S5), usmeneHuss B KoTopoil ompexaensiuck 'y 41 (y 94,7%). B
JIOJITOCPOYHON TepCrekTuBe, Oonee 1 roma, maHHbIE U3MEHEHHUS COXPAaHWIUCh y 36
(83,1%) nmereii.

Onenka ¢yHKIUA BHEIIHETO JBIXaHUS OCYIIECTBISIACH E€XKEroJHO BCEM
naryeHTaM, KOTOPhIE MOTJIM KaueCTBEHHO BBHITIOJHUTD JbIXaTEIIbHBIC MAHEBPHI U OBLITN
KOMITJIACHTHBI TTOCTaBJICHHBIM 3amadaMm. llpw aHamm3e mokasarenedl MpeablayIInx
TOCTIUTANIU3ANMKN 3HAaYeHUs (POPCUPOBAHHOM >KM3HEHHOW EMKOCTH JIETKUX B OOIIeH

rpyIIe naueHToB cocTapisiio 79,94% [N 78,26;81,63] (Pucynox 10).
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Pucynoxk 10 — Pacnipenenenue nokasareneid @XKEJI y geteit o0ieit rpymnbi.

[Tokazatemu O®B; y manueHTOB O00IIEH TpyNIbl COOTBETCTBOBAIM HIKHEH

rpaHuIle HOPMBI U cocTasisum 78,69% [[AW 76,7;81,63] (Pucynok 11).
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Pucynok 11 — Pacnpenenenue nokazateneit OOB; y nereit o01ieit rpynmsi.
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Bcewm narnuentam npoBoauiaack 6onurieTu3Morpadus, KoTopasi cautaercs 0osee
YYBCTBUTEJIBLHBIM METOJIOM OIIEHKH COCTOSIHUS OPTaHOB JIbIXaHUs, MO3BOJISET MOTYUYUTh
JaHHBbIC cTaTHYeCcKuX 00beMoB. JIist mamueHnToB ¢ I11J] ogHuM U3 KIIOYEeBBIX 3HAUCHUM
ABJIAETCS MOKa3aTellb OPOHXHAIBHOIO CONPOTUBIEHUA. Y aereil oOmei rpynmsl BC
coctaBuio 127+48%. C ueinbto onpeaeieHrus HEPaBHOMEPHOCTH JIETOYHOW BEHTUIISALIMHI
MPOBOAMIIACH OIIEHKAa OCTAaTOYHOTO oO0BbeMa JIETKUX, KOTOPBIM IIOBBINIAETCS TPH
HAJIMYUU TPU3HAKOB OPOHXHUAIBHON OOCTPYKIIMH, XapakTepHo# ams naruenTos ¢ [TLJ1.

B ananusupyemotii rpymnmne OOJI cocraBun 182,15+59,34% (Pucynok 12).

Pacnpegenexwve nokazatenei OOJ
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60 | "\
50 | \

40 t \

Ne Habn.

2t s

10 + \
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Pucynok 12 — Pacnipenenenue nokazareneid OOJI y manreHTOB 00IIEH IpyIImbI.

B pamkax Oomumnnerusmorpaduu, mam@eHTaM C T[EePBUYHON  IHJIMAPHOM
JTMCKUHE3UeH, TPOBOAMIACKH OIIeHKa 00I1Ie €eMKOCTH JIETKUX, KOTOpasi BKJIFOYAET B ceOsI
JKU3HEHHYI0O €MKOCTh JIETKMX M OCTaTouHbIH o0beM. Cpeau Bcex aHaIUu3HPYyEeMbIX
MaIeHToB 0011as eMKOCTh Jierkux coctaBmia 107,6+15,28%.

I[ToMMMO  OILICHKM  COCTOSIHMSI ~ OpPraHOB  JbIXaHWS, BCE€ JIETH  ObUIU
npoKOHCYIbTUPOBaHbl JIOP-BpauoM U CypaoJoroM ¢ 1eibto oneHku coctosiHust JIOP-
opraHoB. Ilo pesynpraram koHcynbTauuu JIOP-Bpaua mnpu3HaKu XpOHUYECKOIO

puHocuHycuta BepuduimpoBanbl y 56 (y 70%) nered. XpoHUYECKU CpEAHUN OTUT
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TuarHoctupoBat y 46 (y 57,5%) nereii, cpenu kotopsix y 14 (y 17,5%) Oblna BeisiBICHA
KOHJYKTUBHAS TYTOYXOCTh PA3JIUYHON CTETICHHU.
[Tocne MIPOBEICHHSI MOJIEKYJIIPHO-TEHETHIECKOTO oOcienoBaHus
UACHTUGUITMPOBaHBI BapuaHThl 20 TE€HOB, OTBETCTBEHHBIX 3a Pa3BUTHE TMEPBUYHOMN

urapHon auckunesuu (Pucynok 13).
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Pucynok 13 — ChexkTp TeHEeTHYEeCKMX BapHAHTOB, BBIABICHHBIX B aHAJIU3UPYEMOM

BI)I60pKe IMaKCHTOB B IIPOLICHTAX.

B xoxe ononHpopmaTuieckoro aHaausa ObuTo BoisgBiieHO 57(71,25%) maiueHTOB
C BapuHaHTaMU TE€HOB, cCBs3aHHbIMH ¢ Qenotunom IIIIJ]. W3 wHux 31(54,38%)
O0OHApYKEHHBIX 3aMEH SIBJIAIOTCS MaToreHHbIMH, 16(28%) — BEpOsITHO MAaTOT€HHBIMU U
11(19,29%) — BapuaHTBhI C HEW3BECTHBIM KIIMHUYECKUM 3HadyeHueMm. Hawbosee yacto
BOBJICKAEMBIMUA B TIATOTCHE3 MEPBUYHON IMIIMAPHOW TUCKWHE3WH T€HAMHU OKa3alUCh
reusi  DNAH 5 (24,5%), DNAH11l (14%), HYDIN (8,7%), DRC1 (5,26%),
DNAAF6(5,26%), DNAAF1(5,26%), CCNO (5,26%). YV 23 u3 80 HaOmrogaBIIuxcs
JeTei He OBIJI0 OOHAPYKEHO MATOTEHHBIX OMANlIebHBIX BApUAHTOB, OTBETCTBEHHBIX 32

denorun [T, ato cocraBmsiet 28,75% ([Ipunoxenne Nel).
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B cooTBercTBUM ¢ UMEIOUIMMUCS NaHHBIMH MHPOBOW JHUTEpaTypsl y 24-26%
narueHToB ¢ [II[JI mo pe3ymbraraM TOJHOTEHOMHOTO CEKBEHHPOBAHUS HE OBLIN
OoOHapy>KeHbI TATOT€HHBIE, BEPOATHO MATOTEHHBIE TeHETUUYECKUE BAPUAHThI U BAPUAHTHI
HESCHOTO KJIMHMYECKOro 3HadeHus. OTCYTCTBHE TE€HETHYECKOTO IOJITBEPKIACHUS
NEePBUYHOM IMJIMAPHON JMCKUHE3UH OOYCIOBIEHO HEJAOCTaTOYHBIM, Ha JIaHHBIN
MOMEHT, KOJMYECTBOM CBEICHHI, O OeJIKax W TeHaX, BOBJEYEHHBIX B MPOIECC
HOPMAJIbHOTO  (DYHKIMOHMPOBAHHWS  LMIUU.  EXErogHo  perucTpupyrorcs U
OINMKCBHIBAIOTCS TE€HBI, cONpsbKeHHbIe ¢ popmupoBanuem genorumna I[1L1, B cBs3u ¢ yem
nalueHTaM, y KOTopbeix He Obul BbIsiBiieH reHotun [IIIJ[, pexomeHnnoBaH mepecMoTp
JTAHHBIX CEKBEHUPOBAHMS B OIpEACIICHHbIE OMOMH(DOPMATUKAMH U MEIULIUHCKUMHU

I'CHCTUKAaMH CPOKH.
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3.2. I'eHo-(peHoTUNIHYECKHE B3AUMOCBS3U Y 00JIbHBIX ¢ IEPBUYHON HUIHAPHOM

JTUCKHHe3uel

Bri6opka nanuenToB ¢ TILJ[ Bkimrouana 80 00IbHBIX, KOTOPBIX NOCIIE MOTYyYEHHUS
PE3yJIbTaTOB MOJIEKYJIIPHO-TEHETUYECKOTO OOCIIEJOBaHMSI pa3Jeuil Ha 4 TPYIIbI B
3aBUCHUMOCTH OT BBISIBJICHHBIX BapUaHTOB T'€HOB, OTBETCTBEHHBIX 3a (PEHOTHUI

IIEPBUYHOM LAJIMAPHON JUCKUHE3HH.

3.2.1. O01mas XxapaKTepucTHKA IPyNNbl NAllHeHTOB, UMEKIIUX JedeKThI B reHax,

KOAUPYIOIIMX OeJIKU INHENHOBBIX PyYeK

Bribopka nanuentos ¢ I/, 00ycioBieHHONW NMaTOJOrMYeCKUMHU BapUaHTaMU B
reHax, KOJUPYIOIUX OCJIKM JUHEHMHOBBIX pPYYEK, BKJIIOYMIIA JETed, Yy KOTOPBIX B
pe3yibTaTe MOJEKYISIPHO-TEHETUYECKOTO aHalih3a ObUIM BBISIBIIEHBI BapUaHTHl B 8
rerax: DNAH5, DNAH11, DNAH3, DNAI1, DNAI2, ODAD1, ODAD3, CCDC114.

['eHeTrueckoi mnpUYMHON 3a0o0yieBaHMsS dalle Apyrux ciydace 14 (46,6%)
COCTaBWIM mNartosiorndyeckue BapuanTbl TeHa DNAHS. benkoBblli TPOAYKT 3TOro reHa
GYHKIMOHUPYET B KAdyeCTBE OCHOBHOTO O€JiKa HAPYKHBIX JTUHEUHOBBIX PYYEK U
pacripeielieH paBHOMEPHO Ha BCeM MPOTSHKEHUM aKCOHEMbI pecHudek [142].

Cpenu manueHTOB JTAHHOW BBIOOPKH OTMEYAETCS HAUOOJIBbIIIEE YHUCIO JeTell ¢
oOpaTHBIM PACMOJIOKEHUEM BHYTpeHHUX opraHoB 17 (56,6%), paclieHEHHBIX Kak
cunapom Kaprarenepa. JloHomeHHbIMU poauinch 28 (93,24%) netei.

B nepunaTtanbHOM nepuojie U3MeHeHus 3apeructpupoBanbl y 24 (80%) nereit. B
aHaJM3UPYEMOUW TPyNIe pUHUT HOBOPOXKACHHBIX BcTpevancs y 19 (63,27%) nereit, uto
3HaYMMO dYalle, 4eM B oOIIeil Tpymme, TAe JaHHOE COCTOSHUE BeTpedanoch y 41
(51,25%) neteit. Bpoxaennas mHeBMoHUs 3agokymeHtupoBana y 10 (33,3%) nereit.
OPJIC, Tpebytoiiero pecimpaTopHoit moaaepkku y 5 (16,6%) HOBOpOXKICHHBIX.

B anammsupyemoii BEIOOpKe MaIreHTOB AeO0I0T 3a00JI€BaHUSI PETHCTPUPOBAIICS B
cpenHeM B Bo3pacte 1,3 Mmecsla *HU3HU, a JUarHo3 ObUT Bepu(UIUPOBAaH B CPEIHEM B

Bo3pacte 68,7 mecana xuznu [N 45,3; 92,0]. IIpu ouenke Bo3pacta yCTaHOBJICHUSA
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JIMarHo3a CYIIECTBYET CeMapanus MeEXAy NalUeHTaMU C HWHBEPCHEH BHYTPEHHUX
opraHoB u 0e3 He€. MeauaHa Bo3pacTa yCTaHOBJICHUS JIMArHO3a y JETe ¢ MHBEpPCUEH
BHYTPEHHHMX OPTraHOB cocTaBuia 16 MecsIeB )Ku3Hu, 6e3 uHBepcuu - 121 mecsir.

[Ipy aHaMHeCTHYECKON OLIEHKE TEYEeHHs 3a00JIeBaHUs CTOWKHM MPOTyKTHBHBIN
Kalesib OECIIOKOMI B cpeHeM ¢ Bo3pacta 5,8 mecsnes [[AU 1,2; 10,46] u oTMeueH y
Bcex 30 (100%) nereit. Croiikoe 3aTpyIHEHHE HOCOBOTO JbIXaHHE OTMEYEHO y 28
(93,25%) nmereli, B cpeaHem neOroTHpoBasio ¢ Bo3pacta 6 mecsmer [ 0,6; 11,4].
PeuunuBupytonme pecnuparopHbie HHPEKIUOHHBIE 3a00JIeBaHUSI BCTPEYAIUCh Y BCEX
30 (100%) nmereid, u B cpeiHEM JCOIOTHPOBAIIN C Bo3pacTa 7,36 MecsIIEB.

Co croponst JIOP-opranoB y 17 (56,6%) nereit oTMeUanuch peluaANBUPYIOLIUE
PUHOCUHYCHTHI, IEOIOT KOTOPBIX perucTpupoBaiics B Bo3pacte 38,7 mecsues [[AU 22,2;
55,3]. Co cTOpOHBI OPTaHOB CITyXa XPOHUYECKUE CPEIHUE OTUTHI 33I0KyMECHTUPOBAHbI
y 14 (46,6%) neteit, ¢ nebrorom B 29,2 mecses [[AU 4,9; 53,5].

[Ipu onenke ¢GU3MUECKOr0 pa3BUTHS MO MEPIEHTHIBHBIM Ta0IHUIAM JIeTU ObUIH
MPEJCTABICHBI BO BCEX KOpuaopax ¢ 3 mo 97 UEeHTUIb, OJHAKO MEIUAaHA MAaCChI
COOTBETCTBOBAJIA 25 IIEHTUJIIO, a pocTa - S0 HEHTUIIIO.

[lo paHHBIM MEPKYTaHHOW MYJbCOKCUMETPUU B TIEPBOM TPYIIIE JETEU C
MEPBUYHON LWIMAPHOW JTUCKUHE3UEH OTMEYaJICsi HOPMAIBHBIA YPOBEHb CaTypaluu
KHCI0pO1a B KpoBH, cocraBuBinmii 97,46% [JI1 96,93: 98,0].

ITo pesynpraTtam KT opranoB neixanust y 15 (50%) onpenensuiiuch CTpyKTypHBIE
W3MEHEHHS JIETKUX B BUJIE aTEJIEKTa30B B 00JacTU cpeAaHer M HKHUX nosei. Camoit
pacnpocTpaHEHHON JIOKaIU3aled MOpaKeHUs SIBJISUIACh CpedHsis 10Js Jierkoro (S4,
S5) B xotopoii uzmenenust onpenensiuck y 10 (93,3%) 6onapHBIX naHHOW rpymnmbl. B
JOJATOCPOYHOM MepCIeKTUBe, Oosee 1 roaa, 3T U3MEHEeHUs coxpaHuiuch y 13 (86,6%)
JeTel U ObUTH paclieHEHbI PEHTTEHOJIOTaMU KaK 30HbI KOHCOJIUIAIUH.

Ornenka (hyHKIIMM BHENTHETO JBIXaHUS OCYIIECTBISUIACH €XKETOAHO BCEM JICTSM,
KOTOpbIE MOTJM KauyeCTBEHHO BBHINIOJHUTH JbIXaTEIbHBIE MAHEBPHl W  OBLIH
KOMIUTAGHTHBI ~ UcclieoBanuto. [lpw  a”anu3e  mokaszarened  IpeablIyIIuX
TOCIUTANU3AMA 3HaYeHUSI (OPCUPOBAHHOM KUZHEHHOM €MKOCTH JIETKUX B MEPBOU

rpyIiIe naiueHToB cocTaBuiio B cpeanem 81,5% [JAU 77,5; 85,45].
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[Tokazatenu O®PB; gereil mepBoil Ipynmne COOTBETCTBOBAIM HM)KHEM T'paHUIIE
HOpMBI 1 coctaBmiu 79,8% [[IN 75,5; 84,11].

I[Tomumo  crnupoMeTpuu,  JAETAM  CTapliero  Bo3pacTta  IPOBOJAMIIACH
ooautieT3Morpadusi, o pe3yiabTaTaM KOTOPO OTMEUaINCh CIASAYIONMNE TTOKa3aTeu.
bponxunansHoe conpotuBiieHue coctaBmwio 115,96% [AN 105,9; 125,98]. IlokazaTenu
OCTaTOYHOTO0 O0BeMa JIETKMX cocTaBwid B cpeadem 184,9% [N 168; 201,8], uto
CBUJIETEIHCTBOBAJIO O 3HAYMMBIX OOCTPYKTHBHBIX HApYyMICHUSX W (POPMUPOBAHUU
«BO3AYUIHBIX JOBYIIEK». [lokazarenu oOuiell eMKOCTH JIETKUX OBLIM COMOCTAaBHUMBI C
o6mieit rpynmoi u coctasuan 107,3% [ 103,8; 110,85].

[To pesynpraram ocmotpa JIOP-Bpaua um cypposora OnpeneisuiuCh SBJICHHS
XPOHUYECKOTO PHUHOCHHYCHTA, XPOHUYECKOTO CPEOHEro OTUTAa W KOHAYKTUBHOU
TYroyxoctd. [Ipu3Haku XpOHUYECKOTO pUHOCHHYcUTa Bepudumpobansl y 18 (59,4%)
nererd. Xponuueckui cpennuit otut y 15 (50%) nereii, cpeau kotopeix y 7 (23,1%)
Obly1a BBISIBJICHA KOHAYKTUBHAS TYTOYXOCTh Pa3JIMYHOMN CTETICHH.

Tunu4HbIA TpUMep NalMEHTa TaHHOW TPYMIbl MOKET OBbITh MPOUJUTFOCTPUPOBAH
CJIEAYIOIINM KIMHUYECKUM MPUMEPOM.

Kaununveckuii npumep Nel

JleBouka X. 9 ner, HaOmrogaeTcs B mHCTUTYTe BenpTumena ¢ 2020 rona, B CBs3H
C ’Kajo0aMu Ha eXEeIHEBHBIN MPOYKTUBHBIN Kallle)ib, CTOMKOE 3aTpyAHEHUE HOCOBOTO
JIbIXaHUs, CHIDKEHHE CllyXa, 4YacThle pecnupaTopHble WH(EKIHOHHBIC 3a00JieBaHUS
JIbIXaTENbHBIX MMyTEH.

N3 anamHe3a HW3BECTHO, YTO JIeBOYKa OOJIbHA C TIEPBBIX JHEH KU3HHU, 4YTO
NPOSIBIISIIOCH B BHJIE  MPOTPECCUPYIONICH  JbIXaTeIbHOW  HEJOCTATOYHOCTH,
TpeOOBABIICH JAOTAIMK KUCIOPOJIOM. B CBsI3M ¢ 4eM MpoBOMIIACH MAacO4YHasi Teparus
KuciopoaoM. B pamkax oOTAeneHUS HOBOPOXKICHHBIX BEpUPHUIIMPOBAHO OOpaTHOE
pacCIlOJIOKEHUE OpPraHOB BHYTPEHHUX opraHoB. llocie KynupoBaHUs —SIBICHUIA
JIBIXaTeILHOW HEJI0CTAaTOYHOCTH peObeHOK ObuT Bhimucad. C 6 MecsieB MaTh OTMETHJIA
MOSIBJICHUE €XKEJIHEBHOIO MPOAYKTUBHOTO Kallljlsi, B CBS3U C 4YeM OOpaTWIMCh K Bpady-
neauaTpy, KOTOPBIM 3amoJ03peHO0 TeueHue ocTtporo Oponxurta. I[IpoBomunack

aHTI/I6aKTCpI/IaJII>HaH U MHraJLIMUOHHAas TCpamunsd CO C71a00II0JIOKUTEIIBHEIM 3(1)¢)€KTOM,
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XKaoObl Ha Kallelb COXpaHsUIMCh. B mocnenyromeM ¢ 8§ MecsleB KU3HH OTMEUYAEeTCs
CTOMKOE 3aTpyJIHEHUE HOCOBOI'O IBIXaHMS CO CIM3UCTBIM OTAeiseMbIM. 110 naHHBIM
MEJIMIIMHCKOW JOKYMEHTAllUH YYAaCTKOBBIM BpPAayoM IEIMATPOM NIPH Ka)XXJIOM BH3UTE
BBICIIYIIMBAJIUCh BIIAXKHBIE XPUIBI, B CBSI3M C 4Y€M IPOBOJAWIACH Tepanus
MHTQJISAIMOHHBIM TIIIOKOKOPTUKOCTEPOUAOM — OynecoHus. HecmoTps Ha qiuTenbHbIE
KypChl MHTASALMOHHON Tepamnmuu »*aiaoObl coXpaHsauch. B 2 roma 3apeructpupoBaH
NEPBBIA 3MU30]] CPETHEr0 OTUTA, B CBA3M C YeM MPOBOJWIACH aHTHOAKTepUabHas
tepanusi. B nocneayromem pedbenok Hadmogancs JIOP-Bpauom, KOTOpbIM C BO3pacTta
3,5 5eT IMarHoCTHPOBAH PELUMAMBHUPYIOIIMM PUHOCUHYCUT, PEKOMEHIOBAHA TEPAMMS
tonuueckuMu crepouaamu. Co cimoB Mambl 3(PQPeKkT Ha Tepanuu OTMedalcs
KPAaTKOBPEMEHHBIM, KaJOObl HAa  CIM3UCTOE, CIU3UCTO-THOWHOE  OTHAEsIeMOe
coxpaHsuicb. B Bo3pacte 4 m 5 jer »nu304bl BHEOOJBHUYHON JBYCTOPOHHEM
IMHEBMOHUH, MO0 TOBOJY KOTOPBIX HPOBOJMUIIOCH CTalMoOHapHoe yedenue. C 5 et
OTMEYAETCA OTXO0XKJICHHUE MOKpPOThI 3eineHoro usera. C 6 7neT Marb OTMEYaer
YXYILIEHUE COCTOSHUS B BUJAE YYaALIEHUs DIM30/I0B MOABEMA TEMIIEPATYD, YCUIIEHUS
Kalllisg, MPOSBJICHUN WHTOKCHKAaNUU. B TedeHwe roma peGeHOK mepeHec 3 »mu3oja
BHEOOJIbHUYHBIX TMHEBMOHUN pa3IMYHON Jokamu3anuu. PeOeHOK KOHCYJIbTHUPOBAH
IIyJIbMOHOJIOrOM 3aro1o3peHo teuenue [1L/], cunapoma Kaprarenepa, pekoMmeH10BaHa
rOCIUTANU3AIMS B MHCTUTYT BenbTuiiesa ¢ 1eabio Bepudukanum 3a001eBaHusl.

HacnencrBeHHbI aHaMHE3 JEBOYKH HE OTATOLIEH, OJTHAKO MAaTh U OTELl COCTOST B
TPOIOPOJAHOM POJICTBE.

[Ipy moCTyIUIEHUH COCTOSIHUE CpENHEN TskecTH, Temieparypa tena 36,4C, UHCC
98 yn.B mun., AJl 95\55mm.pt.ct. UJ] 24 B MuH. /[eBouka aKkTHBHA, allETHT U COH
coxpaHeHbl. Koxka umcras, cBoOomHas OT WH(EKIHMOHHONW W aUIePTrUYECKOM CBIMH.
BuaumMbie CIM3UCTBIE BJaXKHBIC, YHUCTHIE. 3€B HE TUIIEPEMUPOBAH, HAJOXEHUM HET.
HocoBoe npixaHue 3aTpyIHEHO, BBIICICHUS CKyAHble, ciau3ucTeie. Kamens
MPOAYKTUBHBIA C BBIJEJIECHUEM MOKPOTHI KEJITOBAaTOTO I[BeTa. B JIeTKUX HbIxaHue
IIPOBOJUTCS BO BCE OTHEIbI PABHOMEPHO, BBICIYIIMBAIOTCS CYXHWE CBUCTALIME XPUIIBI
PEUMYILECTBEHHO B HWKHUX OThenax crnpasa. OablIKA HE OTMEYeHO. TOHBI cepAla

SCHbIE, PUTMUYHBIC, BEPXYIICUHbIA TOJYOK ompenensiercss crapasa. JKUBOT OOBIUHOMN
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(bOpMBI, MATKHM, TOCTYNEH TIyOOKOW Manmbrnanuu, 0€300I€3HEHHBIN BO BCEX OTHETaX.
[Teuens u cenesenka He MaabIUPYOTCa. CTyNI 1 MOYEHCITYCKaHUE B HOPME.
B pamMkax rocmuTaNM3alMM  MPOBENCHO  KOMIUIEKCHOE  J1abopaTopHO-
WHCTPYMEHTaNIbHOE oOcienoBanue. [1o JaHHBIM reMOTpaMMbl 3HAYUMBIX OTKJIOHCHUH B

06HICM AHaJIN3C KPOBHU U OMOXUMUYECKOM aHaJIn3¢C, C OHGHKOﬁ r'ymopajJbHOI'O 3BCHA

UMMYyHHTETa He BhIsgBIeHO (Tabmuna 4).

Tabnuna 4 — JlabopaTopHble MOKa3aTeIu TeMOrpaMMbl IEBOUKHU X.

[loka3zaTenb Hopmel Pesynbrar
Jletikouuter(WBC), 10*9/n 4.50 - 11,50 5,78
Oputporutel(RBC), 10%12/n 3,90 - 5,50 5,04
["'emornobun(HGB), r/n 115 - 160 138
["'ematokput(HCT), % 34,0 - 45,0 38,9
Tpombouuter (PLT), 10*9/n 154 - 442 296
Heiitpodunsi(NEU), 10*%9/n 1,80 - 8,00 2,71
Jlumboruter (LYM), 10*9/n 1,20 - 6,50 2,57
Mounonutel (MONO), 10*9/n 0,24 - 0,60 0,42
Dozunoduisl (EOS), 10*¥9/n 0,000 - 0,300 0,06
bazoduier (BASO), 10*¥9/n 0,000 - 0,200 0,01
CKOpOCTb OCelaHMsI SPUTPOLIMTOB 10 Becteprpeny, mm/dac 2-15 10
[gE o6mmit, ME/mn 0,0 -115,8 18,8
imMyHOTITOOYITHH A, T/1T 0,400 - 3,500 1,54
Nmmynornooymus G, /1 6,50 - 16,00 13,48
MmmyHOTT00ymmH M, 1/1 0,50 - 3,00 0,89
C-peakTUBHBIN OCIIOK, MT/JT 0,0-5,0 0,4

[To manHBIM MOP(OJOTHUYECKOTO M MHUKPOOMOJOTHUYECKOTO aHan3a MOKPOTHI

ONPEAEIACTCS U3MEHEHHBIN - CIM3UCTO-THOMHBIM XapakTep, YMEPEHHOE KOJHMYECTBO

JCHKOIMTOB W  allbBEOJSIPHBIX  Makpo(daros,

KaK IIPOsBJICHUC

XPOHHYECKOTO

BOCHIAJICHUSA AbIXATCIIbHBIX HYTCI\/II, nmpun MI/IKpO6I/IOHOFI/IquKOM O6CJ'ICI[OBaHI/II/I BBIAIBJICH

pocrt Str. Pneumoniae 10*4 KOE (Ta6numa 5).
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Tabmuna 5 — Ilokazarenn Mop(}OIOrHUECKOro M MHUKPOOHMOIOTHYECKOTO aHaIMU3a

MOKpPOTBI I€BOYKH X.

[Toka3arenn Hopma Pesynbrar

Koncucrenuus Bsskas

XapakTtep Ciu3ucTo-rHOMHAs
ONUTEIUN IITOCKUN CIMHUY. EnvHu4HbIE B IpenapaTe
ONUTEIUNA HWIMHAPUYECCKUN e IMHNY. EnvHuuHbIe B penapaTe
AJbBEOJISIpHBIE Makpodaru, B 11/3p eIMHNY. 4-6 B 11/3p,CKOTUICHHS
JleiikoThI HE3Ha4. KOJI-BO 10-20 B 11/3p

OPpUTPOLIUTHI CAMHHY. EnuHuuHbIe

dropa OTpHIIAT. Str. pneumoniael0*4 KOE

[To naHHBIM KOMITBIOTEPHOW TOMOTpa(uH OPraHOB TPYAHON mosocTH - Situs

viscerum inversus totalis. [IposiBieHust 0OCTPYKTUBHOTO OpOHXHTA U OPOHXMOJIUTA HA

YpPOBHE HW)XXHHUX J0Jel, mpu3Haku (opmupoBanus (ulOpoarenekraza CpeaHed oI,

Y4acTOK JIMHEWHOMW KOHCOJHUAAIINU

B C8 cresa,

BHYTpHUrpyAHas tuMpoaneHonatus (Pucynoxk 14).

