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CraTbsl MOCBSIIEHA AKTYAJIbHOI MPoOJieMe COBPEMEHHO! MyJIbMOHOJIOTHH — PeIKNM 3a00JieBaHUAM Jierkux y aerteil. [Tokasano
MHOroo0pasue ()opM, OCHOBHbIE KIMHUYECKHE U IMarHOCTHYeCKHe MPU3HAKU ITUX 3a0oeBanuii. [loquepkuBaeTcs He0OX0IUMOCTD
CBOEBPEMEHHOTO BbISIBJICHUS M OKA3AHUS A/IeKBATHOM MOMOIIM OOJIbHBIM C PeIKHMH 3200/I€BAHUSIMH JIETKHX, YTO TPEOYeT paspernie-

HHUS psAga OPraHM3anvoOHHBIX 3a4a4.

Karouesoie crosa: demu, opgpannvie 3a601e6anus, peokue 3a0601e6aHUS N€CKUX.

The paper deals with the topical problem of modern pulmonology — rare lung diseases in children. It shows a variety of the forms and
major clinical and diagnostic signs of these diseases. It underlines the need for timely detection and adequate care to patients with
rare lung diseases, which requires that a number of organizational tasks be solved.
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29(beBpaJm BMUpEe OTMeuaeTcss MexayHapoaHbli
JieHb penikux 3abosneBannii. KoopnuHaropom storo
npoekra sijsiercst EBponefickasi opraHusaius 1o usyye-
Huto penkux 3aboneanuit (EURORDIS) u HatimoHasb-
HblE OpraHM3alUU I10 PEIKUM 3a00JeBaHUsIM U3 OoJiee
yeM 40 ctpan EBpornbl, AMepuku, Azun. Poccus takxke
MPUHUMAET yYacThe B 9TO €XKEroqHON aklinu, MpU3BaH-
HOI1 MpUBJIeYb BHUMAHUE K AAHHOW MpobsiemMe, KOTopasi
CTAHOBUTCS Bce 0OoJiee akTyallbHOW MO Mepe pa3BUTUSI
3[paBOOXPAHEHUsI U MEIMLIMHCKON Hayku. Mctopuuecku
CJIOXKUJIOCh TaK, YTO MEAULIMHA B OOJILLIMHCTBE CBOEM
ObL1a HampasJjieHa Ha 6osiee MM MEHee paclpoCTpaHeH-
HbIE U XOPOILIO U3BECTHbIE, COLIMATbHO 3HAYMMble 3200-
JieBaHusi. UMl B 3TOM HampaBieHUM B MUPE TOCTUTHYTbHI
3HAUYUTEJbHbIE ycriexu. B To e Bpemsi mpobJieMbl Maiu-
€HTOB C PelKMMU OOJIE3HSIMU BCEra OCTaBINCH B TEHU
U TOJIKO B HAcCTOsIlEe BPeMsl HAUMHAIOT LIMPOKO 00CY-
SKIAThCS.
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[lepBass HarmmoHanmbHasi opraHM3aIvsl IO U3YICHUIO
penkux 6onesHeit (NORD — National Organization for
Rare Disorders) 6bu1a coznana B 1983 . 8 CILA [1]; mo3a-
Hee aHaJIOTMYHBIC CTPYKTYPHI OBUIM 00pa30BaHbI B CTpa-
Hax EBpornbl, B fAlonun, ABctpanuu u Kanane [2, 3]. Otu
HEKOMMepYeCKHe OpraHu3aIlii UMEIOT CBOCH IIeJThI0 OKa-
3aHMe TTIOMOIIIN TTAITMeHTaM, CTPaIaloLIIM PEIKUMHU Dop-
MaMU 3a00JIeBaHUMIT; OCHOBHBIC WX PECYPChI HaIlPaBJICHBI
Ha HayyHble U3bICKAHMS B OOJACTU JTUATHOCTUKU U Tepa-
MMM 3TUX cTpamaHuii. HaydHas mesiTeTbHOCTh OCYIIECTB-
JISIETCSI TIOM ATUION U ¢ ydyacTheM HarmoHarsHOTro MHCTH -
Tyta 3m0poBbsi CIHIA, npyrux KpyIHBIX HallMOHAJIbHBIX
1 MEKIYHAPOTHBIX MEIWIIMHCKUX OpTaHW3alluii W TOJ-
KperieHa psiIoM 3aKOHOAATEIbHbBIX aKTOB.

