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Pesiome

Myxkosucuunos (MB) u nepsuyHas unnnapHas auckunesust (ITLLL) oTHocsITCst K HacaenCTBEHHBIM 3a001eBaHusIM JlerkuM. M B siBisieTcst MOHO-
TeHHBIM 3a00sieBaHueM, B TO Bpems Kak [1LIJ] nmeeT reHeTHYeCKM reTepOreHHYI0 MPUPOJY U BCTpevaeTcs B 2 pa3a pexxe MB. 3a ITLIJ1 oTBeTcT-
BEHHBI > 60 TeHOB, OMHUM M3 KOTOPBIX siByisieTcsi reH DNAAF11 (LRRC6 — cornacHo npenbiayiieii HOMeHKIaType) — (hakTop COOpKH HapyKHBIX
1 BHYTPEHHUX AMHEMHOBBIX pydek. [Ipym MyTaluu B JaHHOM reHe KOMIIOHEHTHl TUHEMHOBBIX PyYeK OCTAIOTCS B LUTOIUIa3Me KieTok. Llembio
paboTHI SIBUJIACH IEMOHCTPAIMS KIMHUYECKOTO HAOMIONECHUS 32 TIAIIMEHTKON ¢ TTAaTOTeHHBIM BApUAHTOM HYKJICOTHIHOM ITOCIIENOBATEIbHOCTH
NM_012472.6:¢.436G>C B rene DNAAFI1 B roMO3UTOTHOM COCTOSIHUH, y KoTopoii nuarHo3 IT11/1 ycraHoBneH B Bo3pacte 44 net. [IpeacraBieHb
CIIOXHOCTU Bepudukanuu u muddepenunanbioit auarnoctuku MB u [T, ocobeHHOCTH 3a001€BaHUSI U COBPEMEHHBIE BO3MOXHOCTH AUar-
HOCTUKM, TPYJAHOCTH U HEKOTOPbIE TUITMYHbIE OLIMOKHM MPY HAOJIIOACHUH 32 MOJOOHBIMU NMallMeHTaMU. 3aKmoyenne. OTMEUEHO, YTO MOA00HbIe
0OJIbHBIE HYXIAIOTCSI B KOMIUIEKCHOM 00CIeI0BaHUM, TIPOBEICHUN TINATETbHOU MuhdepeHITNaTbHON TMaTHOCTUKY AJIsT CKITIOYEHUS] APYTUX
3a00J1eBaHMIi C MOXOXEH KIMHUYECKOI KapTUHOM. [ITUTeIbHOE AUCIIaHCepHOE HAOII0ACHUE OCYIIECTBISETCS MYJIbTUIUCLIMIUIMHAPHON KOMaH-
TIO¥i CMIeIMATUCTOB, 00s13aTeIbHO MPOBOAUTCSI MUKPOOMOIOTUUYECKIIT MOHUTOPUHT.

KnroueBbie cji0Ba: MyKOBUCIIUIO3, TIEPBUYHAS IIUJTMAPHAsT TUCKUHE3MsI, TeH, TUarHOCTUKA, PeCHUTYAThIe KJeTKu, ALI- KynbTuBrpoBaHMe.
KondamkT uarepecoB. KoHOIMKT MHTEpECOB aBTOpaMU He 3asiBJICH.

®unancuposanue. VccrenoBaHue BHIIOTHEHO B paMKaxX HayYHO-HMCCIIEIOBATEIbcKoi paboTel PenepasbHOTO TOCYIapCTBEHHOTO OIOKETHOTO
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BaHust Poccuiickoit @enepaiu «KoMriekcHblil aHanu3 reHoMEeHOTUMMYECKUX KOPPESIIUil IPU MYKOBUCIUIO03€ U MEPBUYHON LIMIUAPHOMN
MUCKUHE3UN» (perucTpamoHHbii Homep 122032300396-1).

OTHyecKas sKcnepTusa. B onrcaHHOM KIMHUYECKOM HAOIIOEHUU UCTIOIb30BaHbI JaHHBIE MAIIMeHTa B COOTBETCTBUU C MOAMMCAHHBIM MH(MOP-
MUPOBaHHBIM JI0OPOBOJILHBIM COTJIACHEM Ha MOJIEKYJISIPHO-TeHETHUECKUe UCCIIEIOBAHUS U APYTUe TUATHOCTUUECKUE TIPOIICIYPHI.
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Abstract

Cystic fibrosis (CF) and primary ciliary dyskinesia (PCD) are hereditary lung diseases. Cystic fibrosis is a monogenic disease, while PCD has
a genetically heterogeneous nature and is 2 times less common than CF. More than 50 genes are responsible for PCD, one of them being the
DNAAF11 gene (LRRC6 according to the previous nomenclature) — the assembly factor of the external and internal dynein arms. When the mutation
is present, components of the dynein arms remain in the cytoplasm of cells. The aim is to present a clinical case of a newly diagnosed PCD in
a 44-year-old woman with a homozygous pathogenic variant of the nucleotide sequence NM_012472.6:¢.436G>C in the DNAAFI11 gene. This
clinical case demonstrates the complexity of verification and differential diagnosis of cystic fibrosis and primary ciliary dyskinesia, the features of the
disease, and the modern diagnostic capabilities. The difficulties and some typical mistakes in the management of such patients are presented.
Conclusion. The presented clinical case illustrates the difficulties of PCD diagnosis. It demonstrates that such patients need a comprehensive
examination for a thorough differential diagnosis to exclude diseases with a similar clinical picture. The long-term follow-up is carried out by
a multidisciplinary team of specialists and must include microbiological monitoring.
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MykoBucuuao3 (MB), uiu Kucto3Hbiii Gudpo3, —
ayTOCOMHO-PEeLIeCCUBHOE MOHOTeHHOE 3a00JieBaHue, 00-
ycnoBneHHoe myTtauueii reHa CFTR (TpaHcMeMOpaHHbII
peryinsatop MB), xapakTepuzyeMoe nopakeHUeM 3K30-
KPUHHBIX XeJie3, SKU3HEHHO BasKHBIX OPTAHOB U CHCTEM,
nMerolIee TSoKeJIoe TedeHre U mporHo3 [1—3].