~—

T

CHEST <~

ung, iDose (5

[N

IIOrPAaHUYHO  BBIPAKCHHAS

m: 100.0%
WebGL 2 AP]

Pucynoxk 14 — KT opranoB rpyiHO# MOJIOCTH I€BOYKHU X., 9 JIET.
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[To gaHHBIM KOMIIBIOTEPHOM TOMOTpaduu NMPUAATOUHBIX Na3yX Hoca - [IpusHaku
ITOJIMIIOBUIHOTO PHUHOCHHYCHTA. HeBBIpaXKEHHOE CMELIEHHE HOCOBOM NEPErOpOAKH
BIpaBo. [Ipr3Hakyu NpPaBOCTOPOHHErO cpeaHero orura. l[Ipu3HakW ABYCTOPOHHETO

XPOHUYECKOT'O MAaCTOUIUTA. AJICHOUIBI HOCOTIIOTKH 1-2 cT. (PucyHnok 15).

' 512:x 512

WL = 1400/200
SINUS ' Zoom: 100.0%
Bone, iDose (5) WebGL 2 API

QZOMM’

Pucynok 15 — KT npugatoussix ma3yx Hoca JeBOYKH X., 9 JeT.

C 1enblo OLEHKU COCTOSIHUSA CEp/ilia MPOBEJICHO YIbTPA3BYKOBOE UCCIEAOBAHUE C
nonmeporpadueit. Ilo pesynbratam DXOKI' BbISIBAEHBI TPU3HAKUA JEKCTPOKAPIAMU:
JeBOC(hOPMHUPOBAHHOE TIPABOPACIIONIOKEHHOE Ccepiale ¢ '"3epKajabHOH'" WHBEpCHEH
KaMmep, KJanaHbl 0€3 MaToJoTuH, pa3Mephl OJIOCTEH B HOpME.

ITo pe3ynbpTaTaM OIeHKH (DYHKIIMHM OPTaHOB JIbIXaHUsS - YPOBEHb OKCHJIA a30Ta B
BbIIBIXaeMOM Bozayxe 4,6 ppb (N 10-20ppb). I[lo gaHHBIM MyJIBCOKCUMETPUU
IIPU3HAKOB TMIIOKCEMUH B TIOKOE HE BBIABIEHO: Sp02=97%. Criupomerpus: HCXOIHO -
nerkue cmemannbie HapymeHus (KEJI 81%, ®XKEJI 86%, ODB; 92%, ITOC 84%,
MOC25 86%, MOCS50 95%, MOC75 88%). [Ipo6a ¢ canr0yTamMoi0M COMHUTEIbHAS.

Pebenox  koHcynbTHpoBaH ~ JIOP-BpauoM,  KOTOphIM  BepH(pUIMPOBaH
XPOHUYECKUN MAHCUHYCUT U PEKOMEHJOBAHO OINEPATUBHOE JICUEHHE XPOHUYECKOU

natosiorur  JIOP-opranoB. Ilo pe3ynbraraM KOHCYJbTAIlMM  Bpaya-CypJoJiora,
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JTUAarHOCTUPOBAHO TEYCHHE JBYCTOPOHHETO OSKCYJATUBHOTO CPEIHEr0  OTHUTA,
pEKOMEHJOBaHA KOHCEpBATHUBHAS TEPATTHSI.

C 1menp0 MCKITIOUEHUsS] TEUCHHsI MYKOBHCIIH/I03a MPOBEJCH aHAIN3 Ha XJIOPUIBI
nora Ha ammapate «Makpogakt». [lo pesympraTam [OaHHOTO aHanmu3a YpPOBEHBb
XJOpUI0B ToTa coctaBuia 28 mMmonb/a (0-60 Mmonb/m — orpunarenbHbiit). Takum
00pa3oM, MyKOBUCIIHI03 Y O0JIbHOM OBLIT HCKITFOUEH.

C uenpio ompeeneHus MOABMKHOCTH IIMIMAPHOTO MUTEHS TpoBefeHa Opari-
OMOTICHUS CITM3UCTON BEPXHUX JBIXATEIbHBIX MyTEH MO pe3yIbTaTaM KOTOPOH BBISIBICHO
HapymieHne QyHKIIUA PECHUTYATOTO SIHUTEIHUS, B BUAC PE3KO BBHIPAKCHHOTO CHUKCHUS
YacTOTHl OWEHMSI PECHUYCK ITWIMAPHOTO DIHTENNS, B COYCTAHWH CO CHWKECHHUEM

NPOIICHTA MOABMKHBIX PECHUYCK ¥ M3MEHEHHOTO XapakTepa ux aBmwkeHus (Tabnuma 6).

Tabnuna 6 — Pe3ynbrarsl uccienoBanus GyHKIUHA MUIHAPHOTO AIUTENUS CIU3UCTON

000JI0YKH HOCa JIeBOUKHU X., 9 JeT.

[Tokazarens (HOpMa) Pe3ynbTar

JlBuraTtenpHas akTUBHOCTh pecHuuek | He nuddepennupyercs
npu yBenuueHun x 100 (Hopma —

AKTHUBHOE JIBIDKCHHE)

JIBurarenpHas akTUBHOCTH pecHuuek | [Ipumepno B 20% OumonrtatoB muddepeHnupyercs criabas
npu yBenuueHuu X 400 JIBUTATeIbHAs AKTHUBHOCTh. (OTMEUalOTCs BBIPAKEHHAS

MO3aNU4YHOCTb U ACUHXPOHHOCTDH ABWXKXCHUSA PECHUYCK.

I[BI/IFaTeJ'IBHaSI AKTUBHOCTb PCCHUYUCK Cnabas ABUTraTCl/ibHass AaKTHUBHOCTb IIPUMCPHO B 20%

npu yBenuueHnuu x 1000 ouonTaroB

% KJIETOK c noaswxHeIMHA | OT 10% 1o 60%
peCHHYKAaMH B IEJIbHBIX IUIacTax

"HopMma — 6oistee 90%
(Hop )

Xapaktep  JOBWKEHUs — pecHHuYeKk | Crnabo MmylbCUPYIOMINUN MM XaOTUYHBIH

(HOpMa - YHIYJTUPYIOIIHT)

YacTora nBuxeHus pecanuek (I'm) MakcumanbHas 3apeructpupoBansas 2,0

Mopdodonoruueckue 0COOCHHOCTH | PeCHMYKM 3HAUUTENHHO YITMHEHBI

KJICTOK HUJIMAPHOI'0 SIIUTCINA

3akIIro4eHue Peskoe napymenue nuauapHon QyHKINH.
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Takum o00pa3oM, yuuThIBas KJIMHHUKO-aHAMHECTHYECKUE JaHHBIC, Pe3yJbTaThl
MIPOBEJICHHOTO 00CIeIOBaHMs Y peOCHKa UMEET MECTO BPOXKJICHHBINM MOPOK Pa3BUTHUSA -
nepBUYHAs IIWIMApHas TUCKUHe3us: cuHapoM Kaprarenepa.

C uenbl0 TEHETHYECKOrO MOJATBEPXKIEHUS 3a00JeBaHUS MPOBEACHO IOJIHOE
CEKBEHHUPOBAHUE TIE€HOMa, C ToclenyronumM cekBenupoBanuem 1o Cenrepy. Ilo
pe3yibTaTaM KOTOpPOTO BBISIBJIEH MATOTEHHBIM BapHaHT B TOMO3WUTOTHOM COCTOSIHUU
rera DNAI2, mpuBomsmmii K u3MeHeHHIO B dk30He C.516+60G>T. IlaroreHHsnie
ouautenbHble BapraHThl B TeHe DNAI2 npuBoAT K pa3BUTHIO NIEPBUYHON HMJIMAPHOU
JTUCKWHE3WU HACJIEyeMOH M0 ayTOCOMHO-PELIECCUBHOMY THITY.

JlaHHBI ~ KIMHUYECKUH BApUAHT WJUIFOCTPUPYET OCOOEHHOCTH  TEUEHHUS
NEePBUYHOM  IUIMAPHOW  JUCKUHE3UM, XapaKTepHbIE [UIS  JIaHHOW  KJIMHHUKO-
TeHETUYECKOM TPYNIBl, a MMEHHO: OTSTOIICHHBIM HEOHATaJIbHBIA TEPUOJ, B BHUJEC
IPOrPECCUPYIONIEH  IBIXaTEIIbHOM HENOCTaTOYHOCTH, TpeOyromend KUCIOPOJHOU
NOJIEPKKHU, OoJiee MO3AHUN 1e0I0T Kallulsl, OTUTOB U PUHOCHUHYCUTOB B CPAaBHEHHHU C
npyrumu TpynnaMu. OTAenbHO oOpamiaeT Ha cebsl BHUMaHue 3amo3ainas JUarHoCcThKa
3a00JIeBaHUsI, HECMOTPS Ha SIPKYIO KIMHUYECKYIO KapTHUHY, a TaK)K€ BBISBICHHYIO C

NIEPBBIX JHEHN )KU3HU HHBEPCUIO BHYTPEHHUX OPraHOB.

3.2.2. O01mas xapaKkTepuCTHKA rPyNIbI NAIHEHTOB, UMEIOIIHX Jde(eKThl B reHax,

KOAMPYOIIHUX 0€JIKH NMpPeIBAPUTEIbHON COOPKH MU

Bribopka gereét ¢ IIIIJI, oOycrmoBieHHONW NATOJOTMYECKUMHU BapUaHTAMH B
reHax, KOJUPYIOIIHUX OSIKH MPeABaAPUTEIIBHON COOPKH ITUJINH, BKIIOUNJIA ITAIIHCHTOB, Y
KOTOPBIX B PE3yJIbTaTe MOJICKYJIIPHO-TCHETUYECKOTO aHaian3a ObLIM  BBISBIICHBI
BapuanTel B 8 renax: CCNO, CFAP300, DNAAF1, MSIDAS, DNAAF6, ZMYND10.
HauGonbmryro nonto cocraBmim Bapuantel reHOB CCNO, DNAAF1 DNAAF6, na nomnro
KOTOPbIX nputiiock 9 (70%) marueHToB JaHHOW TPYIIIIHI.

Cpenu nerel maHHOW BBIOOPKM YHCIIO JIETeM C OOpaTHBIM PaCIOIOKEHUEM
BHYTpEHHUX oOpraHoB coctaBwio 5 (38,5%), oHu ObLTM paciieHeHBI KaK CHHIPOM

Kaprarenepa. lonomenusimu poausiuch 11 (84,61%) nerei.
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B nepuHaranbsHOM niepuoje usmMeHenus 3apeructpupoBanbl y 11 (84,61%) nereit.
B ananusupyemMoil rpymmne pyuHUT HOBOPOXKIEHHBIX oTMeueH y 10 (76%) nereid, uto
3HAUMMO 4Yalle, 4yeM B oOIed rpyrmmne, TJe JTaHHO€ COCTOSIHuE BCcTpeyanoch y 41
(51,25%; p<0,05) nereit. BpokaenHas mMHEBMOHHS 3aJl0KyMeHTHpoBaHa y 8 (61,5%)
nereit. [Ipuznaku OPJIC y 6 (46%) HOBOPOKICHHBIX.

B anamusupyeMoit BbIOOpKe nerel 1e0r0T 3a00JeBaHUSI 3apEeTUCTPUPOBAH B
cpenHem B Bo3pacte 0,9 mecsia XKu3HM, a JUAarHo3 BepU(UIIMPOBAH B CpEeIHEM B
Bo3pacte 73,7 mecsua xwusuu [JAU 39,3; 108,2].

[Ipn aHaMHECTHYECKON OLIEHKE TeUeHHs 3a00JEBaHUA CTOMKUWA MPOIYKTHUBHBIM
Kalenb OSCIIOKOMJI B CPEIHEM ¢ Bo3pacTa 5,9 mecsieB u orMedeH y Bcex 13 (100%)
nerei. CToMKkoe 3aTpyJHEHHE HOCOBOIO JIBIXaHME OTMEUYEHO Yy BCEX JAETEW aHHOMN
IPYHIBL, U B CpeaHeM JeOroTHpoBaio ¢ Bo3pacta 1,2 mecsues xu3uu [ 0,2; 2,1].
PeuunuBupytonme pecnupatopHble  WHOEKIMOHHBIE 3a00J€BaHUS B  CpEIHEM
neOroTupoBanu ¢ Bospacrta 2,15 mecsues [JIU 0,18; 4,12].

Co croponsl JIOP-opranoB y 6 (46,15%) aeteil oTMeuyanuch peruanBUPYIOIINAE
PUHOCHUHYCHUTHI, 10T KOTOPBIX peructpupoBaics ¢ Bo3pacrta 30 mecsres [N 19,46;
40,53]. Co cTOpOHBI OPTaHOB CIIyXa XPOHUUYECKUE CPEAHUE OTUTHI 3aJOKYMEHTUPOBAHBI
y 8 (61,5%) nmereii, ¢ Bo3pacta 34,1 mecses [[AU 2,2; 70,45].

IIpu omeHke (HU3NYECKOTO Pa3BUTHS IO MEPIECHTHIBHBIM TaONHIIaM JCTH OBLIN
NpeCTaBiICHBl B Kopumopax oT 3 10 90 meHTwis, MeAMaHa Macchl M pPOCTa
COOTBETCTBOBANIA 50 LIEHTHUIIIO.

I[Io naHHBIM NIEpKYTAaHHOW ITyJIBCOKCMMETPUM BO BTOPOM TIpymme AeTer ¢
IIEPBUYHOM LIWIMAPHOM JUCKUHE3UEH OTMEUYEH HOPMAJIBHBIM YPOBEHb CcaTypaluu
KHCI0pOa B KpoBH, coctaBuBinuii 97,23% [JIN 96,23: 98,22].

[To pesynpraram KT opranoB apixanuss y 7 (53,8%) nereit omnpenensinch
CTPYKTYPHBIC U3MEHEHHS JIETKUX B BHUJIE aTEJICKTA30B B OOJACTH CpEIHEH M HUKHUX
noseil. Camoil pacnpoCTpaHEHHOW JIOKAIM3alUe MOPaKEHUs SIBISIIACh CPEIHSIS JOJIS
aerkoro (S4, S5) B kotopoit u3MeHeHus onpeaesuck y S (71,42%) nereit cpeau Bcex
MAIMEHTOB C BBISIBJICHHBIMH PEHTTCHOJOTUYECKUMH U3MEHEHUSIMH JIETOYHOW TKaHHU.

Onenka (yHKIIMM BHEIIHETO JBIXaHUS OCYIIECTBIISIIACH €KEr0JHO BCEM JETSM,
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KOTOPbIE MOTJM Ka4eCTBEHHO BBITIOJHUTH JbIXaTEIbHBIC MAHEBPHl W  OBUIH
KOMILTa€HTHBI ~uccinenoBannto. llokazaremn O®B; y gereil BTOpoid rpynmbl
COOTBETCTBOBAJIM HIDKHEH I'paHUIC HOPMBI U cocTaBuin 82,4% [JAU 77,9; 86,88].

[ToMumO crupoMeTpuu, JETSIM CTapUIero JAETCKOro BO3pacTa IPOBOJMUIIACH
O0oaureTu3Morpadus, o pe3yjabraTaM KOTOPOM OTMEUaIUCh CIEAYIONINE MOKa3aTesu.
bponxunansHoe conportuBieHue cocraBuwio 140,69% [AN 125,9; 155,4]. Ilokazarenu
OCTaTOYHOTO O0BeMa JIETKHX cocTaBuiu B cpeanem 188,6% [JAN 164,6; 212,6], uro
CBUJIETEILCTBOBAJIO O 3HAYUMbBIX OOCTPYKTUBHBIX HapyUICHUSX U (HOPMUPOBAHUU
«BO3IYIIHBIX JOBYIIEK». [lokazaTenn oOuield eMKOCTH JIETKUX ObLIM COMOCTaBUMBI C
obmieit rpynmoi u coctasuan 109,7% [N 104,7; 114,83]

ITo pesynpraram ocmotpa JIOP-Bpaua u cypaojiora OIPENEsIUCh SBICHUS
XPOHUYECKOTO PUHOCUHYCUTA, XPOHUYECKOIO CPEAHEro OTUTa U KOHJYKTHBHAS
TYroyxocTtb. [IpU3Haku XpOHHYECKOTO PHHOCHHYCHTA BepuduiupoBansl y 11 (84,6%)
neted. XpoHUUYECKU cpeaHuil oTUT auarHoctupoBaH y 10 (76,9%) nereit, cpenu
KOTOpbIX ¥ 5 (38,5%) BbIsiBIEHA KOHAYKTUBHAS TYTOYXOCTh PA3JIMYHON CTENIEHHU.

Kaunuveckuii npumep Ne2

JleBouka P.11 net, naGmonaercs B uncturyte Benptuinesa ¢ 2021 roaa, B cBsi3u
Cc Kajo0aMM Ha CTOMKOE 3aTpyJAHEHHE HOCOBOTO JbIXaHWsA, O0JMM B 001acTH
NPUIATOYHBIX TMa3yX, CHIDKEHHE Cilyxa, 0ol B 00JIacTh YyIIeH, eKeJHEBHbIN
MPOAYKTUBHBIN KaIlleb, SMU30/bl PECIUPATOPHBIX UHPEKITMOHHBIX 3a00JIeBaHUM.

N3 anmamMHe3a W3BECTHO, 4YTO JEBOYKa OOJibHa C paHHEro Bo3pacta. [locie
POXKACHUS OTMEYAJIUCH SIBIICHUS MPOTPECCUPYIONICH JIbIXaTeIbHOW HEJOCTAaTOUHOCTH, B
CBSI3M C Y€M MPOBOJWJIACH HEMHBAa3WBHAs BEHTWIAIMS Jerkux Mmerogom CPAP B
TeueHue 3X CyTOK. B mocienytoiem MaTh I€BOYKM OTMEUalia CIU3UCTOE OTACIUMOE U3
HOCOBBIX XOJIOB C TIEPBBIX JHEH J>KU3HU UTO OBLJIO PACIEHEHO KaK pPHUHHUT
HOBOPOXACHHBIX. OHAKO >KaI0OBI HAa OTACIISIEMOE M3 HOCOBBIX XOJOB COXPAHSIUCH
MOCJIC BBITTMCKH W3 OTJICJICHUS TATOJIOTMM HOBOPOXKICHHBIX, B CBSA3U C UYeM PEOCHOK
KOHCYJbTHpPOBaH B Bo3pacte 1,5 mecsaueB JIOP-BpauoMm, KOTOpBIM 3amofo03peHO
TEYEHUE aJUIepruIecKoro puHuta. HecMoTpst Ha pekoMmenayemMyto Tepanuto dddexra Ha

JCYCHUC HC OTMECYAJIOCh. Bl'IepBI)IC XpHIIBI B JICTKHUX y‘IaCTKOBHﬁ neauaTp BBICIYIIAT B
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BO3pacTe 12 mecsueB, Korjna Marb peOEHKa cTajga OTMEYATh NOSIBICHUE €XKEIHEBHOTO
MaJoONpOAYKTUBHOroO Kauuis. CoueTaHue Kallld U XPUIOB B JIETKHX PACUEHEHO Kak
SBJICHHE OCTPOT0 OPOHXUTA B CBSI3M C YeM PEOCHOK TOCIMUTAIU3UPOBAH B CTAI[MOHAP,
I7ie M0 pe3yibTaTamM O0O0CIEIOBaHUSA ONPEIEICHO YMEPEHHOE IOBBILIEHUE YPOBHS
JEUKOUMTOB C HEHUTPOQUIBHBIM CABUTOM, B CBSI3M C YEM [POBOJUIIACH
anTuOakTepuanbHas Tepanusi. Co cI0B MaTepu peOCHKA C MOJIOKHUTEIbHON TUHAMHUKOM
B BHJI€ YMEHBIIICHHS KOJMYECTBa Kaluis. B mocnenyromeM Math pebeHKa OTMEYaeT
peuuauBUpyompe kanoosl co croponsl JIOP-opranoB. C Bo3pacta 2,5 1er
OTMEUYAIOTCSl  PEryJIipHbIE  AOU30Abl  OTUTOB, BIUIOTb J1IO  JBYCTOPOHHETO
neppopaTUBHOTO THOMHOrO OTUTA. B CBS3M C MOBTOPSIOIIMMHUCA 3MHA30/1aMU B BO3pacTe
7 neT yCTaHOBJIEHBI IIYHTHI OapabaHHBIX MepenoHoK. B mocneayromem ¢ 6 net pedeHka
CTalu OECMOKOUTh PEUUAUBUPYIOLIME SNHU304bl OpPOHXOJETrOYHBIX 3a00JIeBaHUMH,
€KEIHEBHBIA MPOAYKTUBHBIM Kalllelib, B CBSI3W C YE€M NPOBOJAWIIACH TEpamus
WHTQIAIMOHHBIMU TJIIOKOKOpTUKOCTepouaamMu 0e3 3(¢dekTa, aHTUOAKTepUaIbHBIMU
npenaparaMmu ¢ KpaTKoBpeMeHHbIM 3(pexTom. B cBs3u ¢ ueM B Bo3pacte 8§ JIeT JeBOYKa
HaXOJWJIach Ha CTallMOHAPHOM OOCIIEOBAaHUU TJIe POBeJeHa OPOHXOCKOIHUS C IEIIbIO
Bepu(DUKAMU aHOMAJIUN TPaxeoOPOHXUAIBHOTO JAEpeBa W HUCKIIOYEHHE WHOPOIHOTO
tena. [lo pe3ynbrataM ITMAarHOCTUYECKONW OPOHXOCKONUH JaHHBIX 33 MHOPOIHOE TEJIO
HE TIOJIYY€HO, UMEET MECTO JIBYCTOPOHHUMN CIM3UCTO-THOWHBIN HIOOPOHXUT 2 CTENICHU
akTuBHOCTU. [locne npoBeaeHHOW OPOHXOCKOMUHN OTMEUYAIOCh YIYUIIEHUE COCTOSHUS B
BHJI€ KyIIMPOBAHUS XPHUIIOB, JI€BOYKA MPEKpaTHiia KallIsATh, OJHAKO depe3 1,5 mecsua
MOCJIE MCCIIEIOBAaHUSl KajJoObl BO30OHOBWINCH. B CBSI3U C COXpaHEHHEM XKajnobd, U
HEJIOCTATOYHBIM A(PEKTOM Ha MPOBOJMMYIO TEpaIuio, peOCHOK TOCIUTAIN3UPOBAaH B
UHCTUTYT BenbTuiiesna.

[Ipy moCTyIUIEHUH COCTOSIHME CPENHEN TsKeCTH, Temieparypa tena 36,6C, HCC
89 yn.B muH., AJ] 110/64mm.pt.cT. U/l 22 B MuH. /[eBouka akTHBHA, alETHT U COH
coxpaHeHbl. Koka umcras, cBoOomHass OT WH(EKIIMOHHONW W ayuIepPTUYECKON CHITH.
Bunumble ciau3ucThie BlaXXKHbIEC, YHCTbIE. 3€B HE THIIEPEMUPOBAH, HAJIOXKEHUN HET.
HocoBoe npixaHue 3aTpynHEHO, BbIIEJICHHS OOWIbHBIE, chausucThie. Karenp

HpO,Z[yKTI/IBHblﬁ C BBLICICHHEM MOKPOTBI IMPO3pAavHOI0 IBETA. B nerkumx JABIXaHHEC
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IIPOBOAMUTCS BO BCE OTACNIBI PABHOMEPHO, BBICIYIIMBAIOTCA PACCESHHBIE CPEIHE
nmy3bIpUaThie XpUMbl ¢ 00eux CTOpoH. OJBIIIKK HE OTMeueHO. TOHBI cepjla SCHBIE,
PUTMUYHBIE, BEPXYLIECYHBIA TOJYOK ONPEIEISAETCS CIEBa.
B pamMkax rochnuTanuMzanMM = MPOBEICHO  KOMIUIEKCHOE  J1abopaTopHO-
UHCTpYMEHTaNIbHOE 00ciieoBaHue. [10 JaHHBIM reMorpaMMbl 3HAUMMbIX OTKJIOHEHUH B
o01ieM aHanu3e KpoBU M OMOXMMHUYECKOM aHAJIM3€E, C OLIEHKOW I'yMOpalbHOIO 3BEHA

UMMYHHTETa He BbIsiBIIeHO (Tabmuma 7).

Tabnuna 7 — JlabopatopHble MOKa3aTEIN TeMOTrpaMMBbl IEBOUYKH P.

[Toka3zareinb Hopmsbl Pesynbrar
Jletikouutei(WBC), 10*9/n 450 -11,50 6,9
Oputporutel(RBC), 10%12/n 3,90 - 5,50 4,14
["'emornooun(HGB), r/n 115 - 160 126
['emaroxput(HCT), % 34,0 - 45,0 36,5
TpomOoruter (PLT), 10*9/n 154 - 442 279
Heiitpodunsi(NEU), 10*9/n 1,80 - 8,00 3,7
Jlumdormter (LYM), 10*9/n 1,20 - 6,50 2,3
Mononutsel (MONO), 10%9/n 0,24 - 0,60 0,6
CKOpOCTh OCETaHMs SPUTPOLIUTOB 10 Becteprpeny, Mmm/4gac 2-15 10
[gE o6mmit, ME/mn 0,0 - 115,8 103,5
MMMyHOTIOOYHMH A, T/1 0,40 - 3,50 2,15
NmmyHornoOymuH G, /1 6,50 - 16,0 15,03
mmyHornodymun M, r/n 0,50 - 3,0 2,58
C-peakTUBHBIN OCIIOK, MT/JT 0,0-5,0 2

[To maHHBIM MOPQOJOTHYECKOrO0 M MHUKPOOMOJOTHYECKOr0 aHain3a MOKPOTHI
ONpECTSCTCS M3MEHCHHBIM XapakTep — CIU3UCTas, YMEPEHHOE KOJIMYECTBO
JICUKOIIMTOB U aJIbBCOJIIPHBIX Makpo(]aros, Kak MpOsSBICHUE BOCIIATICHUS IbIXaTEIbHBIX
nyTed, mpH MHUKPOOHMONIOrMYecKOoM oOcieaoBaHuu BbisiBieH poct Haemophilus

influenza 10*4 KOE/mn, Staphylococcus aureus 10*3 KOE/mn (Tabnwuma 8).



Tabmuma 8 — Ilokazarenn MoOpdOIOTHIECKOTOo

MOKpPOTBI 1€BOYKH P.
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U MHUKPOOHMOJIOTHYECKOTO

aHaJin3a

[Toka3zarens Hopma Pesynprar
Koncucrenmus Bsskas
Xapakrep Cnuzucras
ONUTENUN IITOCKUN E€IMHUY. EnuHnuHbIe B penapare
ONUTEIUNA HWIMHAPUYECCKUN €MHNY. Enunuunble B mpenapare
AJbBEOJISIpHBIE Makpodaru, B 11/3p eIMHUY. 2-5 B 11/3p,CKOILICHUS

JleliKouThI

HC3Ha4. KOJ-BO

2-5-7 B 1/3p

dropa, KOE/min

OTpHIIaT.

Haemophilus influenza 10*4

Staphylococcus aureus 10*3

[lo paHHBIM KOMIBIOTEPHON TOMOTrpaduu OpPraHoB TPYAHOM TMOJOCTH -

mu(pPy3HbIA OPOHXHOJIUT HA YpOBHE HWXHHUX Aojiel oboux jerkux. KT- mpusHaku

dbopmupoBaHus ¢pudpoareneKTasa CpeaHeit 10U mpaBoro jerkoro. MHGUIbTpaTiBHO-

arenekrarnueckuid mpouecc B C8, 9, 10 neBoro nerkoro, €IWHUYHBIA YMEPEHHO

YBEIUYCHHBIA BHYTPUTPYAHOHN uMbaTrueckuii y3en (PucyHok 16).