J1o HACTOSIILIEr0O BPEMEHM HE CYILECTBYET YETKOro
OTpeie/ICHUST TIOHSTHSI «pelKoe 3aboJjieBaHWE»: B He-
KOTOPBIX CJIyyasix olleHKa 0asupyercsi Ha pacnpocTpa-
HEHHOCTH OO0JIE3HU, B IPYIMX OCHOBAaHUEM [UIS OTHE-
CeHMs1 3a00JieBaHUsI K YMCIY DPEIKUX SIBJSIETCST 0coOast
TSDKECTh TIATOJIOTMM U OTCYTCTBHE CTaHIApTU30BAaHHOM
a¢dexruBHOl Tepanuu. [Topor oTHeceHus1 3a001eBaHuM
K peIKUM pazinyaercsl B pa3HbIX cTpaHax: Tak, B CILIA
K peakuM (opdaHHBIM) OTHOCAT 3a00JIeBaHMSI, Pacpo-
CTpaHEHHOCTb KOTOpPbIX cocTabiisieT MeHee 200000 mo-
paxeHHbIX, YTO MpuMepHO cooTBeTcTBYeT 1:1500 Hace-
senus [4]. B AnoHuu penkumu cuuTaloT 3abosieBaHusl,
KOTOPBIMU cTpanaroT MeHee 50 ThIC. XKWTeIel CTpaHBI,
B ABcTpaiun — MeHee 2 Tohic. B EBpomneiickom corose
K peIKUM OTHOCST 3a00JieBaHUsI, BCTpevalolecs ¢ ya-
croroit MmeHee 5:10000, a B Kanane — menee 1:2000 Ha-
ceJieHusl.
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CorjiacHO JaHHBIM 3apy0esKHO MeIULIMHCKOM JTUTe-
paTypel W HAIIMOHAIBHBIX ITPOTPaMM TIO 3IpaBOOXpaHe-
HWIO, 9aCTOTa PEIKMX 3a00JIeBaHMIT KOJIEOIETCS B OUCHB
mupokoM auanaszone: ot 1:1000 go 1:200000 [5]. Kpome
TOTO, OTICbHBIC 32a00JICBAHUS B OTTPEICICHHBIX IPYITITax
HaceJIeHUs (ITOMYJISIIIUSIX) MOTYT BCTPEYAThCST CYIIECT-
BEHHO YaIlle, 9eM B Apyrux. [1omo0HbI pa3dpoc MTaHHBIX
TOBOPHUT O TOM, 4TO ITOKa3aTelb PacIpOCTPAaHEHHOCTH,
HECOMHEHHO, HE MOXET CIIYKWTh €NMHCTBEHHBIM KpH-
TepreM ISl OTHECCHUST 3a00JIeBaHMS K paspsiy pel-
KUX; JUISI 3TOTO TpeOyeTcss KOMIUIEKCHasT OIleHKa, Y4HU-
THIBAIOIAsT TPYTHOCTU TUATHOCTUKH, TSKECTb TCUCHUS
U NIPOTHO3, 3hdeKTUBHOCTL Tepanuu. [lo pedysbratam
WCCICIOBAaHUI B paMKaX MEXIYHapOIHOTO TIPOCKTa
o uzyueHuto peakux sadonesanuii (R.A. R. E. Project
— Rare Disease, Advocacy, Research and Education,
2009) B Hacrosilliee BpeMsl Ha ruiaHete okojio 350 MuIH
JIIOJIEH CTpamaloT pa3IMYHBIMUA PEIKUMHU 3a00JIeBAHUSMU
[6]. TTo onpeaenenuio yupexnaeHHoi B 1997 . EBpomneii-
CKOIf OpraHM3alli{ TI0 M3YYCHUIO PEIKUX 3a00JIeBaHMI
EURORDIS, k kaTteropuu peakux MOXeT ObITb OTHECEHO
ot 5000 mo 7000 paznuuHbIX 3a00J1€BaHNIA, a KOJUYECTBO
CTpaIaloIIX MU MHIUBUIYYMOB COCTaBIISICT OT 6 10 8 %
HaceneHust EBpocotosa [7].

JInst peructpauuu penkux 3abosieBaHuil pa3dpaboTaH
MEXIyHapoIHbIi rmopTan http://www.orfa.net [8], rae Ha-
psany ¢ umdpom no MKB10 u OMIM kaxnomy peako-
My 3ab6ojieBaHu0 npucBoeH cBoit ORFA-HoMep. Tam xe
TIPUBOISTCS JaHHBIC, KacaroIInecss OCHOBHBIX KITMHUYE-
CKUX TIPU3HAKOB 3a00JICBAHUS, €r0 PaclpoCTpaHEHHO-
CTH, TWTIa HACJICIOBAaHUSI.

JuarHoctika penkux 3zaboseBaHuit B Poccuu enie
HE YIOBJIETBOPSICT COBPEMEHHOMY YPOBHIO, TPAKTHUCCKHU
HE BEIETCS PETUCTPAIINH TAKMX OOJTBHBIX. XOTST Pe3yJTBTaThI
Bcepoccuiickoit aucnancepusauyu Hacesnenust 2002 1. yka-
3BIBAIOT, UTO PSAKUMU 3a00JICBAHUSIMU CTpamaeT He MeHee
1% nacenenust ctpadbl — 1,5 MJTH YeJioBek [9)].

CornacHO HOBOMY 3akOHY «O0 OCHOBax OXpaHbl 3/10-
poBbs TpaknaH B Poccuiickoit deneparum» ot 21 HosIOpst
2011 . Ne323-d3, Munzapascoupasputust PO nipencra-
BWJI CUCOK peakux (opdaHHbIX) 3a00eBaHuUii, onpee-
JIVJT HEOOXOIUMBI 00beM (DMTHAHCUPOBAHWMS IS JIeKap-
CTBEHHOTO OOECIICUCHHUsI CTPANAIONIUX WMH OOJIBHBIX.
B atomM mokymeHTe BITEpBBIC B IIPAKTUKE POCCHUIICKOTO
3MPaBOOXPAHEHMUSI TaHO OTpenesieHne ophaHHbIX 00JIe3-
Heli: K HUM OTHECEHBI T¢ 3a00JIeBaHUS, KOTOPBIE NMEIOT
pacrnpocTpaHeHHOCTh He 6ojiee 10 ciyuaeB Ha 100000
HaceseHus1 ctpaHbl [10].

