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OBILIASA XAPAKTEPUCTHUKA PABOTDBI

AKTyaJIBHOCTL TEMBbI UCCJICTOBAHUA

[lepeuunas  mwimapHas — guckuHesus — (IIL[JI)  sBmsiercss  peAKMM — TeHETUYECKH
JNETCPMUHUPOBAHHBIM  3a00JIeBaHUEM W3 TPYNIBl IWIHONATHH, OOYyCIOBJICHHOE JedeKTaMu
YIBTPACTPYKTYPhl PECHUYEK, BEAYIIEC K PA3BUTHUIO XPOHUYECKOTO TMATOJIOTHYECKOro Ipolecca B
OpraHax-MHIIEHAX, C (OPMUPOBAHHMEM XPOHHUYECKOTO BOCHAJIEHUS B OPOHXOJETOYHON CHCTEME,
noyiocTsx Hoca u cpeanero yxa (Posunoa H.H. u coast., 2007; boropan A.E., 2019; Konaparsesa
E.N., 2022). TILIJI TpakTyeTcs Kak OJAHOPOJIHOE 3a00JIEBaHUE C TUIMMYHOW KIMHUYECKOW KapTHUHOM
(ABneeB C.H. u coast., 2023). ¥V nerell onucaHbl €IUHUYHBIE CIy4Yau MPOTPECCUPYIOMIETO TEUCHUS
3a00JieBaHUsl C JIETAIbHBIM HCXOJOM, OJHAKO, B OOJNBIIMHCTBE CIIy4aeB 3a00JE€BaHUE IMPOTEKAET
onaronpustao (I1to M. et al., 2023). B mocientnee aecaTuiaeTue BeayTcst peructpbl nanuentos ¢ [T,
BKIIIOUAIONTUE JIETEH M B3POCIBIX, C MEIbI0 CHCTEMAaTH3alliul JdaHHBIX. Peructp HopBexkckoro
MyJIbMOHOJIOTHYECKOT0 00mecTBa HacuuThiBaeT 93 mamumenra, IlIBeiinapckoro obmectBa - 139
naiueHToB (Ardura-Garcia C. u coast., 2020), Kuraiickoro oOmiectBa - 244 namuenta (Peng B. u
CO0aBrT., 2022).

B HacTosmuii MOMEHT HE CYIIECTBYET EIUHOTO «30JI0TOrO CTaHAapTa» JHArHOCTUKH
MEPBUYHON WIMAPHOW AWCKUHE3WH, W JIMArHO3 YCTAHABIUBACTCS IO PE3yJbTaTaM COBOKYITHOCTH
MOJyUYEHHBIX JaHHBIX, B COUYETAHUU C XapakTepHOoW kinuHu4eckod kaptuHoW (KonmpatheBa E.U. u
CO0aBT., 2023).

[IpuMeHEeHHEe MOJICKYIISIPHO-TEHETUYECKIX METOJIOB JIMArHOCTUKH IO3BOJIMJIO PACIIUPHUTH
MMOHMMAaHHUE B3aMMOCBS3H YJIbTPACTPYKTYPHBIX HApYIICHHA W (DYHKIIMOHATBHOTO COCTOSHUS IWIIAU
(Shapiro A.J. et al., 2020). B HacTosiIui MOMEHT OOIIEIPUHATHIM CUUTAETCS BOBJIeYeHHE 49 TeHOB B
mporecc cOOpkd  (GYHKIIMOHAIBHO 370POBOM PECHUYKH, OJIHAKO €XKEroJHO YHCIO TEHOB
OTBETCTBEHHBIX 3a pa3Butue Oone3nu, pacumpsercs (Wallmeier J. et al., 2021). Tonbko B TeueHue
2022r BBIABUHYTO IPEANONOKEHHE O BOBJICYEHHMM 2 HOBBIX TI'€HOB B IPOLECC HOPMAIBHOTO
(GYHKIIMOHUPOBAHUSI PECHUYKH, YTO TMOAKPEIUISETCS OMHCAHMEM KIMHMYECKUX CIIYy4aeB JIOJCH C
NEPBUYHON IMIIMAPHOW NTUCKWHE3UEH W BhIABICHHbIMEH Yy HuUX MmyTanusmu (Pezzella N. et al., 2022,
Alasmari B.G. et al., 2022).

MonekyIsIpHO-TeHETHUECKHE METOABl JIUarHOCTUKHA CIIOCOOCTBYIOT paHHEH IMOCTaHOBKE
JUarHo3a W TI03BOJISIIOT MHHUMH3UPOBATh SKOHOMHYECKYIO HAarpy3Ky Ha CHCTEMY 3/paBOOXpPaHEHUs
(Kouis P et al., 2019).

KitouoM K mpenBOCXMILNEHUIO TUMA TeueHUs OOJIE3HW MOXKET OBITh BbIACNICHUE KIMHUKO-

TCHETUYCCKUX BapHWaHTOB 3a6OJIeBaHI/I$[, Koraga IMPOBEACHUC MOJICKYJISIPHO-TCHETHYECKOI'O
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o0cre1oBaHUS TO3BOJIUT HE TOJIBKO BEpUPUIIMPOBATH 3a00I€BaHKE, HO M IOMOYb [I€PCOHATU3UPOBAThH
MEIMIIMHCKYI0 TIOMOINb, OCHOBAHHYIO Ha IMOHMUMAaHHH OCOOCHHOCTEW TEYCHHS TOTO WM HHOTO

BapHaHTa 3a00JIeBaHUS.

Crenenb pa3padoTAHHOCTH TEMbI

B nocnegnee necsatuneTHre MMUPOKO U3ydasncs reHotun nauueHToB ¢ IIL/I, uro oTpaxanocs B
pacIIMpEeHIH CIICKTPOB T'€HOB, OTBETCTBEHHBIX 3a pasButue 3a0oneBanus. (Kilinc AA. et al., 2021, Ito
M. et al, 2023, Guan Y. et al., 2021). Bo3pact mnamueHTOB, BKIIIOYCHHBIX B HCCIICIOBAHHUS,
BapeupoBajicsa or 6 mec mo 67 mer (Guan Y. et al., 2021). V maunuentoB u3 Kuras wamie Bcero
Bcrpeuanncs DNAH11, DNAH5, CCDC39, DNAH1, CCNO (Guan Y. et al, 2021), B
Benukobopuranuu - DNAH11, DNAI1, DNAH5, DNAAF1, DNAAF1 (Wheway G. et al., 2021). B
HAaIllel cTpaHe MOJIHOTE€HOMHOE CEKBEHUPOBAHHUE, MTO3BOJISIONIEE 0XapaKTePU30BaTh YaCThIE MYTAIIHUH,
paHee He TPOBOAMIIOCH.

Onucansl ocobenHocty teueHus: IILIJ[ mpu KOHKpETHBIX IeHETHYecKuX Tumax. Tak, y 16
YeNoBeK, MPOKUBAIOIIMX B OJHOM peruoHe HwunepnanaoB, ¢ ycraHoBieHHbIM guarnozom IILJ] u
BbIsiBJIeHHBIMU MyTanusamu B rene CCDC114, onpenensuiocsk cnenuduyeckoe TedyeHre 3a00JIeBaHus B
BUJIC TIPOTPECCUPYIONIETO CHIKCHUS (YHKIIMM BHEIIHETO JBIXaHUS B JETCKOM BO3pacTe U
cTtabunu3anuu nokasareneid y B3pochbix mnamueHToB (Kos R. et al, 2022). Taxxke onucansl
ocobennoctu Teuenus [II1J] y gerelr u B3pochbIXx B HEMHOTOYHCIEHHBIX Tpymmnax (8 u 14 dyemoBek)
npu mytarusx reroB DNAH11, ODAD1 (Odeifian F. et al., 2023, Lei C. et al., 2022).

Onnako, cpenu gaereit Poccmiickoit momymsiiuu ¢ TIIJI He mpoBOAMIIOCH HMCCIENOBAaHUM,
HAIPABJICHHBIX HA BBISBIICHUE B3aUMOCBS3U ()EHOTHITA U TCHOTHIIA.

[Mkana PICADAR - ompocHuk [uisi Bpayeil C IeNpl0 HWHULUAIUN JAHAarHOCTUYECKUX
MEpPONPUATHIA, NpeanoxkeHHblii EBponeiickum PecriuparopubiM OO11eCTBOM, aKTHBHO MPUMEHSTCS B
EBporie, ofHaKo, B Heil He y4uThIBaeTCs JUHAMUKa pa3BuTus 3adbonesanus (Connor M.G. et al., 20109,
Guan Y. et al., 2021). [lupokas 6a3a mereit ¢ I[1L]J] mo3BosiseT MOIAUPHUIIMPOBATH JAHHYIO HIKATY C

y4€ToM 0coOeHHOCTEH TeueHus OoJIe3HH y JeTell cTapIero Bo3pacTa.

ean uccaenoBanusi

COBCpI_HCHCTBOBaHI/Ie JAUATrHOCTUKH, PAHHCTO BBISIBJICHUA HCpBH‘-IHOﬁ HHHHapHOﬁ JUCKHHC3HUU

y JIETe Ha OCHOBAHUH BBIJICIICHHBIX KIMHUKO-T€HETUYECKUX BApHUAHTOB.
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3agauu uccaea0BaHus

1. Belzenutbh pa3iauuHble KIMHUYECKUE BAapUAHThl TEUEHUS NEPBUYHOM LMIMAPHOU
JUCKUHE3UH, B COOTBETCTBUM C aHAMHECTHUYECKUMHU, KIMHUYECKUMHU, PEHTI€HO-(DYHKIIMOHAIBHBIMU U
1a00paTOPHO-UHCTPYMEHTAIHBIMU J1aHHBIMHU.

2. /ByuuTh CHEKTp TEHETHMYECKHMX BAPHAHTOB, CBS3aHHBIX C TEPBUYHONW LMIMAPHON
IUCKHUHE3UEH.

3. HccnenoBare B3aMMOCBSI3b M€HOTHIIA U KIMHUYECKUX BapUAHTOB TE€UYEHUS NMEPBUYHOMN
LUIMAPHONU JUCKUHE3NU.

4.  Pa3pabortarh alropuT™M AUArHOCTUKU MIEPBUYHON LIMIUAPHON IUCKUHE3UH.

5. OmnpenenuTh OCHOBHBIE 3Talbl pa3BUTHs 3a00J€BaHUsA, C Y4€TOM aHaIM3a KIMHUKO-

I'CHCTUYCCKUX JaHHBIX.