Pucynoxk 16 — KT opranoB rpyaHoi# noyioctu aesouku P., 11 jer.
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[lo naHHBIM KOMIBIOTEpHOM TOMoOrpaduu MNPUAATOYHBIX Ma3yx Hoca - KT-
IIPU3HAKKA TIPOSBJICHUM TIOJIMCUHYCHTA, CPEIHETO OTUTAa, PHUHHUTA; HWCKPUBIICHUSA

HOCOBOU meperopoaku; anoMaanu Kummepnu (Pucynok 17).

912 %512

WIL = 1400/200

. Ay €
SINUS B Zopm: 100.0%
Bone, i) ) o s \/@GLZAPI

Pucynoxk 17 — KT mpumarounsix na3zyx Hoca aeBouku P., 11 ner.

C 1enblo OLEHKH COCTOSTHUS Cep/lia MPOBEACHO YIbTPAa3BYKOBOE UCCIIEIOBAHUE C
nomnruieporpaduei, mo pesyiabrataM KoToporo IXOKI -npu3HakoB MOpokoB cepiia He
BBISIBJICHO, NUC(YHKIUS MUTPAIBHOTO KiarnaHa, AWaTalus MpaBoOro KelyJouKa,
nuaroHanbHbie Tpadekybl B JIK.

[lo pesynbraTam (QYHKIMOHAIBLHON OIEHKM COCTOSIHHUS OpPraHOB JbIXaHUS -
YpoBeHb okcuaa a3ora B BblabIxaeMoM Bozayxe 8,8 ppb (N 10-20ppb). [lo manubim
MyJIbCOKCUMETPUM TPU3HAKOB TUIIOKCEMUU B MOKOE HE BbIABICHO: Sp02=96% mnpu
UCC 112 yn/mun. CniupoMeTpus: UCXOAHO - YMEpPEHHbIE OOCTPYKTHUBHBIE HapyLICHUS
(KEJI 82%, ®XKEJI 86%, OD®B; 79%, IIOC 92%, MOC25 68%, MOCS50 52%,
MOC75 38%). IIpo6a ¢ 6a3ucHOI MHTAISAIIMOHHON Tepanuei OIrmKe K MOJIOKUTEIBHON
(OKEJI 87%, ®XEJI 91%, ODB; 86% (+9,3% unu 130mn), [IOC 106%, MOC25 85%,
MOCS50 55%, MOC75 46%). bonunnerusmorpadus - bC B mpenenax Hopmsel - 115%

OT JOJDKHOTO; O0Iasi eMKOCTh JIETKMX —3HauuMo yBenudeHa (128 % oT J0JpKHOTro);
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cTpykrypa ee pesko mamenena: OOJI 220% ot momkuoro, OOJI/OEJI 45% (nopma mo
25%), BI'O 3naunmo yBenuueH (172% oT gomkHOro). BeipaxkeHHBIE OOCTPYKTHUBHBIC
HapylleHus ¢ TeHaeHnuel k yBennuenuro OEJL

Pe6enok  koncynmpTupoBaH  JIOP-Bpauom,  KOTOphIM  BepUPHUIMPOBaH
XPOHUYECKUNA MAHCUHYCUT M PEKOMEHIOBAHO KOHCEPBATHUBHOE JICYCHHE MATOJIOTHU
JIOP-opranos. Ilo pe3ynapTaTaM KOHCYJNbTAIlMM Bpada-Cypaojora, JHUArHOCTUPOBAHO
TEUCHHE  JIBYyCTOPOHHETO  O3KCYJaTHBHOTO  CpPEAHEr0  OTUTa, JABYCTOPOHHEH
KOHJYKTUBHOM Tyroyxoct |l ctenenu.

C 1enpi0 MCKIIIOUEHUSI TEYCHHs] MYKOBHCIIM/03a MPOBEIEH aHAINU3 Ha XJIOPUIBI
nora Ha ammapate «Makpogakt». [lo pe3ympTraTam [gaHHOTO aHalW3a YPOBEHb
xJiopuoB mnota coctaBmin 43 mmonws/a (0-60MMonb/n — oTpuniarenbHbii). Takum
00pa3oM, MyKOBUCIIMI03 Y JAHHOTO peOeHKa ObLIT UCKITIOUEH.

C uenpio onpeneneHus NOABUKHOCTU LUIMAPHOTO MUTEIMS IpoBeAeHa Opari-
OuonCcus CIM3UCTON 000JIOUKM BEPXHUX AbIXATEIbHBIX MyTEH M0 pe3yJbTaTaM KOTOpPOu
BBISIBJICHO HapyIlleHUE (PYHKIUU PECHUTYATOTO SIUTENHNS, B BUIE TIOJTHOTO OTCYTCTBUS

ouenus pecanuek (Tabmura 9).

Tabmuma 9 — UccnenoBanue (QyHKIIMM HUTUAPHOTO AIUTENHS CIU3UCTON O0OJIOUKHU

HoOca ieBoukHu P.

[Tokazarens (HOpMa) Pesynbrar

JBuratenpHasi akTUBHOCTH pecHuuek mpu yBenuueHuun x100 | He nuddepenuupyercs

(HOpMa — aKTUBHOE JIBUKEHHE PECHUYEK)

JIBurarenbHas akTHBHOCTb PECHHYEK MpH yBennueHuu x400 He nuddepenumpyercs

JlBurarenbHas akTHBHOCTD pecHHUEK IpH yBenmmueHuu x 1000 He muddepenumpyercs

% KJIETOK C MOABMKHBIMU PECHUYKAMMU B LCIJIBHBIX SIUTCIINATIbHBIX OHGHKa HEBO3MOXHAa

iactax (Hopma-6omnee 90%)

XapakTep JBMKCHHI pecHIUEK (HOpMa-yHIYTUPYIOTHiT) O11eHKa HEBO3MOKHA
YacToTa ABUKEHUS pECHUYEK, [ 11 OrneHKa HEBO3MOKHA
Mopdonorudeckre 0COOEHHOCTH KIETOK HUIHAPHOTO SITUTEIHS O1ieHKa HEBO3MOKHA
3aKJroueHne Pe3ko BhIpakeHHOE HapylLIEHUE

IUJTHAPHON PYHKITUN
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Takum oOpa3oM, yuuThIBas KJIMHHUKO-aHAMHECTHYECKWE JAaHHBIC, Pe3yJbTaThl
IIPOBENECHHOI0 00cIe0BaHus Y peOEHKa UMEET MECTO BPOXKIACHHBIA TOPOK PA3BUTHSA -
NIEpBUYHAs [WINAPHAs JUCKUHE3US.

C Uenpl0 TEHETUYECKOTrO IMOATBEPKIACHUS 3a00J€BaHUs IMPOBEACHO ITOJHOE
CEKBEHUPOBAHHE TIE€HOMa, C IocienyromuM cexkBeHupoannem 1o Cenrepy. Ilo
pe3ysibTaTaM KOTOpPOro OOHapy»E€H paHee OIMCAaHHBIM B JIMTEpaType BapuUaHT B
TOMO3UTOTHOM cOCTOSTHUM B 1-om u3 11 maTpoHOB Tena ZMYNDI10, mpuBoasmmii k
pa3pylIEHUI0 KAHOHUYECKOT O caiiTa crutaiicunra. [larorenHsle OuasieabHble BApUAHThI
B reie ZMYNDI10 mnpuBomaT K pa3BUTHIO TMEPBUYHON UMIHMAPHON JHCKUHE3UH,
HacCJIe1yeMOH 10 ayTOCOMHO-PELIECCUBHOMY THITY.

JIaHHBI ~ KJIMHMYECKUW BapHaHT WUIIOCTPUPYET OCOOEHHOCTH  TEYEHUs
IIEPBUYHOM  LWJIMAPHOM JUCKMHE3WM, XapaKTepHbIC JUIsl JTAHHOM  KJIMHUKO-
TEHETUYECKOW TPYyNIbl, & MUMEHHO OTAIOIICHHBIM HEOHATaJIbHBIM NEPHOJ, B BHUIC
IPOrPECCUPYIONIEH  IBIXaTENIbHOM HEJOCTaTOYHOCTH, TpeOyromel KUCIOPOJHOU
MOJJIEP>KKH, COUETAIOLIUNCA CO CTOMKUM 3aTPyJTHEHUEM HOCOBOTO JIBIXaHUS C MEPBBIX
nHel xu3Hu. Panaum ne6irorom nopaxenust JIOP-opranos, u npeobiaganueM xanod co
CTOPOHBI BEPXHUX JbIXaTeNbHbIX MyTel. OJJHAKO CO BpEMEHEM OTMEYaroTCcs Kajao0bl CO
CTOPOHBI M HW)KHMX JBIXAaTEJIbHBIX MYTE€W B BHJE KalUId C OTXOXIEHHEM MOKpPOTHI,

PELUIUBUPYIOMINX HHPEKITUH.

3.2.3. O0mas xapakTepuCTUKA IPyINbl NANUEHTOB, MMEKIINX Je(eKThI B reHaXx,

KOAUPYIOILIHNX 0eJIKH HEHTPAJIbHON Mapbl MUKPOTPYOOUYeK

Bri6opka geteit ¢ [11[/] 00ycioBieHHON MaTOJOTHYSCKUMU BapHaHTaMH B T€HaX,
KOJUPYIOIIUX OEJNKH HEHTPAJIbHOW Mapbl MUKPOTPYOOUEK, BKIIOYAJIa MALMEHTOB, Y
KOTOPBIX B pE3yJbTaTe MOJIEKYJSIPHO-TEHETUYECKOrO0 aHalin3a ObUIM BBISBJICHBI
BapuanTel B ciuenyromux 8 renax: HYDIN, CCDC39, CCDC40, DRC1, RSPH4A,
RSPH1. HauGosnbliee 4yacto BCTpEYaIUCh MAIMEHTHl C MATOJIOTMYECKUM BapHAHTOM
rerna HYDIN, Ha nomo koToporo npuxoauinocs 5 (35,7%) nereid.

Cpenu Jnerei nmaHHOM BBIOOPKM ObLT Juilb 1 peOEHOK ¢ 0OpaTHBIM
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pacroyio)keHueM BHYTpeHHuX opraHoB (7,14%), paclieHeHHBII KakK CHHIPOM
Kaprarenepa. [{onomennsimu poaunuck 13 (92,85%) nereid.

B nepunaTtansHOM nepuoje usMeHeHus 3apeructpupoBanbl y 10 (71,4%) nereit.
B ananuzupyemoii rpymnie puHUT HOBOPOXAEHHBIX BcTpeuancs y 3(21,4%) nerei, 4ro
3HAUMMO HIJKE, YeM B 0OIlel rpymme, Tlie JTaHHO€ COCTOsIHME BcTpedanoch y 41
(51,25%) neteii. Bpoxxnennas mHeBMOHUSA 3agokymMeHTHpoBaHa y 10 (71,4%) nereid.
[Ipuznaku OPJIC, moTpeOoBaBIlero pecnupaTropHOl MOIIEPKKH, UMEIU MECTO y 5
(35,7%) HOBOPOKICHHBIX.

B nanHo#i rpynne ne0roT 3a00eBaHusl 3apErUCTPUPOBAH B CPEJHEM B BO3PACTE
0,5 mecsana xuznu [[AN 0,2; 0,8]., a nuarno3 BepuuUIHPOBAH B CPEIHEM B BO3paCTe
89,7 mecsna xu3uu [[IU 55,8; 123,75].

[Ipn aHaMHECTHYECKOI OLIEHKE TeueHHUs 3a00JeBaHUs CTOMKUN MPOYKTUBHBIN
Kalrelnb Oecrokomya aeTedt B cpemHem c¢ Bospacta 0,8 mecsues [AW 0,35; 1,35] u
ormeueH y Bcex 14 (100%) nereit. Ctoiikoe 3aTpyJHEHHE HOCOBOTO JIBIXaHUE OTMEUYEHO
y BCEX JeTell JaHHOW TpymIibl, B CpelHEM AeOrTHUpoBaio ¢ Bo3pacta 9,45 mecsua
xw3an [ 0,89; 18,0]. PemumauBupyromue pecnupatopHbie WHOEKIIMOHHBIC
3a00JIeBaHuUs B CpeIHEM JICOI0THPOBAIH ¢ Bo3pacTa 3,25 mecsues [/ 0,24; 6,25].

Co croponsl JIOP-opranos y 12 (85,71%) nmereii oTMeUeHBI PEIUANBUPYIOIINE
PUHOCHHYCHUTHI, IEOIOT KOTOPBIX pETUCTPHUpOBAcs ¢ Bo3pacta 25 mecsues [N 20,59;
31,07]. Co cTOpOHBI OPTAHOB CITyXa XPOHUYECKHUE CPETHUE OTUTHI 3aJJ0OKyMEHTHPOBAHbI
y 13 (92,85%) nmereii, ¢ nedbroToM B Bospacte 22,69 mecsues [JAU 15,45; 29,9].

[Ipu omneHke (HU3NYECKOTO Pa3BUTHA MO MEPIEHTWIBHBIM TaONHUIaM JETH ObLIN
NpEACTaBICHbl BO BceX Kopuaopax oT 3 10 90 ueHTuis, OJHAKO MeJIHMaHa MacChl
COOTBETCTBOBAJIA 25 IIEHTUJIIO, a pocTa - 50 HEHTUIIO.

IIo maHHBIM NEPKYTaHHOM IIYJIbCOKCUMETPUU OTMEUYEH HOPMAaJbHBIM YpOBEHb
caTypaluu KHCIOpoia B KpoBH, cocTaBuBIINN 97,57% [96,67: 98,46].

[To pesynpratam KT opranoB pgeixanuss y 9 (64,28%) omnpenensumch
CTPYKTYpHbIC M3MEHEHHMsI JIETKMX B BHJIC aTEJIEKTa30B B 00JaCTH CPEIHEN U HUKHUX
noseil. Camoil pacnpoCTpaHEHHOW JIOKAIM3AUE MOpaKeHus SIBJISTIACh CPEIHSIS OIS

nerkoro (S4, S5), u3ameHeHus: B KOTOpoit ObLH BhIsiBICHBI Y Bcex 9 (100%) OOMbHBIX.
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Ornenka (yHKIIMHM BHENTHETO JIBIXaHUS OCYIIECTBISUIACH €KETOJHO BCEM JICTSM,
KOTOpPBhIE MOTJM KAue€CTBEHHO BBINIOJIHUTL JbIXaTelibHble MaHeBphl. [lpu ananusze
nokasatesied MpebIAyIINX TOCHUTAIN3aluid 3HaYeHUs: (POpPCUPOBAHHOM >KU3HEHHOU
eMKOCTH JIETKMX B TPETheH rpymme nereil cocraBuio B cpemHem 74,88% [AUN 67,8;
81,9]. Ilokazatenu ODB; nereil oOiiel TpymnIbl COOTBETCTBOBAIM HIDKHEH TpaHHIIE
HOpMBI U cocTtaBuian 76,33% [[AU 67,14; 85,52].

[ToMmumo cnupomeTpuu, [JETSIM CTapuiero Bo3pacta Oblla MpPOBEICHA
oomuruieTuaMorpadusi, MO pe3yJbTaTaM KOTOPOH OpOHXMAIbHOE COMNPOTUBICHUE
cocraBuio B cpenrem 134,4% [AU 100,6; 168,2], mokasarean oCTaTOYHOrO OOBEMa
aerkux - 158,4% [JAMW 127,2; 189,69], 4YTO CBHIETEILCTBOBAIO O 3HAYHUMBIX
OOCTPYKTUBHBIN HapyHIeHUSX U (OPMUPOBAHUU «BO3IYIIHBIX JIOBYyIIEek». [lokazaTenu
oO0111eif eMKOCTU JIETKMX ObUIM COMOCTaBUMBI ¢ 0O0ImIel rpymnmnoi u coctaBuin 97,2%
[JI1 85,8; 108,6].

ITo pesynpraram ocmotpa JIOP-Bpaua u cypaosiora OINpENEsIUCh SIBICHUS
XPOHUYECKOTO PUHOCUHYCUTA, XPOHUYECKOIO0 CpEAHEro OTUTa M KOHJYKTHBHAS
TYroyxoctb. [Ipu3Haku XpOHMYECKOTO PHHOCHHYCHTA BepuduiupoBansl y 12 (85,7%)
nered. XpoHUYECKH cpeaHuil oTUT auarHoctupoBadH y 10 (71,4%) mereit, cpenu
KOTOpbIX ¥ 3 (21,4%) BbIsiBIICHA KOHAYKTUBHAS TYTOYXOCTh PA3JIMYHON CTETICHHU.

Kaununveckuii npumep Ne3

JleBouka 4., 9 net, HaGmronaercs B uHCTUTYTe BenbTumiera ¢ 2021 rona, B cBsi3u
c >kamo0aMM Ha CTOMKHI KaIllellb C PaHHETO BO3pPAacTa, PEeUUIMBUPYIONTUE UHPEKIINH
HIDKHUX JBIXaTENIbHBIX MyTeH, IEPUOANUECKOE 3aTPYAHEHNE HOCOBOTO JIbIXaHUSI.

N3 anamHe3a W3BECTHO, 4UTO J€BOYKa OoJbHA C paHHero Bo3pacta. Ilocre
BBIIIUCKK W3 POAWIBHOTO JI0Ma, 4epe3 HENEII0 MaTh CTajga OTMEYaTh HapacTarollUid
Kaliejib, ¢ MaJONPOJYKTUBHBIM KOMIIOHEHTOM. B cBsi3u ¢ 4eM peOeHOK OCMOTpEH
e MaTpOM, XPHUIIOB B JIETKUX HE BBICITYIIUBAJIOCH, 3aMOJ03PEHO TeueHue (papuHruTa.
OnHako HECMOTpS HAa TMPOBOAMMYIO TEpamuio, >KaJIOObl HAa CTOWKHIA Kalleib
coxpaHsuiuch. B Bo3pacte 1 Mecsia KM3HM TOCHUTAIM3UpPOBAHA B CTAIlMOHAp C
JTMarHO30M OCTPBI OOCTPYKTUBHBIM OpOHXUT. B paMkax rocnuraiuzanu mpoBeacHa

aHTUOAKTEepHalbHAsl Tepanus C MOJOXKUTEIbHBIM 3(dexkToM. B mnocieayromeM B
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TEUCHHE TEPBBIX O MecsIeB XU3HU peOeHOK 4 pa3za HAXOAWICS Ha CTAlMOHAPHOM
JIEYEHUH, 3 pa3a B CBSI3M C SNU30JaMU OpPOHXUTOB, 1 pa3 B CBSI3M C 3IH300B
BHEOOJIbHUYHON HHUKHEO0JIEBOM JIEBOCTOPOHHEW MHEeBMOHUU. B Bo3pacte 8 MmecsiieB
peOEHKY NpPOBEIEHA OLEHKA YPOBHS XJOPUAOB MOTA C LENbI0 HMCKIIOUYEHHS TECUCHUS
MYKOBHUCILUI03a, IO PE3yJbTaTaM KOTOPOrO0 YPOBEHb XJOPHUJIOB II0Ta B HOpPME
(23mMmonb/i). B Bo3pacte 5 ser peOeHKy BIEpBbIE IIPOBEICHO KOMIIBIOTEPHO-
ToMOrpauuecKoe HCCIEAOBAHWE OpPraHOB TPYJHOW TMOJIOCTH, IO pe3yJabTaTam
KOTOPOTO BBISIBJIEH aTEJIEKTa3 cpeAHeil monu, pubpoarenekraz HUXKHEN nonu ciesa. B
Bo3pacTe 6 Jer peOeHKy JIuarHOCTHpoBaHAa OpoHxO3KTazms S4,5  cmpasa,
3aIUTAHMPOBAHO MPOBEACHHE XUPYPrUYECKOrO JICUECHHUS, B BHUAE PE3CKIUU CpeaHEl
JI0JIM, OJJHAKO C ILIEJIbI0 MCKIIIOUEHUS BPOXKICHHOM MATOJIOTUU ObLIO PEKOMEHJI0BaHa
rocnuTalIvu3aus B MHCTUTYT BenpTumena. [Ipu nepBUYHON rocnutanu3aiu pedeHKy
ObUIO MOATBEPKICHO HaIMYue OpPOHXO’KTA30B, U C IIEJIbIO MCKIIOYEHUS MEPBUYHOU
LIUIMApHON JUCKWHE3UU IPOBEICHA OLEHKA MOJBHKHOCTH MEPLATEIBHOIO SIUTEIUS
1o pe3yjibTaTaMm, KOTOPOM oTMeYaeTcsl HapyueHue GyHKUUN UUIMAPHOTO SMUTENNS, B
BUJIC M3MEHEHUs XapakTepa OMEHMsS PECHUYEK, U YBEIUYEHHUS YacTOThl KOJICOaHMI,
PEKOMEHJIOBAaHO MPOBEJICHUE MCCIENOBaHUsA B JWHaMUKe. PeOeHky Obul mpou3BeAeH
3a00p KpPOBHM C II€JIbIO IPOBEIEHUS T'€HETUYECKOro O0OCIe0BaHus, MHUIMUPOBAHA
©KEIHEBHAs MYKOJUTHYECKass U OpoHxonutuyeckas Tepanusa. [Ipu mnoBTOpHOM
TOCIUTANIM3AIMKA TIPOBEJCHA MOBTOPHAs OIIEHKAa COCTOSHUS OpPraHOB M CHUCTEM C
MOJyYE€HUEM PE3yIbTaTOB TEHETUYECKOTO 00CIe0BAHNS.

[Ipy moCTyIUIEHUH COCTOSIHME CpENHEN TsKecTH, Temmeparypa tena 36,5C, UHCC
108 ya.B muH., AJl 100/60mm.pT.cT. U/ 23 B MuH. J/leBouka aKTHBHA, alleTUT U COH
coxpaHeHbl. Koxka umcras, cBoOomHas OT WH(EKIHMOHHONW W aUIePTrUYECKOM CBIMH.
Bunumble ciau3ucThie BiaXXKHbIEC, YHCTbIE. 3€B HE THIIEPEMUPOBAH, HAJOXKEHUN HET.
HocoBoe npIxaHne HECKOJIBKO 3aTPyAHEHO, BbIIEICeHNH HeT. Kalenb MpoayKTUBHBIN C
BBIJICJICHHEM MOKPOTBHI JKEJITOr0 1BETA. B JIErknx JpIXaHWE MPOBOJAUTCS BO BCE OTHEIIBI
PaBHOMEPHO, BBICIYIIMBAIOTCA OOMJIBHBIE CPEHE My3bIpUaThIe XPHUIIBI C 00EHX CTOPOH,
OombInie creBa B HWOKHUX oTaenax. Oppimika npu Gu3ndeckoil Harpy3ke. TOHBI cepama

SACHBIC, pPUTMUYHBIC, BCpXYH_Ie‘IHHﬁ TOJYOK OIIPECACIACTCA CIICBA.
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B pamkax rocnuTanuzanuM = MPOBEACHO  KOMIUIEKCHOE  J1ab0opaTopHO-
UHCTpYMEHTalIbHOE oOciienoBanue. [10 JaHHBIM TeMOrpaMMBbl 3HAYUMBIX OTKJIOHEHUH B
o011eM aHaJInu3e KpOBU U OMOXMMHUYECKOM aHAJIM3€ HE BBISBICHO, OJTHAKO, MPU OLEHKE

TYMOPaJIBHOTO 3B€Ha UMMYHHUTeTa oOpamaet yposeHb IgA, 19G (Tabmuma 10).

Tab6nuua 10 — JIaGopaTtopHbie MoKa3aTesd reMorpaMMBbl 1I€BOYKH .

[Tokazarenb Hopma PesynbTar

Jletikouutei(WBC), 10*9/n 450-11,50 10,93
Oputporutel(RBC), 10%12/n 3,90 - 5,50 5,25
["'emornooun(HGB), r/n 115 - 145 149

["'emaroxput(HCT), % 33,0-42,0 43,6
Tpom6ouuter (PLT), 10*9/n 127 - 520 441

Heiitpodunsi(NEU), 10*%9/n 1,50 - 8,00 7,12
Jlumdormter (LYM), 10*9/n 1,50-7,00 3,06
Mononutsel (MONO), 10%9/n 0,24 - 0,60 0,66
Dozunoduisl (EOS), 10*¥9/n 0,000 - 0,300 0,06
bazodwmier (BASO), 10*9/n 0,000 - 0,200 0,03
CKOpOCTh OCelaHMsI SPUTPOLIMTOB 10 Becteprpeny, Mmm/dac 2-15 15

IgE o6mmii, ME/mu 0,0-24,3 13,8
MMMyHOTIOOYTHH A, T/1 0,250 - 1,600 2,28
NmmyHnornooymus G, /1 4,60-12,40 13,5
NnvmyHornooynun M, r/n 0,45-2,10 1,25
C-peakTUBHBIN OEJOK, MT/IT 0,0-5,0 29

[To maHHBIM MOPQOJOTUYECKOr0 M MHUKPOOMOJOTHUYECKOrO aHaih3a MOKPOTHI
ONPEAEIACTCS M3MEHEHHBI XapakTep — THOMHAsl, BBICOKUN YpPOBEHb JIEMKOLUTOB U
aJIbBEOJISIPHBIX MaKpo(aros, Kak MPOSIBICHNE BIPaKEHHOTO BOCHATICHUS JbIXaTeIbHbBIX
nyTe, npu MHUKPOOMOJOTMYECKOM OOCIeAOBaHUM BBISABIECH pocT Streptococcus

pneumonia 10*5 KOE/mn, Staphylococcus aureus 10*3 KOE/mn (Tabmuma 11).
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Tabmuma 11 — Ilokasarenu MOPQOIOTHUECKOTO W MHKPOOMOJOTHYECKOTO aHalIMu3a

MOKpPOTBI 1€BOYKH 1.

ITokaszarens Hopma Pesynbrar

Koncucrenuus Bsskas
XapakTtep ['HOMHAs
ONUTENUN IITOCKUN €INHUY. EnuHnuHbIe B penapare
ONUTEIUNA HWIMHAPUYECCKUN €UHUY. Enunuunbie B mpenapare
AJbBEOJISIpHBIE Makpodaru, B 11/3p eqMHUY. 10-20 B n1/3p,cKoIICHUS
JleiikoThI He3Had. kon-Bo  [50-100 B ni/3p
OPpUTPOLIUTHI eAUHUY. Enunuynbie

Streptococcus pneumonia 10*5
dopa, KOE/Mi OTpHIIAT.

Staphylococcus aureus 10*3

[lo nmaHHBIM KOMIBIOTEPHON ToMorpaduu opraHoB rpyaHoil monoctu - KT-
NpU3HAKU CMEIIaHHBIX OpoHX03KTa30B (B4,5,7 crpasa); nposiBieHUs 0OCTPYKTUBHOTO

OpOHXHTa C BEpOSITHBIM OPOHXHOJIMTOM Ha 0azanbHOM ypoBHe (PucyHok 18).

- = 1500/-500
CHEST Zoom: 100.0%

; Dﬂéﬁa\ -___-/WQWJJ
40 Mm

L_L_J._l_J._..L_l_l_l__L_.l____LL_L_.l_J_.I_L_l_L__.l_I

[\

Pucynok 18 — KT opranoB rpyiHo#i moiocTu 1eBouku f., 9 ner.
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[To maHHBIM KOMIOBIOTEPHON TOMOTpa(puH MPUAATOUHBIX Ma3yX HOCA - MPU3HAKH

puHOCHHYcHTa. HeBhIpaXeHHOE CMelIeHne HOCOBO# meperopoku (PucyHok 19).

512 x512

W/ = 1400/200

SINUS Zoom: 100.0%
Bone, iDose (5) WebGL 2 API

Pucynok 19 — KT npuaatodnsix masyx Hoca 1eBOYKH fl., 9 ner.

C Lenblo OLEHKH COCTOSTHUS Cep/lia MPOBEACHO YIbTPa3BYKOBOE UCCIEIOBAHUE C
nomnruieporpaduei, mo pesyiaprataM KoToporo IXOKI -npu3HakoB MOpokoB cepiia He
BBISIBJICHO, TIPOJIANiC MUTPAJIBHOTO KJjlamaHa, JguaroHajgbHbIE TpaOeKysabl B JICBOM
XKEITyJ0UKe, pa3Mepbl OJIOCTENl B HOPME, COKPATUMOCTh MUOKap/ia B HOPME.