BonbIIMHCTBO pefikuX OOJIe3HEH SIBIISIOTCS TSHETH-
YeCKM JeTePMUHUPOBAaHHBIMU. BMecTe ¢ TeM oTnerbHBIC
(opMbl 3a001€BaHUIT MMEIOT a/IEPrUYECcKylo, UHGpEK-
IIMOHHYIO TIPUPONY WU SIBJISIIOTCSI CIEACTBHEM IPYTUX
MPUINH. MOXHO BBIICJIUTD PsIl KIMHUYECKUX OCOOCH-
HOCTeI, XapaKTepHBIX JUIST PEAKUX 3a00JIeBaHMIA:

*  TIepBbIC TIPOSIBICHUS B OOJIBIIMHCTBE CIIyJacB
C paHHETO JETCKOTO BO3PAaCTa;

*  XpOHHWYECKOe IpOrpeccupylolee TeUeHUe, He-
PEIKO TIPUBOJISIIIIEE K MHBATMIN3AIINH;

*  PE3WCTEHTHOCTH K Teparuu.

Penkue 3a00/eBaHMs 3aHUMAIOT 0COO0E MECTO U Cpe-
IV pA3TUIHBIX (DOPM JIETOTHOM ImaTojioruu. B psime cTpaH,
Hanpumep, B CLLIA, ABctpanuu, AnoHuu, ais u3ydeHust
peIKuX 3a00JIEBAHMI JICTKUX PSII KTUHUISCKUX IIECHTPOB
oobeauHensl B ceTb (RLDC) mnon srunoit Haumonans-
Horo uHctutyTa 310poBbs [11]. Ha moprane ORFA.NET
cpeau 5954 penkux 6osie3Hei nipeacTaBieHo 187 3abose-
BaHWIA, TIPU KOTOPHIX TTOPAXKEHME JICTKUX SIBJISICTCS SIMH-
CTBEHHBIM WJIM BEIYITUM CUHAPOMOM. [1o TaHHBIM KITH-
HUKU nyJbMoHosiorun Mockosckoro HUUM nenuarpuu
M IETCKOM XUPYPTUH, Ha TOJTIO0 PEAKUX 3a00JIeBaHMIA JIeT-
KUX TIPUXOAUTCS 10 2—3% OT 00I1Iero Yrcia roCIuTaIn-
3UPOBAaHHBIX OOJBHBIX C XPOHUYECKOU OPOHXOJETOUHOM
MaTOJIOTUEN.

Kuncity penkux 3aboiieBaHMil CllemyeT, TIPEXIIe
BCEro, OTHECTH pa3IUIHble (OPMBI HACIEICTBCHHOMN
MTaTOJIOTUH, B YaCTHOCTH, TICPBUYHYIO LIWJIMAPHYIO ITH-
ckunesnio (ORPHA 244 /0OMIM 242650) n cuHapom
Kaprarenepa (ORPHA 98861/ OMIM 244400). [TepBuy-
Has [WIMapHas TUCKWHE3WsI BCTPEYaeTCs C 9acTOTOM
1:15000—1:30000 [12]. Cunapom KaprareHepa, BKIIIO-
JaroIInii 00paTHOE PACITOJIOKEHNE BHYTPEHHUX OPTaHOB
(M1 M30JIMPOBAHHYIO JIEKCTPOKAPANIO), OPOHXOIKTA3bl
(OpOHXUT) ¥ CMHYCUT, pacCMaTpMBaIOT Kak Kjaccuye-
CKUi1 BApUaHT NEPBUYHON LIUJIMAPHON AMCKUHE3uU. Pac-
npocTpaHeHHocTh cuHapoma Kaprerenepa — 1:50000.
B ocHOBe TTaTOIOTHMY JIEKUT BPOXKIACHHBIN NedeKT CTpo-
CHMSI PECHWYEK MEpLATebHOTO STMUTEIUS CIU3UCTOMN
000JIOUKM OPOHXOB, MPUBOIAIINNA K WX HETOIBUKHO-
cru. [locnenyloiee HacioeHue UHOEKIIMU OOYCIOBIU-
BaeT (HOpMUpPOBaHWE XPOHUYECKOTO BOCTAIUTEIBEHOTO
OpoHxoJsieroyHoro npouecca. HacienoBanue nepBuyHoit
WJIMAPHOUW MTUCKWHE3WW W cuHapoma KaprereHepa ay-
TOCOMHO-periecCuBHOE. MOJIeKyISIpHO-TEHETHUECKIMU
WCCIICIOBAaHUSIMUA YCTAHOBJICH DPSII MYTallMil B JIOKycax
9p-13-p21, 7p21, Spl4-pl5. B Hameit kinHuKe HAOJIO-
natorcst 105 GoJIbHBIX € MEPBUYHON LIMJIMAPHON TUCKU-
He3ueit, 04blIIYI0 YacTb KOTOpbIX (87 AeTeii) cocTaBuiiu
netu ¢ cuHapomoM Kaprarenepa [13].