CFTR xonupyet 6eJI0K-TpaHCMeMOpPaHHBIN perysi-
top MB (MBTP), koTOpBIit 3KCIIpeccupyeTcs B pa3iny-
HBIX OpTaHaX W TKaHSIX (pecIMpaToOpHBINA TPakT, IPo-
TOKH TIOIIKEIYIOYHOM KeJIe3bl, JIETKUE, TTIPOTOKH TTOTO-
BBIX XKeJie3 U T. 1.). DTOT 0eJIOK OTHOCUTCS K CEMEMCTBY
ABC-tpancnioptepoB (AT P-binding cassette) 1 COCTOUT
U3 IBYX TpaHcMeMOpaHHbIX n1omMeHoB (TMDs), koto-
pble COeAMHEHBI C IUTOIIa3MaTUUYECKUMU JOMEHAMU
(NBDI1 u NBD2). Oco6ennoctsio MBTP sBnsieTcst Ha-
Jiu4ue T. H. peryastopHoro fomeHa (R), coeaunsioiiero
2 TICeBIOCMMMETPUYHbBIC TIOJIOBUHBI, KaxKIast N3 KOTOPHIX
cocrout u3 TMD u NBD1 nomeHoB [4].

ITpu napymennun pynkuuu 6enka CFTR cHuxaeTcst
TraccaXk MOHOB XJIopa Yepe3 MeMOpaHbI KJIETOK, TIPU 3TOM
TaKKe HapyIaeTcs Iaccak MOHOB HATpHsl, OMKapOOHAaT-
HWOHOB, Bombl. [IporcxonuT neruaparaiiyst alMKaabHOR
MOBEPXHOCTU CEKPETOPHOTO SMUTENUS U YBeJIUYESHUE
BSI3BKOCTH BCEX CEKPETOB, UTO SIBJISIETCS KJIIOUEBBIM (haK-
TOPOM B Pa3BUTHH ITATOJIOTMYECKOTO TIPOIiecca B TOM WU
uHoM oprane [5]. [1pu aToM cTpagaroT JIeTKUe, Keaya0d-
HO-KUILIEYHbIN TPaKT, eYeHb, MOIKETYyI0UHAs XKeJie3a,
MOUYernoJjoBas cucrema [6].

[MepBrunas uumuapHast auckunesust (ITLI) — penkoe
TeHEeTUYECKH TeTePMUHUPOBAHHOE 3a00JIeBaHKE, TIPU KO-
TOPOM MOpPaXKaroTCs MOABWXKHbBIE CTPYKTYPhI KJIETOK (pec-
HUYKU U XKTyTuKKW). Hanbosee yacto nposiBiisieTcst peuu-
IUBUPYIOINMU U XPOHUTIECKUMU MH(MEKIIUSIMU BEPXHUX
1 HYDKHUX JbIXaTesIbHbBIX myTeit, B 40—50% ciyyaeB — 3ep-
KaJTbHBIM PacMoIOXKEHEM BHYTPEHHMX OPraHOB, WX reTe-
pOTaKCHeid, HapylleHUeM penpoayKTUBHOI (pyHKumMM [7, 8].
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Jnst TTL orucanst > 50 MOHOTEeHHBIX (DOPM, OTHUM
U3 FeHOB, MyTalluM B KOTOpOM Bbi3biBatoT ITLIJ1, siBnsiercs
LRRC6 (cornacHo nocienHeit coopke renoma GRCh38/
hg38 on Ha3biBaeTcst DNAAF11), KOTOPBI TOKAJIU30BaH
B LIIMTOTUIA3Me M aKTUBUPYETCST BO BpeMs LIMIMOTreHe3a
B 3IUTEINAIBHBIX KJIETKAX IbIXaTeJIbHBIX ITyTel YeT0oBeKa
FOXJI-3aBUcUMBIM 00pa3oM, T. €. IOCPEACTBOM siIepHOIt
TpaHcaokaiuu 6enka FOXJ1. [MepBruuHblil nuiroreHes
3aBUCHT OT FOXJ 1, 3TOT (haKTOp TPAaHCKPUITIINHA HEOOXO-
IuM 11 1 bepeHIIMPOBKY TTOIBUKHBIX PECHUTIATHIX
kaetok. Havano skcnipeccuu FOXJ 1 yka3biBaeT Ha TO, YTO
BO BpeMsI IIMKJIOTeHEe3a KJIETKU MPUOOPETYT MOABUXKHBIC
pecHmuku [9, 10].

S.Liu et al. n3ydeHbl Ha3aJIbHbIE DMMUTEINATBHbBIE
KJIETKU, TTolydeHHbIe oT naiueHToB ¢ [TLJI 1 3mopoBbIx
JIULL, B KOTOPBIX mocpeacTBOM ShRNA ObLT BBIKJIIOUEH
reH DNAAFI11I. Tloka3aHo, 4TO CHUKEHUE DKCITPECCUU
DNAAFI11 ipuBOOUT K OTCYTCTBUIO TMHEMHOBBIX Py4YeK
U 3aMeUICHUIO YacTOThl OMEHUsI PECHUTYATOIO IIUTE-
JIASt. DT TaHHBIE CBUICTEILCTBYIOT O TOM, YTO BapHAHTEI
B reHe DNAAF11 urparoT poib B COOpKe MJIU TPaHCIIOP-
TUPOBKE TUHEWMHOBBIX PYYCK U IIPU MYTAIMSIX TTPUBOIST
K pazutuio [TLJI ¢ HapyLIeHUsIMU J1TaTepaJIbHOCTU WU
0e3 TakoBoii. BapraHThl B TaHHOM T€HE aCCOLIMUPOBAHbI
c [T (OMIM: 614935)' [11, 12].

AJbTepHATUBHBIN CIUIAMCUHT 3TOr0 TreHa MPUBOIUT
K MOSIBJICHMIO MHOXKECTBa BapraHTOB TpaHcKpunTa. Pos-
CTBEHHBIE TICEBIOTEHBI OBITA MACHTU(UIINPOBAHKI Ha 4,
11 u 22-i1 xpoMocomax? [9].

Llenbo paboThl siBUJIACh AEMOHCTpALUSI KIAUHU-
YeCKOro HaOJroaeHus 3a MalMeHTKOW C MaTOTeH-
HBIM BapMaHTOM HYKJIECOTUAHOU MOCIeA0BaTEeIbHOCTU
NM _012472.6:¢.436G>C B rene DNAAF11 B roMo3Uror-
HOM COCTOSIHUM, Yy KoTopoit nuarHo3 I1LJI yctaHoBiIeH
B Bo3pacTe 44 jneT. [1o naHHBIM KJIMHUYECKOTO HaOJII0-
JIEHUsI MTOKa3aHbl CJIOXHOCTb Bepudukauuu u nudde-
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peHumanbHoi nuarHoctuku MB u TTLJI, ocobeHHoCcTH
teueHus [T u coBpeMeHHbIe BO3MOXHOCTHU IMArHO-
ctuku. OmcaHa CJIOXKHOCTh YCTAaHOBJICHUS TMAarHo3a
I1L/I Ha mpuMepe MalMeHTKU C NaTOT€HHBIM BapuaH-
TOM HYKJICOTUIHOM rTocienoBaTesibHocT NM_012472.6:
¢.436G>C Brene DNAAF11 B roMO3UTOTHOM COCTOSTHUH.