[Io pesynbTatam (YHKIIMOHAIBHONW OIIEHKHM COCTOSIHUSI OPraHOB JbIXaHUS -
YpoBeHb okcuaa azota B BblAbixaeMoM Bosayxe 14 ppb (N 10-20ppb). [lo mannbiM
MyJIbCOKCUMETPUU TPHU3HAKOB THUIMOKCEMUM B IMOKOE HE BbIIBICHO: Sp02=96% mipu
UCC 112 yn/mun. CnupoMeTpusi: MUCXOIHO BBIPAKECHHBIC CMEIIaHHBIC HaPYIICHUS
BEHTWISILIUY, ¢ npeobnaganueM pecTpuktuBHoro kommnonenta (KEJI - 62,1%, ©XEJI -
65,4%, O®B; - 72,8%, I1OC - 68,1%, MOC25 - 73,9%, MOCS50 - 83,4%, MOCT75 -
102,0%). [Ipoba ¢ 6porxomutukoM nosoxutenbHas ODPB; +20% (180mur).

Pebenox  koHcynbtHpoBaH ~ JIOP-BpauoM,  KOTOpbIM  BepU(pUIUPOBaH
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XPOHUYECKU PUHOCUHYCUT U PEKOMEHJIOBAHO KOHCEPBATUBHOE JICUCHHE MATOJOTHUU
JIOP-opranos. Ilo pe3ynapTaramM KOHCYJIbTAallUM Bpada-CypJl0J0ra, JUAarHOCTUPOBAHO
TE€UYEHUE JIBYCTOPOHHETO CPETHETO OTUTA, PEKOMEHIOBAaHO HAOIOICHNE B TUHAMUKE.

C 1nenbro MCKIIOYEHUS MYKOBHCIIMI03a IPOBEICH aHAIM3 HA XJIOPUJbI MTOTa Ha
anmapare «MaxkponaakTt». [lo pe3ynbraram JaHHOTO aHalM3a YPOBEHb XJIOPUIOB MOTa
cocTaBmI 21 MMOJIB/J, YTO MO3BOJIUIIO UCKIIIOYUTH TAHHBIN JUArHO3.

C menpio ompeneneHus MOABKHOCTH IUIUAPHOTO SIUTEINS ObLIa MOBTOPHO
npoBeieHa Opami-OuoNCusl CIM3UCTONM OOOJOYKH BEPXHUX JbIXaTENIbHBIX MYTEH, MO
pe3yabTaraM KOTOPOWM BBISIBIICHBl ATUMNHUYHBIE HapylleHHe (YHKIIMU PECHUTYATOIO
AIUTENHSA, B BUJC aKTUBHOTO OMEHUSI PECHUYEK ITUIUAPHOTO SMUTENHS, C U3BMEHEHHBIM

XapaKTePOM U MOBBIIICHHBIM YPOBHEM YacTOThI UX JBrkeHus (Tabnuma 12).

Tabmuna 12 — MccnenoBanve QyHKIMHM UJIMAPHOTO SMUTENUS CIU3UCTON 00O0JIOUKHU

Hoca JieBoukHu .

[Tokazarens (Hopma) Pesynprar

JlBurarenbHas akTUBHOCTb pEecHMYEK Ipu yBenudeHuu x100

(HOpMa — aKTUBHOE JIBUKEHHE PECHUYEK)

AKTHBHOE ABWXCHUC PECHHUYCK

Ha MMOBCPXHOCTHU

JlBuraTenbHast akTUBHOCTh peCHUYEK Npu yBenuueHuu x400

AxTuBHOC ABUIKCHUC PECHUYCK

Ha MOBCPXHOCTH

JIBurarenbHasi akTUBHOCTh pecHUYEK npu yBennyeHuu x 1000

AKTHBHOE ABMIKCHUC PECHUYCK

Ha MMOBCPXHOCTHU

% KIETOK ¢ MNOABUKHBIMU  PCCHUYKAMU B  ICJIBHBIX

AMUTENUATBHBIX IIacTax (Hopma-6omnee 90%)

Bonee 80%

XapakTep ABMKEHUN pecHUYEK (HOpMa-yHAYIHPYIOIHiT)

XaOTHYHBIN, «IPOKAHUE

Yacrora qBHKEHUS pECHUYEK, [ 11

15

MOp(I)OJ'IOFI/I‘-ICCKI/IC 0COOEHHOCTH KJICTOK HUINapHOTO Pecanukn YKOPOUCHHBIC
OIUTCIIUSA
3aKIr0dYcHHIE OtmeuaeTcs YBCIUYCHUC YaCTOTHI

GI/ICHI/IH, HN3MCHCHHC XapaKTepa H

(hOpMBI pECHUYKH.
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C uenbl0 TEHETHYECKOrO MOJITBEPXKIEHHUS 3a00JeBaHUS MPOBEACHO IOJIHOE
CEKBEHHUPOBAHHE TI'€HOMA, C TOCIEAYIOIMMM cekBeHnpoBanuem 1o Cenrepy. B
pe3yibTare OOHapy)XEH paHee ONHMCaHHBIM B JMTeparype BapuaHT IS142371860 B
TOMO3UTOTHOM COCTOSSHUM B 23k30H¢ 3 w3 17 rtena DRCL, npuBomsmmii K
GbOpMHUPOBAaHHIO CTOI-KOJAOHA W MpekaeBpeMeHHOW TpaHcusuuun P.GInll8Ter.
[Tatorennsie OuasienpHbie BapuaHnThl B TeHe DRCL, mpuBOsAT K pa3BUTHIO IEPBUYHOM
UUJIMAPHON JUCKUHE3UH, HACIEyEMOM M0 ayTOCOMHO-PELECCUBHOMY THITY.

Takum 00pa3oM, y4UThIBas KIMHUKO-aHAMHECTUYECKUE JaHHBIC, PE3yJIbTaThl
IIPOBEICHHOIO 00CJIEN0BAHUS, Y peOEHKa MMEET MECTO BPOKICHHBIN MMOPOK Pa3BUTHS -
BAPUAHT MEPBUYHON LMJIMAPHOM NHCKWHE3WH, XAPAKTEPU3YIOIIMMICSA YYalllEHHBIM W
HECOCTOATENbHBIM OMEHHEM PECHUYEK MEPLATEILHOTO AMUTENNS bIXaTeIbHBIX MyTeH.
JIaHHBIM KIMHUYECKUH BApUAHT WJUIFOCTPUPYET OCOOEHHOCTH TEUYEHHUS IEPBHYHOMN
IUAJIMApHON NUCKUHE3UU, XapAKTEPHBIE JIJI1 JAHHON KJIMHUKO-TEHETUYECKOW TPYIIIbI, a
UMEHHO OTSTOILIEHHBIN, HO OTHOCHUTEIILHO OJaronpusiTHBIM HEOHATAJIbHBIA MEpUO,
npeobiialanie Xajno0 CO CTOPOHBI HIDKHUX JbIXaTEIbHBIX MYyTeH, Haj kajno0aMH CO

ctopoHnbl JIOP-opraHos.

3.2.4. O0mas xapakrepucTuka Hefu(pdepeHIMPOBAHHON IPYINNbI MAIUEHTOB, Y

KOTOPBIX He BbISIBJICHBI 1e(DeKThI B TeHaX, 00yCJIOBIHBAIONIUX 3200/ IeBaHHE

Bribopka pgereil ¢ mEepBUYHONW UMIMAPHOW JTUCKUHE3WEH, y KOTOPBIX HE
BBISIBIICHBI JIe(DeKThI B TeHaX, oOycioBauBamomux I/, HO y KOTOpBIX TUarHo3 ObLI
MOATBEPKACH CHENU(PUISCKUMU METOJaMHU JUArHOCTHKU, cocTaBwia 23 peOeHka.
Cpenu nereii manHoW rpynmbl 6 (26%) denoBek uMenn OOpaTHOE PACIOIOKEHHE
BHYTPCHHUX OPTraHOB, YTO ITO3BOJIMJIO PACIICHHTh HMX, KaK OOJBHBIX C CHHIPOMOM
Kaprarenepa. [lonomenasivMu poauiauch Bee 23 (100%) peGenka.

B nepunaTansHOM nepuosie U3MEHEHUs 3apeructpupoBanbl y 12 (52,1%) nereit.
B ananmusupyemoil rpynmne pUHHUT HOBOPOXIAEHHBIX oTMeueH y 9 (39,1%) nerei.
BpoxxneHHass MHEBMOHMS 3aJ0KyMeHTHpoBaHa y 6 (26%) mereil. [lpusznaku OPJIC,

3apeructpupoBanbl y 3 (13%) HOBOPOKIEHHBIX.
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B nmawnoi#l rpymme aerei ne0roT 3a0o0JieBaHUS 3apETUCTPUPOBAH B CPETHEM B
Bo3pacte 10,7 mecsma xu3an [[AU 1,6; 19,9], a nuarHo3 BepuduImpoBad B CpeIHEM B
Bo3pacte 60 mecsies xu3uu [JIW 38,17; 81,9].

[Ipy aHaMHeCTHYECKON OLIEHKE TEYEeHHs 3a00JIeBaHUs CTOWKHM MPOTyKTHBHBIN
Karesib 0eCIoKOMII IeTel B cpeHeM ¢ Bo3pacta 9,8 mecsues [[AU 3,76; 15,9]. Croiikoe
3aTpyJHEHHE HOCOBOT'O JAbIXaHHE OTMEYEHO Y BCEX JAETEH JaHHOM IPYIIbL, U B CPEAHEM
nebrotupoBasio ¢ 19,27 wmecsne xuzuu [ 4,76; 33,78]. PenumauBupyroiiue
pecniupaTopHble MH(PEKIIMOHHBIE 3a00JIeBaHUS B CpeAHEM AeOITHPOBAIM C BO3pacTa
7,8 mecsaues [[U 3,6; 12,0].

Co ctoponsl JIOP-opranoB y 15 (65,21%) nereit oTMeyanuch peluaNBUPYIOLINE
PUHOCUHYCHUTHI, JEOIOT KOTOPBIX peructpupoBaiica ¢ Bo3pacta 30 mecsaues [ 15,4;
44,6]. Co CTOpOHBI OPraHOB CIIyXa XPOHUYECKUE CPEHUE OTUTHI 3aI0OKyMEHTHUPOBAHBI
y 15 (65,21%) nereii, ¢ Bo3pacta 22 mecsues [ 4,99; 39,13].

[Ipu onenke ¢GuU3MUECKOr0 pa3BUTHUS MO MEPIEHTHILHBIM TaOIHIaM JIeTU ObUIH
MIPEICTABIICHB BO Bcex Kopuaopax oT 3 a0 90 meHTui s, OJHAKO MeauaHa MacChl U
pocTa cooTBeTcTBOBajIA 50 IIEHTUIIIO.

[lo nmaHHBIM TNEPKYTaHHOM ITyJICOKCUMETPUM B YETBEPTOW TIpyNIe IETEH C
MEPBUYHON I[UJIUAPHOM JUCKUHE3UEW OTMEYECH HOPMAaJIbHbIM YpPOBEHb CaTypaluu
KHCI0pO1a B KpoBH, coctaBuinuii 97,78% [JAN 97,14: 98,42].

ITo pesynbraram KT opranoB npixanus y 16 (69,56%) onpenensauck
CTPYKTYpHBIC U3MEHEHHS JIETKUX B BHUJIE aTEJICKTAa30B B 00JIACTH CpeIHEH M HIKHUX
noner. CaMoil paclipOCTPAaHEHHOM JIOKAIU3alMe MOPaXEHUS SIBISIIACh CPEIIHSS 10T
aerkoro (S4, S5), uamMeHnenus B kotopoi onpeaesumch y 13 (81,25%) O0JNbHBIX.

Ornenka (yHKIIMM BHEITHETO JIBIXaHUS OCYIIECTBISUIACH €KETOJHO BCEM JICTSM,
KOTOpPbI€ MOTJIM KA4ECTBEHHO BBIMOJHUTH JbIXaTeJbHbIE MAaHEBPhl U  ObUIU
KOMITJIAEHTHBI UCCIIEIOBAHNIO. 3HaAUYCHUE (POPCUPOBAHHON )KHU3HEHHON €MKOCTHU JIETKUX
B YETBEPTOM TIpymme JaeTedt cocraBuio B cpemHem 82,67% [ 78,76; 86,58].
[Tokazarern O®B; y gereli 4eTBEpTOM TPyNIIBI COOTBETCTBOBAJIM HUYKHEW TpaHULE
HOpMBI W coctaBmm  83,07% [AW  78,31; 87,83]. [Ilo pe3ympraTtam

ooaumneTuaMorpadur OpOHXHUATLHOE CONMPOTUBJIEHUE COCTABWIO B cpeaHeM 129,5%
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[A1 116,47; 142,54], noka3aTenu ocTaToyHOro oobema Jyierkux - 179,4% [JI1 165,0;
193,8], 4YTO CBHIETENBCTBOBAJIO O 3HAYMMBIX OOCTPYKTUBHBIX HApYyUICHHSIX U
dbopMHpoBaHUU «BO3AYIIHBIX JoByIek». [lokazarenu OEJI Obuin comocTaBUMBI C
obmieit rpynmoi u coctasmiu 108,97% [N 104,3; 113,63].

ITo pesynpraram ocmotpa JIOP-Bpaua u cypaojiora OINpENEIsIUCh SIBJICHUS
XPOHUYECKOTO PHUHOCHHYCHTAa, XPOHHYECKOTO CpPEAHETO OTUTA W KOHIYKTHUBHAs
Tyroyxoctb. [Ipu3Haku XpoHHMYECKOTO PUHOCHHYCUTa BepuduuupoBansl y 15 (65,2%)
neted. XpoHUYECKU cpeaHuil oTUT auarHoctupoBan y 11 (47,8%) nereid, cpemu
KOTOpBIX ¥ 2 (8,6%) BbIsIBIIEHa KOHIYKTUBHASI TYTOYXOCTh Pa3JIMYHON CTEIIECHHU.

Kaununveckuii npumep Ned4.

Manpuuk /I.,10 ner, naGmromaercs B uHCTUTYyTe BenpTumena ¢ 2019 roma, B
CBSI3U C kajgo0amMu Ha CTOMKMM Kalienb, PEeHUAUBUPYIONIME HHPEKIIUU HUKHUX
JIbIXAaTENbHBIX MyTEH, IEPUOANUYECKOE 3aTPYJHEHHE HOCOBOTO JIbIXaHUS.

N3 aHamMHe3a U3BECTHO, YTO MaJIbYMK POAUIICS 310pOBbIM. B Bo3pacTe 6 MecsiieB
JIMarHOCTUPOBAHO OOpaTHOE paCIOJIOKEHUE BHYTPEHHUX oOpraHoB. B Bospacte 12
MECSIIEB OTMEUAJICS 3MU30[l NMOAbEMA TEMIIEpaTypbl Tela, C MAJONPOAYKTUBHBIM
KalllieM, 4To ObLIO PaclleHEHO Kak sIBJIeHUsI ocTporo OponxwuTa. Ilocne mpoBeneHHOM
aHTUOAKTEpHAIbHON Tepanuu peOeHOK BbI3opoBe. C 2-X JIeT 0OTMeUaroTcs Kano0bl Ha
CTOMKOE 3aTpyJHEHHME HOocoBOro jbixaHus. JIOP-BpauaMu JaHHOE COCTOSIHUE
PaCIIEHUBAJIOCh KaK SIBJICHUSI KPYIJIOTOAUYHOTO ajuiepruyeckoro punurta. C 3--x jer
MOSIBUJTUCH KAJIOOBI Ha €KETHEBHBIN MaJIONPOIYKTUBHBINA Kamienab. B Bo3pacte 5x et
AMK30]I BHEOOJHHUYHOW JBYCTOPOHHEH NTHEBMOHMHM. B paMkax rocrnuraiv3aiuu
pOAUTENSIM TOPEKOMEHJIOBAIM OOpaTUThCS B MHCTUTYT BenbTuiieBa ¢ I1EIbIO
UCKJIIOUeHUs cuHapoMa Kaprarenepa, yduThiBasi MHBEPCHIO BHYTPEHHHX OPraHOB U
KajgoObl CO CTOPOHBI pPECIUPATOPHOrO TpakTa. B Bo3pacte 6 JieT Majab4HK
rOCHUTAIN3UPOBAH B OT/ICJICHUE MMYJIbMOHOJIOTUHA HHCTUTYTa BenbTuiiiena.

[Ipu mocTyIIeHUU COCTOSIHUE CpeHEN TshKecTH, Temneparypa tena 36,6°C, UCC
103 ya.B muH., AJl 110/64mm.pT.cT. U/ 22 B MuH. Manbuuk aKkTUBEH, allleTUT U COH
coxpanenbl. Koxka uymcras, cBoO6ogHas OT HMH(EKIIMOHHON M alIepruuecKO CHIIH.

BI/I,Z[I/IMBIe CJIIM3UCTBIC BJIAXXHBIC, YHCTBIC. 3eB HeE TUIICPCMUPOBAH, HAJIO)KCHUM HET.
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HocoBoe npixanume 3aTpynHEHO, BbLACIEHUM HeT. Kamens NDpOIyKTHBHBIA C
BBIJICJICHUEM IPO3PAYHON MOKPOTHI. B JIErKuX JbIXaHHE MPOBOJUTCS BO BCE OTAEIIBI
PAaBHOMEPHO,  BBICIIYLIMBAIOTCS ~ €IWHHUYHBIE  CPEAHE  Iy3bIpYaTble  XPUIIBI
NPEUMYILIECTBEHHO B CpelHeM oTxaene crnpasa. OIpIIKM HET OpH  (PU3NYECKON
Harpy3ke. TOHBI cepaua sCHbIC, PUTMUYHBIC, BEPXYIICUYHBI TOJYOK ONPEIACISAETCS
cupaBa. JKuBOT O0OBMHOM (OpPMBI, MATKUH, JOCTyHEH TIJyOOKOH majbHaluy,
0e300Je3HEHHBIA BO Bcex otrnenax. [ledyeHp m cene3zeHka He nmanpnupyrorcs. Ctyn u
MOYEHCITyCKaHUE B HOPME.

B pamkax rochnuTalM3anMM = NPOBENEHO  KOMIUIEKCHOE  J1a0OpaTOpHO-
UHCTPYMEHTANIbHOE oOcnenoBaHne. B o0meM aHanu3e KpoBU M OMOXMMHUYECKOM
aHaJIM3€ MPU3HAKOB BOCHAJIUTEIBHOTO IPOLIECCAa HE BBIABISIOCH, OJHAKO IPH OLICHKE

TyMOPAJIbHOTO 3B€Ha MMMYHHTETa oOpallaeT BHUMaHue noBbilieHue ypoBHs IQE IgE

oommuii, ME/Mmn  0,0—-48,0 253,2 (Tabauma 13).

Tabnuna 13 — JlaGopaTopHbie oKa3aTean reMorpaMMbl Manbuuka /1.

[loka3zaTenb Hopma Pesynprar
Jleitkormurei( WBC), 10*9/n 450 -11,50 7,25
["'emorno6un(HGB), r/n 110 - 140 133
Heiirpodunsi(NEU), 10*9/n 1,50 - 8,50 2,89
Jlumboruter (LYM), 10*9/n 2,00 - 10,50 2,75
Mononutsel (MONO), 10%9/n 0,24 - 0,60 0,97
Dozurodmiel (EOS), 10*9/n 0,000 - 0,300 0,61
CKOpOCTb OCelaHMsI SPUTPOLIUTOB 10 Becreprpeny, Mmm/dac 2-15 6

IgE o6mmii, ME/mu 0,0 -48,0 253,2
iMmMyHOTITOOYITHH A, T/1T 0,180 - 1,500 0,97
Nmmynornooymus G, /1 4,20 -12,00 7,96
NnvmyHormoOynun M, 1/n 0,45-2,10 1,11
C-peakTUBHBIN OEJOK, MT/IT 0,0-5,0 0,8

[Io maHHBIM MOP(HONOrHMUECKOTO W MUKPOOHMOJIOTMYECKOTO aHalIu3a MOKpPOTHI

ONpEJENsIeTCs] U3MEHEHHBIH XapakTep — THOWHAas, yYMEpPEHHOE TIOBBIIIEHUE YPOBHS
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JEUKOLIMTOB W  albBEOJSPHBIX Makpo(aroB, Kak MPOSBICHUE XPOHHUYECKOTO
BOCTIQJICHUS BIXAaTEIbHBIX MyTeH, TP MUKPOOUOIOTUYECKOM OOCIEIOBAHNN BBISIBICH

poct Haemophilus influenza 10*3 KOE/wn (Tabnuma 14).

Tabmuna 14 — Tlokazatenu MOp(}OIOTHYECKOTO UM MHUKPOOHMOJIOTHYECKOTO aHaIM3a

MOKPOTHI MaJIbYHKa I[

[Tokazarenb Hopma PesynbTaT

Koncucrenmms Bsizkas

Xapakrtep [ 'HOVHAs

OOUTEINH MIOCKUH cIMHNY. EnnHuunbie B mpenapare
AnbBeOJIIpHBIC Makpodaru, B 11/3p eIMHUY. 2-3 B 11/3p,CKOTUICHUS
JleiikoTHI HE3Ha4. KOJI-BO 5-7 B 1/3p

dropa, KOE/min OTpPHIIAT. Haemophilus influenza 10*3

[To mamapiM KT opranoB rpyJIHON MOJIOCTH - KAPTHHA MOXET COOTBETCTBOBATH
cunapomy Kaprarenepa. Ilpusnaku ¢ubpoatenekraza cpeaneit gonu, S4,5 crpasa;

NPOSIBJICHUST 00CTPYKTUBHOTO OpoHxuTa (Pucynox 20).

CHEST — : et Zoom: 100.0%
Lung, iDose (5) WebGL 2 API

Pucynoxk 20 — KomneroTepHas TomorpaMmma opraHoB IpyIHOM TOJI0CTH O0sibHOTO /JI.
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[lo naHHBIM KOMIBIOTEpHOM TOMOrpaduu MNPUAATOYHBIX Mazyx Hoca - KT-
IIPU3HAKW  TOPOSIBJICHUW  3TMOMAMWTA,  JBYCTOPOHHETO  TaMOpPUTA,  PUHHTA,

JIBYCTOPOHHETO cpeaHero otuta (PucyHok 21).

512 x 512
=.1400/200

Pucynoxk 21 — KommnbtoTepHas TomorpaMmMa MpuAaTOYHBIX Ta3yX Hoca 60JabHOTO /1.

C 1enblo OLEHKU COCTOSIHUS CEep/la MPOBEAEHO YJIbTPa3BYKOBOE HCCIIEIOBAHUE C
nonrmuieporpaduend, 1o pesyabrataM  KoToporo BbiBieHbl D XOKI-npusnaku
JEKCTPOKapAUM: JeBOC(HOPMUPOBAHHOE MPABOPACTIONOKEHHOE CepAlle ¢ "3epKaibHOM"
MHBEpCcUen kamep. PasMepsl ojaocTen B HOpMeE.

ITo pe3ynbrataM (YHKIHMOHAIBHOW OIEHKHM COCTOSIHUSI OPTaHOB JIbIXaHUS -
YpoBeHb OKcHaa a3oTa B BbIAbIXaeMoM Bozayxe 7,3 ppb (N 10-20ppb). [lo mannpiM
MyJIbCOKCUMETPUM NPU3HAKOB TUIIOKCEMUU B MOKOE HE BbIABICHO: SpO2=98% mnpu
UCC 110 yn/mun. Crnupomerpusi: HMcxomHo - Jerkoe CHUXKEHHUE BEHTHIISIIIUN
JTUCTAIIbHBIX OpOHXOB, Ipoba ¢ 6asucHoi Tepamueit monoxkutenbHas. (JKEJI - 93,7%,
®IXKEJT - 94,3%, ODB; - 94,6%, MOC25 - 89,9%, MOCS50 - 91,4%, MOCT75 - 64,0%).

Pebenox  koHcynbTHpoBaH ~ JIOP-BpauoM,  KOTOpbIM  BepU(pUIUPOBaH

XpPOHUYECKH PUHOCHUHYCUT, BHE OOOCTPEHHSI M PEKOMEHJIOBAaHO KOHCEPBATHBHOE



78

neuenne. [lo pesynpTaTaM KOHCYJIBTAIlMM Bpada-CypoJiora, TUAarHOCTUPOBAHA
TUChYHKIIHS CITyXOBBIX TPYO, pEKOMEHI0BAHO HAOIIOCHUE B THHAMUKE.

C menpi0 MCKIIOYECHUS MYKOBHCIIM03a TIPOBEJCH aHAINW3 Ha XJIOPUIBI TIOTa Ha
anmapare «MaxkpomakT». [lo pe3ynbpraram JaHHOTO aHAM3a YPOBEHb XJIOPHIOB IMOTA
coctaBui 40 MmmoJib/11 (0-60 MMOJIB/TT — OTpPHUIIATEIBHBIN ), YTO TTO3BOJIUIIO UCKIIOYUTH Y
MaIMeHTa MyKOBUCITHIO3.

C uenpio ompeeneHus MOABMKHOCTH IIMIMAPHOTO MUTEHS TpoBefeHa Opari-

OMOIICHS CIIM3MCTOM 000JI0YKH BEPXHHUX JIbIXaTeIbHBIX MyTe (Tabmuma 15)

Tabmuna 15 — MccnenoBanue QPyHKIMM HWIMAPHOTO SMUTENHS CIU3UCTOU 00O0JIOUKHU

HOCa MaJibuyuKa /.

ITokazaTens (HOpMa) Pesynbrar

JlguratenpHas aKTHBHOCTh pecHuuek 1pu | Juddepenmupyercs cnaboe OneHne peCHUYCK
yBenuuenun  x100  (Hopma —  aKTUBHOE

JBUKCHHE PECHUYEK)

JlBuraTenpHas aKTHBHOCTh pecHuuek 1pu | Juddepennupyercs ciaboe OneHne pecCHHYEK
yBenuueHuu x400

JlBuratenpHas ~aKkTHUBHOCTb pecHHUYEK MpH | JlocTaTouHO aKTHBHOE OMEHHE PeCHUUYEK

yBenmuenuu x1000

% KJIETOK ¢ TIOABIKHBIMH pecHHukamu B | bomee 90%

OCJIBbHBIX DOIIMTCIIMAJIBHBIX IIJIaCcTax (HOpMa'

6omee 90%)

XapakTep  JABWXKEHUH  pecHMYeK (Hopma- | Mectamu myJIbCUpYIOLIee, HaOmoaeTcst
YHIYJIUPYIOIINNA) ACHUHXPOHHOCTB JIBUKEHUS PECHUYEK

Yacrora nemwkenus pecanyek ' (Hopma 6,0-8,0

I'n)

Yacrora IBHKEHUS pecHUYEK OT 3,5 110 5

Mopdomornueckue 0COOEHHOCTH KJIETOK

OUIIMAapPHOTO SIMUTEIINA

be3 cyiecTBeHHBIX 0COOEHHOCTEH

3aKkIroYeHue

CHIDKCHHE (1)YHKI_II/II/I OUIIMAPHOTO SMUTCIINA 3a CUHECT
CHUXCHUA YaCTOTbl MW H3MCHCHHOI'O XapaKTCpa

IBIKECHUHN
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[Io pe3ynpTaTaM KOTOpPOl BBISBICHBI AaTUNHWYHBbIE HapylleHUE (QYHKIUH
PECHUTYATOIO JIIUTEINS, B BUJIE CHUKEHUS 4YaCTOThI U XapaKTepa JABWKCHUS LNIINN

Takum oOpa3om, ¢ y4yé€TOM KIMHHUKO-aHAMHECTHMUYECKUX JIaHHBIX, PE3YyJbTaTOB
IPOBEIEHHOr0 00ciieloBaHUsl y peOeHKa OBl YCTaHOBJIEH BPOXKACHHBIM IOPOK
pa3BUTHA: NIEpBUYHAS LUIMAPHAs JUCKUHE3Us — cuHApoM Kaprarenepa.

C nenbl0 TEHETMYECKOIO MOJITBEPXKIEHHUS 3a00J€BaHUS MPOBEACHO IOJIHOE
CEKBEHHpOBaHME TeHoMa. Ilo  pe3ymprataM  KOTOPOTO  BapMaHTOB  I'€HOB,
00yCIIOBJIMBAIOIINX TEYEHUE OCHOBHOIO 3a00JIEBaHNUS HE BBISBIICHO.