Kak penxoe HacnenctBeHHoe 3abojieBaHUE —pac-
CMaTPUBAIOT JICTOUYHBIN aJIbBEOJIIPHBIA MHMKPOJIUTHA3
(ORPHA 60025/0MIM 265100) — mucceMUHMpPOBaH-
HOE TIOpakeHUe JIETKWX, BO3HUMKAIOIIee BCICICTBUE Ha-
KOIUIEHUsI B JIETOYHOU TMapeHXuMe Aerno3uToB docdara
Kayplysi. TWTT HacleZOBaHWS — ayTOCOMHO-PEIeCCHB-
HBIA. JlaHHBIE O PacIPOCTPAaHEHHOCTU 3TOM ITaTOJIOTHH
orcyrctBytoT. E. Usan u coaBt. (1993) npuBoasit coo0-
meHust o 173 caydasix ajJbBEOJIIPHOIO MUKPOJIMTHA3A;
M. Biary u coasr. (1993) npexncraBuin onvcanue 3adose-
BaHud y 32 nereii B Bo3zpacte 1o 12 net [14, 15]. 3abone-
BaHME BCTPEYAeTCsT BO BCEX BO3PACTHBIX IPYITIIAX, B TOM
qucie y HeIOHOIEHHBIX HOBOPOXKAEHHBIX [16].

Cpenn penkux JMCCEMUHUPOBAHHBIX 3a00JICBaHUI
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JIETKUX 3HAYMTCS TaKKe JIETOYHBIN aJIbBEOJIIPHBIN TIPO-
terHo3 (ORPHA 747 /OMIM 265120, 610913, 610921,
610910). B ocHoBe 3a60J1eBaHKST — HAKOTUIEHUE B aJTbBe-
OJIIPHON TKaHU (POCHOTUTIONPOTEHIHBIX COCTUHEHMIA,
SBIISTIOIINAXCS  TTPOM3BOMHBIMU cypdakTaHTa. Pacmpo-
CTPaHEHHOCTh JIETOYHOTO aJbBEOJIIPHOTO IIPOTEMHO3a
coctasisieT 3,7 Ha 1000000 Hacenenust [17]. C reHetu-
YECKOM TOYKM 3PEHUST TIOHATHEM <«aJIbBEOJISIPHBIN MPO-
TEMHO3» OOBbEAMHEHA TeTepOTeHHAasl TPYITa 3abojieBa-
HWI1, B OCHOBE KOTOPBIX JICKUT HAapyIIIECHHE MeTaboImn3Ma
cypdakraHTa. HacinegoBaHue mpy mepBUYHOM JIETOYHOM
ATBBEOJISIPHOM TIPOTEMHO3¢  ayTOCOMHO-PEIECCUBHOE,
WHOTIA COOOIIAIOT O CIIOpamuyecKux cirydasx. KimnHu-
Yyeckas KapTUHa BaprabebHa M HecllenpuIHa, 4To He-
PEIKO TIPUBOIUT K ITO3MHEN TUATHOCTHKE 3a00JIeBaHMS.
Hanbonee YacThIMU CUMITOMAMU SIBJISTFOTCST  OJIBIIII-
Ka, Kamielb (MPeuMYIIEeCTBEHHO MAaJIONPOAYKTUBHBIN
WJIK CYXOi1), 00JIb B TPYIM, KpOBOXapKaHbe, «0apabaHHbIC
TTAJIOYKI», XPUTTBI B JIETKUX, IIMAHO3; peXe BCTPeUaroTCst
JIuxopanka, norepsi Maccol tesia [18]. Y noHoueHHbIX HO-
BOPOXICHHBIX HaOIIOMaeTCs KapTUHA PECITMPaTOPHOTO
nucTpecc-cuHapoma [19].

Kak penkue 3aboiieBaHMsS y IeTeil MOTYT paccMma-
TPUBATHCS HEKOTOPbIE MHTEPCTULIMATBHBIE MMOPaXKEeHUs.
[MoHsITHE «MHTEPCTUIIMAIBHBIC OOJIE3HU JIETKUX» 00be-
nuHsieT 6osiee 200 reTeporeHHbIX 3a00IeBaHUiA, MPU KO-
TOPBIX TIEPBUYHO MOPAXKAIOTCI WHTEPCTULINIA, alTbBEOJIbI
U TIepuaIbBeoJIIpHbIe TKaHU. Peub WAET, B YaCTHOCTH,
00 MIMOTIAaTMYECKOM TeMOCHUIEPO3€e JIETKMX, WJIM CUH-
npome Llenena — Temrepcrenra (ORPHA 99931/0MIM
178550; 235500). PactipocTpaHeHHOCTD 3a00IeBaHUST KO-
neonercst ot 0,24 mo 1,23 na 1000000. DTo 3a00€BaHNe
C PeLIMIUBUPYIOIIUM TeYEHUEM U XapaKTePHBIM CUMIITO-
MOKOMITJICKCOM: KpOBOXapKaHbe (HAJIWYME B MOKPOTE
cunepodaroB), kenezonedULUMTHAS aHeMUs, UH(OWIb-
TpaTUBHbIE TEHU HA peHTreHorpamme jerkux [20]. 3a no-
ciaennue 10 et B Hallleil KIMHUKe HaOMoAIUCh 7 00JIb-
HBIX C UIUOTIATHYECKUM TeMOCHUIIEPO30M JICTKHX.