Knunuueckoe Habnioperme

Anamues xcuznu u 3a6onresanus. KeninHa 1979 rona poxxaeHus
B Mae 2023 r. BiepBbIe 0OpaTHIach 3a KOHCYIbTamueii B Mene-
paibHOE TOCyIapCTBEHHOE OIOMKETHOE HAYUHOE YUpekIeH!e
«MeauKo-TeHeTUYeCKUi HayIHBIM IIEHTP UMEHM aKaleMUKa
H.I1.boukoBa» MuHKCTEpPCTBA HAyKW U BBICLLIET0 00Opa3oBa-
nust Poccuiickoit ®enepaunu (PIBHY «MIHLL um. axan.
H.I1.boukoBa» Muno6pHayku Poccun).

W3 anaMHe3a n3BeCTHO, YTO MAlIMEHTKA POIMIIACH JTOHOIIEH-
HOIA, SIBJIsSIach NMepBbIM PeGEHKOM B ceMbe. C MepBBIX JIET KU3HU
OTMeyasiach 3aJI0)KEHHOCTb HOca, OoJieia ¢ paHHEro HeoHaTalb-
HOTO Tepuoaa OPOHXUTAMU U TTHEBMOHMSIMU, TPAHCIIO3UIIUU
BHYTpPeHHUX opraHoB (cuHapoma KaprareHepa) He BBISIBJIEHO.
Pocrna u pa3BuBajiach COOTBETCTBEHHO BO3pacTy, OEJIKOBO-3HEP-
reTUYeCKOi HeIOCTaTOYHOCTH He Habmoaanock. OTMevanach
MOCTOSTHHAS 3aI0)KEHHOCTh HOCA, PELIMANBUPYIOIIME OPOHXUTHI
Y TTHEBMOHUM HECKOJIBKO Pa3 B TOM, TIPU KaXIOM 000CTpeHUN
TPOBOMMIIACH aHTUOAKTepUaTbHast Tepanusi. OTUTOB U CHIKE-
HMS CJTyXa He OTMEUEeHO.

B myGepTaTHOM BO3pacTe OTOPUHOIAPUHIOJIOIOM YCTAaHOB-
JIEH XpOHUYECKUI MOJUMO3HBIII PUHOCUHYCHUT, BBITIOJTHEHA
TTOJTUTIIKTOMMUSI.

N3 cemeitHOro aHaMHe3a M3BECTHO, YTO MIIAIIIINIA OpaT yMep
B Bo3pacte 35 JieT oT TMM(bOMbI XOIKKMHA. Y HEro OTMevaanuch
MOX0XKWE CUMIMTOMBI — 60Jie]1 GPOHXUTAMU U TTHEBMOHUSIMU
C IETCTBA, XAaJOBAJICSI HAa MOCTOSIHHBIN KallleIb U 3aJI0)KEHHOCTh
Hoca. Haxonuics B O6pake, HO neteit He ObLTO. Y poauTeneit
MaIMEeHTKH Xajioh CO CTOPOHBI PECMPATOPHOTO TPaKTa HEe OT-
MEYEHO.

M3 ajmieprosornyeckoro aHaMHesa U3BeCTHO 00 ajuiepru-
YecKOl peakliny B BUIe KPATUBHUIIBI HA AaHTUOAKTEpUATbHBIN
npenapar 1edayrocropuHOBOTO psifia — e TPUAKCOH.

[ManmeHTka 3amyxem, 3a6epeMeHeTh He CMOTJIa, OT IPO-
BEJICHUST 9KCTPAKOPITOPATbHOTO OTUIOOTBOPEHMS OTKa3a1ach
B CBSI3M C HAJIMUMEM pecrnupaTtopHoil martonoruu. M3 BHese-
TOYHBIX 3a00JeBaHuil B Bo3pacTte 29 net (2008) ruHekosorom
BBISIBJIEHBI SHIIOMETPUO3 ¥ SHIOMETPUOUIHBIE KUCTHI STMUHU-
KOB ¢ ABYX cTopoH. B 2010 u 2013 rr. mpoBeneHa OBapruO3KTO-
MHUSI IBYX SSMMHUKOB MO MTOBOY SHIOMETPHO3a, C 38-JIETHETO
Bo3pacta (2017) moayvyaeT ropMOHaAIbHYIO 3aMECTUTEIbHYIO
Tepanuio.

B 2007 r. y mallMeHTKX OMArHOCTUPOBAH XPOHUYECKUI
OpOHXUT, BIEpPBbIE BHISIBJIEHbI OpoHxo3KTa3bl. B 2018 .
(B 39-71eTHEM BO3pacTe) MpoBeleHa Pe3eKIIUsl HXKHEH 101
JIEBOTO JIETKOTO C LEIbI0 XUPYPrUUECKOro JieueHUsI OpOHXO0-
9KTa30B.

Panee xypuia B TedueHue 7 JieT, OCJIeTHUE TObI HE KypUT.
PabGorana napukmaxepom, rie uMesia KOHTaKT ¢ rapamu ¢op-
MasbJeruia, B HacTosIee BpeMsl paboTaeT MacTepoM IO U3ro-
TOBJIEHUIO TTAPUKOB.

B 2019 r. mpu mpoBeneHUN 6aKTEePUOIOTUYECKOTO TTOCe-
Ba MOKPOTHI BIiepBble OOHapyxeHa Pseudomonas aeruginosa,
orpernesieHa ee YyBCTBUTEJbHOCTb K KOJTUCTUHY, (hochoMUII-
Hy, MUNEepalWUIMH-Ta300aKTaMy, MEporeHeMy, aMUKaLIUHY.
MuxkpoOuronaornieckoe uccieqoBaHue bIXaTeIbHbIX MyTei
MPOBOIMJIOCH €XETOIHO, BbiceuBanach P. aeruginosa 10°—10°.
DpanuKaloHHas Tepanus P, aeruginosa He TIPOBOIWIIACE.

B 2022 r. yctaHOBJIeH [uarHo3 OpoHXuaabHasg actMa. AM-
OyJIaTOpHO HAOI0AAIACh Y aJUIeproJiora, nojyyaia 0a3uCHYO
Tepanuio — OyaecoHun u popmoteposia hymapara TUTUIPAT
(CUMOUKOPT), OJHAKO 3HAYUTEJILHOTO YIYUILIEHUsI COCTOSIHUS
OT JICUEHUS] HE OTMEUYEHO.