JlaHHBI ~ KJIMHUYECKUH BapUaHT WUIIOCTPUPYET OCOOEHHOCTH  TEUEHUS
IIEPBUYHOM LMJIMAPHOM NHMCKUHE3WH, XapAaKTEPHbIE JUIA BCEHM JAaHHOM KIWHUKO-
IFCHETUYECKOW TIPYIIIBl, & UMEHHO BsUIOTEKYIIHMM, CKPBITBIM BApPUAHT KIMHUYECKOIO
TE€YEHUs, MPU KOTOPOM OTMEUYAETCS OTHOCUTEIBHO OJAronpHsTHBIM HEOHATATbHBIN
IIEpUOJ, HE BBIPAKCHHAS KApTHUHA MOPAKCHUs BEPXHUX JBIXATECJIbHBIX IIyTEH, OJHAKO
HECMOTpSl Ha 3TO, MpH OOCIEIOBAaHMU OTMEYAIOTCS BCE 3HAUMMBbIC IPU3HAKU

XPOHHUYCCKOT'O BOCIIAJICHUA AbIXATCIIbHBIX HyTeﬁ.
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3.3. AJITOPUTM JHATHOCTHKH NAIUEHTOB C MEPBUYHOMH UIMAPHOI TMCKUHe3Meil

[lepBuunHas nmMiIMapHas AUCKUHE3WS - 3a00JieBaHME C IIUPOKUM CIEKTPOM
(EHOTUNTMYECKUX TIPOSBIICHUN, XapaKTEPUIYIONTUXCS KIMHUIECKON TeTePOTCeHHOCTHIO.
B HacTosiIuii MOMEHT HE CYIIECTBYET «30JI0TOrO» METOJla AUArHOCTUKUA U, YTO
BOXHEW, MapHIPyTU3AIMK JAUArHOCTUYECKOTO MyTH IMAIMeHTOB C TMOJ03PEHHUEM Ha
nanHoe 3a0oneBanre. CIIOPHBIM U COMHHUTEIIBHBIM, TaK e SBJSETCS OTIPAaBHAS TOYKA
WHUILMAIIMK JTHarHOCTHYeCcKuX Mmeponpusatuii. Bonpoc Bepudukanuu I/, sBasercs
aKTyaJbHOU MPOOJIEMOM COBPEMEHHOM NEUATPUU U JETCKOU MyJIbMOHOJIOTUH.

[TynpMOHOIOTHYECKHE COOOIIECTBA €IMHBl BO MHEHUM, YTO MHUIIUATIBHBIM IS
MPOBEJCHUS CHENU(PUISCKUX JTUATHOCTUUYECKUX MEPONPHUSATUM SBISIOTCS KIMHUKO-
AHAMHECTHUYECKUE XApaKTEPUCTUKU TanueHToB. C JaHHOW WENIbI0 TMOJ ATUA0MN
€BpOINEHCKOro pecnupaTopHoro odmectBa B 20161 paspaboTaHa IKajga JHArHOCTHKH
[T (PICADAR), npumensieMasi y MalMeHTOB ¢ mojgo3penreM Ha teuenue [T/ u
anpoOupoBaHHas Ha 93 manMeHTax, ¢ JaHHBIM 3a0osieBanueM. [1lkana BkitoyaeT B ce0s
onucaHHble panee kpurepuu (Tadmuma 1).

VYuuthiBasg TOT (akT, 4TO CpeAW HalIEd KOTOPThI MAIMEHTOB TOJNBKO Yy 36,25%
MAalMEHTOB BBISIBIISIACH MHBEPCHUSI BHYTPEHHUX OpraHoB, 63,75% mNmalnueHToB MOTYT
ObITh TpomylieHbl B Tporiecce aHanmm3a no 1mkaide PICADAR. JlonogHHUTENIBHO
HEOOXOJIMMO OTMETUTh TPEThIO TPYyNIy TMAIMEHTOB, CPEIu KOTOPHIX HHBEPCHUS
BHYTPEHHHUX OpPTraHOB BcTpevanach y 7,14% maiueHToB, TakuM o0pa3oM, MoJaBJIsIoNee
OOJIBIIMHCTBO TAIMEHTOB JIAHHOW KJIIMHUKO-TE€HETUYECKOU TPYIIIBI HE MOTYT TOJIYYUTh
npu oneHke Oosbiie 10 OamnoB. [IoMUMO 4YyBCTBHUTENBHOCTH, BAXKHBIM SIBIISIETCS
OTMETUTh HEIOCTATOYHBIE TIOKA3aTelu CHeNUu(PUIHOCTH, B CBSI3U C CHUJIIBHOM
3aBUCUMOCTBIO BCEM IIKaJIbl OT HAJIW4YUs WHBEPCUM BHYTPEHHUX OPraHOB, KOTOpas
BCTPEUYAETCS] B MEHBILIEM MPOLICHTE CIIYYaeB CPE/IU MALMEHTOB C MIEPBUYHON IMJIMAPHOU
JTACKUHE3HEM.

AHalu3 1nokazarejied TaHHOW IIKajibl y MalMeHTOB C MYKOBHCIIHMJIO30M TaKKe
CTaBUT P BONPOCOB. [[ns manmMeHTOB C  MYKOBUCHMIO30M  XapaKTEPHbI

PECIUPATOPHBIC CUMIITOMBI B PaHHEM HCEOHATAJIbHOM IICPHUOAC, BOBJICUCHUC BCPXHHUX
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JbIXaTeNbHBIX NyTeH, B BUAEC PEUUAMBUPYIONIMX pPHHUTOB, a TaKkxke Yy JeTeil,
CTpaJaroNMX JaHHBIM 3a00JIEBAHUEM, PETYJISIPHO OTMEUYalOTCA SIBJICHHUS CPEIHErO
oTHTa, Hepeako compoBoxaaromuecs oropeeit [90]. IIpu onenke mo mxare PICADAR
y MauuMeHTOB € MYKOBHCLHJIO30M HW TPETbEU KIMHUKO-TEHETUYECKOW TPYINION
NEePBUYHON LUITUAPHOU JUCKUHE3UU 3HAUMMBIX OTKJIIOHEHUHN HE ONpeesieTcs .

Takum oOpazoM, ¢ 1Uelbl0 HMHUIMAIMU JUArHOCTUYECKOro  Ipoliecca
notpeboBaiach MOAU(pUKAIMS MIKAJIBI, 9YTO U OBLJIO MPEJIOKEHO HaMU IO pe3yabTaTam

IIPOBEJICHHOIO aHAIN3a KIMHUKO-aHaMHECTHUYECKUX JaHHbIX (Taonuma 16).

Tabmuma 16 — Monudunuposannas mkana PICADAR.

Bomnpoc bana
Ponucst mu peGeHOK TOHOIICHHBIM? 6
Otsrouién mu y peOeHka HeoHaTaIbHbIA Iepuoa? 10
beumi 1 y peOeHKa B paHHEM HEOHATaIbHOM NIEPHUOIC THEBMOHUU? 6

beimn  1m y pe6eHKa B pPaHHCM HCOHATAJIbHOM IICpHUOAC COCTOSAHMUA, Tpe6y101111/Ie 3

KHCIIOPOJHOM MOJIIEPKKHU?

bbun 11 y pebeHka B HEOHaTaIbHOM NEPUO/E MPOSABICHUSI PUHUTA HOBOPOXKACHHBIX? 7

Nmeetcs nmu y peOeHKa aHOMaJIbHOE PacIoNI0KEHNE BHYTPEHHUX OpraHoOB? 18

Nmeercs nu y pebeHKa exeTHEBHBIN MPOTYKTUBHBIN Kailenb K Bo3pacty 1 roxa skuzuu? | 10

bbut M TOCTIUTANM3aIK B CTAIlOHApP B CBS3U C 00OCTpeHUsMU OpoHXxonerounsix | 10

3a00sieBaHUi Ha 1-M roay >KU3HU?

HmeeTcst mu CTOMKOE 3aTpyAHEHHE HOCOBOI'O AbIXaHMs K Bo3pacTy 1 rona? 10
OTMmeydanuce M AMU30/1bI CPEAHETO OTUTA B BO3pPACTE 110 2-X JeT? 8
PeructpupyroTcs 11 peHTTeHOIOTHYeCKHe IPU3HAKY aTesIeKTa3a cpeiHel 1o0au? 6

OTsromi€H  J1n  ceMeWHbI aHaMHe3 10 XPOHMYECKHMM OpOHXOJIErOYHbIM, JHOO | 6

OTOPUHOJIAPUHTOJIOTHUICCKUM 3a00JIeBaHUSIM?

VYuuthiBas 3aKOHOMEpHOCTH pa3BuTHs 3aboneBanusi, mkaia PICADAR Obuta
Moau(ULIKMpOBaHa, B BHJIE JOIMOJHEHHUS Dsiia BOMPOCOB, KACAIOIIMXCS: MPOSBICHUMN
3a00/ieBaHMsl B HEOHATAJIbHOM Iepuoje; JAe0loTa CHUMITOMOB M COUYETaHHBIX
NaTOJIOTUYECKUX COCTOSIHUI; CTEIIEHHU BOBJICUEHMSI JIETOYHOW TKAHU B MAaTOJIOTMYECKUN

MPOIIECC; MOPAXXEHUsI CO CTOPOHBI MPUJIATOYHBIX I[a3yX HOCA W OPraHoB clyxa.
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[Tpumenenre MoaUGUIIUPOBAHHON KA, aJaNTUPOBAHHON AJIS JIMI[ CTapIie 2-X JIET,
MO3BOJIIET TOBBICUTH KAayeCTBO MEIUIIMHCKOW momold, #  3()PeKTUBHOCTDH
JIMarHOCTUYECKUX MEPOIIPUATHIA.

B xome paspaboTkm mikambl, ObUTM COOpaHbl HEOHATaJIbHBIC JaHHBIC,
BKJIIOYAIONIME B CE€Osl MaTOJOTMYECKUE COCTOSIHUSI U M3MEHEHMs XapaKTepHbIE IS
[TI/], ObutM comocTaBlIEHbl KIMHUKO-aHAMHECTUYECKUE JaHHbIC, a TAKKEe M3MEHEHUS
co crtoponsl JIOP-opranoB. BkitoueH ceMeilHbIM aHamMHE3, a MMEHHO: HaJIudue y
POJICTBEHHUKOB OpPOHXO03KTa30B, PEIUANBUPYIOMINX OPOHXOJETOYHBIX MH(PEKIHOHHBIX
3a00J1eBaHUM, XPOHUYECKUX MATOJOIMYECKUX COCTOSHUU cO cTopoHbl JIOP-opraHos.
Takum 006pa3om, ObUIO BBIJAENEHO 12 MEpEeMEHHBIX, YIIOMUHAEMBbIX B IKane. OnbITHas
rpynna cocrosyia u3 80 manuMeHToB ¢ NMOATBEpKAEHHBIM auarHozoMm IILJI. Cpennuii
BO3pACT HA MOMEHT BKJIIOUEHHUSI B aHaIU3 cocTaBisul 8 set 5 mecaieB (1-16 ner). Ha
OCHOBE 3TOT0, C YYETOM YacCTOThl BCTPEUAEMOCTH MPU3HAKA, KaXK 1as IepeMeHHast ObL1a
cTpaTU(UIUPOBaHA COOTBETCTBYIOIIUM OaJIIIOM.

MoauduuupoBanHas mkana mnpeaukTuBHoW auarHoctuku [T Bxiaroyaet
OCHOBHBIE KIIMHUKO-AHAMHECTUYECKUE KPUTEPHUH, C LIETBI0 OPUEHTALMN MEIULUHCKOTO
NepcoHaia B HEOOXOUMMOCTH MHHUIIMUPOBATH ClEUU(PUUECKIE METObI JUATHOCTUKH, a
TaK)K€ MPOAODKEHUS JUArHOCTUYECKOTO IOMCKA MPHU IOIYYEHUU OTPHULIATEIIBHOIO
pe3yJbTaTa, [0 JaHHBIM OT/AEJIBHO B3SITOTO CIEUU(PUIECKOTO METOA.

[Ipu olLieHKE YyBCTBUTEIBHOCTH M CHEU(UYHOCTH, MOAU(ULIUPOBAHHON HAMH
IIKaJIbl, YyBCTBUTEIBLHOCTH cocTaBmwia 96,25%, a cmneuuduynocts 97,5%, uto
MO3BOJISIET PEKOMEHI0BaTh €€ K MPUMEHEHHUIO BpayaM MeaAuaTrpaM M IMyJbMOHOJOraM.
[Ipu nonyuenun >75 6amwioB BepossitTHOCTh I1IIJ] cocraBiser 90,25%, npu nosydeHun
>80 0amI0B BEpOSTHOCTH COCTaBIsAET Ooee 95%

s npoBepku MoauduiupoBanHoi mkansl PICADAR ucnonb3oBanuch faHHbBIE
He3aBUCUMO BrIOOpKH u3 100 mereil ¢ mMarHo30M MepBUYHAS IMJIMAPHAS JUCKUHE3US
(TILA+) u 100 neteit Oe3 awarHo3a mepBuUYHas MuiauapHas guckuHesus (ITLIJT-).
Jlanubie nns aHanuza Obutd 1ocTynHbl y Becex 100% (n=200) uyenosek. B rpynme T+
45% manueHTOB COCTABIISLIIM JIMLIA MYXKCKOro nojia, a rpynme I1J[- pacnpenenenue no

ImoJry OBLIO PaBHOMCPHBIM: I10 50% cocTaBisnu NpEeACTAaBUTCIIN MYKCKOI'O M JKEHCKOI'O
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nosia. Cpennuid Bo3pact B rpymme [11[J[+ Ha MmoMeHT oueHku coctasisn 9,5 ner [JAN95
8,23; 10,87], a B rpynne IIIJ/I- na momeHT ouenku - 9 net 10mecsuen [M95 8,51;
11,25]. Ilpu oueHke pacrpeneneHusi MAlHeHTOB U MPUBEPKEHHOCTH KOHTPOJIHHON

rpymre [TIJI+/TIL /-, BeIABIsUTaCch JOCTOBEPHOCTH JaHHOH mikaibl (PucyHok 22).

PacnpepeneHnve HabnogeHuii No npusHaky

1,2

-0,2

0 20 40 60 80 100 120

Bann

Pucynok 22 — PacnpeneneHre NalUEHTOB KOHTPOJBHOM TPYIINbl MO KOJUYECTBY

OayoB, moydeHHbIX B MoaudunmupoBanHoi mkane PICADAR.

Jnis  moBelieHUs 3(Q(EKTUBHOCTH JUArHOCTUYECKUX MEPOINPUSATHI, HaMu
IPEVIOKEH AJTOPUTM BEIECHHMS NAauueHToB ¢ mnomo3peHueM Ha [ILJ[, yuuTeiBas
BO3pACTHbIE OCOOCHHOCTU TCYCHUS 3a00JICBAHMS.

[Ipu ocMoTpe mnamueHTa € pPSAOM NPU3HAKOB XPOHUYECKOTO 3a00JIE€BaHUS
pecnupatopHoro  Tpakta u  JIOP-opraHoB, peKOMEHAOBAaHO  BKJIIOYaTh B
nuddepeHInaTbHO TMarHOCTHYECKUM allTOPUTM MEPBUYHYIO [IMJIUAPHYIO TUCKUHE3UIO.

K npuszHakam, xapakrtepHbIM Ui nanueHToB ¢ [IL[J] otHocuTcs:

° ExenneBHEBIN KalleJb, COIPOBOMKIAOIINHCS IIPOYKTUBHBIM
KOMIIOHEHTOM;
° ExenHeBHOE 3aTpyJHEHHME HOCOBOTO JbIXaHUSA, COIMPOBOKIAIOIIECECS

OTACILICEMBIM M3 HOCOBLBIX XOAOB, BHC 3aBHCHUMOCTH OT CC€30HA, BPEMCHH CYTOK H

KOHTAKTa C OIPCACICHHBIMU IIOJIJIFOTAHTAMU, o0 AJJICPIreHaMu;
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o PeumauBupytromuii Xapaxkrep pECUPATOPHBIX MH(DEKITMOHHBIX
3a00J1eBaHUN HMOKHUX JbIXaTEIbHBIX yTEH;

° PeuunuBupytronmii xapakrep UHQEKIUOHHBIX 3a0oseBanuii JIOP-opranos,
COMPOBOXKIAIOIIMICS TUMepIuiasuell JTUMQOUIHON TKaHU B HOCOIJIOTKE, JIMOO
MPOJAYKTUBHBIM KOMIIOHEHTOB B MOJIOCTSIX CPEJIHETO yXa.

[laiieHThl C BBIABICHHBIMA M3MEHEHHUS JIOJDKHBI OBITh OOCJEIOBaHBI Ha
Hajau4Me, JUMO0 OTCYTCTBUE XPOHUYECKOTO MPOTPECCUPYIOLIEro 3abojeBaHus —
MEPBUYHONM IUJIMAPHON AUCKUHE3UH. WHUIMAIbHBIM 3TaloM JUArHOCTHYECKUX
MEpPONPUATUNA SBJISIETCS AHKETUPOBAHUE MALMEHTOB C MPUMEHEHHEM MPEIUKTUBHBIX
mkan, a umeHHo PICADAR mis neteit 1o 2-x jet (Tabnuma 1), 1 MoauduimpoBaHHOM
mkanel PICADAR mins jun crapme 2-x jet (Tabmuma 16). Ilpu momydenun
MOJIOKUTENIBHOTO  pe3ysbTaTaM IyTEM AaHKETHUPOBAHUS TMAlMEHTa PEKOMEH]IOBAHO
MPOJOIKUTh AUATHOCTUYECKUM TOUCK U1l TOATBEPXKACHUS THUIOTE3bl O HAIUYUU Y
MalueHTa NEPBUYHON HUIUAPHON AUCKUHE3UH.

[Tocnenyromue  3Tanbl  JUArHOCTUYECKUX  MEPOIPHUATHIL  PEKOMEHAOBAHO
MPOBOAUTh B CHECHHAIM3UPOBAHHBIX OTACICHUSAX, MMEIOMIUX COOTBETCTBYIOIIUMA
KJIMHUYECKUN OTIBIT.

C uenpl0 OIEHKM IUJIMAPHON JUCKUHE3WHU, (PYHKIMOHAIBHOTO HApYIICHUS
PECHUTYATOTO DIUTENUS TPOBOJIUTCS HEMOCPEICTBEHHAS OIleHKa OWEHUs MWW C
nocienyomein e€ xapakrtepuctukoi. OreHka OWEHHWS B HACTOSIIUH MOMEHT
MPOBOJAMUTCS. METOJIAMHU BBICOKOCKOPOCTHOTO BHICO0ACCUCTUPOBAHHOIO aHalv3a, JMOO
KOMITBIOTEPU3UPOBAHHONW CBETOBOM MHUKPOCKONHMH OHONTATOB CIM3UCTOM OOO0JIOUKH
Hoca wiau OponxoB. IIpoBejgeHune JaHHOTO HCCIENOBaHUS TpeOyeT CTporou
MIPUBEPKEHHOCTH MpaBujIaM 3a00pa, TPAaHCIIOPTUPOBKU U TOJITOTOBKH aHATU3UPYEMOTO
Marepuajia B MaKCUMaJbHO KOpOTKHMEe cpoku. llleTounsni OuonTar cau3UCTON
000JI0YKH HOCa MJIM OpOHXA HEMOCPEACTBEHHO MOCie 3a00pa MOMENAI0T B MOJOTPETHIN
10 37°C M30TOHMYECKUU PacTBOpP HATPHUSl XJIOpUIA, C MOCIEAYIOLIEH HEMEJICHHOU
TPAHCIIOPTUPOBKOW Marepualia CIEUUAIUCTY I aHaliu3a, B TeueHue 15-20 MUHYT C
MoMmeHTa 3a0o0pa. [Ipu 3a00pe B M30TOHUYECKUN PACTBOP MEHBIIEH TeMIepaTypbl, TMO0

JIOCTaBKe Martepuana Ooiyee yeM uepe3 20 MUHYT ¢ MOMEHTa 3a0opa, 3aKOHOMEPHO
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HAOMIOJaeTCsl CHU)KEHHME YacTOThl OWEHMs IWIMAPHOTO DJIUTEIHs W HapylIeHHUE
XapakTepa OMeHHs, YTO MOKET MPUBECTH K OLMITMOOYHOMY 3aKIIOUEHHI0. B X0/1e olleHKn
OMEHHUs CIEUUAIMCT XapakTepusyeT (YHKIUMOHAIBHOE COCTOSIHME LMJIMAPHOTO
DIUTEINSA 110 CTETIEHU BU3YAJIN3ALUN IBUKEHUS IIPH PA3JIMYHBIX CTENECHAX YBEINYECHHUS,
OLICHUBAET NPOLEHT IMOJABMKHBIX PECHHUYEK, XapakTep OHeHHs U MOp(dOoIoruyeckue
OCOOCHHOCTH  aHanu3upyeMbix nuianil. HeoOxogumocTe BO  BceoObeMITIOIIEH
XapaKTepUCTHKE OMeHMs 00yCIOBIIEHA Pa3IMUYHBIMU BapUaHTaMU HapYIICHUs (PYHKITUH
LWINH, OT CHUYKEHUS YaCTOThl U OTCYTCTBUS OMEHHUS, 10 YMEHBIICHUS YHCIIa KIETOK C
HOPMAJIbHO (YHKUIMOHUPYIOIIUMH pECHUYKaMHU. BaXHO OTMETHUTh, 4YTO OILIEHKA
IIOABIKHOCTH LIWIMAPHOTO SIUTENNS IPOBOJUTCS TOJBKO IPHU HATUYUHM XapPaKTEPHOU
KJIMHUYECKON KapTuHBI. M301MpoBaHHas OLICHKA NOABMYKHOCTU LIUIMAPHOTO DIIUTEIINS,
HECMOTPsI Ha CBOIO BBICOKYIO UYBCTBUTEIBHOCTB, XapaKTEPU3YETCs HECKOJBKO OoJiee
HU3KOM CIEUU(PUUHOCTBIO, YTO OOYCJIOBJIEHO TPYAHOCTBIO JAU(PPEpEeHINPOBKU
IIEPBUYHOM M BTOPUYHOM LWIMAPHOW AUCKUHE3UHM, OJAHAKO XapaKTepHas KIWHUKO-
aHAMHECTMYECKAasl KapTHHA, OLEHMBAacMas C IIOMOILIBIO MPEIUKTUBHBIX [IKAJI,
MO3BOJIIET OBBICUTH TOYHOCTh AU(depeHInalnn Buja UMIuapHoil nuckunesuu. [Ipu
BBISIBICHUM ~ HOPMAIbHOTO  (DYHKIMOHHUPOBAaHUS  LIMJIMAPHOTO  AOUTENHS  HE
PEKOMEHZ0BAaHO OTBEPraTh MIIOTE3y O HAIMYMM NIEPBUYHOM LIWIMAPHOW NUCKUHE3UH.
Crnenyet npuberHyTh K CTPYKTYPHOU OLIEHKE peCHUTYATOro ’nurenus. Ilpu BeisiBiaeHUN
aHOMAJIBHOTO (PYHKIMOHUPOBAHMS UUIMAPHOIO SMUTENUS, 0 COBOKYIHOCTH JaHHBIX,
MOJKET OBITh YCTAHOBJIEH AMArHO3 MEPBUYHON LMIMAPHON TUCKUHE3UH.

CrpykTypHas OLEHKa pPECHUTYATOrO OJMUTENUS  MOPOBOJAUTCS  METOIOM
MPOCBEUNBAIOLIEH/TPAHCMUCCUOHHOM AIEKTPOHHON MUKPOCKOIIHUH.

3a00p UWIMAPHOTO SIUTENAMSI JOMYCTUMO OCYILECTBISATh aHAJIOTUYHBIM
CIIOCOOOM, KaK M MpHU OLEHKE (PYHKIUU PECHUTYATOTO SIUTEIUS, OJHAKO C LEJbIO
3¢ (HEKTUBHON TPaHCIIOPTHUPOBKH MaTepuasa, OUonTaT MepBUYHO (GUKCUPYIOT B 2,5%
pacTBOpe TIIyTapOBOrO ajlbJErHAa U MpU HEOOXOAMMOCTH OTCPOUYEHHOTO aHaju3a (He
Oosiee 2-X He/esb), XPAHAT B XOJIOAUIBHON Kamepe rnpu Temmepatype + 4-6°C.

B xozxe oneHkn yJnbTpacTpyKTyphbl HWIMAPHOTO SIUTENNS K0T XapaKTEPUCTUKY

CJIEIYIOLIUM CTPYKTYPHBIM 3JIEMEHTaM:
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e HapyxHble TMHEHNHOBBIE PYUKHU;
e CTBIKOBOYHBIC OCIIKM HAPYKHBIX JUHEMHOBBIX PYUCK;
e BHyTpeHHHE TUHEHMHOBBIC PYUKH;
e JlymieTsl MUKPOTPYOOUEK;
e [lenTpanbHas napa;
e PanmanbHBIC CITHIIBL;
e HexcuHOBBIE CBSI3KH.

KntoueBbIM Tpu OLICHKE YIBTPACTPYKTYPHl LWIMAPHOTO SIUTENUS SBISIETCS
TOTAJILHOCTh BBISIBJIICHHBIX HApylICHUW. BbISBIsSeMbIE HapylI€HUS B OTHACIbHBIX
HWINSX HE SIBIISIIOTCS OCHOBAaHHMEM JUUIA 3aKJIIOUYEHUS B MOJIb3Yy THIOTE3bI O HAJWYWHU
MEPBUYHON IWIMAPHOW ITUCKUHE3UHW. [IpW BBISABICHUM OJHOTUIHBIX CTPYKTYPHBIX
HapyIIeHUH YITPACTPYKTYpPhl IHJIMH B IITUPOKOM Macce OHMONTATOB M XapaKTepHOMU
KJIMHUKO-aHAMHECTUYECKOW KapTUHE, AuarHo3: llepBuYHON HUIMapHOW NUCKUHE3UH,
MOXET CUYUTATHCSI 0OOCHOBAHHBIM M KOPPEKTHBIM.

I[Ipu oTpunarenrbHOM  pe3ysibTaTE€ AaHadWM3a CTPYKTYPHBIX  HapYyIICHUU
PECHUTUYATOTO SIUTENINS, PEKOMEHYETCS MOBTOPHOE MPOBEJACHUE OLECHKU (PYHKIUU
HWJIMAPHOTO AnuTenvs. [lomydyeHne AByX OTPHUIIATENIBHBIX PE3YJIbTATOB MOJABUKHOCTH
HWIMAPHOTO DBMUTENUs, OTPULATEIBHOTO pe3yjbTara IO JAaHHBIM SJIEKTPOHHOU
MHUKPOCKONUU [UJIMAPHOTO DSIUTENHS, W OTCYTCTBUE BBISIBICHHBIX T€HETHYECKUX
BapUAHTOB, OTBETCTBEHHBIX 34 PA3BUTHUE MEPBUYHON WJIHMAPHOW JUCKUHE3UH, SIBJISICTCS
ocHoBaHueM i uckiatouenus [ u3 nuddepennmnanibHO TMarHOCTUYECKOTO TOUCKA.

OnucaHHBIl JAMArHOCTUYECKUN IyTh XapaKTEepU3yeTCs BBICOKOW CyMMapHOU
YYBCTBUTEJIBHOCTBIO U CHEHU(PUIHOCTHIO, YTO TO3BOJISIET JIOCTOBEPHO IMOJTBEPIUTD,

1100 UCKIIOUNTH Hamuune XxapaktepHbix A [1J] usmenennii (Pucyrnok 23).
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AmnkerupoBanue pedenka no mkaine PICADAR,

6o momuduupoBannoii mkaiae PICADAR

>10 6anno / >75 Gannos <10 6aynoB / <75 Gannos
v v
I'enernueckoe
OTpHIATENBHO BuneoaccuctupoBannas OTpHLATENBHO
Hccae0BaHue MHKPOCKOIIHSL
A 4
BrisiBneno BrisBiieno | BrlsgBiaeHo HapylueHue ( DIJIeKTPOHHAs
HapyluIcHUue HapyneHue MHKPOCKONHA
OTpunaTenbHO
BrisiBneno Y
_ HapylIeHHe ( BuneoaccucrtupoBannas
MUKPOCKOIHUS
v v v Otpunarensn o
[ Bricokas BepositHocTh [T/ } Huskas Beposaraocts ITLJ]

Pucynok 23 — AnroputM BepuuKauy NEPBUYHON IUINAPHON TUCKUHE3UH.