CoueraHue JIETOYHOTO TeMOCHAEPO3a U IJIOMEPYJIo-
HedpuTa U3BecTHO Kak cuHapoMm [ynmacuepa (ORPHA
375/0MIM 233450). D10 ayrouMMyHHOe 3a0oJjieBaHuUE,
B OCHOBE KOTOPOTO JICKHUT OOpa3oBaHME aHTUTEN K aH-
TUTEHaM 0a3aJIbHON MeMOpPaHBI JIETOUHBIX aJTbBEOJ U T10-
yeuyHbIX KJyooukoB [21]. Cunnpom [ynmacuepa B eBpo-
neiickoi momyJsiiuu Berpevaetcs: ¢ yactoroir 0,5—1,0
Ha 1000000 HaceneHusi. 3abosieBaHME HaOIIOMAETCS
TIPEUMYIIIECTBEHHO Y MYKUYMH, COOTHOIIEHUE YaCTOTHI
BCTpEYaeMOCTH CHHApoMa [yamacuepa cpead MyKIWH
Y XKEHIIWH, I0 JaHHBIM pa3HbIX aBTOPOB, COCTaBIISIET
6—38:1. B Hallreit KITMHUKE MbI HAOJIOIAIM OTHOTO TaKO-
ro 60JbHOTO.

Haubonee Tsxenoe u KpaiiHe peaKoe MHTEPCTULIM-
aJIbHOE 3a00JIeBaHUE JITKUX — WIAMOTIATUYCCKUH JIET0U-
HbII HUOPO3, ocTpast PopmMa KOTOPOTo U3BECTHA KaK CUH-
npoM XammeHa — Puua (ORPHA 2032, 79126/OMIM
178500). DT0 OBICTpPOIpOrpeccUpylollee 3adosieBaHUE,

nysibMOHOJIOIns

MPUBOIAIIEE K pa3BUTHIO muddy3HOro hrbpo3a JIeTKuX
U JIETOYHO-CEePACUHON HemocTaTouHOCTU [22]. Bo3zmoxk-
HO, TIOJ 3TUM Ha3BaHUEM OOBEIMHEHBI HECKOIBKO (hopM
OBICTPOITPOTPECCUPYIONITUX JIETOYHBIX (DMOPO3HBIX ITOpa-
KEHUM C pa3IMYHbBIM TUTIOM HACJIeOBaHMS.

Kak penxue 3a0ojieBaHMSI MOIYT paccMaTpuBaTh-
Cs W TIOPOKU Pa3BUTHS JieTKUX. [1o MTaHHBIM KIMHUKHU
ITyJTbMOHOJIOTMM, OHU BBIABISIOTCS Y 8—10% OOJBHBIX
C XpOHUYECKO# JierouHoii nmatosorueii [23]. Cpean Hux
0c000e MeCTO 3aHUMAIOT ITOPOKH, 0OYCIIOBICHHBIC HEIO-
pPa3BUTHEM OPOHXOJIETOUHBIX CTPYKTYP; TIPUHSITO Pa3jiv-
yaTh areHE3MI0, aTUTa3uI0 W TUITOTIIA3HUIO JIETKOTO.

ATeHe3WsI W arula3usl CYMTAIOTCS KpailHe PeIKuMU
nmopokamu. o 1970, mo manueiM [.A. ®deodunoBa
u ®. ®. AmMuposa, ObIJIO OMUCAHO Bcero 9 ciaydaeB are-
He3uu posieit gerkoro [24]. E. Szekely u E. Farkas (1978)
coo0IIMIM O 5 cilyyasix areHe3uu noJieit jerkoro [25].
B peructpe ORFA.NET areHe3us Jierkoro rnpejacraBJie-
Ha mog HomepomM ORPHA 984/OMIM 601612. 3a mo-
ciaennue 10 siet B Halel KJIMHUKe Obul Bcero 1 GoibHOI
careHe3ueir u 2 gereil ¢ arasueit jerkoro. KnnHuue-
cKasi KapTUHA TUX ITOPOKOB TOCTATOYHO TTOAPOOHO OITH-
caHa B pyKOBOJICTBAX IT0 ITyJTbMOHOJIOTMH Y TOPAKaJTbHOM
xupyprum [26]. OmHaKO WX IMarHOCTUKA TIPENCTABIISIET
onpeieJICHHbIC CJIOKHOCTA U 06a3upyeTcsl Ha pe3yJsibTa-
TaX COBPEMEHHBIX METOIOB JIyIEBOTO OOCIICIOBAHUS,
YTO BO3MOXKHO B YCJIOBUSIX CICITUAIM3UPOBAHHON KITH-
HUKH.

Tunonnasus nerkux (ORPHA 2257/0OMIM 265430)
BcTpevaercst ¢ yactoroit 14 Ha 10000 HOBOpPOXKIEHHBIX
n 9—11 Ha 10000 poauBlIMxcst XuBbIMU. JlerouHas
TUTIOTIIA3US SIBJISIETCS] YaCTOM MIPUYMHON HEOHATATbHOM
CMEPTHOCTHM, OHa HEPEIKO BBISBISIETCS Y MEPTBOPOXK-
IIEHHBIX, XOTsI HE CTY>KUT HEMOCPENCTBEHHON TTPUIMHOM
BHYTpUYTPOOHOI1 rubdenu ruiozaa [27].

[umormasust TeTKUX MOXET OBITh TIPOSIBIICHUEM PEll-
KUX STIOHMMHWYECKUX CUHIPOMOB, B YaCTHOCTU CHHIIPO-
Ma [ToTTep, XapaKTepu3yIOIIerocst TOYeTHBIMI AaHOMAaJTH -
SIMH, aHOMAJIMSIMU JIIIA, nedopMareil KUcTeit 1 cTor,
a taxke cuHapoma [enst — Illokeitpa, mpy KOTOPOM Ha-
PSIy C TUTIOTUIA3HME JIETKUX HaOMIoNaroTCs KOHTPAKTY-
DBI, TULIEBBIC aHOMAJIMK, HEPEIKO PACIIETMHBI TBEPIOTO
Heba M TTIOPOKHU Ceplia.