Hayqﬂaﬂ HOBH3HA

BriepBble ompesneneH CHEKTp TIE€HETHYECKMX BApUAHTOB, OTBETCTBEHHBIX 3a pa3BUTHE
HNepBUYHON LMIMAapHOM JAMCKMHe3uu, Jnered Poccuiickoit mnomymsiumu. Hawubonee wacrto
OoOHapy>KMBAIOTCSl Je(PEeKThl B TeHaxX, OTBETCTBEHHBIX 3a TMpolecc (OPMHPOBAHUS HOPMAITBHBIX
nuHenHoBbIX pydek - DNAHS, DNAH11; B reHax, OTBETCTBEHHBIX 3a MpEABAPUTEIbHBIA KOMILIEKC
coopku, — DNAAF1, DNAAF6, CCNO, a Takxe, B TeHaX, OTBETCTBEHHBIX 3a (popMupoBaHHE OEIKOB
neHTpanbHoro komiekca, — HYDIN, DRC1.

BriepBrie BbIETICHBI BEIyIIMEe BAPHAHTHI IEPBUYHON IUIMAPHON AUCKUHE3WU B 3aBHCHMOCTH
OT BBISBJICHHBIX TEHETHUYECKMX aHoManmuid. OTmpeneneHbl aHAMHECTHYECKHE W KIMHHUYECKHE
0COOEHHOCTH Te4yeHHs 3a00JeBaHUs y JIeTeH, B KaXJ0M KIMHUKO-TeHeTH4ecKoil rpynme. Brepsbie
oTpeieNIeHbl OCHOBHBIE ATAllbl Pa3BUTHUS NEPBUYHON LIUIMAPHON AUCKUHE3UH Y JIeTeH, B 3aBUCUMOCTH
OT KJIMHUKO-TEHETUYECKON TPYIIIIHI.

[Mpennoxena mogudukamnus quarnoctudeckoit mkansl PICADAR, mis nereit crapire 2-X JieT,

C €€ HHTET pauneﬁ B aJITOPUTM JUATrHOCTUKHU 3a00JIeBaHUs.

TeopeTnueckasi 1 NpaKTHYeCKasi 3HAYUMOCTH PadoThI

bbutn BBIsSIBIEHBI, HanOoJee YacThle BApUAHThl T€HOB OTBETCTBEHHBIE 32 pa3BUTHE MEPBUYHOMN
IWIMApHOW JUCKUHe3un y nereil, Poccuiickoil monmymsiuuu. Hambosee dacto 0OHapyKHMBarOTCS
neQeKTsl B reHax OTBETCTBEHHBIX 3a Ipolecc (HOPMUPOBAHMS HOPMAIbHBIX JUHEHHOBBIX pPYy4YeK -

DNAH5, DNAH11; B reHax, OTBETCTBEHHBIX 3a NpeaBapUTENbHBIA KoMmIUIeke cOopku — DNAAFL,
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DNAAF6, CCNO, a Ttakxe, B reHax, OTBETCTBEHHBIX 3a (opMupoBaHHE OEJIKOB IIEHTPAIHLHOTO
komiuiekca — HYDIN, DRCI1.

B 3aBHCHMOCTH OT BBISIBJICHHOTO KJIMHUKO-TEHETHYECKOTO BapHaHTa, TEYCHHUE NEPBUYHOMN
[WIMAPHOW JTUCKUHE3UH OTIMYACTCS PA3IMYMSIMUA B CTCIICHH TOPAKCHHS HIDKHHUX JbIXaTEIbHBIX
nyTei, MPUAATOYHBIX IMA3yX HOCAa W OPraHOB CiyXa, 4To oO0ycioBiuBaeT auddepeHnnpoBaHHbII
NOJIXO/ K BEICHHIO M JICUCHHUIO MAlMEHTOB, HAUYMHAs C PaHHUX cTaaui 3aboneBanusi. llpeanoxen
anroput™M Bepudukanuu 3abosieBaHus, ¢ npuBiedeHHeM MmomaudunuposanHoi mkansl PICADAR,

HAIpPAaBJICHHBIH Ha NOBBIIIEHHE Y (HEKTUBHOCTH TUarHOCTUYECKUX MEPOIPHUSITHIA.

MeTo0a0J10THSI 1 METOIbI HCCJIET0OBAHUS

B OCHOBY jaMcCepTallMOHHOTO HCCIICJOBAaHUS TOJIOKEHBI PHUHIUIBI  JJOKA3aTeIbHOM
MenuiuHbl. PaboTa BBINONHEHA B JAM3aiiHE MPOCHEKTHBHOIO, CPABHUTEIHHOTO KOHTPOJIUPYEMOTO
uccienoanmsi. O6cienoBano 180 meTeit ¢ mepBUYHON MIIMAPHON JUCKWHE3WEH B Bo3pacTe oT 1 roja
no 18 gner. Hcmonb30BaHBI KIMHUKO-aHAMHECTHYECKHE, J1a0OpaTOpHBIE, HHCTPYMEHTAJIbHEIE,

MOJICKYJIAPHO-TCHECTUYCCKHUE U CTATUCTHYCCKUC MCTO/IbI.

OcHoBHbBIE MOJIOKEHU ST, BLIHOCHUMBIC HA 3alIIUTY

1.  Omnpenenensl HanOojiee yacThle MyTAllMM B I'€HaxX Y JeTe ¢ MEepBUYHOM LMIMAPHOM
TuckuHe3ned B Poccuiickoil mOMyssiuM, YTO MOXKET OBbITh MCIIOJIB30BAHO JUIsl COBEPILEHCTBOBAHUS
MOJIEKYJISIPHO-T€HETUUECKON AMAarHOCTUKU 3a00JI€BaHuUS.

2. BrIsBIeHBI KIMHUKO-TCHETUYECKHE B3aMMOCBSI3H Yy T[aimueHTOB C HCpBHHHOﬁ
IWIMAPHOM JIMCKMHE3MEeH, XapaKTepU3YIOIIMECs CYIIECTBEHHBIMH OCOOCHHOCTSMH B TEUYEHUE
00JIe3HM, KOTOpBIE MPOSBIAIOTCA B Pa3IUUMAX MAaTOJOTMYECKOTO IMpolecca €O  CTOPOHBI
Oponxonerounoit cucremsl u JIOP-opranos.

3. YcTaHOBIEHO, YTO JJIsi TUATHOCTUKUA TEPBUYHON IIIMAPHON TUCKUHE3UH HEOOXOIMMO
KOMILJIEKCHOE 00CcieIoBaHNE MAlMEHTOB, BKIIOYAIOIIEe OLIEHKY COCTOSIHUSA PECHHUYEK MEpLaTeIbHOTO
SMUTENHUA B COYETAHUU C MOJIEKYJISPHO-TEHETUYECKMMHU MeTojamMu. Pa3paGoTaHHBIE Hay4yHO
000CHOBaAHHEBIN AITOPpUTM  TUAarHOCTUKHU 3360J’IeBaHI/I$I, IMO3BOJIACT MHUHHUMU3HUPOBATH 00BEM
JIOPOTOCTOSIIITUX METOJIOB BEpU(UKAIIUU JUATHO3A.

4.  BplgeneHue KIMHUKO-TEHETHMYECKUX BapUAHTOB MEPBUYHOM HWIMAPHOM IMCKHUHE3UU

MO3BOJIACT OITUMU3UPOBATH U IICPCOHATIU3UPOBATH Ha6J'IIO,Z[CHI/IC 3a OOJIbHBIMH JACTbMU.
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CremneHb 10CTOBEPHOCTH Pe3yJIbTATOB ANIPOOALMHU Pe3y/IbTATOB HCCIeJOBAHNUS

JIOCTOBEpPHOCTh PE3YyJbTATOB HACTOSLIETO HCCIIEJOBAaHMSI MOATBEPXKIAETCS JOCTATOYHBIM
00BEMOM KJIMHMYECKOTO MaTepuana, HCIOJIb30BAHUEM COBPEMEHHBIX METOJOB CTAaTUCTHYECKOM
00paboTku naHHBIX. [lomydeHHBIE BBIBOJBI OTBEYAIOT IIOCTABIEHHBIM 3ajjauaM MCCIIEI0BaHUS.
OcHOBHBIE PE3YyJbTATHl UCCIEAOBAHUS OBUIN JOJOXKEHBI M OOCYKICHBI Ha HAyYHBIX METUIIMHCKHX
dopymax: XXXII HanumonanbHblii kKoHrpecc mo Oone3HsiMm opraHoB abixanust (Mocksa 2022); |11
Bcepoccuiickuii konrpecc «SI1 Jlerckas memunmaa» (Mockpa, 2022); XXI, XXII Poccuiickue
KOHTpecchl «ITHHOBallMOHHBIE TEXHOJOTUU B TIEUATPHUH U ACTCKOI» xupypruu (Mocksa 2022, 2023).
XXIV Konrpecc neauarpos Poccun (Mocksa 2023); XVI Hannonanbesblii koHrpece «MyKoBUCIIH103
U HacJeICTBeHHbIe 3a0oneBanus jerkux» (Camapa 2023); XXIV HamumonanbHas koH(pepeHIHH
NeANaTpoB U Bpauel oOIIeil MpakTUKKU ¢ MeXAyHapoAHbIM ydactueM: «Jletu bomrapum» (bonrapus,
byprac, 2023).

BHenpenue pe3yJbTaToB B IPAKTHKY

Pe3ynbTathl MccneaoBaHUs U MIPAKTUYECKHE PEKOMEHIAIIMH BHEIPEHBI B KITIMHUYECKYIO paboTy
nyiabMmoHonorudeckoro otaenenuss HUKW neamatpum u  pgerckoir xupyprum um. akan. HO.E.
Benprumesa ®I'AOY BO PHUMY um. H.U. TTuporoa M3 P®, Jlerckoro Hay4YHO-TIPAaKTUYECKOTO
MyJbMOHOJIOIHYECKOro 1nentpa Munsapasa PO, B paboty myiasMoHonorudeckoro oraenenuss ['KbY
SO "lentpanbHass ropojckass OoipbHHMIA", B KIMHUKO-AMArHOCTUYECKYI0 M Jie4eOHYI paboTy
CIIOI'BY3 «KoHCYNnbTaTUBHO-AMATHOCTUYECKUH IICHTP AJIS AETEH».