C Hos16ps 2022 r. OTMEUYEHO YXyIUIEHUE: HapacTasia ObII-
Ka, MOSIBUJIMChH KallleJib U KpoBoxapKaHbe. B sHBape 2023 r.
MMYJIbMOHOJIOTOM Ha aMOyJaTOPHOM MpHeMe PeKOMEHIO0BaH
a3uTpoMulMH 110 500 Mr yepes3 1eHb, UHTATSALMYU ¢ TUaM(eHU-
KoJia TJIMIIMHATA alleTWIIIINCTENHATOM, OyIecOHUn u 7 %-HbIi
TUTIEPTOHNYECKUE pacTBOp ¢ 0,1%-HbIM HaTPUSI THATTYPOHATOM
1o 5 MJI 2 pa3a B ieHb yepe3 HeOyiaiizep. Tepanust XxpOHUYEeCKOi
CUHETHOUHOI MH(MEKIIMY He Ha3Hayaaach, HECMOTPSI Ha CHU-
>KeHUE (PYHKIIMU BHEIIHETO JbIXaHUS.

B deBpanie 2023 1. nanneHTKa rocCUTAIM3UPOBAHA B CTALIU-
OHap ¢ XaJl06aMU Ha ONIBIIIKY, KAllleJIb C BbIIEJIEHUEM FHOMHOM
MOKPOTHI 10 50 MJ1, KPOBOXapKaHbe, 3JI0)KEHHOCTb HOCA, ITOBBI-
ieHue Temmepatypsl Tesia 10 39 ‘C. Bo BpeMs cTallMOHapHOTO
JIEYEHUS BBITIOJIHEHBI CIIelytolle 00cie0BaHuUS:

* komiblotepHas Tomorpadus (KT) okonoHOCOBBIX Ma3yx
C KOHTPaCTUPOBAHUEM, 110 PE3yJIbTaTaM KOTOPOIA BbISIBIICHbI
MPU3HAKU MMaHCUHYCcUTA. [ Mnonia3usg OCHOBHOI Ma3yxu
(puc. 1);

* KT opraHos rpynHoii KjieTku (puc. 2);

* BHIOCKOMUYECKOE MCCIIEIOBAHUE TPaxeu U OPOHXOB, MpHU
KOTOPOM BbISIBJIEHAa KapTUHA AU(PdY3HOTO ABYCTOPOHHETO
OpoHxuTa 3-ii CTeNeHU UHTEHCUBHOCTHU BOCTIAJICHUS;

*  TOJIOXKUTEJIbHAs NTpo0a ¢ OPOHXOJUTUYECKUM MTpenapaTom
(KOpOTKOIENCTBYIONINI [3,-aTOHUCT) — MPUPOCT 0ObeMa
(bopcupopaHHOro BbII0Xa 32 1-10 cekyHay (ODB,) Ha 20 %.
Junamuika nanubix KT opranos rpynaHoit kinetku (OT'K):

* B 2022 r. BbISIBIEHBI TPAKIIMOHHBIE OPOHXO3KTa3bl OOOUX
JIETKUX C TIATOJIOTUYECKUM COIEPXKUMbIM, ODOHXOTEHHbBIE
U3MEHEeHUs, POPMUPOBAHUE aTEJIEKTA30B CPpEeAHEN NOIn
MPABOTrO JIETKOTO U SI3bIYKOBBIX CETMEHTOB JIEBOT'O JIETKOTO.
Kanbuunar B S2 BepxHeii nosnu npasoro jierkoro. [1pu cpas-
HeHuu ¢ npeabiayium uccienosanueM KT OT'K ot 2020 r.
OTMevaeTcsl OTpULaTeIbHAsg IMHAMUKA 32 CUYET YBEJIUYEHUS
OIKUCAHHBIX TPOSIBJICHUIA;

* B 2023 r. B S5 mpaBoro JIerkoro, 13bIYKOBbIX CETMEHTaxX
JIEBOTO JIETKOTO OOHApYXEHBI yyacTKu (pudpoaTenekraza
¢ 00BEMHBIM YMEHbIIEHUEM JieTKuX. Takke Ha (poHe yToi-
LIEHHBIX CTEHOK CErMEHTAPHBIX OPOHXOB (CpeaHss AOJIS
MPaBOTO JIETKOT0, SI3bIYKOBBIX CEIMEHTAaX JIEBOTO JIETKOTO
U HAKHUX J0JIIX 000UX JIETKMX) COXPAHSIOTCS TPAKLIMOHHO
pacimpeHHbIe CTeHKN OpOHXOB ¢ (hOpMUPOBaHUEM OPOH-
X03KTa30B, CTEHKN OPOHXOB HEPABHOMEPHO YTOJIIECHBI,
HEKOTOpPbIE — C HAIMYUEM COAECPKUMOTO. B 060mx nerkux
MOJUCETMEHTAPHO BU3YATU3UPYIOTCS MEJIKUE LEHTPUIIO-
OyssipHble Y-00pa3Hble CTpYKTyphl. B S3 cripaBa oTMeua-
€TCsl ouar yrjIoTHeHUs pazmepamu 16 X 16 Mm. TTpocBeThl
KPYIHBIX OpOHXOB MpociexupatoTcd. [Ipocser Tpaxeun
He nedopMUpoBaH, cBoOomeH. OpraHbl CPETOCTEHUS, KY-
moJibl fruadparmMel pacrnoiokKeHbl 00bIYHO. BHYTpUrpyn-
HbIE, TOAMBIIIEYHbIE TUM(ATUUECKUE Y3JIbl HE YBEIUUYEHBI.
Cepaiie B pa3mepax He yBeJnueHo. KoCTHbIEe CTPYKTYphI
Ha UCCJIEIOBAHHBIX YPOBHSX 0€3 NeCTPYKTUBHBIX, TPaB-
MaTUYECKUX U3MeHeHUIi. OTMeYaroTCs JereHepaTuBHbIE
U3MEHEHUS IPYJHOro oTaesa no3BoHouHuka. KT-kaptuHa
TIBYCTOPOHHUX OPOHX03KTa30B 000UX JIETKUX C TPU3HAKA-
MU BOCTIAJICHUSI, IBJICHUSI IBYCTOPOHHETO OPOHXUOJIUTA.
dubpoarenekTa3bl CpeaHeil JOMU CIIpaBa U SI3LITKOBBIX
CErMEHTOB CJIeBa;

* B2024 . — B tuHaMuKe B S3 cripaBa oTMeUaeTcst yMeHbIIIe-
HMe ovara yIjIoTHEHUsT — pa3Mephl 4 X 9 MM 110 CpaBHEHUIO
¢ 16 x 16 MM (uccrnenoBanue ot 2023 r.). Bee ocranbHbIe
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nannble pexane. KT-kapTuHa IByCTOPOHHUX OPOHX09K-

Ta30B 000X JIETKUX C TPU3HAKAMU BOCTIAJICHUS, SIBIICHUS

NIByCTOPOHHETO OpoHxuonuTa. GubpoarenekTassl cpenHei

TIOJIM CTIPaBa M SI3bIYKOBBIX CETMEHTOB CJIeBa.