OnmHUM U3 HanboJIee YacThIX TIOPOKOB Pa3BUTHS JIeT-
KOTO SIBJISIETCSI TIOJIMKUCTO3 (KWUCTO3HAsI TUITOTUIA3MS).
Ha nomio monmkucTo3a npuxoautcst 60—80% Bcex mopo-
KOB pa3BuTus Jerkux [28]. [1To naHHBIM KIMHUKU TYJIb-
moHojoruu MHUWW neauatpum u AeTCKON XUpypruu,
TTOJIMKWCTO3 JIETKUX COCTABJISICT TIOJIOBUHY BCEX CITydacB
MOPOKOB Pa3BUTUSI OPOHXOJIETOYHOM cucTeMbl [29].

JlocTaTOYHO peaKasl aHOMaIMs — BPOXKICHHAs JIO-
6apHas smbuzema (ORPHA 1928/OMIM 130710),
BcTpevatomiasicss y 1 Ha 20000—30000 HOBOpOXKIEHHBIX
[30]. TIpenmnonaraercst, YTO B OCHOBE JIoOapHOIi aMpu3e-
MBI JIETKUX JISXKNUT BPOXKICHHBIN MedeKT XpsIieil OpoH-
XOB TIOpaxkeHHoI noiu. JlobapHast aMduszeMa 0OBIYHO
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TIPOSIBIISICTCST Y HOBOPOXKICHHBIX B BUJIE TSDKEJIOMW, YIpo-
JKaroIIel XU3HU JIbIXaTeIbHOIW HEeIO0CTaTOYHOCTH. Bme-
CTe C TeM MBI HabJTIomamu 2 60JbHBIX, Y KOTOPBIX TUAarHO3
JI06apHOI 9MGbU3eMBI BITEPBBIC OBLT YCTAHOBJICH B HAIIIC
KJIMHUKE B Bo3pacTe 6—7 JieT.

BrIcka3pIBalOTCSI MHEHUS, YTO CUHAPOM Brutbsimca —
Kemnbenna naroreHeTUyecKu OJM30K K JIOOAPHON M-
duzeme [25]. CyuTarot, UTO 3TU MOPOKU PA3BUTUSI SIBJIsI-
JOTCS TI0 CYIIECTBY Pa3TMIHBIMU ITPOSIBJICHUSIMU OITHOTO
1 TOTO XK€ TIpoliecca — HapyIIeHUsI Pa3BUTHS OPOHXHU-
anbHbIX xpsiieid [31]. [IpearnonararoT ayrTocoMHO-peliec-
CHBHBII TWII HAaCJIeIOBaHUS TIOPOKa.

ToBopst 0 TOpOKax pa3BUTHSI, HEJb3sl HE YIIOMSHYTh
cuHapoM MyHbe — KyHa, uiam TpaxeoOpoHXOMeraauio
(ORPHA 3347/275300). B ocHOoBe mtopoka JIeXXUT 1eheKT
3J1aCTUIECKUX BOJIOKOH M TJIaIKOW MYCKYJIaTyphl CTCHKH
OpOHXOB U Tpaxeu. BoJbIIMHCTBO MyOIMKaluWii orpa-
HUYMBAETCSl OMUCAHMEM eIMHWUYHBIX ciaydyaeB. M. Hi-
malstein u J. Yallangner (1973) coob6uimim o 69 ciydasix,
oIyOJIMKOBAaHHBIX B MUPOBOIA iuTeparype a0 1973 r. [32].
OCHOBHOW JAMAarHOCTUYCCKUI TIPU3HAK — pPACIIUPEHHE
MpOCBeTa Tpaxeu U OPOHXOB, CJAOOCTb CTEHOK OPOHXOB,
CITaJIecHNe WX Ha BBIIOXE, YTO OTPEACIISICTCS TIPH AeTalb-
HOM OPOHXOJIOTMYECKOM OOCIeJOBAHUM.

Kak BpoxneHHbIi 1eeKT OpOHXOB U JIETOYHOI apTe-
pUM B psifie cllydaeB paccMaTpuBaeTcsl CMHApoM Makiie-
ona (cunapom Cyaitepa — JIxKeitmca) — OTHOCTOPOHHSIST
TTOBBIIIIEHHASI TTPO3PAYHOCTh JIETKOTO. XOTST He MCKITI0Ya-
€TCsI, UTO 3Ta MATOJIOTHSI MOXKET OBITh CIICACTBUEM TIepe-
HECEHHOT0 B paHHEM BO3pacTe 00JIUTEPUPYIOLLEro OPOH-
xuonuTa [33].

Beime peuypb 1uta 0 penKuX MCTUHHO JIETOYHBIX 3a-
OoseBaHUSIX. BMecTe ¢ TeM UMeeTCsl psIl IPYTUX PENKUX
0oJIe3Hel, MPY KOTOPBIX JICTOYHAS TIATOJIOTHSI SIBJISICTCSI
BEAYIIUM KIMHWYECKUM IIPOSIBJICHUEM. DTO, TIpexkIe
BCEro, MyKOBUCIIMI03.