Matepuansl JuccepTalii MCIOIb30BaHbl MPH MOJATOTOBKE KIMHUYECKMX PEKOMEHJAIUI IO
MIEPBUYHON IMIIMApHON AucKuHe3nn MunsnpaBa Poccuu, a Takke B yueOHOM mpolriecce Ha Kadeape
«HHOBanmoHHass neauatpuss U xaerckas xupyprus» DAIIO ®PI'AOY BO PHUMY um. H.M.
ITuporosa M3 P®.

CooTBeTcTBHE IMCCEPTAIUM MACTIOPTY HAYYHOH CIEMATBHOCTH
JluccepTallMOHHOE  UCCJIEAOBAHME COOTBETCTBYET TNAacmopry cneuuaibHocTH  3.1.21.
[Temquatpus. Pe3ynpTaThl pabOThI COOTBETCTBYIOT OOJACTH MCCIICIOBAHMS CIEIUATLHOCTH, & UMEHHO
nyHKTaMm 1, 3, 5 macnopTa Hay4HO# crieMaIbHOCTU NeAUaTPHs (MEIUIIMHCKUE HAYKH).

JIMYHBIN BKJIaJ aBTOPa

JInuHoe ydacTue aBTOpa 3aKJIHYalioch B HEMOCPEACTBEHHOM YYacTUU B HCCIEA0BATEIbCKOM
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paboTe Ha ATamax MOCTAHOBKH Iiesiel U 3aJad, pa3paboTKe IIaHa MCCIEeN0BaHUMi, 0TOOpe MalleHTOB
HAa WCCIEJOBaHWE. ABTOpP JIMYHO OCYIIECTBISUT KYpalMIO KaXKJIOro TMMalMeHTa Ha JTamax
CTAIlMOHAPHOTO ¥ aMOYJIaTOPHOTO HAOIIOJCHHS, CaMOCTOSITEILHO MPOBOAMI CHCTEMAaTHU3AIIUIO,
CTAaTHUCTUYECKYI0 00pa0OTKy M aHaJlM3 IMOJIyYEHHBIX JaHHBIX, C(OPMYIMPOBANT BBIBOJIBI U
MPAKTUYECKHE PEeKOMEHJaluu. JINYHO aBTOPOM MOATrOTOBIIEHBI K MyOJWKALlMM HAy4yHbIE CTaTbH IO
TeMe TUCCEPTALIUU.

Iyoaukanun

I[To Marepmanam pguccepranuu omnyonukoBaHo 10 pabGor, B TOM uyucie 3 CTaTbu B

pELEH3UPYEMBIX HAYUHBIX XKypHaiax, pekoMmeH10BaHHbIX BAK.

CTpykKTypa u 00beM AuccepTaALHT

Huccepranus uznoxkeHa Ha 137 cTpaHUIaX MAIIMHONKMCHOTO TEKCTa, COCTOUT U3 BBEIICHUS,
0030pa uTepaTyphl, OMKUCAHUS MaTepHaia U METO/IOB MCCIIEIOBAHHUSA, PE3YJIbTATOB U UX OOCYXICHUS,
BBIBOJIOB M MPAKTHUYECKUX PEKOMEHIAIN, CIIUCKa JTUTEpaTyphl, BKIOYaromero 199 uctoyHukos, u3
HuX 34 oTeuecTBEHHBIX M 165 3apyOexHbIX aBTOpoB. Paborta wiiroctpupoBana 23 pucyHkamu, 17

Tabyinuamu, 4 KIMHUYECKUMH TPUMEpPaMHU.

OBIIEE COAEPKAHUE PABOTBI

MaTepna.m)l U METOAbI UCCJICT0OBAHUA

HccnenoBanne mnposogwiock ¢ 2021 mo 2023 roamel. Bcee neru, ywactBoBaBIIME B
UCCIIEIOBAaHUH, SBJISUTUCH MAIUEHTaMH OT/AEJICHUs MYIbMOHOJIOIUH (3aBeAyIOIasl OTJeEHHEM - K.M.H.
CokomoBa JI.B.), B oTnmene XpOHHUYECKHX, BOCTAIUTEIBHBIX W QIEPTUUECKUX OOJIE3HEH JIETKUX
(3aBemyronuii  OTAENIOM — 3aci. pabOTHUK 3apaBooxpaHeHusi Poccuiickoit denepanuu, 1.M.H.,
npodeccop FO.JI. Muszepuunkuii) ®I'AOY BO PHUMY wum. H.U. [luporoBa - o6GocobieHHOM
ctpykrypHoMm mnonpasaenenun HUKU nemmatpum u perckoit xupypruum umeHu akagemuka [O.E.
Benprumesa (MuctutyT BenpTumiesa) (mupextop - 1.M.H., mpodeccop 1.A. MopozoB).

Jlna uccnenoBaHusi ObLIM OTOOpaHBI 2 TPYMIbBI NAllMeHTOB. JleTH ¢ MEepBUYHON IUIMAapHON
nuckuHesuer, Bcero 180 dyemoBek, W Tpymma JeTedl ¢ APYyrol XpOHHYECKOH OpOHXOJIETOYHOM
natonoruel, Bcero 100 mereit. B rpynme aereii ¢ I11J], auarno3 011 MOATBEPKIEH B COOTBETCTBUU C
aKTyaJIbHBIMU KIIMHUYECKUMHU pekoMeHmanusMu «llepBuunas nunuapHas auckuHesus» [6]. ['pynma

JIeTeld ¢ Jpyro OpOHXOJEroyHoM maTtosiornei Bkmodasa B cedst 100 dYemoBek CTpalarommx
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XPOHUYECKHMMH  3a00J€BaHUSIMU OpPraHOB JbIXaHHWsS, TaKUMH Kak: OpOHXHallbHas acTMa,
MYKOBHCIIH]I03, XPOHUYECKUH OPOHXUT, UHTEPCTULIMATBHOE 3a00JICBAaHUE JICTKUX.

N3 180 nmereit ¢ mepBUYHOW LMIMApHOW auckuHE3Wer 80 dYenoBeK ObUIM BKIIOYCHBI B
MOJIEKYJISIpHO-TEHEeTUUeCcKoe oO0cieloBaHue, C Tocieayronei crpaTudukanmed Mo KIMHHUKO-
FeHEeTHYeCKUM rpymnmaM. Y Bcex 80 gereit Obio 2 W 0osiee TOCHUTANM3AllMA B OTICICHHUE
nyiasMoHosoruu Muacturyra Benstuinesa, HaunnHast ¢ 2006 rona. JluszaiiH uccieoBaHus IpeICTaBIEH

Ha Pucynke 1.

JleT ¢ XpOHUYECKOH OPOHXOJIETOYHOM MaTOIOTHEH, HAOIIOAaBIINECS B OTJCIICHUN
nyneMoHosoruu Muctutyta Benbrumiesa (n=280)
|

Jletr ¢ ApYrUMU XPOHUYECKUMU Hertu c T (n=180)
OponxonerounsiMu 3aboneBanusmu (N=100)

A

[ Konrponbhas rpynna (n=100) ] I'pynna nerei, KOTOpPbIM MPOBEIECHO
MOJIEKYJIIPHO-TEHETUYECKOE
obcienosanue (N=80)

v

BI)I)IGJ'IGHI/IG KIIMHUKO-TCHCTUYCCKUX TI'PYIIIL
C TIOCIIEAYIOIIEH UX XapaKTePUCTUKON

4 v ¢

[ Pa3paborka mogudukauu nuaraoctudeckoit mkainsl PICADAR

Pucynok 1 — Jlu3aiin uccienoBanus.

Jlnst oT6Opa MaMeHTOB B UCCIIE0BAaHUE UCIIOIb30BAIUCH CIEYIOINE KPUTEPUN BKIIOUEHUS U
UCKJTIOYCHHUS.

Kpumepuu exnouenusi:

1. Bospact ot 1 roga no 17 ner 11 mecsues.

2. VY cTaHOBIEHHBIN TMArHo3 NepBUYHAS WJINAPHAs TUCKUHE3Ms], HA OCHOBAHUU KIIMHUKO-
AHAMHECTUYECKUX M  HMHCTPYMEHTAJIbHBIX  JaHHBIX, pErJaMEHTHUPOBAaHHBIX  KIMHUYECKUMU
pexomennanusamMu no guarnoctuke LI, m1bo npyroit xpoHruueckoit OpOHXOJErOYHON NaTOIOTHH.

3. Hanmnune  noOpoBoibHOrO  MH(OPMHUPOBAHHOIO  COIJIACHS  HA  IMPOBEACHUE
o0cIie10BaHus, MOIMMCAHHOE 3aKOHHBIM MPEICTaBUTEIEM U TallueHTOM crapiie 14 jer.

Kpumepuu uckniouenus:

1. Jluna crapmre 18 ner.
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2. OtcyTrcTBHE 1OOPOBOJILHOTO HMHGOPMHPOBAHHOTO COTJAcHsi Ha 00CieIOBaHUE,
MOJINMCAHHOTO 3aKOHHBIM MPEACTABUTEIEM U NTALIUEHTOM cTapiue 14 ser.

JleTsiM, COOTBETCTBYIOIUM KPUTEPHUSM BKIIOUEHHS, IPOBOIMIIOCH €KErOAHOE 00CIEI0BaHHE B
OTHENEHUH IynbMOHOJoruu MHcTuTyra BenbTuimeBa, rae B paMKax TOCIUTAIU3ALUN
OCYIIECTBIISIIOCH KOMIUIEKCHOE 00CIeI0BaHUE C LIEIbIO OLIEHKH COCTOSIHUS OPraHOB-MUIICHEH.

B 3aBUCHMOCTH OT F€HETHYECKUX BapUAHTOB, KOTOPBIE OBUIM BBIABICHHI y nanueHTos ¢ I111J],
c(OpPMHUPOBAHBI CIETYIOIINE TPYIIIIbI:

. Hetu, umeromue nedeKThl B reHax, Koaupyronme 0enku AuHenHoBbIX pydek (DNAH11,
DNAH3, DNAH5, DNAI2, ODAD1, ODAD3) — 30 nereii.