Ha ¢one GpoHX0JIUTUYECKON, MYKOJIUTUUECKOUN, aHTU-
OaKTepuagbHOM Teparuy COCTOSTHUE TTAIIMEHTKU YITYIIIAIIOCh:
KallleJIb CTaJl pexe, KOJTMIECTBO MOKPOTBI YMEHBIITMIOCH (CBET-
JIO-3KeNTasi B HeOOIbIIOM KOJTMIECTBE ), KPOBOXapKaHbsS HE OT-
MEYeHO.

[ManmenTka BBIMIICaHA B YIOBIETBOPUTEIHEHOM COCTOSTHUN
o1 HaGJTI0IeHNe Bpaya-1yJIbMOHOJIOTa U TeparieBTa 10 MeCTy
xutenbeTBa. [1o pesynbraraMm 06caenoBaHus pEKOMEHIOBAHO
noobcnenoBanne B I'BHY «MI'HLI um. akan. H.I1.boukoBa»
Muno6pHayku Poccun nisg yrouHeHUsT TMarHo3a, a Takxke
nckmoyenuss MB u TTL.

B mae 2023 r. npoBeneHa koHcynbranus B PITBHY «MI'HLI
uM. akan. H.[1.boukoBa» MunoOpHayku Poccuu. Bo Bpems
OCMOTpa TAIMEHTKA MPeIbsIBIISIIA XKAJIOObI HA TIOCTOSTHHYIO
3aJI03KEHHOCTh HOCA, YaCThI/ KaIlleh C OTXOXXIEHUEM THOWHON
MOKPOTBI, OIBIIIKY TIPY HE3HAUUTEILHON (PU3NIecKoii HaTpy3-
Ke, KpOBOXapKaHbe B aHAMHE3e.

[Ipu ocMoTpe cocTosTHUE TALIMEHTKY CPEeTHEN CTeTIeHH TSI~
xectu. Co3Hanue sicHoe. TemocnoxxeHne MpaBUIbHOE, TPYIHAS
KJIETKA HMJIMHAPUYECKast; pocT — 162 cM, macca Tena — 49 Kr;
MHIEKC Macchl Tesa — 18,67 Kr / M?; 4acToTa IbIXaTeIbHbIX
NBIKeHUH — 18 B MUHYTY; 94acTOTa CEPAeUYHBIX COKPAIIEHWI —
70 B munyTy. [lonkoxHO-XupoBas KjieTyaTka pa3BuTa ciado,
pacmipenesieHa paBHOMepHO. Jleopmariuy HOTTEBBIX TIACTH-
HOK, HOTTEBBIX (haJTaHT KUCTEHl U CTOI, OTEKOB HE BBISIBJIEHO.
KoxHbie TOKpOBEI 611eTHbIE, YUCThIe, Cyxue. Bunumbre cnu3u-
CTBI€ YUCTBIE, OyieiHbIE. SI3bIK 0010KEH OeJIbIM HAJIETOM Y KOp-
Hs1. JIpIXaHue KeCTKOe, BHICIYIINBAIVCEH XPUTTHI B HYDKHUX OTIE-
JIaX JIETKUX, OOJIbIIIe cIeBa Ha Bbioxe. Katre b BIasKHbIi, C BbI-
IeJIeHUEeM XKelITo-cepoit MOKpOTHI 10 30—50 M1 B cyTKuU. 2KMBOT
MSTKUH, TOCTYTIeH MaJIbIIalliu, He B3AyT. [leueHs He yBemmueHa.
Cenesenka He yBenuueHa. CKIIOHHOCTB K 3aropam, cTy’ 6e3
npuMeceil u cteatopeu. MouenciyckaHre CBOOOTHOE.

Ouenka no [1peanKTUBHO 1IKae TSI BHISIBICHUS CUM-
MITOMOB TIepPBUYHOM MJIMapHoit nuckune3un (Primary CiliAry
DyskinesaA Rule — PICADAR) — 7 6annoB. [1anmeHTKa ponu-
JIach IOHOIIEHHOI; B paHHEM HEOHATaJbHOM IIePUOIEe OTMe-
YaJIMCh PECTIMPATOPHBIE CUMIITOMBI; B aHAMHE3€ — TOCTTUTAIH -
3a1usl B OTAeJIeHe NHTEHCUBHOM Teparuu, KPYrJIOTOTUIHBIN
PVHWUT.

[Tpu oueHke GyHKUINU BHeIIHeTo abixanus (2002—2024)
BBISIBJIEHO CHIXEHUE ToKa3areseil oobeMa (hopCupOBAaHHOTO
BbIIOXa 3a 1-10 cexyniy (O®B ), popcrpoBaHHON KN3HEHHOM
eMmkoctu (OXKEJI) u cpenHeir 00beMHOI CKOPOCTH (OPCUPO-
BaHHOTO BbIgoxa 25—75 % (COC

25—75)

- 2022r. — ®XEI — 90 %, ODB, — 77 %, COC,, . — 42 %;
- 2023r. — ®XEI — 89 %, ODB, — 71 %, COC,. .. — 36 %;
- 2024r. — ®XEI — 90 %, OPB, — 73 %, COC,, .. — 38 %.

25-75
B miepByto ouepens OBUIO IPUHSTO PElIeHNEe O HEOOXOIM -

MOCTH UCKJTIoueHUs M B, yunThiBasi )ajno0bl 1 aHAMHECTUYE-
CKME IJaHHbBIE TTALIMEHTKH, TIPOBEICH IMTOTOBBIH TECT Ha arrapare
«HaHonakT», MpOBOAMMOCTh KOTOPOTO COCTaBMIIa 57 MMOJIb / 1,
motok — 2,8 r / M?> / MuH. B ¢BsI31 ¢ TeM, 94TO ObLI IMOJYYeH
MOTPAHUYHBII Pe3yIbTaT, Ha3HAUYEHO MOJICKYJISIPHO-TeHETHYEe-

Puc. 1. KomnblotepHast Tomorpadust MpuaaTouHbIX Masyx Hoca: A —
BBIPDAKEHHOE YTOJIIECHUE CITM3UCTON BEPXHEUETIOCTHBIX Ma3yX C ya-
CTUYHBIM BOCCTAHOBJICHMEM ITHEBMATU3allUU CJICBA, B, C — TOTaJlb-
HOE HapylleHHUe MHEBMAaTU3alMHU SYeeK PelleTyaToil KocTu