Myxkosuctmnoz (ORPHA 586/OMIM 219700) —
FeHeTUYECKU JeTePMUHUPOBAHHOE 3a00JeBaHME C ay-
TOCOMHO-PEIICCCUBHBIM THUIIOM HacjedoBaHUsA. B ero
OCHOBE JICKUT MyTalllsl TeHa TPAaHCMEMOPaHHOTO pery-
sagrtopa mykoBucimaosda (CFTR), mpuBoasiiias K Tsixke-
JIBIM TIOPaXKEHMSIM OPTaHOB IBIXaTeILHON CUCTEMBI 1 JKe-
JIYTOYHO-KUIIIEYHOTO TPaKTa.

YacToTa MyKOBHUCIIMI03a BApPUPYET B PA3TUIHBIX IT-
Hudeckux rpymmax ot 1:600 mo 1:400000 [34]. B Poccun
9TOT MoKa3zaTesb coctapisieT 1:12845 HOBOPOXIEHHBIX.
CrnemyeT OTMETHTb, UTO CETOMHSI B HaIlIe CTpaHe MYKO-
BUCLIMI03 — €IMHCTBEHHOE 3a00JieBaHKE C MOpaKeHUEM
JIETKUX, BKJIIOYEHHOE B IIPUOPUTETHBIC HAIIMOHAIBHBIC
IporpaMMEbI. B TociiemHne ronbl B Halllel cTpaHe Hala-
>KeH HEOHATAJIbHBIN CKPMHUHT MYKOBHCIIMIO3a.

Penxumm 3a00JIeBaHUSIMA  CUMTAIOT U ITEPBUIHBIC
MMMYHOIEMUITUTHBIC COCTOSTHUST — TeTePOTCHHYIO TPYII-
Iy BPOXKICHHBIX HapYIICHUH, 0OYCIOBJICHHBIX TCHETH-
YeCKUMHM NeheKTaMUi Pa3TUIHBIX 3BeHbCB MMMYHUTETA.
Bce 3aboneBanust 3Toil rpynmbl (HacAeACTBEHHAsI TUITO-

rammarjao0yauHemusi, 6ojae3Hb bpyroHa, cuHapoMbl Bu-
ckorta — Onnpuua, Jlyn-bap, Au JIxxopmku, rurnieplgE-
CUHIPOM) TIPOTEKAIOT C TIOBTOPHBIMU W XPOHUYECKUMU
WHGEKITMOHHBIMY TTOPaXkeHUSIMU JIeTKuX. bpoHxoseroy-
HBIC ITPOSIBIICHUSI OTIPEACIISIOT TSKECTh TCUSHUSI STUX 3a-
OosieBaHmii [35].

Kuucny peakux 3abojieBaHUit, TPOTEKAIOLIUX C O-
paskeHUEM JIETKUX, OTHOCSITCS] HaCJIeICTBEHHBIC 00JIC3HU
COCJIMHUTEIbHOM TKAaHU — CUHApoMbl MapdaHa u DJi-
nepca — Jlanio, BcTpevaromiuecs: ¢ yactoroit 1:5000—
1:10000 u 1:500—1:560000 coorBercTBEHHO. 151 3TOM
MTaTOJIOTUU XapaKTepHa OyJute3Hast aMdur3eMa JIeTKUX |,
KakK CJICICTBHE, TPO3HOE OCIIOXXKHEHME — CITOHTaHHBII
MMHeBMOTOpakc [36].

HecoMHEeHHBINT WHTEpEC IS MYJIbMOHOJOTUICCKOM
KJIMHWKK TIPENCTABIAET NE€PULNT o -aHTUTPUTICUHA
(ORPHA 60/0MIM 613490). DT0O reHEeTHMYECKHU IeTep-
MWHUpPOBaHHOE 3aboJieBaHWE C ayTOCOMHO-IOMMHAH-
THBIM (KOIIOMWHAHTHBIM) TUIIOM HacJielIOBaHUSI, B OC-
HOBE KOTOPOTO JICKUT ASHUIIMT WHTUOUTOPA JIETOUHBIX
NpOTea3 o -aHTUTPUIICHHA, TPUBOAAIIMIA K HOpMHU-
poBaHUO SMbu3eMbl. KIWHUYEeCKH OpOHXOJIETOYHAS
NaToJorys Tpu Ae(PUUNTE O -aHTUTPUIICHHA TIPOSIBIIS-
eTCsI, TIAaBHBIM 00pa3oM, Y MOJIOIBIX JIIOJICH B BO3pacTe
20—-30 net. Y nmereii ciiyyau 3M@uU3EMbl BbISBISIOTCS
KpaitHe penko. JlnarHocTnka TpedyeT creuarbHbIX UC-
CIIEIOBAHUIT — ONpesieSIEHNE YPOBHs O, -aHTUTPUTICUHA
B CBIBOPOTKE KPOBHU, BBISIBIICHNE TOMO3UTOTHOTO (heHO-
tina ZZ [37].

ToBopst o penkux 3a0oJieBaHUSIX, HEIb3s HE CKa-
3aTh 0 cuHapome Ociepa — Panmio — Bebepa (ORPHA
774/OMIM 187300, 600376, 601101, 610655). Bero
OCHOBE, KaK M3BECTHO, JICKWT CHUCTEMHAas COCYIMCTast
TUCTUTa3UsI, TIPUBOMISIIAST K GOPMUPOBAHUIO TEJICaHTH-
9KTa3uil M COCYTUCTHIX Masb(opMmaluii Ha KOXe, CIIH-
3UCTBIX 000JIOUYKAX W BHYTPEHHUX OpPraHax, B TOM YHCIIe
Buerkux [38, 39]. 3abosneBaHue BCTpeuyaeTcsi BO BCEX
PACOBBIX ¥ STHUYECKUX TPYIITIaxX ¢ OMMHAKOBOI YaCTOTOM
Y MYXKYUH U XeHIUH. [lomyisiimonHas yactota 601e3-
Hu Ocnepa — Panmio — Bebepa B pa3HbIX cTpaHaX KO-
nebmercsa ot 1:3500 mo 1:100000, B Poccuu cocraBiseT
1:50000. Tumn HacenoBaHUsI QyTOCOMHO-JOMUHAHTHBIH.