Il.  Jeru, umeronue nedexkThl B reHax, KOAUpyrolre 0eIku mpoiecca COOpKU mumu (pre-
assembling factor) (CCNO, CFAP300, DNAAF1, MSIDAS, DNAAF6, ZMYND10) — 13 nereii.

1. Hderu, umeromue nedekTbl B TreHaX, KOIUPYIOMUX OEIKHW LEHTPaTbHON mapbl
mukpoTpybouek (central complex) (HYDIN, CCDC39, CCDC40, DRC1, RSPH4A, RSPH1) - 14
JIeTen.

IV. Jlet ¢ nepBUYHON IMIMAPHON NUCKUHE3UEH, Y KOTOPBIX HEe ObLTH Au(HepeHIupOBaHbI
nedeKThl B reHax, 00yCIOBIMBAIOIIMX 3a00eBaHue — 23 AeTel.

VY nereii u 3aKOHHBIX MPEACTaBUTENEH cCOOMpPACs aHaMHe3 )KU3HU U HACTOSIIEro 3a00JIeBaHuUs,
BKJIIOUYAIOLIMI B ce0sl ceMEHbI aHaMHe3, aHaMHe3 TE€YeHHs OEpeMEHHOCTM U POJIOB y MaTepu
pebenka. DUKCUPOBAINUCH OTATOIIEHHOCTh CEMEWHOr0 aHaMHe3a M0 OpPOHXOJErOYHOM IMaTOJIOTHH,
XpoHUYeCKOoH maTojgoru co crtopoHbl JIOP-opranoB. Ilpu cOope anHamHe3a 3a0oyieBaHUS
buKCUpPOBAIUCh, ~ TATOJOTHYECKHE  COCTOSHMSI B~ HEOHATallbHOM  TEPHOJE,  KaJOOBbl,
IPOJODKUTENBLHOCTh U 3(PQPEKT OT NPOBOAMMOM TEpanuu, B TMOCIEAYIOIIEM 0co00€ BHHMMAaHHE
IIPHU1aBaJIOCh BO3pACTy MaHU(peCTaIH 5kaj00 U MaTOJIOIMYECKUX COCTOSTHUM, CBSI3aHHBIX C OCHOBHBIM
3a00JieBaHHEM, a UMEHHO: Kalllelb, CTOWKOE 3aTpyJAHEHHE HOCOBOTO IBIXaHUS, PEIUAWBUPYIOIINE
nH(pEKIMOHHbIE 3a00IeBaHNs HIDKHUX JBIXaTeIbHBIX MyTeW, pUHOCUHYCHUTHI, OCTPBIE CPETHUE OTHUTHI,
JOTIOTHUTENIBHO PETUCTpUpOBAJICS Bo3pacT Bepudukauuud auar€osa. B pamkax cOopa aHamHesa
npoBoAmIIoch aHkeTupoBanue o mkane PICADAR, ¢ mocnenyromield perucrpanieid moTydeHHOTO
Oarna.

Bcem neTsiM mpoBOAMIUCH aHTPOTIOMETPUUECKUE U3MEPEHHS (Macca Tena U TUHEHHOTO POCTa).
Poct u3mepsiiicss B caHTUMETpax ¢ TOYHOCTBIO 70 0,5¢M, Ha CTaHAAPTHOM POCTOMEpE, Macca Tena B
KUJIOTpaMMax ONpenensyiack ¢ TOYHOCThIO 10 0,1 Kr, Ha HAMOJBHBIX MEIUIIMHCKUX 3JIEKTPOHHBIX
Becax. OneHka (GU3UUecKoro pa3BUTHS JIeTelH MPOBOIMIACH HA OCHOBAHUY IICHTUIILHBIX TaOJIHII.

NHcTpyMeHTallbHBIE METO/IBI HCCIIEAOBAHUS BKIIIOYAIH B ce0sl:

- [TynbcokcumeTpuio;

- OyHKIMIO BHEIIHETO JIbIXaHHS,;
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- AynromeTpuio;
- KommbroTepHyro ToMorpaduio opraHoB IpyIHON KIIETKH,
- KomnbroTepayto ToMorpaduio mpuaaTovHbIX Ma3yx HOCA;
- [lonHOE CEKBEHMPOBaHUE F€HOMA.
Jletu ObLITM KOHCYJIBTUPOBAHBI BpauaMu-CIEIIHAIMCTaMH, @ UMEHHO:
- OTOPUHOIAPUHT 0JIOTOM;
- Cypnosorom;

- 'egeTukom.

MeToabl CTATHCTHYECKOM oﬁpaﬁoTKn JAHHBIX

Bce pesynbrarhl, moyuyeHHBIE B XOJI€ HCCIEIOBAaHUS, MPEIBAPUTEILHO, BHOCHIUCH B 0a3y
JIAHHBIX C HCIOJIb30BaHHEM KOMITbIOTepHOH mporpammbl Excel 2016, Windows, ¢ mocneayromieii
CTaTHUCTUYECKON 00paboTKON pe3ynapTaToB. CTaTUCTUYECKYIO 00pabOTKYy pe3ysbTaTOB MCCIIEI0BaHUS
MIPOBOAMIIN C MCIIOJIBb30BaHUEM Tporpammel Statistica 10.0, Windows. Pe3ynbTaTsl mpeacTaBieHbl B
BUJIE CPEIHUX BEIUYUH U OMHUOKU cpenHero (M+m), s HemapaMeTPUUECKUX BEIHYMH - MEIUaHBI
(Me) u untepkBatmwibHoro pasmaxa (Lower Quartile (LQ) = 25-it u Upper Quartile (UQ) = 75-i
nepueHTHan). s OIEHKH CTAaTHCTUYECKOH 3HAUYMMOCTH Pa3iIMuuii MEXIY TpyNIaMu J0 W Tocie
JICYEHUsT IPUMEHSUICS KpuTepuii Bukokcona. CpaBHEHHE BCEX KOJMYECTBEHHBIX MPHU3HAKOB B JIBYX
HE3aBHCHUMBIX TPYIIax MPOBOAMIOCH ¢ moMmolbio U-kputepus ManHa-YuTHH, B Tpex u Ooiee
HE3aBHCHUMBIX TPYIMax ¢ nmomombio kputepus Kpackena-Yomnuca. [lpu momydyeHUN CTaTUCTUYECKU
3HAUMMBIX PA3IHYUN MEXKIy HHMH INPUMEHSUIOCH TOIMAPHOE CPaBHEHHE KAXKJOTO TOKa3aTeys ¢
nomotbio U-kputepuss ManHa-YUTHH ¢ MCTHOJIb30BaHUEM TonpaBku boudepponu (p/m - tme p -
MCXOJIHO 33/IaHHBIM YPOBEHb cTaTucTH4eckoi 3HaunMocTu 0,05; I - KOJTMYeCTBO MapHBIX CPAaBHEHUH).
s aHanm3a Ka4ecTBEHHBIX MOKa3aTesel He3aBUCUMBIX T'PYMI HCIOIB30BalM METOJ XU-KBaJapaT, a
Tak)Ke TOUHBIN Kputepuil ®uiepa A Maiablx BbIOOPOK. CBA3b MEXIy M3ydaeMbIMH MOKa3aTeNsIMU
OILIEHUBAJIN TI0 Pe3yIbTaTaM KOPPEJAIMOHHOTO aHAIM3a ¢ BBIYMCICHHEM KOA((UIIMEHTa KOPPEISIIUT
Crupmena (R). Yacrory amneneit (f) Berumcisuin mo dopmyne: f=n/2N, rme N- KoIuvecTBO pa3s
BCTpeUaeMoCTH ajiens (y TOMO3WUTOT OH YYHThIBajcsS nBaxabl), 2N — yIBOCHHas YHCIEHHOCTb
obcnenoBanubiX. OTtHOcUTEnbHBIN pucKk (OP) 3aboneBaemocty BBUUCTIM T0 MeTony Woolf mo
dopmyre: (ax d) /(b xc), rae: a - KOTMIECTBO OOTHHBIX, UMEIOIINUX JAHHBIM T€HOTHI, b - KOJTMYECTBO
OOJBHBIX, HE UMEIOIIMX JAHHOTO T€HOTHUIIA, C - KOJIMYECTBO 3J0POBBIX JIeTeH ¢ JaHHBIM TeHOTUToOM; d
- KOJIMYECTBO 3/I0POBBIX JeTed, HE MMEIONIUX JaHHOTO TeHOTHNa. B ToMm ciydae, korga OIuH U3
nmokazatenei Obul paBeH (0 OTHOCHTENBHBIA PHUCK, BBIYUCISUIA MO (opmyie, MOAUPUITUPOBAHHOMN

Haldane i1t MassIx yuces.
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Pe3ysabTarsl Hcc/IeIOBAHUA U UX 00CYKIECHHUE

B uccnenoBanun BxirodeHo 280 gerell ¢ XpOHUYECKONH OpOHXOJIETOYHOW NATOJOTUEH, U3 HUX
180 nereit ¢ IIIIJI. ¥V 80 nmereli mpoBeaeH 3a00p KPOBH € MOCIEAYIOIMIEM CEKBEHUPOBAHUM ITOJIHOTO
reHoMa. [laHHas rpynma Aeteil cocTaBuia OCHOBY IMPOBOJUMOrO uccienoBaHus. Jlo moixydeHus
pe3yJIbTaTOB  MOJIEKYJISIPHO-TEHETUYECKOTO  OOCJICIOBaHMs, JaHa KIMHUKO-aHAMHECTHUYeCKas,
WHCTPYMEHTAJIbHAs XapakTepuctuka aereu ¢ LI,

Cpenu 80 nerei, 47 (58,75%) neBouek u 33(41,25%) manbuukoB u3 73 cemeit. Y 29 (36,25%)
BbIABJIEH yacTHbIM cinydail [1IJ] — cunapom Kaprarenepa. [nsa aereit ¢ 111 xapakTepHbIM SBIsi€TCS
OTSTOIICHHBIN HEOHATAJIBHBIM aHaMHE3, KOTOphIM oTMedeH y 62 (77,5%) nmereil. B HeonarambHOM
NEpUOJIE PETHCTPUPOBAINCH PUHHUTHI HOBOPOXKACHHBIX y 41 (51,25%) peOenka, BpokIECHHBIC
nHeBMOHMH y 34 (42,5%) nereii, nmpusznaku OPJIC y 19 (23,7%) HoBopoxnenubix. HecmoTpst Ha 310,
oOpaiaeT BHUMaHHE KyMUPOBaHUE >Kajlo0 B IEpBbIE MECSIbI )KM3HHU, C MOCIEIYIOIMHUM AeOI0TOM
xapakrepHblx aus IILJI kimHMueckux npossieHudd. llepsBeie npossienus xapaxrepHsie it T
neOTHPYIOT B cpeaHeM B Bo3pacte 3,8 [1,06; 6,62] wmecsma kxu3an. K HUM  OTHOCST
peluauBHpyOIIMe WH(GEKIHOHHbIe 3a00JIeBaHUsl HUKHHUX JbIXaTelIbHBIX myTedl ¢ 5,9 [2,9; 89]
MECSLIEB JKU3HU, CTOMKHUI exelHeBHbIA Kamienb ¢ 6,12 [3,03;8,94] MecdueB, cTOlKOe 3aTpyJAHEHUE
HOCOBOTO JbixaHus ¢ 9,6 [4,7; 14,5] mecsieB Xu3Hu, peuuauBupyommue oTuTsl ¢ 25,4 [15,8; 35,0]
MECSIEB )KU3HU, pELIUANBUPYIOIINE PUHOCUHYCUTHI ¢ 32 [25; 38,9] mecs1eB KU3HH.