Figure 1. Computed tomography of the paranasal sinuses: A, a pro-
nounced thickening of the mucous membrane of the maxillary sinuses
with a partial restoration of their pneumatization on the left; B, C a total
dispneumatization of the ethmoid bone cells
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[ -

Puc. 2 Cepust CHUMKOB KOMIbIOTEPHOI TOMOTpachy OPraHOB IPYAHOM KIETKU: KapTHUHA IBYCTOPOHHUX OPOHXO3KTA30B B 000X JIETKUX C MPU-
3HAKaMU BOCIAJICHUsI, IBJICHUS IBYCTOPOHHETO OpoHXKMoITa. PUbGpoaTesieKTa3bl CpeaHEN 0N CIIpaBa U I3bIYKOBBIX CETMEHTOB ClieBa

Figure 2. A series of CT scans of the chest organs: a picture of bilateral bronchiectasis of both lungs with the signs of inflammation and the bilateral
bronchiolitis; fibroatelectasis of the middle lobe on the right and lingual segments on the left

ckoe uccnenoanue reHa CFTR. 1o pe3ynabTaTam IMmovcka Jya-
cteIx MyTamuii reHa CFTR (30 myTanuit) ooOHapykeH 1 BapraHT
¢.1521 _1523delCTT (F508del) reHa B reTepO3UTOTHOM COCTOSI-
HUU, OMHAKO HA OCHOBAHUMU PE3y/IbTAaTOB aHAIN3a TIOATBEPAUTD
WJTU UCKJTIOUNTH AuarHo3 M B HeBo3moxkHO.

Jis uckmouenus T y mauveHTKY poBeeHbl Opal-
Ouorcusl Ha3aJlbHOTO ATUTENNS, TOCIeAYIoNIas CBEeTOBAs
BUICOMUKPOCKOIUS B HATUBHOM TIpenapaTe U IMoJydyeHue

ALI-KyJIbTyp PECHUTYATOTO SMUTEIUS [UIs TIOACUYEeTa IBUXE-
HMs pecHuYek. [Ipu cBeTOBO MUKPOCKOMUU PECHUTYATOTO
SIUTENNSI BU3YaTbHO JABWXEHUI He 3apeructpupoBano. [1pu
ucrosnib3oBaHuu [IporpaMmel ornpeneeHust 4acTOThl OMEeHUST
PECHUTYATOTO 3MUTENIUsI B HATUBHOM Tipenapare 1 ALI-KyJib-
Type ToJjiyueHa 6oyiee HMU3Kasi YacToTa OMEHUs] peCHUYEK 10
CPaBHEHUIO C TAKOBOIA B IPYIIE KOHTPOJISI, YTO CBUIIETEIBCTBYET
0 nuckuHe3uu (taou. 1) [13, 14].
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Tabauua 1

Yacmoma 6uenus pechumuamozo snumeaus (Iu) npu nposedenuu 6u0eoMuUKpOCKONUHECK020 AHAAU3A HA3AAbHBIX
Ouonmamoe pecHUM4amolx KAemokK, NOAY4EeHHbIX eX Vivo U in vitro

Table 1

The frequency of beating of the ciliated epithelium (Hz) during video microscopic analysis of nasal biopsies of ciliated cells

Mokasarenb Ex vivo
KoHTponb 73+21
MauueHt 28107

obtained in vivo and in vitro
In vitro

8,6+247

1,905y

PecHuTyaTble KNeTKU B HAaTUBHOM npenapare

TIpoBeneno nMMyHOMbITyOpeCIIeHTHOE OKPAIIIBAHNE BhIPa-
IIEHHBIX pecCHUYeK MeTonoM ALI-KynbTUBUpOBaHUS HA Map-
Kep PeCHUTYAThIX KJIeTOK (B-TyOynuH) u Mmapkepsl DNAHS
u DNAHI1 (antuTena K 6ejKaM BHEIIHUX JUHEUMHOBBIX PY-
YyeK) — Be3/1€ BbISIBJIEHO MOJOXUTEIbHOE OKpalllMBaHue, KOTO-
poe MOATBEPXKIAET YCIIEITHOE MOJTyYEeHUE PECHUTYATBIX KJIETOK
metonoM ALI-kyneruBupoBanus (puc. 3A, C), a TakKe OTCYTCT-
BUE BIMSTHUS MyTanuii B reHe DNAAF11 Ha skcipeccHio OeIKOB
DNAHS5 u DNAHI1 [15] (cm. puc. 3B, D).

CoriacHO MeXIyHApOIHBIM peKOMeHIausM [16], mauueH-
TKE BBITIOJTHEHA TPAHCMUCCHOHHAST SJICKTPOHHAsI MUKPOCKOTTHST
(TODM) pecHUTUATOTO BIUTEUS, pe3yIbTaThl KOTOPOIi CBUIE-
TEJBCTBYIOT 00 OTCYTCTBUM HAPY>KHBIX U BHYTPEHHMX JTMHEU-
HOBBIX PYYeK B aKCOHEMaX pecHUUeK (puc. 4).

Ilo pe3ynbrataM ceKBeHMPOBAHMS K30Ma BBISIBJIEH MaTO-
reHHblit Bapuant NM_012472.6:¢.436G>C B reHe DNAAF11
B TOMO3UTOTHOM COCTOSIHUM, accouuupoBaHHbiir ¢ [TLI.
JaHHBI TeH (IMHeWH-aKCOHeMaIbHBIN (hakTop coopku-11)
y4acTByeT B COOpKe JMHEMHOBBIX PYYeK, BaxKeH LISl IKCIIPec-
CUM Y TPAHCIIOPTUPOBKHU OETKOB BHELITHUX JMHEMHOBBIX pyYeK
13 uuToruia3mel B pecHuuku. berok DNAAF11 He oOHapykeH
B LIWJIMAPHOM aKCOHeMe, HO ObUI pacrpeielieH 1Mo BCeid 1UTO-
TUIa3Me MeplaTeJbHBIX SMUTEIMOLMTOB AbIXaTeIbHBIX MyTei
M JIOKAJIM30BaH MTPOKCUMAJIBHO K 0a3aJIbHBIM TeJIaM, YTO TPeJI-
ToJIaraeT ero yJyacTre B cOOpKe WM IepeMelieHuN BO BpeMs
OuoreHesa peCHUYEK?.

Huarno3s: Q32.4 TTLH. XpoHuueckuit audy3HbIi OpOHXUT.
TpakuroHHbIE OPOHXO3KTA3bl CErMEHTAPHBIX OPOHXOB 000MX
sierkux. JIpixaTenbHast HegocTaTouHocTh 0—1-i1 creneHu. Xpo-
HU4Yeckast cuHerHoHast uHdexuus (¢ 2019 r.). XpoHuueckuit
TOJIMTIO3HBI PUHOCUHYCHUT, TUIIOILIa31sl OCHOBHOM Ma3yXu.
Ouenka no mkaine PICADAR — 7 6anos.