Wrak, penkue 3abojieBaHUSI JIETKUX Y AeTell MHOTO-
obpasHbl (cM. Tabsuity). CBOeBpeMEHHOE UX BBISIBJICHUE
M OKa3aHWe aleKBaTHOW TTOMOIIY 3TUM OOJIBHBIM TIpe]i-
CTaBJISIET TOCTATOYHO CJIOKHYIO TIPOOJIEMY TTYJIbBMOHOJIO-
MU IETCKOTO BO3PacTa, TPEOYIOIIYIO pa3pelieHus psima
OpPraHM3alMOHHBIX BOITPOCOB.

C oToil 1eTbl0 HaMM COBMECTHO ¢ MeauiH-
CKUM IIEHTPOM HOBBIX WH(MOPMAIIMOHHBIX TEXHOJOTHI
(B.A. Kobpunckuii, M.A. IlogonbHast) Obl1 pazpabo-
TaH «ABTOMAaTU3MPOBAHHBIN PETUCTP AETEH C PEIKUMU
OPOHXOJICTOUHBIMU ~ 3a00JICBAaHUSIMU  (BPOXKICHHBIMH,
HAaCJICICTBEHHBIMM, TTPUOOPETEHHBIMU)», TIOMOTAIOIINI
OCYLIECTBJISITh MOHUTOPUHT 3TUX ManueHToB [40]. Mbl
TToJlaraeM, 4YTO CO3MAHHBIN PETUCTP ITO3BOJUT OObEIU-
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Tabauya. OcnoBHble hopMBI PeAKHX 00JI€3Hei JIETKHX Y AeTeil

nysibMOHOJIOIns

OMIM ORFA Iudp mo Ho3sonornyeckas opma PacrnipoctpaHeHHOCTh Hacnenosanue
MKB-10
242650 ORPHA244 TlepBuyHas nuanapHasi IMCKUHE3UST U 1:15 000 — 1:30 000 AP
244400 ORPHA98861 cuHapoM KaprareHepa 1:50 000
265100 ORPHA60025 J84.0 JlerouHblii aabBEOJISIPHBIM MUKPOJIU - — AP
THa3
265120 ORPHA747 J84.0 JlerouHsbIit aTbBEOJISIPHBIN MTPOTEUHO3 3,7:1 000 000 AP, ciopagmie-
610913 CKHE ClTydau
610921
610910
178550 ORPHA99931 — W nonaTnaecKuii reMoCUIepO3 JIETKUX 0,24: 1 000 000— He ycranosneno
235500 1,23—1 000 000
233450 ORPHA375 M31.0 Cunnpom [yanacuepa 0.5:1 000 000— Criopanuyeckue
1:1 000 000 ciyyau

178500 ORPHA2032 J84.1 Wnpnonatuyeckuit nuddy3Hbii Guopo3 1:10 000—5:10 000 AJl, ciopaguye-

ORPHA79126 JIETKUX 1:100 000—9:100 000 CKHE CITydan

Cungpom XammaHa—Puya
601612 ORPHA984 AreHe3ust IeTKOTO — He ycranosieHo
265430 Q33.6 [imomiasus Jerkoro — AP
219600 Q33.0 Kwucroznast 6071e3Hb IeTKUX (TIOIMKKCTO3) — AP
130710 ORPHA1928 P25.0 Bpoxxnennas mobaprast smpuzema 1:20 000—1:30 000 Al
211450 Q32 Bponxomansims — AP
Cunapom Bunbsamca—Kemmnoenna
275300 ORPHA3347 Q32.1 TpaxeoOpoHxomeraaus 1:1 000 000 AP
Q32.4 Cunnpom MyHbe—KyHa

219700 ORPHAS586 E84 MykoBuciuao3 1:600—1:400 000 AP
613490 ORPHAG60 ES88.0 Heduuur o, -aHTUTPUTICUHA 1:10 000—5:10 000 AP
187300 ORPHA774 HacnencTBeHHast reMopparmyeckast 1:3500—1:100 000 AJl
600376 TEJIEAHTUOKTA3HS
601101 Cunngpom Ocnepa—Panmio—Bebepa
610655

Ipumeuanue. AJl — ayTOCOMHO-IOMUHAHTHBII TUI HaclefA0BaHus; AP — ayTocoMHO-peliecCUBHBIN TUIT HACIEL0BAHUSI.

HUTh JTaHHBIE 110 BCEM TMaLMEeHTaM C peaKoi OpoHXoJie-
royHO# marosiorveii B Poccun, cMOXET cTaTh OCHOBOM
JUISE pa3paboOTKK TTPOTOKOJIOB M 00pa30BaTeNIbHBIX ITPO-
IpaMM JIIsl Bpauew Mo IMarHOCTUKE U JICYEHUTO 3TUX Pell-
KMX 3200JIeBaHUIA.
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