Ilo pesynbTaTaM HWHCTpYMEHTaNbHOM auarHocTuku, y nere ¢ IILJI BHe obGocTpeHus
OpOHXO0JIETOYHOTO HH(PEKIITMOHHOTO MPOIecca, PErUCTPUPYIOTCS HOpMasibHbIe 3HaUeHUs1 ypoBHS SpO2,
MO0 JaHHBIM TEPKYTaHHOW MYyJIbCOKCUMETPUHU, M coctaBmsuin 97,42% [AW 97,02; 97,81], uto
XapaKTEepU3yeT OTHOCHUTEIBHYIO COCTOSITEIbHOCTh PECHUPATOPHOM CHUCTEMBI B  HOPMaJIbHOM
obecrieueHnn KkuciopoaoM. I[lo maHHBIM coupoMeTpuu oOpamiaer BHUMAaHHE OTHOCHTEIBHO
YIOBJIETBOPUTENbHbIE 3HaueHHd crnupomerpun. Tak, @®KEJI naxommncs Ha ypoBHE 79,94%
[78,26;81,63], O®B:1 - 78,69% [76,7;81,6]. Ilo pesynpratam Goauruieruzmorpadun bC - 127+48%,
OOJI - 182,15+59,34%, OEJI - 107,6+15,28%. ITo pe3ynbraram KT opranoB rpyaHoit momgoctu y 43
(53,75%) neteil BBIABISUIMCH U3MEHEHHSI B BUJE aTENEKTAa30B B O0JACTH CpellHEH W HIKHUX JIOJIEH.
Camoii pacnpoCTpaHEHHOM JIOKaIM3aluen SIBIISUIaCh CPEAHsIsl JOJs JIETKOro, M3MEHEHHs] B KOTOpOM
onpenensuck y 41 (y 94,7%) pebenka.

[To pesynpTaTaM OTOPUHOJIAPUHTOIOTHIECKOTO M CYpJOJIOTHYECKOTO 00CIeIOBaHUS TTPU3HAKHI
XPOHUYECKOTO PUHOCUHYCHUTA BBIABIEHBI Y 56 (70%) mereid, XpoHUYECKOTO cpenHero otuta y 46 (y
57,5%) nereii, KOHAYKTUBHAs TyroyxocTh y 14 (17,5%) nerei.

[locne mosyueHuss pe3yabTaTOB MOJEKYISIPHO-TEHETUYECKOTro oO0cienoBaHusl Obula JlaHa

XapaKTEepPUCTUKA CIEKTpa '€HOB OTBETCTBEHHBIX 3a pa3Butue I/ y mereit Poccuiickoil monynsiuu.
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K renam, B KOTOpBIX BBIABISUTUCH JaedekTsl, oTHOCATcs DNAHS (24,5%), DNAH11 (14%), HYDIN
(8,7%), DRC1l (5,26%), DNAAF6 (5,26%), DNAAF1 (5,26%), CCNO (5,26%). B =xonue
OnonH()OpPMATUYECKOTO aHanm3a, TreHbl, cBs3aHHbie ¢ Qenorunom [II[JI, ObTM BBIIBICHBI Yy
57(71,25%) neteii. Ilonmublii criekTp reHOB, OTBETCTBEHHBIX 3a pa3BuTue [IL/], BbIABIEHHBIX Yy

aHAIM3UPYEMBbIX JIeTell, npeacTaBieH Ha Pucynke 2.
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Pucynok 2 — CriekTp reHeTH4eCKHUX BAPHUAHTOB, BBISIBIICHHBIX B aHAJIM3UPYEMOH IrpyIIe AeTel.

(n=57), %.

B nocnenyromem Bce AeTr OBUTH pa3/ielieHbl B COOTBETCTBHH € MIX TEHOTUTIOM Ha 4 TPyIIIIbL:

1 rpynmna — getu, uMeronye Ae(eKTsl B reHax, KOAUPYIoUIe OeTKN JUHEHHOBBIX pyUeK;

2 rpymnmna — AeTd, UMerolIre Ae(eKThl B reHax, KoAUpYole 0eku mporecca cCOOpKU IHITUH;

3 rpymma - fgeTH, UMeonme AeQeKThl B TeHaX, KOAMPYIOUIMX OENMKH I[CHTPATbHOW Maphl
MUKpPOTpPYOOUEK;

4 tpynna - ngeru c IILJI, y xoropbix He ObumM auddepeHuupoBaHbl AePeKThl B TI'eHax,
00yCJIOBIMBAIOIIUX 3a00JI€BaHUE.

[To pesympTaTaM KIMHUKO-WHCTPYMEHTAIBHOTO aHANW3a TMalMeHTOB | Tpymmel, damie
BbISBIsUIMCH BapuaHThl TeHa DNAHS y 14(46,6%) nereii. AHOMaluu pacHojiOKE€HUsT BHYTPEHHHX
opraHoB otmeuanmucek y 17 (56,6%) nereil. HaubGornee pacrnpoCTpaHEHHBIM MaTOJOTHYECKUM
COCTOSIHUEM, BEpU(PHUIMPYEMBIM B HEOHATAJILHOM IE€pUOje, ObUI PHUHHUT HOBOPOXIEHHBIX Yy 19
(63,27%) nerei.

[To mannbeim KT opranoB rpynnoit kinetku y 15 (50%) nereil ompenensiauch CTPYKTypHBIE
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W3MEHEHUS JIETKUX, B BUJIC aTeJIeKTa30B/(huOpoareneKkTa3oB B 00JIACTH CpeaHEH W HIKHUX JOJICH.
Camoii pacripoCcTpaHEHHOW JTOKAIU3alMe MOpaKEHUs ABJISIIACh CPEHSS JI0JISl JIETKOTO BBISIBJICHHAS Y
10 (93,3%) neteii.

ITo pesynpratam crupomerpur mokazarean OXKEJI cocrasmsmu 81,5% [77,5;85,4], ODPB;
79,8% [75,5;84,1]. Tlo manabM Oommmaerusmorpaduu y gereir ¢ I/ 1 rpymnmsr BC cocraBuio
115,96% [105,9;125,9], OOJI B cpentem 184,9% [168;201,8], 4T0 CBHIETEIBCTBOBAIO O 3HAYUMBIX
OOCTPYKTUBHBIX HApPYIICHUSX M (OPMUPOBAHUU «BO3AYIIHBIX JIOBYIIEK», HE BBISBISEMBIX MPH
0a3oBoii cnipomerpuu, onHako, 3HaueHuss OEJI Haxomwnuch B paMKax HOPMAaJbHBIX 3HAUYE€HUN U
cocrasuu 107,3% [103,8;110,8].

Jns merert 1 rpymmbl, XapakTepHbIE CpeAHHE IMoKazarenau BomieueHHocTd JIOP-opranoB B
MaTOJIOTUYECKUN TIPOLIecC, TaK, XpPOHUYECKHM puHOCHUHYcHUT ompeaensuica y 18 (59,4%) nereit, a
xpoHuueckuit cpeauuit otut y 15 (50%) neret, cpeau kotopsix y 7 (23,1%) BbisiBIeHAa KOHAYKTUBHAS
TYrOyXOCTb PA3IMYHOU CTENEHHU.

VY nereil 2 KIMHHMKO-TEHETHUYECKOW TPYNmIbl yamie omnpenesuiuch BapuanTel reHoB CCNO,
DNAAF1 DNAAF6, xotopeie BbisiBieHBI y 9 (70%) maumeHToB. HeonartambHblii mepuop ObuI
otsiromieH OPJIC, Tpe6oBaBmuM aotamuu kuciopoaa y 6 (46%) HOBOPOXKI€HHBIX.

[lo naHHBIM HHCTPYMEHTAJIBHON OLIEHKM OpPraHOB [IbIXaHUS, IJS JETed MaHHON TpyIIbI
MOKa3aTelIl CTPYKTYPHBIX W3MEHEHHH B Jerkux, no aaHHeiM KT opraHoB rpynHOW KIIETKH,
AHAJIOTWYHBI MoKa3arensM obeit rpynmbl. Y 7 (53,8%) mereii onpenensinch U3MEHEHUS JIETKHX B
BHUJIE aTeJeKTa30B/(hudpoaTenieKTa3oB B 00JIACTH CPEIHEN U HUKHUX JOJCH.

[To manueiM criupoMeTpun ypoBeHb ODB1 cooTBeTcTBOBaN HUMXKHEHN rpaHuile HOpMHI - 82,4%
[77,9;86,9]. Tlo pesyabraram Oomuruterusmorpadpuu BC cocrasuino 140,69% [125,9;155,4], OOJI
188,6% [164,6;212,6], uTo TakKe CBHICTEIHCTBOBAIO O 3HAYMMBIX OOCTPYKTHUBHBIX HAPYIICHUSAX H
GbopMUPOBAaHUN «BO3IAYIIHBIX JIOBYyIIEK». HecMoTps Ha ¢ubpoaTenekraspl mokazaTelb oO0IIen
€MKOCTH JIETKHX, B cpenHeM coctasisut 109,7% [104,7;114,3].