[To nanabiM TOM BBISIBIIEHO OTCYTCTBUE HAPYKHBIX U BHYT-
PEHHUX TUHEWHOBBIX pYYeK.

TeHernueckuit nuaruo3: redH DNAFI1, NM_012472.6:
¢.436G>C, roMO3UTOTHOE COCTOSTHUE.

S https.//www.uniprot.org/uniprotkb/Q86X45/entry

ALI-kynkTypa B peCHUTYAThIX KneTkax

OcnoxHeHust: pubpoarenekTa3bl CpeNHell 10U crpaBa
U SI3bIYKOBBIX CETMEHTOB CJICBa.

COIyTCTBYIOIINIA: COCTOSTHUE TTIOC]IE OBAPUOIKTOMUY 000MX
suyHuKoB (2010 1 2013 rr.) PekoMeHmoBaHa ciemyromias Te-
parnust: utiparpornust 6pomurn / derorepo (0,25 + 0,5 mr / mon)
o 20 kariesb 2 pa3 B CyTKH; 7%-Hblii TUTIEPTOHUYECKHIT pACTBOP
¢ 0,1%-HbIM HATPUsI TMATYPOHATOM I10 5 MJT (Yepe3 MyHIIITYK
U HOCOBBIE KaHIOJIN); KWHE3UTEPATTHST; MHTAJISIIIUY C KOJTUCTH -
MeTaTOM HaTpus Mo 2 MJIH 2 pa3a B CyTKU MOcTossHHO. [1naHo-
Basi BHyTPMBEHHAsI Teparus: KOJMCTUMETAT HATPUS 110 2 MJTH
2 paza u meporieHeM 2 000 mr 3 pasza B TeueHue 10—14 mgHeid,
3—4 xypca B roz. JIedeHre XpPOHUYECKOTO MOJUTTO3HOTO PUHO-
CHUHycHTa: MOMeTa30Ha dypoar o 2 BrpeickuBanust (100 MKT)
2 pasa B CyTKM MTOCTOSTHHO.

Ha done npoBeneHHOI Tepanuu y MalMeHTKA YYYIIIOCh
COCTOSIHME U 00l1lee CaMOYyBCTBHME, YMEHBIIWIIACH OJIBIIIKA,
KallleJib U BbIIEJIeHNE MOKPOThI, KOTOpast TproOpesia CBeTIIbIi
LIBET, YMEHbBIINIACH 3aJI0XKEHHOCTh HOCA.

O6cyxaeHue

Takum 06pa3oM, y MaMeHTKN OOHAPYKEHBI TIPU3HAKM,
XapakTepHble Kak it MB, tak u [T (Ta0. 2).

VY nmaumeHTKM mpexae BCero HeoOXOaMMO OBIIO
HCKIIIOYUTh M B, TOCKOJIBbKY OIMCAHBI CJIEAYIONINE CUMIT-
TOMBI:

* TIOCTOSIHHBII Kalllelib;

*  YacTble OPOHXUTHI U THEBMOHMMU;

*  XPOHMYECKUIA ITOJTUIO3HbIM PUHOCUHYCUT;

*  OpOHXOBKTa3hl;

* OTCYTCTBHE OTUTOB;

*  BIM30[bl KPOBOXapKaHbsI;

* XpoHMYecKoe uHduuupoBanue P. aeruginosa,
MMOTPaHWYHBIN pe3yJIbTaT IMOTOBOM MPOOKI, YTO Xa-
PaKTEPHO IUIST «MSTKUX» TeHETUUCCKUX BapUaHTOB
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Puc. 3. A, C — diyopecuieHTHBIE n300paxxeHus: pecHuuek B ALI-KynbType Ha 24-ii 1eHb LMIMOTEeHEe3a in Vitro C TIOJ0KUTEIbHBIM OKPAlIMBAHUEM
Ha 3-TyoynuH; B — nonoxurenbHoe okpamuBanue Ha DNAHS; X 100, D — nonoxurenbHoe okpamuBanue Ha DNAHIT; X 100

Figure 3. A, C — fluorescent images of cilia in ALI culture on the 24" day of ciliogenesis in vitro with positive staining for 3-tubulin; B — positive

staining for DNAHS; X 100, D — positive staining for DNAHI1; x 100

reHa CFTR, ocobeHHo V Kj1acca, KOTOPbIE SIBJISIIOTCSI

IMATHOCTMYECKUMU TTpu3HakKamMu MB.

Jnsa uckmoueHuss MB nipoBeaeHO MONEKYISIpHO-
reHeThuyeckoe uccienoanue. [1o pesyapratam rnoucka
yacTbix MyTaluii B reHe CFTR obHapyXeH BapuaHT
c.1521 1523delCTT (F508del). 3ateM mpoBeneHO TOJHO-
9K30MHOE ceKBeHUpoBaHue. [TapaiienbHo yYuThIBaINCh
U1 OCHOBHbIE TUAarHOCTUYECKME MTPU3HAKU, XapaKTepU3u-
pytomue ML
*  peCIMpaTOPHBIN IUCTPECC-CUHIPOM B HEOHATAIIBHOM

IEPUOLIE;

* oueHka no mkaiae PICADAR — 7 6anos;
* HapyleHne GepTIILHOCTH,
* HM3Kas YacTOTa OMEHMS PECHUTYATOTO SITUTEINS B Ha-

TUBHOM Mpenapare u ALI-kynbType;

*  TOTAJIbHOE OTCYTCTBME HAPYKHBIX M BHYTPECHHUX IH-

HEMHOBBIX PyYeK Mo pesyabpratamMm TOM.

B xiinHMyeckoM TeyeHuu 3a00eBaHus y MallUEHTKU
OBbLJIO MHOTO OOIIMX CUMIITOMOB, XapaKTEPHBIX U JJIs
MB, u nng IO (cMm. tadn. 2). [Ipu yctaHOBIEeHUU
OKOHYATEeJIbHOTO AMaTrHO3a pellaloliiM CTal MOJIEKY-
JIIPHO-TEHETUYECKU I aHAIU3 B BUJIE MTOJTHOPK30MHOTO
CEKBEHUPOBaHUs. Y MalMEHTKU BBISIBJICH OMUCAHHbBIN
paHee KaK ITaTOTeHHBIM BapWaHT HYKJICOTUIHOM MO-
cienoBarenbHocT NM_012472.6:¢.436G>C B rene
DNAAFII B TOMO3UTOTHOM COCTOSIHUM W YCTAHOBJICH
MoOJIeKYJsipHO-TeHeTuYeckuilt nuarno3 I (OMIM:
614935).