[Tpu COOJII0IEeHUN JAHHOTO ITOPUTMA, pOBOUMAs OLICHKA
YIBTPACTPYKTYPHBIX HapyIICHUN MEPIATEIHHOTO SMUTENHS, OlleHKa (DYHKIIMOHATBHBIX
HapyILIeHUH M BBISIBICHHE TE€HETHYECKOro cyoOcTpaTa 3a0o0JjieBaHUs, IO3BOJSET HE
TOJIbKO BEpU(PUIMPOBATH 3a00JIeBaHHE, HO U JaTh BCECTOPOHHIOK XapaKTEPUCTUKY

COCTOAHMA MCPLUATCIIbBHOI'O SIIUTCIINA, BIINIOTH 10 MOJ'IGKy.]'IHpHOfI OCHOBBI I1aTOJOI'NH.
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3.4. 3aK0OHOMEPHOCTH PAa3BUTHUS NEPBUYHON UJIMAPHOI TUCKUHE3UM B

3aBUCUMOCTH OT KIIHHUKO-TCHETUYECCKOI'0 BapuaHTa

B Hacrosmee Bpems nepBuYHAs UAIAAPHAS JUCKUHE3HS BpayaMu KIMHULKUCTAMHU
U MEIUIMHCKUMHU TEHETHUKAaMHU pAacCMaTPUBAETCS MO-pazHOMY. MeIuIUHCKUMHU
r€HETUKaMU TIEpBUYHAS LWJIMAPHAS IUCKWUHE3Us DPACLEHUBAETCS B COOTBETCTBHM C
KJIacCU(pUKaluell B 3aBUCUMOCTU OT TeHOTHNa. Takum o0pa3om, BBHIAEIAIOT 47 TUIOB
3a00ieBaHUsl, OJIHAKO OHU  U30JMpPOBaHbl OT (eHoTuna. DEeHOTUUYECKUE
OCOOEHHOCTH, OIICHMBAaE€MbIE€ BpauyaMH KIMHULKCTaMH, XapakrtepusyroT IIIIJ[, kak
TOMOre€HHOe 3a00JIeBaHWE C HE3HAYMTEJIbHBIMU pA3IMUMAMH CpPEAM MallMeHTOB.
Opnako, HECMOTpS Ha BBISBISIEMbIE pa3juuus B CEMHOTHKE 3a00JieBaHUS,
OTpeJIeJICHHBIC B X0JI€ TAHHOW pa0OThl, BAKHO OTMETUThH U CYIIECTBYIOLINE PA3IUYMs B
XPOHOJIOTMYECKOM  SBOJIOLMU  MATOJIOTMYECKOro mporecca. Takum  o0pazowm,
MPEICTABIIACTCS BAXKHBIM JIOKa3aTh (PEHOTUITMYECKYIO HEOJHOPOAHOCTD nereit ¢ TTL/.
B xone uccnenoBanus Oblia JaHa XPOHOJOTMYECKAsl XapaKTEpHUCTHKA J1e0roTa
OCHOBHBIX KJIIMHUYECKUX MPOSIBICHUM 3a00JIeBaHMs, KaK JUIsl OOIIEH TPYIIBI AETEH, TaK
U JUIl KaXIOM U3 aHAIU3UPYEMBIX KIMHUKO-TEHETUYECKUX TPYIN MO OTACIbHOCTH.
3HaHWE O XPOHOJIOTHYECKUX PA3IMYUAX TEUCHHs 3a00JICBaHUS MO3BOJSET HE TOJBKO
cerperupoBath rpynnsl [T/, Ho u chopmupoBath nudPepeHInpoBaHHBIN MOIXO K
BEJICHUIO JIETEH, a TAKKe MOMbBITATHCS CIIPOTHO3UPOBAThH TEUEHHE 3a00JI€BaHUS.
brun BeIAETIEHBI XpOHOJIOTHYECKU BaykHbIE 3Tanbl TeueHus 1111, a umenno:
e J[eOT e3keTHEBHOTO MPOYKTUBHOTO KaIIlJIf;
e [lepBblii 51IM30/1 peCIUPATOPHOTO 3a00JICBaHU;
e J[eOT pa3BUTHS CTOMKOTO 3aTPYyITHEHUSI HOCOBOTO JIbIXaHMUS;
e [lepBblii 311301 OCTPOTO PUHOCUHYCHUTA,;
e [lepBblli 311301 OCTPOTO CPEIHETO OTHUTA,
e Bo3spact Bepudukamnuu auarnosa [TIJ].
B xome wuccnemoBaHuss ~ ObUIM  TIOJyYEHbl  JIAHHBIE,  MO3BOJISIIOLIME
O0XapaKTEPHU30BaTh B OTHOIIEHUH 3TUX NPU3HAKOB KAXKAYIO TPYIIY B OTAEIBHOCTH.

JUist  BBIABJICHMS 3aKOHOMEPHOCTEW Pa3BUTHSI U TPYIIOBBIX  Pa3Iu4Hid,
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W3HAYaJIHLHO HaMU OblLa JaHa XPOHOJOTHYECKAsl XapaKTepUCTHUKA B IEJIOM i 00IIen
rpynibl o0caenoBanHbIX AeTeit (n=80). [[ns obmiel rpymnmbl ObLT ONpeaenéH cpeaHuit
BO3pacT Je0r0Ta €XKEIHEBHOTO Kanuia - 6 MmecsueB 4 aHs xkusau [AU 3,03; 8,94].
JleOr0T eXEeHEBHOTO Kalllli WrpaeT KIIOYEBYIO pOJb sl Bpadyel mneauaTpoB U
MyJIbBMOHOJIOTOB ISl BKJIFOUEHUSI MAIMEHTOB B JU(PEpeHIINAIbHO TUArHOCTUYECKUN
nouck u uckmoueHus I[ILJ[, s KOTOpoM XapakTEpeH €KEIHEBBIM MPOAYKTUBHBIN
KallleJIb YK€ C TIEPBbIX JHEH KU3ZHMU.

HeobxoaumbiM 7151 KOPPEKTHOTO TOHUMAaHUs 3a00JIeBaHUSI 1 OCOOCHHOCTEN €ro
TEUEHHUsI, SIBJIAETCS 3HAHUE CPEHEr0 BO3pacTa IEPBOrO 3MHU307a PECHUPATOPHOTO
3a0oneBanus. B o0mieil rpymnme aeteil B CpelHEM MEPBbI 3MU30] PECIUPATOPHOTO
3a00ieBaHus, 3apPETUCTPUPOBAHHBIA MO JAHHBIM MEIUIIMHCKOM JOKyMEHTAIUH,
cocraBua 5,9 mecsner [N 2,87; 8,99]. I'ene3 xanuis MoxkeT ObITh 00YCIIOBJICH, KaK
JIEKOMIIEHCALINENl MEXaHU3MOB 3BaKyallMM MOKPOTHI M3 HUYKHUX JIBIXaTEIbHBIX MYTEM,
TaKk ¥ pa3gpakKCHUEM KallUIEBBIX PEUENTOPOB BEPXHUX MbIXATEIbHBIX ITYTEW, 3a CUET
HapyIlIeHUs: OTTOKA MyIIMHA U3 TTOJIOCTEH HOca.

Bo3spact nebrooTa CTOMKOTO 3aTpyAHEHHS HOCOBOTO IBIXaHUs, MOCIE KOTOPOTO
POAMUTENM CTalud OTMEUaTh €XEIHEBHOE 3aTpyJAHEHHUE HOCOBOIO JbIXaHMS, a HE
KPaTKOBPEMEHHBIE D3IU30]IbI, MPOJIOKUTEILHOCTRI0O B HECKOJIBKO MHHYT/4acoB, B
obmeit rpymnme aered cocraBun 9,6 mecsua [JAW 4,71; 14,55]. JlaHHbIi Moka3areib
MO3BOJIIET YCOMHUTHCS B TJIABEHCTBYIOIIECH pOJM TeHe3a Kaluis, KaK MpOsSBICHUS
pas3apaXeHUsi BEpXHUX JIbIXaTEIbHBIX ITyTeH, y nereut ¢ [TLI1.

Hecmotpss Ha MaHudecTanuio CTOWKOrO 3aTpyAHEHUS HOCOBOTO JbIXaHUS B
TEUEHHE TMEpPBOro ToJa KU3HU, oOpamaga Ha cel0s BHUMaHHUE YCJIOBHAas
TOOPOKAYECTBEHHOCTh KAJIOOBI, YTO XapaKTEPU30BAIOCH JUTHUTEIBHBIM MPOMEKYTKOM
BPEMEHHU, MPU KOTOPOM 3aTPyIHEHHUE HOCOBOTO JBIXaHUSI COMPOBOXKIAIOCH CIU3UCTHIM
oTIesieMbIM, 0€3 MPU3HAKOB MpucoequHeHus uHbekmu. CpeaHuii Bo3pacT MepBOro
AMU3071a OCTPOTO PUHOCHUHYCHUTA, MOTPEOOBABIIETO HA3HAYCHHSI CIICIIMATU3UPOBAHHOTO
JedeHus, B oOIIeH rpymme aerer coctaBmi 32 mecsna [JIU 25,09; 38,90]. Bosieuenue
B MPOLIECC MPUAATOUYHBIX MA3yX HOCA, CBS3aHO C MATOJOTHYECKUM COCTOSIHUEM OPTraHOB

CJIyXa B IICJIOM, YUUTBIBAaA CYIICCTBYIOIINC aHATOMHNYCCKHC KOMMYHHK&HHﬁ.
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CpenHuil Bo3pacT MEpBOro 3MHU307a CPEIHET0 OTUTA y JeTel OOIleil TpyIIbl
coctaBusl 25 mecsua 12 gueit »xusznm [JIA 15,83; 35,04]. HecmoTpst Ha kaxyiieecs
HAJINYWE B3aMMOCBS3M CO CTOMKHM 3aTPyJAHEHHEM HOCOBOTO JbIXaHUS U OCTPBHIM
PUHOCHHYCHUTOM, OOJee paHHHMA BO3PACT MaHH(ECTAIMU OCTPOTO CPEIHETO OTHTa
MOXeT ObITh 00yCJIOBJICH O0Jiee YETKOM €ro TMarHOCTUKON BBUY SIPKON KIMHUYECKOM
KapTUHBI U BBIPAKEHHOTO 00JIEBOTO CHHAPOMA.

BospacT Bepudukanuu 3a001eBaHus CBSI3aH C IIUPOKUM CIIEKTPOM IEPEMEHHBIX,
TaKUX KaK OCBEJOMJICHHOCTh Bpau€il, BBIPAKCHHOCTh KIMHUYECKUX MPOSBICHUM,
HAJIMYWE AHATOMHYECKUX AHOMAJMW, MO3BOJSIOMIUX 3anofo3puth teueHue I/ B
paHHue cpoku. OJHAaKO, HECMOTpPSI HAa 3HAYUMOCTh JAHHBIX MEPEMEHHBIX, BIUSHUE HX
Ha CpOK BepuduKanuu 3a0o0JeBaHUs ObUIO pacHpe/ieIeHO PAaBHOMEPHO Cpeau
aHAIM3UPYEMbIX JIeTeH, KaKk B KaKJOW OTAENbHOM, Tak U B obuieil rpynmne. CpeaHuit
Bo3pacT Bepudukamuu auarHosa ITLJ[ cocraBun 70 mecsueB u 22 maus xwu3nu [JAU
57,91; 83,53]. B urore, ¢ MOMCHTA MOSBICHHUS CTOMKHUX >Xajlo0 Ha €XCIHEBHBIN
Kallielib, 10 BepuduKaluu Juardo3a 3a00JieBaHus, B CPEIHEM MIPOXOUII0 OoJiee, 4eM 5
JIeT ¥ 2 MeC, B TE€YEHUE KOTOPBIX, IMarHO3 HE yCTaHABIUBAJICSA. PeOeHOK HEOTHOKPATHO
rOCIUTAIN3UPOBAJICS, HAaXOAWICS TMOJ HaOII0JeHUEeM Bpadeil, ero 3aboyieBaHUE
HBOJIIOIMOHUPOBATIO W TMPOTPECCUPOBANO, a B oOpraHax JbIXxaHus (HOPMHPOBAIUCH
HEOOpaTUMBbIE CTPYKTYPHbBIE U3MEHEHHUS.

C uenpro onpeneseHus pa3auuuidi Mex1y Kaxaou u3 rpynn nauueHto ¢ [T/,
HaMU OblIa JJaHa XPOHOJIOTHYECKAsl XapaKTEPUCTUKA MMOKa3aTeNe y neTei U3 KIMHUKO-
F€HETUYECKUX TPYMII.

OueHuBas Bce TpyHIbl B IEJIOM U OOpaiiasi BHUMAaHUE Ha KOHKPETHBIC
XPOHOJIOTHYECKUE TPU3HAKK 3a00JeBaHUs, a HE TPYINOBYI MPUHAIC)KHOCTh
W3MEHEHUM, ObUTH BBISIBJICHBI OCOOCHHOCTH B KaXKJIOM aHAJU3UpyeMoM Ipu3Hake. [Ipu
OIICHKE TMOKa3aTejel Bo3pacTta ae0roTa eXEJHEBHOTO Kamulsd, oOpamiaeT Ha ceds
BHUMAaHUE TPEThsI TPYyIIIIA IETEH, B KOTOPBIX JaHHBIN MMOKa3aresb coctaBui 0,8 mMecsien
wu3an [N 0,35; 1,35], yTo 3HAUMMO OTIMYAaeTCs OT MOKazaTened cpeau APYTHux
rpymt: B 1 rpymme - 5,8 mecsimes [[AW 1,2; 10,46]; 2 rpynme - 5,9 mecsua [N 1,3; 9,2],
4 rpynme - 9,8 mecsues [JAU 3,76; 15,9], u obmieit rpymme - 6,12 mecsma [JIU 3,03;
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8,94]. Takum oOpa3oM, cpeau MaHHBIX JETed MOXKHO TMPEAIONIOKUTh pPaHHHUE
U3MEHEHHUSI CO CTOPOHBI JBIXaTEIBHOW CHCTEMBI, MPOBOIUPYIOMNUE HW30BITOUYHYIO
BbIPAOOTKY MYIIMHA, IPUBOSIIETO K Pa3apaskeHHUIO KallIEBBIX PEIIEITOPOB.

IIpn oneHke Bo3pacta ne0KOTa CTOMKOTO 3aTPyAHEHUS HOCOBOIO JBIXaHHUS Ha
NEPBBIM TUTAaH BBICTYIAE€T BTOpas TpyIia JETei, B KOTOpPOW CpeaHU BO3pPACT 3TOTO
nposiBiieHuss coctaBua 1,2 mecsua [JAW 0,2; 2,1], u 3Ha4nMMO omepexan MmoKa3aTeiln
cpenu aereit apyrux rpymm: B 1 rpymme — 6,0 mecsines [[AU 0,6; 11,4], B 3 rpymme - 9,45
mecstes [JIW 0,89; 18,0], B 4 rpynme - 19,27 mecsaues [JAN 4,76; 33,78], B oOmeit
rpymmne - 9,6 mecsines [ 4,71; 14,55]. Takum 006pa3oM, cpeau AeTell BTOPON TPYMIIbI
MO>KHO 0KHJaTh OoJiee BhIpaXXEHHBbIE MPOSBIECHUSA cO cTOpoHbl JIOP-opranos, ogHako
BO3pacT MaHU(ecTalyi OMHMCAHHBIX >Kajdo0 XapaKTepu3yeT HEMOCPEACTBEHHO CPOKHU
JIEKOMITCHCAIIMA MEXAaHU3MOB MYKOIMJIHAPHOTO KIUPEHCA BEPXHUX JbIXaTEIbHBIX
nyteil. HeoOXoauMo OMOJIHUTENTEHO OTMETUTh, YTO HOPMAJIbHBIA MYKOIMIHAPHBIN
KIMPEHC BEPXHHUX JbIXaTEJIbHBIX IMyTeHl  SBISETCA OJHUM U3  DJIEMEHTOB
NPOTUBOMUKPOOHOTO Oappepa ¢ UX CTOpoHbl. Ha pononHuTeNnbHOE pa3apaxeHue
JAHHBIMU areHTaMH OpPraHU3M KOMIICHCATOPHO TOBBIIIAET BHIPAOOTKY CIIH3UCTOTO
CEeKpeTa, UYTO YCHUJIWBACT HEMPOXOJAMMOCTh BEPXHUX JIBIXaTCNbHBIX  ITyTEH,
MIPEUMYIIIECTBEHHO O00YCIOBICHHYIO OTEKOM CIIM3UCTOM 000J0YKH U (hOPMHUPOBAHHUEM
CIIM3UCTBIX «IPOOOK.

IIpu omenke mokazaTeneil Bo3pacta Je0HOTa OCTPBIX  PECHUPATOPHBIX
WH(DEKITMOHHBIX 3a00JIeBaHUN BBIJEISAETCS BTOpas Tpymma JeTed, Cpead KOTOPBIX
JIAaHHBIN TMOoKa3zaTeab cocTaBuia 2,15 mecsua [ 0,18; 4,12], 10omOTHUTEIBHO CTOUT
OTMETHTH TPETHIO TPYMITY, B KOTOPOH CPEAHMI BO3pACT JAHHOTO MOKA3aTeNsi COCTABUII
3,25 mecsana [[IN 0,24; 6,25]. IlepBast u yeTBepTas IPYyMIbl XapaKTEpU3yIOTCS Oojee
MO3JTHUM «CTapTOM» OCTPBIX PECIUPATOPHBIX 3a00JICBaHMM, a IMEHHO B Bo3pacte 7,36
mecsua [N 2,4; 9,92] u 7,8 mecsima [JIU 3,6; 12,0] cooTBETCTBEHHO, YTO COOTHOCUTCS
c mokasareneM obmel rpymnmsl - 5,9 mecsnes [ 2,87; 8,99]. Ilokazarens nebrota
OCTPOTO PECIUPATOPHOTO 3a0O0JICBAHMS XapaKTEPH3yeT BPEMEHHOW MPOMEKYTOK, B
KOTOPOM TMPOM30ILIA IEKOMIICHCAIMSI MEXaHW3MOB, HANpaBJICHHBIX Ha YJaJcHUE

CIIM3UCTOro CCKpETa KNN3 HWKHHUX JbIXaTCIbHBIX HYTCﬁ, q)YHKHI/IOHI/Ip}IIOH_II/IX B
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JOTIOTHEHWE K OWEHHWI0 pPEeCHWYEK IuiuapHoro osnurtenus. HekxoTtopas Oau30cTh
JTAHHOTO TOKAa3aTelisl CPEeAr NETEM BTOPOM U TPETHEU TPYIIbI, BO3MOXKHO, OTPAXaeT
pa3IMyHBIA T€HE3 OCTPBhIX PECIHUPATOPHBIX 3abojeBaHui. JlJis MAlMEHTOB TpeThen
TPYIINbl XapaKTEPHBIMU SIBIISIIOTCS PaHHUE MPOSIBICHUS 3aCTOS MYIIMHA B HIKHUX
JbIXATENbHBIX MYTSIX, B CBSI3U C 4YEM, MPEAIOJIOKUTEIBbHO, MPOUCXOANIA IKCIAHCHUS
NATOrCHHOW MHKpPO(IIOPhl HA «IHUTATEIBHYIO Cpeay» (TJIMKONPOTEHIbl MYIIMHA
IBIXaTeNbHBIX MyTel). B cirydae e co BTOpOil TpyInoid, MepBUYHON MO0 OTHOIICHUIO K
pecnupaTopHbIM HMH(EKUUSIM, SBISETCS HW30bITOYHAS BbIPAOOTKA CIIM3U BEPXHUMH
JBIXaTeNIbHBIMU IMYTAMH, KOTOpas B TMOCIEAYIOUIEM NPUBOAUT K H3OBITOYHOMY
pa3IpaXCHUIO HIDKHUX JIbIXaTeIbHBIX MyTeM W OOCEMUHAIIMM WX TMaTOreHHOMN
MUKPO(hIOpOH, H3HAYAIBHO JOKAIM3YyEMOM B BEPXHUX JIBIXATEIbHBIX ITYTSX.

IIpu ormenke mokazareneit nedrota nopaxenus JIOP-opranos, Ha nepBbIi MUIaH
BBICTYNA€T BO3pacT MaHU(eECTallud OCTPOro CpPEJHEro OTHUTa, OlepeKaromun
JMArHOCTUKY, U BO3pacT PETUCTpAIlMU SBJICHUM OCTPOr0 pUHOCHHYycuTa. B oOmiei
IpyIIEe AETEH OCTPBIM CPEOHUNA OTUT PETHCTPUPOBAICS B CpeaHEM B Bo3pacte 25,4
mecsama [ 15,83; 35,04], a mepBbIil 3aperMCTPUPOBAHHBIA DMH30/I OCTPOTO
puHocuHycuta - B Bo3pacte 32,0 mecsuer [JAM 25,09; 38,90]. [anHble BO3pacTHBIC
MOKa3aTelid, BEPOSITHO, OOYCIOBJIEHBI CTENEHBIO MPOSBICHUN U BBIPAKEHHOCTHIO
kKano0. DONHu30/bl OTUTOB Yy JETEH paHHETro BO3pacTa COMPOBOXKIAIOTCS CHIIbHBIM
00JIEBBIM CHHAPOMOM U, B psJie CIy4yaeB CONMPOBOXKIAOTCA nepdopanueit 6apabanHOM
MEPETIOHKU U OTOpeeil. BhIpaKeHHOCTh MPOSIBIEHUN MOXKET 00YCIOBIMBATH CKOPOCTh
OKa3aHUs MEAUIIMHCKON MOMOIIM U YETKOCTh PETUCTPALIMH JAHHBIX MU30/I0B, JICUCHUE
KOTOPBIX, B MOJIABJISIONIEM OOJBITUHCTBE CIy4aeB, MPOBOIUIOCH 1O KoHTposiem JIOP-
Bpadeil. DNu30/bl PUHOCHHYCHUTOB B PsfIE CIIy4aeB JAMATHOCTHUPOBAIUCH 0€3 ydacTHs
OTOPUHOJIAPUHTOJIOTOB U, COOTBETCTBEHHO JIEYEHUE MPOBOJMUIIOCH HCKIIOUUTEIBHO
BpayaMH-TeINaTPAMM, YTO YMEHBIIAO YETKOCTh B PETUCTPALlMU 3TUX AIU30/I0B.

IIpu omeHke Bo3pacTa AeOIOTa OCTPOTO CpPEIHEro OTHTa, oOpamaid Ha ceOs
BHUMaHHE TPEThsl M YETBEPTasl T'PYIIbI, B KOTOPHIX JaHHBIC MOKA3aTEeJIM COCTABHWIIM
22,69 mecsaua [JAW 15,45; 29.9] u 22,0 mecsaua [ 4,99; 39,13] cooTBETCTBEHHO.

Cpeau npyrux rpynn otMevasics 0ojee MO3AHHMM J1e0I0T OCTPOro CPEeIHEro OTUTa, a
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uMeHHO — B 1 rpymme 29,2 mecsma [[IA 4,9; 53,5], Bo 2 rpynme - 34,1 mecsima [JIU 2,2;
70,45], B oOmieit rpymme - 25,4 mecsma [N 15,83; 35,04].

[Ipu omenke Bo3pacTa ae0rOTa OCTPOTO PUHOCHHYCHTA, OOpaliacT BHHUMAaHHE
TPEThsl TPYIIa MaleHTOB, B KOTOpol oH cocraBmi 25,0 mecsma [JAW 20,59; 31,07],
TOTJ]a KaK B JPYTHUX TPYIIIAax OH CTApTOBAI B 00Jiee TIO3THEM BO3pacTe, a MUMEHHO CPeu
nereit 2 rpymmnsl — B 30,0 mecsnes [[AM 19,46; 40,53], 4 rpynner — Takxke B 30,0
mecstieB [[AW 15,4; 44,6], B 1 rpymme — B 38,7 mecsnes [JAU 22,2; 55,3], B oOmei
rpymme — 32,0 mecsines [JIU 25,09; 38,90].

HecMoTpst Ha paHHUI A€0IOT CUMIITOMOB M 3a00J€BaHUN CO CTOPOHBI OPraHOB-
MUIIICHEH, BO3pacT BepUHUKAIMKU 3a00JIEBaHUS 3HAYMMO HE Ppa3IHYaICS MEXITy
aHAIM3UPYEMBIMU YETBIPMS TpymmaMu. Y marueHToB | rpymnmsl - 68,7 mecsmua [N
45,3; 92,0], 2 rpynmsr - 73,7 mecsma [JAW 39,3; 108,2], 3 rpynmsr - 89,7 mecsma [N
55,8; 123,75], 4 rpynmnst — 60,0 mecsies [ 38,17; 81,9] (Tabmuua 17).
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Tabmuna 17 — Cpennuii Bo3pact nedrota npossirenuit I y mereit (n=80), mec, Me [Q5; Q95].

[57,91; 83,53]

[45,30; 92,00]

[39,30; 108,20]

[55,80; 123,75]

[Tokazarens OO61mmas rpymma 1 rpynma 2 rpymnmna 3 rpymma 4 rpynma
(n=80) (n=30) (n=13) (n=14) (n=24)
E>xeTHeBHBIN MPOAYKTUBHBIN Kalllelb 6,12 5,8* 5,9 0,8* 9,8*
[3,03; 8,94] [1,20; 10,46] [1,30; 9,20] [0,35; 1,35] [3,76; 15,90]
PecniuparopHoe 3a00eBanne 5,9 7,36 2,15* 3,25* 7,8*
[2,87; 8,99] [2,40; 9,92] [0,18; 4,12] [0,24; 6,25] [3,60; 12,00]
Crolikoe 3aTpyAHEHHUE HOCOBOTO JIbIXaHHS 9,6 6,0 1,2 9,45 19,27
[4,71; 14,55] [0,60; 11,40] [0,20; 2,10] [0,89; 18,00] [4,76; 33,78]
OcTpblii CpeHU OTUT 25,4 29,2 34,1* 22,69 22
[15,83; 35,04] [4,90; 53,50] [2,2; 70,45] [15,45; 29,90] [4,99; 39,13]
OCTpbIit pUHOCHHYCHUT 32,0 38,7* 30,0* 25,0* 30,0
[25,09;38,90] [22,20; 55,30] [19,46; 40,53] [20,59; 31,07] [15,40; 44,60]
Bepudukanus 3aboneBanus 70,72 68,7 73,7 89,7 60,0*

[38,17;81,90]

[TpumMedanue: 10CTOBEpPHOCTH pa3iIMyuii B cTo0uax ykasansl no U-kputeputo ManHa — YUTHH.