[To pesynmbratam obGcnenoBanust JIOP-opranoB, aeTsiMm 2 KIMHUKO-TEHETHYECKOM TPYIIIIHI,
XapaKTepHO HanboJiee BEICOKOE BOBIICUEHHE MPUIATOYHBIX 11a3yX U OPraHOB CIIyXa B MAaTOJOTMUECKUN
nporecc. Tak, TMpHU3HAKU XPOHUYECKOTO pUHOCHHYcHTa ompeaensumck y 11 (84,6%) nereit, a
xpoHuueckoro cpeanero otuta y 10 (76,9%) nereir, cpenu kotopeix y 5 (38,5%) BbIsBIeHA
KOHAYKTHUBHAsI TYTOYXOCTb Pa3IMYHON CTENeHH .

Cpenu nereii 3 KIIMHUKO-TEHETUYECKON TPYMIIBI yalle onpeaensauch Bapuantel reHa HYDIN,
KOTOpbIi BbusIBIIEH y 5 (35,7%) nmereit. lns nereil mAaHHOW Tpynmbl HE XapaKTepHbl HHBEPCHUU
BHYTPEHHHUX OpPraHOB. AHOMAlMH pacIOJOXKEHUs BbIsABIEHBI TONbko y 1 (7,14%) peGenka. B
HEOHATaJbHOM TEepuoje, 4Yallle YeM B JPYrHX TpyIIax, OTMeYalach BPOXKICHHAs ITHEBMOHMSI,

BoisiBieHHaa y 10 (71,4%) neteil.
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ITo pesynpratam KT opranoB rpyanoit kimetku y 9 (64,28%) nereit ompemesinch
CTPYKTYpPHBIE U3MEHEHHI B BUJIE aTEJIEKTa30B/(pudpoarenaeKTa3oB, JOKAIU30BaHHBIX B CPEIHEH JT0T1e Y
Bcex 9 (100%) nmeteit ¢ mopakeHHEM JIETKHUX.

ITo pesynbraTtam cnupomerpuu nokazarenn OIKEJI, kak 1 ODB1, HaX0IUIKMCh HUXKE HOPMBI U
cocraBisiin 74,88% [67,8;819] u 76,33% [67,1;85,5] coorBerctBenHo. Ilo  maHHBIM
ooaumnerusmorpaduu bC cocraBuio B cpearem 134,4% [100,6;168,2], OOJI 158,4% [127,2;189,7], a
nokazarenau OEJI 97,2% [85,8;108,6].

ITo pesynbraTtam onenku JIOP-opranos, nnsa aeredl 3 KIMHUKO-TEHETUYECKOM TPYIIIbI, KaK U
JneTeil 2 rpymmbl, ObLI0 XapakTepHO OoJiblliee BOBJICUYEHHE MPUIATOYHBIX MA3yX M OpraHOB CilyXa B
naTojorudyeckuil mpouecc. Tak, mpU3HAKW XPOHUYECKOTO PUHOCHUHYCHUTA BbIsABIEHBl y 12 (85,7%)
JeTer, a XpoHU4eckoro cpemanero oruta - y 10 (71,4%) nereit, KOHIYKTUBHAS TYroyxocTh - y 3
(21,4%) neteti.

Jetu u3 4 KIMHUKO-TEHETUYECKOW TPYMIbl, MNPEACTABICHbI MAaIlleHTaMU, Y KOTOPBIX
nuarHoctuposana IILJ], MeTrogaMu OLIEHKH MOJBHKHOCTH IUJIMAPHOTO SIUTENHS U DJIEKTPOHHOMN
MHUKPOCKOIIUH, OJHAKO, BBISIBUTH I'€HETHYECKUE BAPUAHTHI, OOYCIOBIMBAIOIINE TEUYEHHUE OCHOBHOTO
3abosieBanus1, He ynanock. Cpeau aereit 4 rpynmsl y 6 (26%) omnpezaessiiach HHBEPCHS BHYTPEHHHX
opraHoB. JleTsM HaHHOW KIMHUKO-TEHETHMYECKOH TpyNIbl XapakTepHO Haubosee OlaromnpusiTHOE
TEYEHHE HEOHATAJIbHOTO MEepHoa, B KOTOPOM pexe, 4eM B JpYrux TIpyIIax oONpeaessiich
NaTOJIOTMYECKHUE COCTOSIHUS. Tak, HarmpuMep, BpOXKAEHHAS THEBMOHUS 3apeructpupoBana y 6 (26%)
nerei, a npusHaku OPZIC y 3 (13%) HOBOpPOKIEHHBIX.

ITo pesynbratam ouenku KT opranos rpynHoit kietku y 16 (69,56%) nereit onpenensiuch
CTPYKTYpHbIE U3MEHEHMS JIETKUX B BUJIE aTeJIeKTa30B/(pruOpoaTeneKTa3os.

[TokazaTenu GyHKIIMMU BHEIIHETO JBIXaHUS IO JaHHBIM CIIUPOMETPUH BapbHUPOBAIU B paMKax
HOpManbHBIX 3HaueHuil, Tak ®IKEJI B cpemnem cocrasuina 82,67% [78,76;86,58], a ODPB; 83,07%
[78,31;87,83]. Ilo pesyabraTtam 6oauruietusmorpapuu bC coctaBuio 129,5% [116,47;142,54], OOJI
179,4% [165,0;193,8], 4TO CBHAETEIHCTBOBAIO O 3HAYMUMBIX OOCTPYKTHBHBIX HAPYIICHHUSIX U
(GOpMHUPOBaHUH «BO3AYIIHBIX JIOBYIIEK». OgHako, oOmas €MKOCTh JETKUX IMPH STOM COCTaBUJIA
108,97% [104,3;113,6].

IIpu omnenke cocrostaust JIOP- opranoB, oOpamiano BHMUMaHHWE MX MEHBIIEEe BOBJICUCHHUE B
MIaTOJIOTMYECKUI ITPOLIECC, B CPABHEHHMH C TAKOBBIM y JIeTel 2 U 3 KIIMHUKO-TEHETUYECKHUX rpymil. Tak,
MPU3HAKK XPOHUYECKOTO PUHOCHMHYCHUTa OTMEUeHBl y 15 (65,2%) mereil, a XpOHHYECKOTO CPEIHETO
orura y 11 (47,8%) nereii. BaxkHo OTMETUTH KpailHE HU3KUN ypOBEHb KOHIYKTUBHOM TYTOyXOCTH Y
nereit 4 Tpynbl, BBIABICHHON TOJBKO Y 2 (8,6%) nereil.

[To pe3ynpTaTam aHaaM3a aHAMHECTHYECKUX BBISBICHBI ocobeHHocTn Teuenus [1LJ] y nereit

Pa3IMYHBIX KIMHUKO-TEHETUUYECKUX rpynn. Y nereil 1 rpynibl, eXXeaHEBHBIN MPOAYKTUBHBIN Kalllelb
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peructpupoBaics ¢ 5,8 mecsien [1,2;10,46], mepBblil A1IU30]1 peciupaTopHOro 3aboyieBanus - ¢ 7,4
mecsies [2,4;9,92], cToiikoe 3aTpyaHEeHHE HOCOBOTO jabixaHus - ¢ 6,0 mecsues [0,6;11,4], uto ObLIO
3HaYMMO HIKE, 4yeM B oOmied rpymme. OcTpblil cpenHuil oTut, cpean aereil 1 rpynmsl, oTMevancs B
cpeaneM ¢ 29,2 mecsies [4,9;53,5], a snu3on octporo puHocuHycuta - ¢ 38,7 mecsnes [22,2;55,3].
Taxum o6pa3zom, [11J] y aeTeit manHOM rpynbl 1e00THPOBajia B TEYCHUE TIEPBOTO MOTYTOAMS KH3HU.

Jns pereit 2 rpymmbl, CTOHMKOE 3aTpyJHEHHWE HOCOBOIO JIBIXaHUS, SBUJIOCH MEPBHIM
nposienenuem [111J] u 6ecniokomsio ¢ 1,2 mecsites [0,2;2,1]. B nocnenyromem B 2,1 mecsima [0,18;4,12]
OTMEYaJICi MEPBBINA AMH30]] PECIUPATOPHOTO HMH(EKIMOHHOTO 3a00jeBaHus, MOcie KOToporo, ¢ 5,9
Mmecses [1,3;9,2] orMeuancs exxenHeBHBIN Kamielb. HecMOTpst Ha paHHHE CPOKHU JIe0r0Ta 3aTPyTHCHHS
HOCOBOTO JBIXaHHUS, JJIA JE€TeH 2 TPYNIbl, XapaKTepHbIM ObLI OoJjiee MO3AHHUI ME0I0T MOpaKeHUIH
JIOP-opranos B Bujie octporo puHocunycuta - ¢ 30 mecsues [19,46;40,53] u ocTporo cpenHero oTura
- ¢ 34,1 mecsiues [2,2;70,45], B cpaBHEHUH ¢ AeThbMHU 00IIel rpymibl. TakuM 00pa3oM, XapaKTepHbIC
qutst [TL/] sxanoOsl y neteit 2 rpymibl, OTMEYANUCh C IIEPBBIX MECSIEB )KU3HU.

Jnst neret 3 rpynmnsl nepBbiM TiposiienueM [11[J] siBusics exXeIHEBHBIM CTOMKUN Kallenb,
oecriokouBmmii ¢ 0,8 mecsies [0,35;1,35]. B mocnenyromem ¢ 3,25 mecsies [0,24;6,25] 6ecriokommm
PELUIUBHUPYIOIINE PECHHpPAaTOpHble HH(EKIMOHHbIE 3a0oneBaHus. HecmoTpss Ha paHHee Hadyalo
KallUIsl, CTOMKOE 3aTpyJHEHHE HOCOBOTO JbIXaHHs OTMEYAIOCh IMO3KEe, U PErucTpUpoBaioch ¢ 9,5
mecsies [0,89;18,0]. IMopaxenue JIOP-opranos, y neteit 3 rpymibl, B BUJE OCTPBIX PUHOCHHYCUTOB U
OTUTOB PETUCTPUPOBATIOCH OJIMkKE K 2-M rojiaM >KU3HH, TaK OCTPBINA CpeaHUi oTUT Oecrniokoun ¢ 22,7
mecsie [15,45;29,9], a octpeiit punocunycur - ¢ 25,0 mecsies. [20,59;31,07]. Takum obpazom, s
neteil 3 rpynmbl ObLT XapakTepHbIM Ae0rT knuHudeckux nposieneHuit [1I[J] B Teyenue mepBoro
MecsI11a KU3HHU.