[TanimeHTKe Ha3HAYEHO JICUCHUE COTJIACHO MPOCKTY
KIIMHU4eckux pekomeHaauuii mo ITLJ (2024) B Poccuii-
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A B
Hekeun
MNnasmatnyeckan
MembpaHa
HapyxHas
AVHEMHOBas
pyyka LleHTpanbHas
napa 0AMHOYHbIX
MUKpOTPYGOYEK
BHyTpeHHss
AVHEMHOBasA
pyuka
BHyTpeHHss
Kancyna
PapvnanbHas
cnuua

100 Hm

B-Tpy6Gouka

A-tpy6ouka

NepudhepuithbIit pynnet

Puc. 4. A — ToTaibHOE OTCYTCTBHE HAPYKHBIX M BHYTPEHHUX TMHEWHOBBIX pyueK (cTpenku); B — Hopma

Figure 4. A — total absence of the external and internal dynein arms (arrows); B — the normal structure

Tabauua 2

Cumnmomol, xapaxmepHoie 0451 MYKOGUCUUO03A U NEPEUHHOU YUAUAPHOU OUCKUHe3UU

Table 2

Symptoms characteristic of cystic fibrosis and primary ciliary dyskinesia

[JlanHbie 3a MB
HeoHaTanbHblit nepuoa (MekoHMeBbIi uneyc)
OtcraBaHue B (hU3n4eCKOM pasBuTMM
BenkoBo-aHepreTHyeckas HeAOCTaTOYHOCTb
Creatopes
OTcyTcTBME OTUTOB M TyroyXxocTn*
KpoBoxapkaHbe*
CHuKeHMe hyHKLMM nerkux*
Beices P. aerugenosa*
BponxoakTasbl*
MonunosHbIit puHoCHHYCHT

Hapywenrue ceptunbHocTu*
lMorpaHnyHbIit pe3ynkTar noToBoM Npobbl — 57 MMonb / 11, noToK — 2,8 1/ M2 | MUR*

Bapwuanr c.1521_1523delCTT (F508del) npu noucke yacTbix MyTauuii B rese CFTR*

Danxble 3a MU
PecnupatopHbIit aucTpecc-cHOPOM B HeoHaTanbHbIA nepuog*

Hanuuue otutoB TYroyxocTtu

OueHka no wkane PICADAR - 7 6annos*

KpoBoxapkaHbe*

CHuKeHue yHKUMM nerkux*
BeiceB P. aerugenosa*
BpoHxoakTasbl*
MonunosHblit puHocHHyCHT*
Hapywenue ceptunbHocTH*

BuAeoMUKpOCKONKMS PECHUTYATOrO ANUTENNA B HATUBHOM Npenaparte
1 ALl-kynkType - yacToTa Guenms < 6 M

TOM: ToTanbHoe oTCyTCTBIE HAPYKHBIX 1 BHYTPEHHUX AMHENHOBBLIX pyyek®

Mpumeyanme: MB - MYKOBMCLIMA03; ML - nepB1YHas LunMapHas AMCKUHE3NS; TOM - TPaHCMUCCOHHaA AMNEKTPOHHAA MUKPOCKOMMSA, - NPpU3HaKK, Habnionaemble Y NaUNEHTKN.

Note: ¥, The signs observed in the patient.

ckoit Peneparuu? [17] U eBponeCKUM peKOMeHIAII-
am [18].

B nutepaTypHBIX ICTOYHUKAX OOHAPYKEHBI 3 KIUHU-
YECKMX HAOIIONEHUS 32 MYXXUYMHAMKU KUTAlCKOTO Mpo-
ncxoxneHus ¢ [T ¢ Bapuantamu B reHe DNAAF11,
B YJIBTPACTPYKTYPE KTYTUKOB CIIEPMATO30MIOB KOTOPBIX
OTMEUYEHO OTCYTCTBME BHYTPEHHMX 1 BHELTHUX TMHEUHO-
BbIX pyuek [19]. 1o pe3yabTraTtaM Apyrux ucciaenoBaHU
OTMCaHbBI KIIMHUYECKUE TIPU3HAKN, KOTOPBIE BCTPEUAIOTCS

TIpY BBISIBJICHUY BapuaHTOB B TeHe DNAAFI B Bune 1o-
CTOSIHHOTO BjIaKHOTO Kauuist (99 %), pecrnupaTropHOro
IHACTPECC-CUHIPOMA B IIEpUOI, HOBOpOXIeHHOCTH (84 %)
Y TpaHCMO3UIIMKU opraHoB (43 %), cHuxXeHus GyHKIUN
JIETKHUX.

Takum o0Opa3om, Ha OCHOBAaHMU KJIMHUYECKOTO
HaOJIOZIeHUS] TIPOJEMOHCTPUPOBAHO, UTO MATOTECH-
HbIi BAPUAHT HYKJIEOTUIHOU MOCIENOBATEIbHOCTU
NM 012472.6:¢.436G>C B rene DNAAF11 B roMo31-

“ https://www.pediatr-russia.ru/information/klin-rek/proekty-klinicheskikh-rekomendatsiy/index.php
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3ametku u3 npaktuku « Clinical cases

TOTHOM COCTOSIHUM MOXKET COIPOBOXIATbCSI OMMHAKO-
BBIMH PECITUPATOPHBIMU ITPOSIBIICHUSIMU TIPU OTCYTCTBUU
OTUTOB U TYTOYXOCTH, a TAaKXKE TOTAIbHBIM OTCYTCTBUEM
Hapy>XHBIX ¥ BHYTPEHHUX TUHEMHOBHBIX pyueK. CHHIPOM
Kaprarenepa He siBasieTcst 00s13aTeIbHBIM AUArHOCTH -
yeckuM rnpuzHakom ITIIJI, accolimupoBaHHBIM C TEHOM
DNAAFI1 [20].

3aknioyeHue

Ha mpuMepe KITMHNYECKOTO HAOIIONCHUS ITPOIEMOH-
CTPUPOBaHbI CJIOXHOCTh nuarHoctuku ITLJI u pose-
neHust nuddepeHMantbHOro nuartosa. IlpencraBaeHsl
COBPEMEHHbBIE BO3MOXKHOCTH nuarHocTrku ITLJI, mocTyr-
HBIE B HACTOSIIIee BpeMs KaK B MUPOBOM MTPaKTUKE, TaK
n B Poccuiickoit @enepanyn. OTMEYEHO, YTO MALIMEHTHI
¢ nopo3penueM Ha ITLJI HyXXmalTcs B KOMIIJIEKCHOM
00cIe10BaHUM U JIEUEHUU.
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