* - CTAaTUCTUYECKU 3HAYUMEIC pas3iiniuvsg B OTHOIICHHUN 06IJ_ICI7I TPYIIIbI
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B xoxe uccienoBanus ObUIM BBISABJICHBI 3HaUMMBbIE pa3ianuus B Teuenue [TI/] y
JeTed B 3aBUCUMOCTHM OT HX KIMHUKO-TEHETHMYECKOW Trpymnmbl. Jletn, uMmeronme
nedeKkTel B TeHaX, KOMUPYIOIMMX O€IKW IEHTPATbHOM Taphl MHKPOTPYOOUEK,
XapaKTepU30BAIUCH 00Jieeé paHHUM HAYaJllOM €XXEJHEBHOIO0 MPOIYKTUBHOIO KalllUls,
paHHUM HAYaJIOM PEIUANBUPYIOMIUX PECITHPATOPHBIX HHPEKIIMOHHBIX 3a00J€BaHUl, a
Takke Oojee paHHUM HayaloM MOpPaXEHUs MPUAATOYHBIX Ma3yX HOCA, YTO 3HAYUMO
pazIMyanoch MpU CPAaBHEHHHM C IOKAa3aTesIMU JIETe, MMEBIIUX JAePEKT B TeHax,
KOJUPYIOIIUX Tpolecc COOpKM UWIMH M JI€T€d, y KOTOPBIX HE OBUIM BBISBIICHBI
reHeTudeckue aedexTsl, ooycnopiauBatomue Teuenue 1[I, Ananoruynsie mokazarenu
OBbUTM XapaKTEePHbI JUIsl MALMEHTOB, UMEIOIINX A€(PEKThl B T€HAX, KOAUPYIOMINX OCNKU
npolecca cOOPKM LMWK, JUIsl HUX TakK K€ ObUI XapakTepeH Oojiee paHHHI BO3pacT
IEPBOrO 3MU30[a OCTPOTO PECHHPATOPHOTO 3a0O0JIEBaHUS U Pa3BUTHSL CTOWKOIO
3aTpyIHEHHs] HOCOBOIO JbIXaHus. IIpeMMyliecTBEHHOE BOBJIIEUEHHE B TMPOLECC
NPUIATOYHBIX Ma3yX HOCA W OPraHOB CIIyXa BYaJUPYyeT KIMHUYECKYIO KapTUHY H
opueHTHpYeT nerei Ha JjedeHue JIOP-martomoruu, 4ro mpuUBOIUT K Oosiee MO3aHEH
Bepudukaruu auardoza I[IIJ. Jlns gereit gaHHOW Tpynmbl XapakTEpPHO 3HAUYUMOE
paznuyre ¢ JeThbMH, Yy KOTOPBIX HE BBISBICHBI TE€HETUYECKHE Je(EeKThI,
oOycnopnuBatomue IIIJ[, mo mnoka3zarensM NEpPBOro 3MH30/a PECHUPATOPHOU
MH(pEeKIMU, a TakXke IO BO3pAacTy BOBJEYEHHS B NATOJOTMYECKHH MpOLECcC
NPUAATOYHBIX Ma3zyx Hoca. s nmereid, mmeromux eexTsl B reHaxX, KOIUPYIOIIUX
OeJIKM JAVMHEMHOBBIX pYy4yeK, ObUIM XapaKTepHbl HECKOJBbKO 0OoJiee MO3IHUUM BO3pacT
nebroTa MEepBOTO AMH30/la OCTPOMl pecrnupaTopHOd HWHGEKIHH, MEepBOro 3IU307a
OCTPOTO CpPEAHEr0 OTUTA, a TAKXKE OCTPOr0 PHUHOCHHYCUTA, OJHAKO IIMPOKas
MPEJACTAaBICHHOCTh B JAHHOW Tpynme JeTel WHBEPCHU BHYTPEHHUX OPraHoOB,
oOycloBIMBajia PaHHIO BepU(UKALMIO IUarHo3a, B BO3pacTe, COMNOCTaBUMOM C
TakoBbIM B oOmei rpynme. Jns gerer c¢ IIJI, y koTopbix He ObuH
UACHTUGUIIMPOBAHBl JePEeKThl B TEHaX, OOYCIOBIMBAIONIMX 3abojeBaHue, ObLI
XapakTepeH Oojee MO3MHUI  JOeOIOT  €XKEIHEBHOTO MPOMYKTUBHOTO  Kallljs,

pecnupaTopHbIX 3a0oJieBaHU U OoJiee TO3JHUM BO3PACT pPa3BUTUS CTOMKOIO
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3aTPYJHEHHs] HOCOBOI'O JbIXaHWs, OJHAKO BBIPAKEHHOCTb KIWHMYECKONM KAPTHUHBI
oOycnoBnuBana Ooyiee paHHUM, B CpPaBHEHWU C JPYTUMU TPYIMIaMH, BO3PACT
Bepudukaruu 3adoneanus [TLJI.

3HaHWE 3aKOHOMEPHOCTEW Pa3BUTHS NEPBUYHOM UWIMAPHOM JUCKUHE3UU B
KOTOpTE aHAIM3UPYEMBIX JAETE€Hd U, B YAaCTHOCTH, Pa3BUTHUs 3a00JIEBaHUS B KaKIOU
KJIMHUKO-T€HETUYECKON I'PyIIIEe, O3BOJISIET YCWINTh MEIULIMHCKUM KOHTPOJIb C LIEJIBIO
MPEIOTBPALIEHUS] HEKOHTPOIUPYEMOI'O TEUEHUS OOJIE3HH.

OnpeneneHre 3aKOHOMEPHOCTEW Pa3BUTHs NEPBUYHON LWJIMAPHON NTHCKUHE3UH
Cpeau JeTel PA3JIUYHBIX KIMHUKO-TEHETUYECKUX TPYII, SBJISAETCS IEPCIEKTUBHBIM
HAaIllpaBJICHUEM B HCCIECIOBAHUM 3aKOHOMEPHOCTEH pPa3BUTHA IATOJOTHYECKOTO
npouecca. [loHuMaHHe XPOHOJIOTMYECKUX OCOOEHHOCTEW pa3BUTUS 3a00JIeBaHUS B
3aBUCHMOCTH OT KJIMHUKO-TEHETHUYECKOTO BAapUaHTa IO3BOJUT NEPCOHAIM3UPOBATH
JUAarHOCTUYECKUE MEPOIPUATHSA, HAIPABICHHBIC HA PAHEE BBIABICHUE CTPYKTYPHBIX
HapylIeHUH CO CTOPOHBI OpPraHOB-MHUIICHEH, U IOCICAYIOUIYI0 KOPPEKLUIO
IIPOBOAMMOM Tepanuu. B HacTOAINI MOMEHT HETOCTATKOM CYIIECTBYIOIIEH CHUCTEMBI
IPOTHO3UPOBAHUS SIBJISETCS BO3pAcT JUArHOCTHpoBaHUs 3abosieBanHus. [lo3nHuit
BO3pacT Bepu(UKaAIMU 3a00JIEBaHUS XapaKTepeH I BCEX KIMHUKO-TEHETUYECKHX
IPYIII, 4YTO HE IMO3BOJAET IIOJHOCTBIO MPEAYIPEOUTh U OTCPOUYUTH OKHMIAEMBIE

M3MEHEHUSI CO CTOPOHBI OPraHOB-MUILICHEH.
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I''TABA 4. OBCYKAEHHUE ITOJIYYEHHbBIX PE3YJIbTATOB

[lepBuyHass wuiIMapHas [WCKUHE3Us SBISETCA PEIKHUM IPOrPECCUPYIOLIUM
3a00JIeBaHUEM C MTPEUMYILIECTBEHHBIM MOPAKEHUEM PECITUPATOPHOrO TpakTa. B cBs3u ¢
TPYAHOCTHIO MJICHTU(UKALMN STOTO PEIKOTO 3a00JIeBaHUS, MUMUKPUEH KIMHHUYECKUX
nposiBIIiCHUH oA HeAnPEepeHIMPOBAHHOE XPOHUYECKOE BOCIAJICHUE, MCCIETIOBaHMUS,
BKJIIOUaBIIME B ce0s JOCTaTOYHOE KOJMYECTBO MalMeHToB, B Poccun He
ocyuiecTBISUIMCh. OJIHAKO MONBITKH (POPMHUPOBAHUSA LIEHTPOB MEPBUYHON LUIHAPHON
JUCKMHE3UM U KyMYJSIIUM TAlUEHTOB B CIEHUAIN3UPOBAHHOM OTIEIEHUM BCE K€
MO3BOJIWJIM HaM IIPOBECTH aHAJU3, KAK 3HAYUTEIBHOIO YMCIIA MAIUEHTOB C MEPBUYHON
IUJIMAPHON JUCKUHE3UEH, TaK CTPATU(PUIIMPOBATh UX B PA3JIUYHbIC TPYIIIIHI.

Hcropuueckn NTPUHATO CUUATATh, YTO TMEpPBUYHAS I[WJIMApHAS JUCKUHE3US,
HapaBHE C MyKOBHCIIMJIO30M, MPEJCTABIEHA TAKEIbIM, HEYKJIOHHO MPOrPECCUPYIOITUM
BapHMaHTOM TEYEHMs, B COUETAaHMH C (HOPMHUPOBAHHEM HEOOPATUMBIX CTPYKTYPHBIX
U3MEHEHUN CO CTOPOHBI OpraHOB, BOBJICUEHHBIX B MATOJOTMYECKHI IpoLEecC.
®opMUpOBaHUE LEHTPOB, AKKYMYJIHPYIOUIMX MAlMEHTOB C JaHHBIM 3a00JIEBaHUEM,
pacIMpUIIO KIMHUYECKOE TOHMMAaHUE Te€TEPOr€HHOCTH MPOSBICHUM, YTO MOBJEKIIO 32
co00#1 MOTPEeOHOCTh HAYYHO-0OOCHOBAHHOM XapaKTEPUCTUKH 3TUX OOJIbHBIX.

VYuuThiBas Manoe KOJWYECTBO MYOJUKALMA C JTOCTATOYHBIM YHCIOM OOJIBHBIX,
HaMHu Oblja IMOCTaBJIEHA 33jadya Ha OCHOBE OOCJENOBaHUS CYIIECTBEHHOH IO YHCITy
rpynnsl 00JbHBIX B HamieM LleHTpe, JaTh HE TONBKO ACTAIBHYIO MX XapaKTEPUCTHUKY,
HO U OINpEeAeNuTh KIMHUKO-TeHETUYECKUE BapuaHThl 3a00JieBaHUSA, C IEJbIO
nOBBIIICHUS 3P(HEKTUBHOCTH AMATHOCTUKH, PAHHETO BBISBIEHUS U JedeHus. [lomumo
TOr0, B XOJE HccieoBaHUs Obula JaHa, paHee HE OINHMCAHHAs, TeHeTHYecKas
XapakTEepUCTUKA MNOMYyJAMHA NauueHToB u3 Poccuiickont @enepanuu. YUHUThIBaAs
IFeHEeTUYECKH  JEeTEPMHUHUPOBAHHBIA  XapakTep 3a00JieBaHUS W BbISBIICHHbIE
ocooennoctr Teuenus [IJ[, Obpm1 MomudbunMpoBaH anroputT™M BepUDUKAITUN
3a0oneBanus. Takum 00pa3oM, MPOBEAEHHOE HAMU UCCIIEAOBAHUE TIPEACTABISIET COOO0M

MHTErPAaTUBHYIO pPabOTy, BKIIOYAIONIYI0 B CeOsl OCHOBHBIE JaHHBbIE O MEPBUYHON
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IUJINAPHON TUCKUHE3UH, KOTOPBIE paHee He ObUTH M3YYCHBI, ITO3BOJIUBIINIE PACIIUPUTH
NMOHNUMaHue (PEHO-TCHOTUITUYECKUAX B3aMMOOTHOIIICHHUIA.

Pa0oT, MOCBSIIEHHBIX HCCIEIOBAHUIO KIMHUKO-TEHETUUECKUX B3aUMOCBS3EH, C
MOCJEAYIONIUM BBIJICJICHUEM KIMHUKO-TEHETUYECKUX TPYIN, B OTEYECTBEHHOU H
3apyOeKHOM IUTepaType TIIyOMHOM uccneaoBaHus 3a 15 et HaM He BCTPETHIIOCH.

JUist  TOCTM>KEHHMsSI TOCTaBJIGHHBIX LeJle W 3a7ad  ObUIO  JIOCKOHAJBHO
oocnenoBano 80 meredr ¢ peakum 3aboneBanmeM (wactora 1:10000 - 60 000
POIMBIIMXCS >KMBBIMH), TIEPBUYHON HMJIMAPHONW JAMCKUHE3HEH, Bepu(UIIMPOBAHHBIM B
paMKax rocnuTanu3auud B otaeneHue myiasMmoHosornn HUKU neamatpum m netckoi
xupyprun umenu akaja. IO.E. Benprumesa. BceM umM ObUIO MpOBENEHO KOMILIEKCHOE
oOcye0BaHle C BCEOOBEMITIONIEH XapaKTEPUCTUKON COCTOSHUS OPTraHOB JIbIXaHUS U
JIOP-opranoB. [lns JAMHAMUYECKOM OIEHKHM COCTOSHUSI TAIMEHTOB MPOBOJMIICS
PETPOCHEKTUBHBIA  aHAIW3  NOPEAbIAYIIMX  TOCHHUTAIM3AaUUA B OTHEJICHHE
nynsmoHonorun HUKHW nenuatpun u nerckoi xupypruu um. akaj. FO.E. BenpTuinena,
YTO TO3BOJUJIO OXBaTUTh l14-7eTHUE CpPOKM  HAOMIOJCHUN 32  OTACIBHO
aHAJM3UPYEMbIMH TMAIIMEHTaMH, B paMKax CTallMOHAPHOW TMOMOIIM, W JaTh UM
JEeTAIbHYIO0 KJIMHUKO-UHCTPYMEHTAIBHYIO XapaKTePUCTHUKY.

ITo pe3yJbTaram HAIIIETO oOcienoBaHusl, BBISIBIICHA HIMPOKast
pacrpoCTPaHEHHOCTh OTSTOILLIEHHOTO HEOHATAJIBHOTO aHaMHe3a, KOTOpas
3apeructpupoBaHa y 62 (77,5%) nereii, omHAKO TIOCJAC BBITUCKHA M3 OTACICHHIMA
MaTOJIOTMH HOBOPOKJEHHBIX, TIOJIaBIISAIONIEEe OONBIIMHCTBO MAIMEHTOB PACIICHUBAINCH
KaK PEKOHBAJIECIIEHTHI, JHUOO 370poBble JeTH. Ha camom jene, KIMHUYECKHUE
MPOSIBJICHUSI TEPBUYHOM I[WIMAPHOM JHUCKWHE3WH, KaK T[OoKa3aJl Hall aHaju3,
nebroTupoBa ¢ Bo3pacta 3,8 mecsueB xu3aum [[AM 1,06; 6,62], B To Bpems Kak,
Harpumep, B padore B. Peng u coapt (2022) coobiraercst o 6osee nmo3aHei (¢ 3x JieT)
MaHHu(]ecTauu MPU3HAKOB ITOTO 3a00JIEBaHUS B KUTAHCKOW TTOMYJISIINU.

Hecmotpst Ha pannuit nedrot ILJI, ¢ yuérom CylecTBYIOMUX TPYIHOCTEH B
Bepu(UKaIMu OKOHYATEJILHOTO JAMAarHo3a, CpeIHUN BO3pACT YCTAHOBJICHHUS JIMAarHO3a
[MIJ] y Hamux nauueHToB coctaBui S jet 10 mecdieB, 4To corjiacyercs ¢ JaHHBIMU

eBporneickux meHTpoB. Tak, mo nanHeiM Ferraro V.A. u coaBrt. (2023) cpennuii Bo3pact
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YCTAHOBJICHHSI JUArHO3a COCTaBJISIET 5,5 JIET, OJIHAKO 3TO 3HAYUTEIBHO OMNEPEkKaeT
npuBoIUMbIN B pabote Peng B. u coart. (2022) u3 Kutas Bo3pact 13,1 rona.

AHOManMu  JNarepainu3alydd  SIBJISIOTCA  CHCHU(PUYECKUM  MPU3HAKOM,
BCTPEYAIOIIUMCS Y 3HAYUTEIIbHOM YacTH IMAIMEHTOB C MEPBUYHOW [MIMAPHOU
nucKkuHe3ued. B cpenHeM 1O JIaHHBIM  JUTEPATYphl OOpAaTHOE PaCIOJIOKEHUE
BHYTpEHHHX opraHoB y mnanueHtoB c¢ III[JI ormeuaercs B 40-60% ciyuaes,
BBICKA3bIBACTCSl TMPEINOJI0KEHUE, YTO YacTOTa BapbUPYEeT OT HACTOPOKEHHOCTH
MEAMIIMHCKUX paOoTHHKOB. Tak, mo manHbiM Best S. u coart. (2019), B eBpomeiickom
peruone 50% MmanueHToB UMEIOT Ae(PEKThI JaTepain3alii, YTO COBNAJAET C JaHHBIMU
KUATANCKUX y4YeHBIX, Ie Situs viscerum inversus mo manaeiM Peng B. u coart. (2022)
BcTpeuaercss B 49,2%. Ilo HammM JaHHBIM HMHBEpPCHUS BHYTPEHHHX OpPTaHOB
Bepuduiponana y 29 (36,25%) nereii.

YuuThiBas HapylieHUe QYHKIUU IUIHAPHOTO SIUTENHS Y)KE C POKIACHUS, HAMU
OBLJIO TPOAHATU3UPOBAHO TEYCHUE HEOHATAIBHOTO TIEpHO/ia KU3HH nanuenToB ¢ [T/,
Tax, 10 TaHHBIM, ITOJTYYCHHBIM B X0JI¢ MCCIICIOBaHMS, OONBIIMHCTBO aerei - 72 (90%),
POAWIIUCH JTOHOIIEHHbIMU. OJHAKO HECMOTpPST Ha CBOEBPEMEHHBIE pOABI, JIS
HOBOpoxAeHHbIX ¢ [ILJ] Obu1 XapakTepeH BBICOKMH MPOLEHT MNaTOJOTHYECKHUX
COCTOSIHUM HEOHATAJIIbHOTO IMEpUOJa, B YACTHOCTH, PUHUT HOBOPOXKICHHBIX,
BpoxksieHHas mHeBMoHUsI, OPJIC, artenekta3bl. COCTOSIHUSA, OTATYAIOIIME HEOHATAIbLHbBIN
HepuoJl, 3aperucTpupoBanbl y 62 (77,5%) nereli ¢ TEepBUYHON IWIMAPHOM
nuckuHe3uer. JletanpHbI aHaNMM3 TIOKas3al, YTO PUHUT HOBOPOXKIEHHBIX OBLI
3agokyMmentupoBan y 41(51,25%) neteit, a BposkaeHHas mHeBMOHMS - Y 34(42,5%), B
CBSI3U C 4YE€M JIETH JUIMTEIBHO TOJy4Yaldud aHTUOAKTEPUATBHYI0O M HWHTAISIMOHHYIO
tepanuio. [ToMrMMO JaHHBIX MATOJIOTHYECKHX cocTtosHui, y 19(23,7%) nereii ¢ IT1J] B
HEOHATAJIbHOM IE€PUOJIE MMEIIM MECTO 3MHU30Jbl OCTPBIX PECIHUPATOPHBIX JAUCTpPECC-
CUHAPOMOB, TPEOYIOIINX TEPAITUU KUCIOPOIOM.

[Ipu wu3ydeHum mporecca pa3BUTHSA 3a00JieBaHMUS HaMU OBUTA  BBIJCICHBI
OCHOBHbBIE KJIMHUKO-aHAMHECTUYECKHUE ATArbl B BOJIIOIMU MPOsBICHUHN Oojie3Hu. Tak,
s anueHToB ¢ [IL[J] xapakTepHbIMU SBISIOTCS PEUUANUBUPYIOIIME PECITUPATOPHBIE

uH(MEeKIMOHHbIE 3a00JIeBaHUs, KOTOPbIE BIIEPBBIE JTIOKYMEHTUPYIOTCS C Bo3pacta 5,9
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mecsies [N 2,87; 8,99], B mocieayoonieM 0OTMEYAIOT HOSIBJIEHUE €KEAHEBHOTO KallLis
pPa3IMYHOr0 XapakTepa, KOTOPBI B CpEeIHEM pErucTpupyercs B Bo3pacte 6,12 mecsua
[ 3,03; 8,94]. C Bo3pacra 9,6 mecses [JIU 4,71; 14,55] peructpupyercst nOsSIBICHNE
CTOMKOI0 3aTpyAHEHUS HOCOBOTO JBbIXaHMS, C IMOCIEAYIOUIMM BOBJICYEHHUEM OpPraHOB
cilyXa, B BUJIE OCTPOTrO CPEAHEro OTHUTA, MO MOBOAY KOTOPOI0 POAUTENH O0paliarTcs
3a MEJIUIIMHCKON IOMOIIBIO B CpeaHeM Yke B Bo3pacte 25,4 mecsue [ 15,83;
35,04]. JlanHble XPOHOJOTMYECKUE XAPAKTEPUCTHKU 3a00JE€BAaHUS IMO3BOJISIOT JIy4IlEe
MOHATH 3aKOHOMEPHOCTH Pa3BUTHUS IEPBUYHON LIUITUAPHON JTUCKUHE3UU B LIEJIOM.

JIns OLEHKHM COCTOSIHUSI OpPraHOB JIbIXaHWSI HAaMH JlaHa UX CTPYKTYPHO-
dbyHKIIMOHANBHAA XapakTepucTuka. I[lpu ananuze mnokazateneit ®BJl, ocHOBHbIC
MOKa3aTelid PEruCTPUPOBAINCH HAa YPOBHE HIDKHEW TpaHuilbl HOpMbI. [lokazarenu
OXEJI B cpennem cocrausima 79,94%, O®B; coctaBisuim 78,69%, a nipu OuEHKE
OCHOBHBIX moka3zaresneit 6oaurerusmorpadpuu OEJI B cpeanem coctasmsuia 107,6%.
JlanHble pe3yNbTaThl CBUJIETEIBCTBYIOT O JIOCTATOYHO COXPAHHOM (PYHKIIMOHAIBHOM
coctostHuM Jierkux y gerer ¢ IILJ[, 4ro moarBep;kaaercss U HOPMalIbHBIM YPOBHEM
caTypalud KHUCIOpoJa B KpPOBH, COCTaBUBIIMM IO JaHHBIM IYJIbCOKCUMETPUU B
cpeaem 97,42%. PesynbpTarhl nokazareneid @B/ Hamieidl KOropThl MalueHTOB ObUIH
COMOCTaBUMBbI C TAaKOBBIMH, NMPUBOJUMBIMH IO JaHHBIM MeTaaHanu3a Bequignon E. u
coanT. (2019), rae cpennue 3uaucnus OIKEJI BappupoBanu B auamazone ot 70% 10
94% [JIU 70; 88], u B cpeanem cocrasisuia 83%, a mokasarenn OPB; - B Auama3one ot
51% mo 96% [JIM 69; 80], u B cpennem cocraBisuin 75%.

[Ipn aHanmu3e CTPYKTYpHOTO COCTOSIHUSA JIETOYHOM TKaHU, OTMEYAETCS BBICOKUU
001U YPOBEHb JCTEKIIMN HEOOPATUMBIX U3MEHEHUH BCIIE/ICTBUE NIEPEHECEHHBIX paHee
OpOHXOJETOYHBIX MH(PEKIIMOHHBIX 3a00neBanuii. Cpean BceX MAIlMEHTOB CTPYKTYPHBIE
M3MEHEHHUs JIETOYHOW TKaHu omnpeaensimch B 83,1% cmyuaeB. OTOenbHO CTOUT
OTMETUTh CaMYI0 PAaCIpPOCTPAHEHHYIO JOKAIW3AIUI0 JTAHHBIX M3MEHEHUW, a UMEHHO
CpPEeIHIOI0 JOJII0 JieTkuX. B cpemnedr nome nerkux ¢(ubpo3, ¢dubpoarenekras
BBISBJSUTUCH B cpefiHeM y 94,7% manueHToB ¢ siaeMeHTamMu ¢ulpo3a JeroyHol TKaHU.
Psimom aBTOpPOB MopakeHUE CPe/IHEW JOJU NaKe BBIACISAETCS, KaK MaTOrHOMOHUYHBIM

PEHTTEHOJIOTMYSCKUN CUMIITOM TICPBHYHOM HUIHAPHOM JuckuHe3un [77, 78].
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C 1enblo BBIICICHUS KIMHUKO-TEHETUYECKUX TPYyNN MEPBUYHON I[HJIMAPHOU
JTMCKWHE3WH, BCEM MAIMEHTaM IIPOBEICHO MOJIEKYJISIPHO-TEHETHIECKOE 00CIeI0BaHNE,
o pe3yibTaTaM KOTOpPOro ObUIM OmIpenesieHbl HauboJyiee BOBIIEKAaEMbIE B IMAaTOT€HE3
BapuanTel B renax DNAHS, DNAH11, HYDIN, DRC1, DNAAF6, DNAAF1, CCNO.
BapuaHTbl JaHHBIX TEHOB, OOYCIOBIMBAIOIIME TEUYCHHE TNEPBUYHOM IMIHMAPHON
TYcKuHe3nu, coctaBuin 68,25% Bcex cmydaeB. Takum oOpazom, naedekTsl B 7
OMMCAHHBIX BBIIIE TE€HAX MOKPHIBAIOT OOJBIIYI0 YacTh MAlMEHTOB C MEPBUYHOU
UUJIMApHON JUCKUHE3UEH, HECMOTpS Ha M3BECTHbIE B HacTosiee BpeMs 49 TeHoB,
KOJUPYIOUX  Oelku,  oOecneuyuBalIINe  HOPMaJbHOE  (DYHKIIMOHHUPOBAHHE
pecHutyaroro snurtenus. [IpumeHsemMbie B MUpe T€HETUYECKUE TMaHeNIU JUArHOCTUKU
[T (pexomenayembie ATS, ERS) BkioudamT OIEHKY JaHHBIX TeHOB. [lamutpa
TEHETUYECKUX BapUaHTOB MEPBUYHON HWIMAPHOW AUCKUHE3NH MallMEHTOB Poccuiickon
denepalvu conocTaBuMa ¢ 00IIEEBPOICHCKON U CeBEpOAMEPUKAHCKOM MOMYIISAIIHEH.

B nocnenyromem HamMu ObUIM BBIJEICHBl KIMHUKO-TEHETUYECKUE TPYIIBI B
COOTBETCTBHM C BOBJICKAEMBIMHM B MATOJOTMYECKUM MPOIECC T€HAMH, YTO MO3BOJIMIO
OMpENENUTh 3 OCHOBHBIX Tpynmbl W 1 Tpynmy Oe3 BBISBIEHHOTO T'E€HETHYECKOTO
cyOcTtpara 3a0oieBaHMs, B KOTOPOM, OJIHAKO, BBISIBICHO 3HAYUMOE HApyIIECHUE
GYHKIUY TUIMAPHOTO MUTENUS B COYETAHUU C XapaKTEPHON KIMHUYECKOW KapTHUHOM,
OOyCJIOBIIMBAIONICH TEYCHHE TEPBUYHOM IMIIMAPHON JuCKuHE3uu. OO0benMHEHHE
MAlMEHTOB B 3 OCHOBHBIC KJIMHUKO-TEHETUYECKHE TPYIIbI MPOBOAWIOCH C yU4ETOM
MOP(OTreHETUIECKUX B3aMMOCBSI3EeHM OETKOB LUIUAPHOTO SIUTEIHUS, a TAKXKe arapara
NpeaBapUTEeNbHONM COOpKM UMiaMM. TakuMm 00pa3oM, BBIJIEICHBI TPYNNbl JETEH,
uMerone aedeKkThl B T'eHaxX, KOAUPYIOIHE O€IKU JUHEUHOBBIX PYYEK; HMEIOIIHE
nedeKThl B TeHAX, KOAUPYIOMUX OCJKHU Ipoliecca COOPKH IUINH, UMEIOINX JAe(hEKTh B
reHax, KOJUPYIOUUX O€JIKM LEHTPAJbHOW Mapbl MUKPOTPYOOUYEK U JIETEH, Y KOTOPBIX
He OB BBISIBJICH TEHETHUECKUI CyOcTpaT 3a00sieBaHusl, HO BEpUPHUIIMPOBAHO 3HAUNMOE
HapylmieHne  (QyHKIIMM  IWIMAPHOTO  OIUTENUs, OOYCIOBIHMBAIONIEE  TECUCHUE
3a00J1eBaHUS U TTO3BOJISBIIIEE BEPUPUITUPOBATH JUATHO3.