Hns nereit 4 rpynmsl, niepBbiM TiposiBieHueM [111J] pacrienuBanics smu307 pecnpaToOpHOTO
UH(EKIIHOHHOTO 3a00JIeBaHus, TOKYMEHTHPOBAHHBIH B cpeaHeM B 7,8 mecsiies [3,6;12,0], xano0sr Ha
eXeIHEeBHBIN Kamiens 6ecriokounu ¢ 9,8 mecsnes [3,76;15,9], 4ro 3Ha4MMO MO3KE MO CPABHEHUIO C
neTbMu  oOmieit rpymmbl. Jns gereit 4 rpynmbel Obul XapakTepeH MO3AHMM /1e0I0T CTOMKOro
3aTpyAHEHHUS HOCOBOTO JbIxaHus, Oecrokousiiero ¢ 19,3 mecsies [4,76;33,78]. Onnako mopaxkeHue
JIOP-opranoB xapakTepuU30BalINCh OTHOCHTENIHHO Ooyiee paHHUM HadajaoM. OCTpblii CpeIHUN OTHT
oecriokonn ¢ 22 mecsne [4,99;39,13], a octpeiii puHocunycut - ¢ 30 mecsie [15,4;44,6]. Takum
obpazom, st neTed 4 Tpynmbl OBLT XapakTEepHBIM HamOoJee MO3MHUN Ne0I0T KIMHUYECKHUX
nposinennit [1IJ[, a WmeHHO, B cepelrHE BTOPOrO MOJYroAMWs KWU3HU. Pe3ynpTarel aHain3a

anamHectuueckux ocobennocreii [11/] mpeacrapnens B Tabnuie 1.
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Tabnuna 1 — Cpennuii Bo3pact aebiota npossiacauii ITLJ] y nereit (n=80), mec, Me [Q5; Q95].

[Toka3zareinb OO6mas 1 rpynma 2 rpynna 3 rpymnmna 4 rpynna 3HaueHue p
= = = = MEXAY
rpyIma (n=30) (n=13) (n=14) (n=24) Fpyna
(n=80)
ExxenueBHBIN 6,12 5,8* 5,9 0,8* 9,8* 3-1 p<0.05
nposykTuBHb | [3,03; [1,20; [1,30; [0,35; [3.76; 3-2p=0.05
1 ) H ) k) b k) ) k) ) 3_4 pS0.0S
Kallenb 8,94] 10,46] 9,20] 1,35] 15,90]
Pecriuparopnoe | 5,9 7,36 2,15* 3,25* 7,8* 1-4 p<0.05
sabonesamme | [2,87; [2,40; [0,18; [0,24; [3,60; 2-4p=0.05
8,99] 9,92] 4,12] 6,25] 12,00]
Croiikoe 9,6 6,0* 1,2* 9,45 19,27* 2-1 p<0.05
) ) . . ) 2-1 p<0.05
3aTpyAHEeHUE [4,71; [0,60; [0,20; [0,89; [4,76; 2-1 p<0.05
HOCOBOTO 14,55] 11,40] 2,10] 18,00] 33,78]
JIBIX aHHSI
Octpbrii 25,4 29,2 34,1* 22,69 22 1-4 p<0.05
o ) ) . . ) 2-4 p<0.05
CPEAHHN OTUT [15,83; [4,90; [2,2; [15,45; [4,99;
35,04] 53,50] 70,45] 29,90] 39,13]

OcTpbrii 32,0 38,7* 30,0* 25,0* 30,0 1-4 p<0.05
PHHOCHHYCHT [25,09;38, | [22,20; [19,46; [20,59; [15,40; g:i gig-gg
90] 55,30] 40,53] 31,07] 44,60]

Bepudukamnus 70,72 68,7 73,7 89,7 60,0*
3a0071€BaHUs [57,91,; [45,30; [39,30; [55,80; [38,17;81,
83,53] 92,00] 108,20] 123,75] 90]

[Ipumeuanue: 10CTOBEPHOCTH pa3iMuuil B cTonOuax ykasansl o U-kputeputo ManHa — YUTHHU.

* - CTATUCTUYECKU 3HAYMMBIC Pa3IM4Hs [0 OTHOUICHHIO K o0tiel rpymms (p<0,05).

ITo pesynbraram ananusza 280 gereil ¢ XpOHMUYECKOW OPOHXOJETOYHOW MAaTOJIOTHEH, BKIIOYast
180 mereit c¢ IILIJI, pa3paborana mommduranms npenuktuBHoW mkanel PICADAR, ¢ yuetom
ocobennocreit Teuenus [1L[J[ y mereit. B Tabnwme 2 mpencraBieHbl BONPOCH JaHHON MIKANBI U

COOTBETCTBYIOLIUI OTBETY Oa.
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Tabmuma 2 — MogudunupoBannas mkaina PICADAR.

Bomnpoc bamn
Pomucs mu peGeHOK TOHOIICHHBIM? 6
OTsaromeéH mu y pedeHKa HeOHATAIbHBIA MTepruoa? 10
beutn i y peGeHKa B paHHEM HEOHATAJIbLHOM MEPHOJIC THEBMOHUU? 6

bouin nu y pebGeHka B paHHEM HEOHATAIbHOM IEPHOJE COCTOsHUA, Tpedyrouue | 3

KUCJIOPOJHOMN MOAACPIKKHU?

boumm 1m y pebeHka B HEOHAaTaJbHOM I[IE€PUOJAE TMPOSBICHUS pHUHHTA | 7

HOBOPOKICHHbIX ?

Nmeetcs mu y peObeHKa aHOMaJIbHOE PACIOJI0KEHUE BHYTPEHHUX OPraHoOB? 18

Nmeercst m y peOeHKa €KeTHEBHBIM NMPOAYKTHBHBIN Kamienb K Bo3zpacty | roma | 10

JKU3HU?

bem nu rocnuTanuzanuu B cCTallMoHap B CBA3HU C 06OCTpeHI/I$[MI/I 6pOHXOJIel"O‘IHHX 10

3a0oneBanuii Ha 1-M roay >ku3Hu?

WmeeTtcs nu cToMKOE 3aTpyAHEHHE HOCOBOT'O IbIXaHUA K Bo3pacTy | rona? 10
OTMeyanuch JiM 31U30/1bl CPETHEr0 OTUTA B BO3pacTe A0 2-X JeT? 8
PeructpupyroTcs 11 peHTTeHOIOIHYeCKe TPU3HAKY aTeNleKTa3a cpeiHeit 1oau? 6

OTsroméH 1M CeMeWHBI aHaMHEe3 TI0 XPOHHUYECKMM OpOHXOJIETOYHBIM, JHOO | 6

OTOPHUHOJIAPUHTOJIOTMYECKUM 3a00JI€BaHUAM?

[Ipu nomyuyenun >75 Gamnos BepositHocTh I/ cocrasnsger 90,25%, npu nonyuenun >80
Oas1oB BeposATHOCTH >95%. [Ipu orieHKe YyBCTBUTEIBHOCTU U CHEUU(PUUHOCTH, MOAUPHUIIMPOBAHHON
HIKaJbI, YyBCTBUTEILHOCTH cocTaBmia 96,25%, a cneuuduunocts 97,5%.

OnucaHHBIE ~ JMAarHOCTUYECKUH  MyTh  XapaKTepU3yeTcsi  BBICOKOH  CyMMapHOIi
qyBCTBUTEIBHOCTBIO M CIIELIU(PUYHOCTHIO, UTO MO3BOJISET JOCTOBEPHO MOATBEPAUTD, TUOO0 UCKIIOUNTh
Hanuuue xapaktepHbix st [/ n3smenennii.

C menpr0 ONTHMH3ANWU JAHATHOCTHUYECKUX MEPONPHUSATHA W TOBBIIICHUS S(PPEKTUBHOCTH
JMAarHOCTUKU 3a00JIeBaHUS HAMM TPEJUIOKEH aITOPUTM BepU(PHUKAIMKA TMEPBUYHOM IMIHApHOU

JAUCKHWHC3H1U, HpCI[CTaBJ'ICHHLII\/'I Ha PI/ICYHI(C 3.
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AnketupoBanue pedenka mo mkaie PICADAR,

6o moguduupoBannoii mkaine PICADAR

>10 6asu1oB / >75 G6aiu1oB <10 6ayutoB / <75 Gamnos

A\ 4

I'enetnueckoe WOTpHHaTeHBHO( BuneoaccuctupoBannas |OTpHLIaTENIbHO

HCCIeJ0BAHUE J L MHKDPOCKOIHS
A 4
BrisiBneno BrisiBiieno )
_ BrIsBI€HO HapyIIeHHe JIEKTPOHHAs
HapyIlIeHHE Ha eHUe L MHUKPOCKOIHS
Py pym BrisiBiieno
OTpunaTesnbHO
HapyleHue v
< BuneoaccucrtupoBanHas
L MHUKPOCKOIHUS
OtpuuarenbHo
A4 v v
[ Bricokast BepositHoCTh TTL[/] ] [ Hwuzkas BepositHocts T ]

Pucynok 3 — Anroputm BepuduKauy nepBUYHON UIHAPHON JUCKUHE3UU.

Takum o0pa3oM, HamMM BIIEpBbIE JaHAa TI'€HETUYECKas XapakTepuctuka aered Poccuiickoit
nonyssiuuei ¢ [1/]. Beiaenennsie TeHbl MOTYT OBITH MCIIOJIB30BAHBI JIJIsi CO3JaHUSI MOJICKYJISIPHO-
TEHETUYECKUX IMaHeNel, YTO MO3BOJUT HE TOJBKO YCKOPUTH JMATHOCTHKY, HO M MOJIOKHUTEIHHO
CKa)XETCs Ha COIIMANIbHO-OKOHOMHUECKHX acTeKTaxX BepHU(PHUKAIIMHN 3a00IeBaHMSL.

Hamu BbISBICHBI aHAMHECTMUECKHE M KIMHUKO-WHCTPYMEHTAJIbHBIC DPAa3IU4Usi B TEUCHUHU
MEePBUYHON UWUIUAPHOW JUCKUHE3UH Y JEeTeH pas3InyHbIX KIWHUKO-TEHETUYECKUX TPYII, YTO
no3Bojsier paccmarpuBarh [II[JI He kak MoHOMOpdHOe 3a0oneBaHME, a KaK T'€TEPOreHHYIO
HaToJIOTHI0, TpeOyromyo IudepeHIMpOBaHHOIO MOAX0a K BeaeHMI0. [laHHOe uccieloBaHUEe He
nMeeT aHasioroB B Poccuiickoit @enepannu, a MoIydYeHHbIE PE3YIBTAThl COOTHOCATCS C PEe3yIbTaTaMH
3apyOeXHBIX aBTOPOB, KOTOPHIMHU IPOBOJMUTCS aHAIM3 OTIENIbHBIX KIMHUKO-TEHETUYECKUX TpPYMII.
Tak, mo nanueiM A.J. Shapiro u coasrt., 2020, cpeau neteii ¢ nepeKkTaMu B reHaX TUHEHHOBBIX pYyYeK,
Yale BCEro BCTPEUYAIOTCs MAallMEHThl ¢ UHBEPCUEN BHYTPEHHUX OpPraHoOB, U BcTpevaeTcs cpeau 59,5%
nereit. [lo mamasiv M.A. Olm u coaBt., 2021, y nereii ¢ aHOManusIMHU B T€HAaX, OTBETCTBEHHBIX 3a
Ipe/BapUTeNbHYI0 COOpKY UWIMHM, dalle oIpenenseTcss TYyroyxoctb, Bcrpevatomasics y 40%
uccinenyembix nereil. [lo nanasiM M. Goutaki u coaBt., 2021, cpenu aeteii ¢ aHOMalUsSIMU B TeHaX,
OTBETCTBEHHBIX 3a (OopMHpOBaHUE OEIKOB IIEHTPAIBHOTO KOMIUIEKCA, Yalle APYTHX BBISABISETCS
nopakeHHe NPUJATOYHBIX MMa3yX Hoca, BeTpedarouieecs y 69% mnaunuentoB. [lonydeHHsle, B Xofe
UCCJIEIOBAHMSI, Pe3yNbTaThl HE MPOTUBOpEUYAT pe3yjbTaTaM 3apyOeKHbIX aBTOPOB, a JOMOJHSIOT U

pacMpsIOT MOHUMaHNE PEHOTHITNYECKUX M TeHOTHITNYECKUX B3auMocBsizeit npu TTLJT.
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BbIBO/IbI

1. [MLJ] sBnsieTcss TeTepOreHHbIM 3a00JieBaHMEM, NPEACTABICHHBIM 4 KJIMHUKO-
FeHEeTUYECKUMHU MU B 3aBUCHMOCTH OT '€HETHYECKHX J1e(PEeKTOB.

2. WNHBepcrss BHYTPEHHHMX OpPraHoB BbIIBIsUIACH B 56,6% ciiydaeB cpenu Jnered ¢
neekTaMd B TE€HAaX, OTBETCTBEHHBIX 3a Mporecc (HOpMUpOBaHMS TUHEHHOBBHIX pydek - DNAH3,
DNAHS5, DNAH11. ITpu stom IILJI neGroTupoBaia B IEPBOM MOTYTOAUH KU3HU.

3. [TopaxxeHne OpraHoB cilyXxa, B BUJ€ KOHJIYKTUBHOW TYrOyXOCTH, OTMe4asiock B 38,5%
CIIy4aeB cpelu JeTed ¢ AeeKkTaMu B reHaX, OTBETCTBEHHBIX 3a MPeIBAPUTENbHBIN KOMIUIEKC COOpPKU
— CCNO, CFAP300, DNAAF1, MSIDAS, DNAAF6, ZMYND10. ITI/JI y aTux aereii nqedrotupoBaia ¢
NIEPBBIX MECALIEB KU3HU.

4. [IpeumyiiecTBEHHOE TOpaXEHUE MPUIAATOYHBIX Ma3yX HOca, IMpU OTCYTCTBUHU
CHI)KEHHS CJyXa, peructpupoBasioch B 85,7% ciydaeB cpeau aeteil ¢ jgedextamu B TeHax,
OTBETCTBEHHBIX 3a (opmupoBaHue OenkoB 1eHTpaabHoro kommiekca — HYDIN, CCDC39, CCDCA40,
DRC1, RSPH4A, RSPHL1. T/l y HuX nebroTupoBalia y)Ke B TCUCHUE TICPBOTO MeCsIa KU3HH.

5. HeoOpatumoe u3MeHEHHE JIETOYHOM MapeHXUMbl B BHIE OJEMEHTOB (ubdpo3sa,
oTMmeuanock B 69,5% cinyuaeB cpenu nereit ¢ [11/], y koTopbIX He ObUIM BBISBICHBI 1e()EKTHI B reHaX,
oOyclaBnuBarOlMX TeueHue 3aboneBaHus. [lepBuuHas nMauMapHas JIUCKUHE3Msl y OTUX JeTei
Ne0I0THPOBAIa BO BTOPOM MOJTYTOIUH KU3HHU.

6. HauOonee wacteie myrtanuu, npusoasume k [ILJI, y aereit Poccuiickoit momymsiuun
npencrasiensl reHamu DNAHS, DNAH11. DNAAF1, DNAAF6, CCNO. HYDIN, DRC1, myramnuu B
KOTOPBIX ompeaenstores B 68,2% ciaydaeB 3a001eBaHMUS.

1. Paspaborana mogndukamnus mkans PICADAR, HanpaienHas Ha oOcieioBaHne AeTei
cTapuie 2X JeT, YyBCTBUTEIBHOCTh KOTOpPOH cocrtaBisieT 96,25%, a cneuupuynocts 97,5%,
UHTErPUPOBaHA B anroputM auarnoctuku L.

8. Beinenenre kIMHUKO-reHeTHdecKnx BapuaHToB [II[J[ mo3Bossier oOCyIIecTBIATH
muddepeHIIMPOBaHHBINA TOIX0 K HAOIIOACHHIO 32 JI€TbMHU, YIY4IIUTh KaYeCTBO UX KU3HU, IIPOTHO3

3a00JIeBaHUs B MUHHUMU3HUPOBATH NUHBAJIUIU3AIHIO.

IMPAKTUYECKHUE PEKOMEH/JIALIUHN

1. Jns manueHToB ¢ IMOAO3PEHMEM HAa TEYECHHE IIEPBUYHOM LUIMAPHOW IUCKUHE3UU
nokazano npuMeHenue mkansl PICADAR ans nereit 1o 2x et U, MOIUGUIMPOBAHHON HAMM IIKAJIbI
PICADAR, st nmereid crapmie 2X JI€T, ¢ TOCISAYIOIIMM TMPOBEICHUEM CIEeNU(PUISCKUX METOI0B

JUAarHOCTHKMU.
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2. Pa3paboTanHbIil anropuT™M AWMArHOCTUKH, JODKEH OBITh HCIOJIB30BAaH B IPAKTHKE
neanaTpa U MyJbMOHOJIOTa C IENbI0 MOBBIMCHUS dP(EKTUBHOCTH MEPONPUSTUN, HANTPABICHHBIX HA
BepU(UKALNIO TEPBUYHON LMIMAPHON TUCKUHE3HH.

3. [Taruentam ¢ xpoHuyeckuMu OponxosnerouynsiMu U JIOP-3a0oneBaHusMU MOKa3aHO
MOJICKYJISIPHO-TEHETHUECKoe 00CiIeI0BaHUE, C ILENIbI0 BO3MOXHOTO BBIBICHUS TOTO WIM HHOTO
BAapUaHTa NIEPBUYHON LIMJIMAPHOUN IUCKUHE3HH.

4, [ereii ¢ nNepBUYHOM LMJIMAPHOW JUCKUHE3UMEH U OINPEACICHHBIM TI€HETHYECKUM
BapHAHTOM HEOOXOJMMO CTPAaTHU(QUIMPOBATH B COOTBETCTBUHM C KJIMHUKO-T€HETHYECKOH Tpymnmon
3a0oneBaHusi, ¢ wHenplo auddepeHnupoBaHHoro moaxoga K HabmogeHuto. CBOEBpEeMEHHO
OCYIIECCTBIISIEMbI KOMIUIEKC AU(PPEPCHIIMPOBAHHBIX JICUCOHO-PEAOMIIUTAIMOHHBIX MEPONPHUITUN
MOXET CYIIECTBEHHO IOBBICUTh KA4eCTBO JKM3HM MAI[UEHTOB, YJIYUYIIWTh MPOTHO3 M CHU3HUTH

WHBaJIMAU3alIUIO OOJILHBIX.
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CIIMCOK COKPAIIIEHUI U YCJIOBHBIX OBO3HAYEHUI

BC bponxuaibHOE CONPOTUBIIEHUE OXEJI dopcrupoBaHHas KU3HCHHAsS
T [lepBrunas nunuapHas €MKOCTb JIETKHUX

JTMCKHHE3HSI ACMG American College of Medical
OBJ1 D yHKIUSA BHELIHETO JIbIXaHUS Genetics
KT KomnbrotepHas Tomorpadus CCDC39  Coiled-coil domain-containing
OEJ OO0111ast eMKOCTB JIETKUX protein 39
00JI OcTtaTouyHbIit 00BEM JIETKUX CCDC40  Coiled-coil domain-containing
OopPC OcTpplii pecipaTOpPHBIN protein 40

JTUCTPECC-CUHIPOM CCNO Cyclin O
O®dB; O0BeM (opcHpOBAHHOTO BBIIOXA CFAP300 Cilia and flagella associated protein

3a IEPBYIO CEKYHY
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DNAAF1
DNAAF3
DNAAF6
DNAI 1

DNAI 2

DNAH3
DNAH5
DNAH11
HYDIN

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
Ahonemal central pair apparatus
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MCIDAS

ODAD1

RSPH4A
RSPH1
PICADAR
ZMYND10

protein

Multiciliate differentiation and
deoxyribonucleic acid synthesis
associated cell cycle protein
Outer dynein arm docking complex
subunit 1

Radial spoke head component 4A
Radial spoke head 1 homolog
Primary CiliAry DyskinesiA Rule
Zinc finger MYND domain
containing protein 10