JIns manMeHTOB TPYIIBI C aHOMANWAMHU B I€Hax, KOJUPYIOUIUX JIUHEUHOBbBIC

PYYKH, B CPaBHEHHMM C JAPYI'MMU IPYIIAMU, XapaKTepHA BBICOKas IPEICTABICHHOCTh
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MAlMeHTOB C WHBEpPCHMEH BHYTPEHHUX opraHoB (cuHimpom Kaprarenepa), d9To
BcTpevasiock y 17 (56,6%) nmereii, B coueTaHWHU CO CPEAHEH CTENEHBIO CHUKCHUS
nokasarelsied (yHKIHMOHATBHOTO COCTOSIHUSI OPTaHOB JbIXaHUsl. AHAJIOTMYHbIC IaHHBIE,
O BBICOKOW TPECTAaBICHHOCTH TAIlMEHTOB ¢ cHHApoMoM KaprareHepa, MOIy4eHBI
3apyOEKHBIMU aBTOPAMHU, POBOJAUBIIMMH U3yUYEHHUSI MMAIIIEHTOB, C COOTBETCTBYIOIIUMU
MepBOMl rpymme, TreHeThdeckumMu Bapuantamu [40,65]. Ilpu ouneHke jgere ¢
AaHOMAJIUSIMH B T€HaX, KOJUPYIOIMHUX KOMIUIEKC MPEIBAPUTEIHLHON COOPKH PECHUYEK,
XapaKTepeH, B CPaBHEHUM C JPYTUMH TpPYyINIaMU, OTATONICHHBI HEOHATAIbHBIN
aHamHe3 onucaHHbld y 11 (84,6%) nereit, puHHTHI HOBOpOXIeHHBIX y 10 (76,9%)
netel, BpoKacHHbIe THeBMOHUK Y 8 (61,5%) nmeteid, a Takke OCTPBIN pecUpPATOPHBIMA
aucTpecc-cuHapoM y 6(46%) nereit. B mocnenyromem s geredl JAaHHOH TIPYIIIIBI
XapakTepHa HAauOOJIbIIAs MPECTABICHHOCTh HAPYIICHUH CO CTOPOHBI OPTaHOB CITyXa B
BUJC pEeUUIUBUPYIOMUX cpeaHux oTutoB y 10 (76,9%) nereii M KOHIYKTHBHOM
tyroyxoctu y 5 (38,5%) nereii. [lo manHBIM 3apyOeKHBIX aBTOPOB, aHATU3UPYIOIIMX
MAIMeHTOB C IMAaTOTCHHBIMH BapWaHTaMH T€HOB, OTHECEHHBIX K JaHHOW KIMHHKO-
IFEHETUYECKOW TIpPYINIE, TAKXKE XapPaKTEPEH OTATOLIEHHBIM HEOHATAJIbHBIM aHAMHE3,
O0oJnee BBICOKMH YPOBEHb XPOHHMUYECKHX 3a00JICBAaHMM OpPraHOB CIyXa M IIHPOKas
pacnpoCTpaHEHHOCTh KOHAYKTUBHOM TYTOYXOCTH B CPAaBHEHHH C MAIIMEHTAMH, KOTOPbHIE
UMEIIM TeHETUYECKHUE BapHaHThI, OTHOCHMBIC K apyruM rpymnmam [90, 166, 195]. [pu
OIICHKE JETeH ¢ aHOMaIMSIMH B TEHAX, KOAWPYIONIUX IICHTPAJIbHBIA KOMILUICKC
PECHUYEK, XapaKTepHbI, B CpPaBHEHWU C APYTUMHU Tpynmnamu, 0oJiee BBIpaKCHHBIC
HapyIIEHUsS CO CTOPOHBI HWXHUX JBIXaTCIBHBIX ITyTEH, MPOSBISIOMINECS BBICOKOM
YaCTOTOM CTPYKTYPHBIX HApyIICHHH cO CTOpOHBI jJerkux y 8 (64,3%) nmereii, a Taxke
HauOosee HU3KUMH 3HaueHusMU (QyHKIuM BHewmHero nbixanusi, ®XKEJI - B cpennem
748% [N 67,6; 81,9], OD®B; — B cpeanem 76,3% [N 67,14; 85,52], OOJI - B
cpeadem 158,4% [AN 127,2; 189,69], uTo CBHUAETEILCTBOBANIO O 0OJiee BBIPAKCHHOU
OOCTPYKIIMU NbIXaTeNbHbIX TyTei. Jlisi nmeTelt ¢ maTOTeHHBIMU BapHaHTaMH TEHOB
CCDC39, CCDC40, RSPH1, RSPH9, HYDIN, otHOcsmmxcsi K TpeThed KIWHUKO-
TEHETUYECKOW  TpymIe, IO JaHHBIM JIUTEPaTyphl, XapaKTEPHBIM  SIBIISETCS

MpOrpeCCUPOBAHUC TIPHU3HAKOB I[I)IXaTeJIBHOI\/’I HEOOCTATOYHOCTH H 0osee BBICOKAS
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CKOPOCTh CHIDKCHHS TIOKaszaTeliel (YHKIIMM BHEIIHETO JbIXaHWs, B CPAaBHEHUU C
NalMeHTaMH JIPYTHX KIMHUKO-TEHETHYeCKuX BapuaHToB [49, 68]. lns mamueHToB C
HeubhepeHIMPOBAaHHBIM TEHETUYECKUM BapUaHTOM, OJHAKO HAJIM4YMEeM 3HAaYUMOTO
HapymieHuss QyHKIUA ITAIHAPHOTO SMUTENNS B COUYeTaHUU C (PEHOTUIIOM 3a00JIeBaHMSI,
XapaKTEepeH, B CPABHEHUU C JIPYTUMU TpyIaMu, 0osiee Mo3aHUI Ae0r0T 3a001eBaHus —
B cpeaHem B Bo3pacte 10,7 mecsua [ 1,6; 19,9], B coueTannu ¢ spKoil KIMHUYECKON
KapTUHOM, B CBSI3U C YEM JETHU PaHbIIIE MOMAAIN B MOJIE 3PEHUS MyJIbMOHOJIOTOB, UM,
paHblle ApYyrux rpyii, Obuio BepudUuiMpoBaHo 3a00jieBaHue, B CpeiHEM B Bo3pacte 60
mecsueB [ 38,17; 81,9], a Takxke codeTaHWEe C HAUMEHEE BBIPAKCHHBIMU
U3MEHCHHUSIMUA CO CTOPOHBI OPraHOB Ciyxa, OTUTHl Bepuduimponansl y 11 (47,8%)
JeTel, a KOHIYKTHUBHAs TyroyxocTb —y 2 (8,6%) nereii.

VYuuteiBass ocoOennoctu [II[J[, wHMUManbHBIM B TpolLecce BEpPUPUKALMH
3aboneBanus sBisgercs npumeHnenne mkansl PICADAR. B xoae umccnenoBanuss HaMu
OBLITM TIPOJIEMOHCTPUPOBAHBI HEJOCTATKU JAHHOMW IIKAaJbl, MPU HCIOJIb30BAHUU €€ Yy
JUIl cTapiie 2X JICTHEro BO3pacTa, M MpeylokeHa MoAauduKaius JaHHOW IIKaJbI,
BKJIIOUArOIIas B ceOs KpuTepuu 3a0oJieBaHUsA, MaHU(ECTHPYIOIMKE B 0oJiee MO3THEM
BO3pacTe, B CBA3M C DHBOJMIOIMEN mnarosnorudyeckoro mnporecca. Illkana Obuia
BUIMAMPOBAHA HA KOHTPOJIBHOU TPYIIE AETEU C MOATBEPKACHHBIM AuarHo3oM I/ u
0e3 Hero, W IMokKas3ajga BHICOKHE 3HAUYEHUS YYBCTBUTEIHHOCTH W CHEIU(DUUHOCTH, YTO
MO3BOJIIET €€ PEKOMEHI0BATh K TPUMEHEHHUIO.

B xome wccnenoBaHusi ONpeAeieHbl aHAMHECTUYECKHE, KIMHUYECKUE U
WHCTPYMEHTAJIbHbIE OCOOCHHOCTH KaXJAOW W3 TpyMM, IMO3BOJSIONIUE —CJeIaTh
3aKJTIIOUCHHE O 1eJIeCO00Pa3HOCTH BhIJICIECHUS KIMHUKO-TeHeTuueckux rpymn. OmHaKo,
BOKHBIM HAIPaBJICHUEM JAIBHEUININX HWCCIIEIOBAHUM SIBISETCS PACIIUPEHUE TPYII C
Y4ETOM IPUBJIICUCHHUS JETEH, Y KOTOpbIX BHepBbie BbiABieHa [IL[J[. D10 BaxHO s
YTOUYHEHUSI TAHHBIX MO KJIMHUYECKON INeTepOT€HHOCTH, U 3aKOHOMEPHOCTSIM Pa3BUTHS
3a00JIeBaHus, C IIEJIbI0 COBEPIICHCTBOBAHUS MEIUIIMHCKOW TTOMOIIM, HAITPaBJIECHHOW Ha
NpeoTBpalllcHue WHBAIMAN3AIMKN JCTeH U MUHMMHU3AIMU CTEMCHU BBIPAXKCHHOCTH Y

HUX HEOOpaTUMbIX U3MEHEHHUI BHYTPEHHUX OPTraHOB.
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BbIBO/1bI

1. [TIJI sBiseTcss TeTEepOoreHHbIM 3a00JC€BaHUEM, IIPEACTaBICHHBIM 4
KIIMHAKO-TEHETUIECKUMU TPYITIaMU B 3aBUCUMOCTH OT TEHETHIECKUX 1e(PEKTOB.

2. WNHBepcuss BHYTPEHHMX OPraHOB BBIABISUIACH B 56,6% ciyuyaeB cpeau
nerer ¢ AedeKTaMu B reHax, OTBETCTBEHHBIX 3a IMpolecc GOPMUPOBAHUS TUHEHHOBBIX
pyuek - DNAH3, DNAHS, DNAH11. ITL/] ne6GroTipoBaia B IepBOM MOIYTOAUH KU3HU.

3. [lopaxkeHue opraHoB ciayxa, B BHJI€ KOHJIYKTHBHOW TYTrOYXOCTH,
ormevanoch B 38,5% ciyuaeB cpeau aerer ¢ aedekTaMu B TeHaxX, OTBETCTBEHHBIX 3a
npenBaputenbHblii  komruiekc coopku — CCNO, CFAP300, DNAAF1, MSIDAS,
DNAAF6, ZMYND10. ITLJI y aTux aeteit 1e0r0TUpOBaIa ¢ IEPBBIX MECAIICB KU3HHU.

4, [IpeumyiecTBeHHOE TOpaKEHWE TNPHAATOYHBIX Ta3yX Hoca, IpHU
OTCYTCTBUU CHWIKEHUS CJyXa, PEerucTpupoBajoch B 85,7% ciydaeB cpeau JAeTei ¢
neexkramMum B TeHaX, OTBETCTBEHHBIX 3a (opMHUpOBaHHE OEJIKOB IIEHTPAJIBbHOIO
komiiekca — HYDIN, CCDC39, CCDC40, DRC1, RSPH4A, RSPH1. T/l y Hmx
NeOI0TUPOBAJIa YK€ B TEUCHUE MTEPBOTO MECSIIA KU3HH.

S. HeoOpatumMoe H3MEHEHHE JIErOYHOM MapeHXUMbl B BHJE AJIEMEHTOB
budpo3a, ormeuanoch B 69,5% cnydaeB cpeau nereit ¢ IILJI, y KoTopeIXx HE ObUIH
BBISBJICHBI JIc)EKThI B T'€Hax, OOYCIIABIMBAIOIIMX TeueHUE 3a0osieBaHus. [lepBuunas
IUINApHAs TUCKUHE3US Y 3THX JeTel 1e00THpoBaga BO BTOPOM MOJTYTOANH JKU3HU.

6. HaubGonee uwacteie mytanuu, npuBoasmue k [, y nereit Poccuiickoi
nonyysiiiuu nipeactasiaensl reHamu DNAHS, DNAH11. DNAAF1, DNAAFG6, CCNO.
HYDIN, DRC1, myTanuu B KOTOpbIX onpenenstorcs B 68,2% ciaydaeB 3a001eBaHUS.

1. Pazpaborana wmomudukamus wmkansl PICADAR, nHanpaBienHas Ha
oOclieToBaHME JIeTeH cTapiie 2X JeT, YyBCTBUTEIBHOCTh KOTOPOM cocTaBiseT 96,25%,
a cneruduaHocTh 97,5%, nHTerpupoBana B anroputm auaraoctuku [TI/].

8. Beinenenne  knmHHMKO-reHeTHMYecKMX — BapuaHToB  III[J[  mo3Bossier
OCYIIECTBIIATh NU(PHEPEHIIMPOBAHHBIN MOIX0]I K HAOIIOACHUIO 32 JETbMH, YIYUYIIUTh

Ka4C€CTBO HX KU3HH, IIPOTHO3 3a00J1€BaHMS U MWHHUMHU3UPOBATH HHBAJIUAN3AHIO.
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HPAKTUYECKHUE PEKOMEHJALIUN

. JIJ1s malMeHTOB C MOJI03PEHUEM Ha TEUCHUE NEPBUYHON HWJIMAPHON AUCKUHE3UU
nokazano npuMeneHue wkaiel PICADAR nns  gereid no 2X  JeT W,
MoudunupoBanHoit Hamu 1Kanbkl PICADAR, nns nmereit crapmie 2x JeT, ¢

MMOCJICAYIOIIUM ITPOBCACHUCM CHCHI/I(bI/I‘IeCKI/IX MCTOA0OB JHMAaIrHOCTHUKMH.

. Pa3paboTaHHBIN AJITOPUTM JUATHOCTUKH, JOJIKEH OBITh UCIOJb30BaH B MIPAKTUKE
neMaTpa v MyJIbMOHOJIOTA C IEJIbI0 MOBBIIICHUS 3P (HEKTUBHOCTH MEPOTIPHUATHH,
HaIpaBJICHHBIX HA BEpUPUKAIUIO IEPBUYHON [UIHAPHOU TUCKUHE3UU.

. Ilaruentam ¢ xpoHudeckumu OponxosierounbiMu U JIOP-3a0osieBaHusIMU
MOKa3aHO MOJIEKYJIIPHO-TEHETHYECKOe OOCIeI0BaHNe, C IIeJbI0 BO3MOXKHOTO
BBISIBJICHHS] TOT'O WJIM MHOTO BapUAHTA IMIEPBUYHON HIJIMAPHON JUCKUHE3UH.

. Jlerer ¢ MEpBUYHOW LIMJIMAPHOM NUCKUHE3UEU U OINPEACICHHBIM T€HETUYECCKUM
BapUAHTOM HEOOXOJUMO CTPaTH(HUIIUPOBATh B COOTBETCTBUU C KIIMHHUKO-
TEHEeTUYECKOM rpymnmoii 3a00seBanus, ¢ 1enbio AudPepeHIIupoOBaHHOTO TOAX0/1a
K HaOJII0ICHHUIO. CBOEBPEMEHHO OCYIIECTBIISIEMbIN KOMILICKC
nuddepeHIUPOBaHHBIX  JI€4EOHO-PEaOUIUTAIMOHHBIX ~ MEPONPUITUNH  MOXKET
CYIIECTBEHHO IOBBICHUTh Kay€CTBO JKM3HU IMMAIMEHTOB, YJYYIIWTh IMPOTHO3 U

CHU3UTH MHBAJIMIMU3AIIUIO OOJILHBIX.
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IPUJIOKXEHHUE

[puiaoxenne Nel. Criektp 0OHapyKEHHBIX TeHETUYECKUI BapraHTOB y narueHToB ¢ [TLII.

I'en 1 Knacc I'en 2 Kinacc
Ne 3ameHa 3UTOTHOCTh 3ameHa 3UTOTHOCTh
(TTLLT) narorenoctu | (ITL/T) MMaTOr€HHOCTH
€.195 200delinsTTTC | I'omo- nu BepositHo
1 CFAP300 - - - -
C p.Phe67Profs*10 remu3urora (AP) | maToreHHBII
BepositHo
2 MCIDAS c.218-2A>T I'omo3urora (AP) . - - - -
MaTOTECHHBIH
€.12762_12763del I'ereposurora I'ereposurora
3 DNAH5 [TatoreHHsbIi DNAH5 €.1089+1G>A [Tatorennsii
p.Arg4254SerfsTer3 (AP) (AP)
I'emusurora (X- | BepositHo
4 DNAAF6 €.127G>T p.Glu43Ter - - - -
CUEIJICHHBIH ) MaTOr€HHbIN
c.248_252dup
5 CCNO I'omosurora (AP)| Ilarorennsrit - - - -
p.Gly85CysfsTerll
€.200del
6 CFAP300 I'omoswurora (AP)| I1arorenusiit - - - -
p.Phe67SerfsTer10
7 ZMYND10 | c.-38+2T>G I'omosurora (AP)| Ilarorennsrit
€.5855G>T I'erepo3urora I'ereposurora
8 HYDIN BHK3 HYDIN €.1327+125T>C BHK3
p.Argl952Leu (AP) (AP)
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€.9961_9969del

€.12850dup I'etepo3urora BepositHO I'erepo3urora
9 DNAH5 DNAH5 p.Arg3321_Met BHK3
p.Tyrd284LeufsTerld | (AP) MaTOTCHHBIN (AP)
3323del
¢.5563dup
€.10815del I'ereposurora I'ereposurora
10 DNAH5 ] [TaTorenusIit DNAH5 p.1le1855AsnfsT [TaTorenusIit
p.Pro3606HisfsTer23 | (AP) 6 (AP)
er
€.1326C>A I'eTeposurora c.1207C>T I'eTeposurora
11 DNAHS5 [TaTorenuslii DNAH5 [TaToreHHsbIi
p.Tyrdd2Ter (AP) p.GIn403Ter (AP)
€.5845C>T I'eTeposurora €.10264G>A I'eTeposurora
12 DNAH11 [TaTorenuslii DNAH11 [TaToreHHsbIi
p.Arg1949Ter (AP) p.Gly3422Arg (AP)
€.992A>G I'erepo3urora €.12889C>T I'ereposurora
13 DNAH11 BHK3 DNAH11 BHK3
p.Glu331Gly (AP) p.Arg4297Trp (AP)
I'omo-
€.2492_2496del BepositHO
14 CCDC39 /TeMHU3UTOoTa - - - -
p.Met831ThrfsTer7 MaTOTCHHBIH
(AP)
€.1505 _1506del
c.1068G>A I'ereposurora GGA I'ereposurora | BepostHo
15 RSPH4A [Tarorennsiii RSPH4A
p.Trp356Ter (AP) p.Phe502TrpfsT | (AP) MATOTEHHBIN
eré
€.1505_1506del
c.1068G>A I'ereposurora I'ereposurora | BepostHo
16 RSPH4A [Tarorennsiii RSPH4A GGA
p.Trp356Ter (AP) (AP) MaTOTE€HHBIN

p.Phe502TrTer6
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c.3070A>G T'omosurora
17 DNAH3 BHK3 - - - -
p.Lys1024Glu (AP)
c.352C>T T'omosurora
18 DRC1 [Tatorenusiii - - - -
p.GIn118Ter (AP)
T'omo-
c.413del BepositHo
19 ODAD1 /TeMu3urora - - - -
p.Pro138ArgfsTerl8 MATOTE€HHBIN
(AP)
I'erepo3urora €.670C>T I'ereposurora
20 DNAH5 c.1089+1G>A [TarorenHusiii DNAH5 [TatoreHHsIit
(AP) p.Arg224Ter (AP)
T'omo-
c.365del BepositHo
21 RSPH1 /TEMU3UTOTA - - - -
p.Argl22GlefsTer21 MaTOTCHHBIH
(AP)
T'omo3urora
22 DNAI2 C516+60G>T TTarorenusii - - - -
(AP)
c.8795C>T I'erepo3urora C.7483G>A I'ereposurora
23 HYDIN ITaTorenusrit HYDIN [TaTrorenusrit
p.Pro2932Ley (AP) p.Asp2495Asn (AP)
I'erepo3urora
24 DNAH5 €.5563dupA/N [TaTorenHsIit - - - -

(AP)
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c.1A>C p.M1L start I'omo3urora
25 RSPH1 [TaTorenusiii - - - -
loss (AP)
c.1715T>G I'eTeposurora
26 DNAH5 BHK3 - - - -
p.Leu572Trp (AP)
['omo3urora
27 CCNA €.5452C>T p.Gly85fs ITaToreHHbIi - - - -
(AP)
¢.5563dupA I'eTeposurora BepositHo C.T>A I'ereposurora | BepostHo
28 DNAH5 DNAH5
p.l1le1855fs*6 (AP) [ATOr€HHBIH p.Leu815Met (AP) [ATOr€HHBII
¢.1349dup I'omo3zurora
29 DNAAF1 [Tarorennsiii - - - -
p.Pro451AlafsTer6 (AP)
.1349dup I'omo3zurora
30 DNAAF1 [Tarorennsrit - - - -
p.Pro451AlafsTer6 (AP)
€.2935G>A I'etepo3urora €.1279T>C I'ereposurora
31 ARMC4 BHK3 CCDC114 BHK3
p.Val979Met (AP) p.Phe427Leu (AP)
C.429+7C>T I'emusurora
32 DNAAF6 [TatoreHHsIit - - - -
p.Leu572Trp (X-cmem)
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€.10420-2A>G

I'etepo3urora BepositHO .5563dupA I'ereposurora | BepositHo
33 DNAH5 HapylIeHHEe caiTa DNAH5
. (AP) MaTOTCHHBIN p.L1855fs*6 (AP) MaTOTCHHBIN
CIuTaiicuHra
€.526A>G I'erepo3urora C532C>G I'erepo3urora
34 ODAD3 BHK3 ODAD3 BHK3
p.Argl76Gly (AP) p.Leul78Val (AP)
€.5237C>G I'erepo3urora BepositHO I'ereposurora | BepositHo
35 DNAH11 DNAH11 | c¢.6273+1G>T -
p.Serl746Ter (AP) MaTOTCHHBIN (AP) MaTOTCHHBIN
€.5845C>T I'erepo3urora €.10264G>A I'ereposurora
36 DNAH11 [TaTorenuslii DNAH11 [TaToreHHsbIi
p.Argl1949Ter (AP) p.Gly3422Arg (AP)
€.5845C>T I'erepo3urora c.10264G>A I'ereposurora
37 DNAH11 [Tarorennsiii DNAH11 [Tatorennsiii
p.Arg1949Ter (AP) p.Gly3422Arg (AP)
€.5845C>T I'erepo3urora €.10264G>A I'ereposurora
38 DNAH11 [Tarorennsiii DNAH11 [Tatorennsiii
p.Arg1949Ter (AP) p.Gly3422Arg (AP)
€.13439_13444d
€.5328G>C I'ereposurora up I'ereposurora
39 DNAH11 ] BHK3 DNAH11 BHK3
p.GIn1776His (AP) p.Tyr4481_Arg4 | (AP)
482insMetTyr
€.1443T>G I'omo3urora BepositHo
40 HTDIN - - - -
p.Tyrd81Ter (AP) MaTOTE€HHBIH
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C.721G>A I'eTeposurora €.5438A>C ['ereposurora
41 ZMYND10 BHK3 DNAH5 BHK3
p.Gly241Ser (AP) p.Glul813Gly (AP)
€.7349G>A I'eTeposurora
42 DNAH9 BHK3 - - - -
p.Cys2450Tyr (AP)
€.352C>T I'omo3urora
43 DRC1 ] [TaTorenuslii - - - -
p.Glin118Ter (AP)
€.352C>T I'omo3urora
44 DRC1 ] [TaTorenHslii - - - -
p.Glin118Ter (AP)
€.9692 9694delinsCA
I'erepo3urora I'erepo3urora
45 DNAH5 CTTGT [Tatorennsrit DNAH5 €.1089+1G>A [Tatorennslit
(AP) (AP)
p.GIn3232ProfsTer8
c.545 5457del I'erepo3urora €.5666T>C I'ereposurora
46 DNAH5 [TatorennsIit DNAH5 BHK3
p.Thrl819AsnfsTerl3 | (AP) p.Leul889Pro (AP)
G107119894_107264 | I'emusurora BepositHo
47 DNAAF6 - - - -
895del (X-cuen) MaTOTEHHBIH
I'erepo3urora
€.1588C>G I'ereposurora €.5698T>C
48 CFAP221 BHK3 DNAH5 BHK3
p.Pro530Ala (AP) p.Phel900Leu

(PerteccuBHBIN
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€.5168T>A I'eTeposurora C.12283C>T ['ereposurora
49 DNAH11 BHK3 DNAH11 ) BHK3
p.lle1723Lys (AP) p.His4095Tyr (AP)
€.10853_10857delAA | I'ereposurora
50 DNAH5 [TaTorenusiii - - - -
AG/N (AP)
I'ereposurora
51 DNAH5 €.10815del T/N [Tarorenusrii | - - - -
(AP)
€.5316G>C I'eTeposurora
52 DNAH11 [TaTorenHslii - - - -
p.Val408Mets (AP)
€.1669G>A I'erepo3urora BepositHo
53 ARMCA4 - - - -
p.Glu557Lys (AP) MaTOTCHHBIH
€.8440-8447del I'erepo3urora I'erepo3urora
54 DNAH5 [TaToreHHbIit DNAH5 €.10815 delT [TaToreHHbIi
p.Arg4184SerfsTer (AP) (AP)
c.517T>C I'eTeposurora C2880_2881del | I'ereposurora
55 DNAH5 [TarorennsIit DNAH5 ) [Tatorennsii
p.Leul726Pro (AP) T p.His961fs (AP)
c.413del
I'ereposurora BepositHO I'ereposurora | BeposatHo
56 ODAD1 c.1502+5G>A ODAD1 p.Prol38ArgfsT
(AP) [TaTOr€HHBIN (AP) [TaTOT€HHBIN

erl8
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.23 24del I'omo3urora

57 DNAL1 [TatoreHHsIit
p.Lys8Argfs*16 (AP)
.23 24del I'omo3urora

58 DNAL1 [TatoreHHsIit
p.Lys8Argfs*16 (AP)
.248_252dup I'ereposurora

59 CCNO [TatoreHHsbIi
p.Gly85CysfsTerll (AP)
c.1075C>T I'omo3urora

60 DNAH6 BHK3
p.Arg359Cys (AP)
C.7483G>A I'omo3urora

61 HYDIN [Tarorennsiii
p.Asp2495Asn (AP)

I'omo-

€.10393A>G

62 DNAH11 /TeMHU3UTOTa BHK3
p.lle3465Val

(AP)

€.2065_2068dup, I'omo3urora BepositHo

63 CCDC40
p.Ala690Glyfs*67 (AP) MaTOTEHHBIH
c.571C>T I'omo3urora BepositHo

64 DNAAF1
p.Leul91Phe (AP) MaTOTCHHBIH
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€.9507C>G p. I'eTeposurora BepositHo €.14081G>A p. | I'ereposurora | BepositHO
65 HYDIN HYDIN )
Asn3169Lys (AP) MaTOTCHHBIN Arg4694His (AP) MaTOTCHHBIN
€.638T>C, I'eTeposurora BepositHo
66 CCNO - - - -
p.Leu213Pro (AP) MaTOTCHHBIN
€.6140C>G I'omo3urora
67 HYDIN [TatoreHHsbIi - - - -
p.Ser 2047* (AP)
c.7915C>T I'omo3urora
68 DNAH5 [TatoreHHsbIi - - - -
p.Arg2639* (AP)
c.278G>A I'emuzurora
69 DNAAF2 BHK3 - - - -
p.Cys93Tyr (X-cmen)
70-

80
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CIIMCOK COKPAIIIEHUHM U YCJOBHBIX OBO3HAYEHUI

BponxuanbHOe CONPOTUBIICHHE

BapuaHT ¢ HEeM3BECTHBIM KIMHUYECKUM 3HAUCHUEM
[lepBruuHas nuIMapHasi IUCKUHE3US

Cunnpom Kaprarenepa

@DyHKITUS BHEIITHETO JIXaHUS

KommbroTepnas Tomorpadust

OO6m1ast eMKOCTh JIETKUX

OcTatouHbIil 00BEM JIETKUX

OcTpalil pecnupaTOpPHBINA JUCTPECC-CUHIPOM
O0BbeM popcHpOBaHHOTO BBIJIOXA 32 MEPBYIO CEKYHY
dopMupoBaHHas KU3HEHHAS] EMKOCTh JIETKUX

American College of Medical Genetics

AmMepukaHckoe TopakaiibHoe oouiectBo (American Thoracic Society)

Coiled-coil domain-containing protein 39

Coiled-coil domain-containing protein 40

CCDC114 Coiled-coil domain-containing protein 114

CCNO

Cyclin O

CFAP300 cilia and flagella associated protein 300

DNAAF1
DNAAF3
DNAAF6
DNAI 1
DNAI 2
DNAH3
DNAH5
DNAH11
DHC

Dynein axonemal assembly factor 1
Dynein axonemal assembly factor 3
Dynein axonemal assembly factor 6
Dynein axonemal intermediate chain 1
Dynein axonemal intermediate chain 2
Dynein axonemal heavy chain 3
Dynein axonemal heavy chain 5
Dynein axonemal heavy chain 11

Tsokenas nens nuaenHa (Dynein heavy chein)
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ERS EBpomneiickoe peciupatoproe obmiectBo (European Respiratory
Society)

HYDIN Ahonemal central pair apparatus protein

IDA BHyTpeHHME TMHENHOBBIE PYYKH

MCIDAS  Multiciliate differentiation and deoxyribonucleic acid synthesis
associated cell cycle protein

ODA Hapy:xHple TMHEMHOBBIE PYYKH

ODAD1 Outer dynein arm docking complex subunit 1

ODAD3 Outer dynein arm docking complex subunit 3

RSPH4A  Radial spoke head component 4A

RSPH1 Radial spoke head 1 homolog

ZMYND10 Zinc finger MYND domain containing protein 10
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