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B otimume ot B3pOCHBIX, TP MHTEPCTUIIMAIBHBIX 3a-

ooneBanugx jgerkux (M3JI) y mereir yame ymaercs

YCTAaHOBUTH 3TUOJIOTHIO O0JIe3HU. Y IeTell yale, 4eM

Y B3pPOCJIBIX, BCTPEUAIOTCS CEMEMHBIC M TeHETUUECKU

nerepmuHupoBanHubie M3J1 [1]. KitmHndyeckoe 3Hade-

HUE MMEET TaK Ha3bIBaeMbIi meTckuit M3JI-cuampom,

KOTOPBIN BKITIOYACT 4 TPYIIITHI IIPU3HAKOB:

1) pecrmpaTopHBIE KaIO00BI (Kallleb, OIbIIIKA, TAXUII-
HO3, HETIEPEHOCUMOCTD (PM3MUIECKOI HATPYy3KH);

2) OOBEKTUBHBIC CUMIITOMBI, TAKME KaK KPEITUTAIINS,
3aTpyIHEHME IBIXaHUSI, BTSDKEHIE YCTYITIMBBIX MECT
TPYIHOM KJIETKU, CUMIITOM «0apabaHHBIX TTaJI0UeK»;

3) ruIoxkceMus IpU UCCICIOBAaHUM TTeprdepUIeCKOM
catyparuu KpoBu Kucaoponom (SpO,);

4) pacmpocTpaHEHHBIC PEHTTCHOJIOTUICCKIE N3MECHE-
Hug [4].

Hammame 3 13 4 rpynn JaHHBIX TIPU3HAKOB, 00J1aga-
FOIIMX BBHICOKOI YYBCTBUTEIBHOCTBIO M CIICIIM(DUIHO-
CTBIO, TIPY YCJIOBUM MCKITIOUCHUH TaKUX 3a00JICBaHNIA,
KaK MYKOBHCIIMA03 1 UMMYHOACHOUIINT, OeIaeT Ira-
rHo3 M3JI Becbma BeposITHBIM. M ciomb30BaHME 3TOTO
CKPMHMHTA 0Ka3aJ0Ch TOCTAaTOYHO (D (PEKTUBHBIM 0CO-
OEHHO y JeTeii mepBhIX 2 JieT xXu3Hu. M3 218 ciayyaes,
noaTBepXKIeHHBIX ouoricueit, U3J1 y neTeit B Bo3pacTe
1o 2 1eT, 3 U3 4 TIpeACTaBICHHBIX TIPU3HAKOB OTMEYa-
nuch y 91% nanueHTos [2].

IIprOpUTETHOCTD, C KOTOPOIT TeHBI JOJLKHEI OBIThH
MIPOAHAIM3UPOBAHEI, 3aBUCUT OT KIIMHUIECKOM KapTUHBI
3a00JIeBaHMsI, pe3yJIbTaTOB IIPOBEICHHBIX UCCICIOBA-
HUI 1 TT0103peBaeMoro 3aboaeBanus. B ciydae meTckmx
M3J1, BTOpUYHBIX IO OTHOIIEHUIO K META0OJIMYECKUM
3a00JieBaHUSIM, TaKUM Kak Oosie3Hb HumanHa—ITuka
(rerst NPC1u NPC2), MyKoTIoarcaxapymao3, JISTOYHBIN
aJbBEOJISIPHBIN MUKpoauThuas (reH SLC34A2) nnu He-
MIepEHOCUMOCTB JIN3UHYpUIecKOro oenka (reH SLC7A7),
MIPOBOINTCS IIEJIEBOI aHAJIN3 aCCOLIMUPOBAHHBIX C 00-
JIE3HBIO TeHOB [3].

B Ta6a. 1 npeacrasiieHbl 1aHHbIE 00 OCHOBHBIX
OeIKax M KOOMPYIOIINX UX FeHaX, aCCOLMUPOBAHHBIX
¢ U3JI, Tumbl nx HacaemOBaHUS U aCCOLIMUPOBAHHBIC
¢denorunsl. ['pO3HBIM OCTOXHEHHEM paccMaTpuBae-
MBIX 3a00JIeBaHUI SBJISICTCS JIETOYHAST TUTIEPTCH3MUS,
TpeOyroIIasi CBOeBpeMEHHON TUaTHOCTUKY M TepaIiiu
[1, 3 ¢ moromHEeHUAMH].

BpoxxaeHHble ancpyHKUUM cyppaKTaHTa

K maHHOI1 rpy1iIe OTHOCATCS TeHeTUIECKIE 3a001e-
BaHUSI, aCCOLIMUPOBAHHBIC C MyTAIIUSIMUA TEHOB, KO-
pytomux cypdakrantHbie 6enku (SP-B, SP-C, ABCA3),
1 CUHIPOM «MO3T-JICTKHE-IIMUTOBUIHAS XKele3a», pa3-
BUBAOIINIACS BCICACTBIC MyTallM TeHA TUPEOUTHOTO
dakropa Tpanckpurnmun-1 (TTF1) NKX2-1 (tabmn. 2).
KnumHnyeckue mposBaeHNS MPU JaHHON ITaTOJIOTHU
BapbUPYIOT OT HEOHATAJIbHOM MBIXaTeJbHOI HEI0CTAa-
TOYHOCTHU C Pa3BUTHUEM PECIIMPATOPHOTO AUCTPECC-
cuaapoma (PIC), cxomroro ¢ PJIC HOBOPOXIEHHBIX
(PACH), ponuBmmxcs npexxneBpeMeHHo, 10 U3J1 ¢ me-
0I0TOM KaK B IETCKOM, TaK M BO B3pOCJIOM BO3pacrTe.
Taxk kak ogHO# n3 PyHKIMI cypdaKTaHTHBIX ITPOTE-
WHOB SIBJISICTCS TIPOTUBOMH(MEKIIMOHHAS 3alIUTa, TIPU
HX BPOXIECHHOM JIe(UIINTE, JICTOYHOM aIbBEOISIPHOM
nporenHo3e (JIAIT) y manmenToB omHOBpeMeHHO ¢ M3J1
BO3MOXKHO Pa3BUTHE ITHEBMOHWHN, BKJIIOYAsT THEBMOHUIO
LIMTOMETAIOBUPYCHOM, THEBMOLIMCTHOM STUOJIOTUHU, UYTO
CBOICTBEHHO TallieHTaM ¢ UMMyHoaedumtamu [4, 5].

Pannue cumnrtoMbl nedpunura SP-B cxomHBI
¢ PICH. Y HeKOTOpBIX IeTell UMEET MECTO «CBETJIBIN
MIPOMEXYTOK», UM He TpebyeTcst ipoBeneHue MBI B Te-
YeHHUe TIeproaa OT HeCKOJBKUX THEH 10 HECKOIbKMX
Henenb. [Ipexomnsinee yaydiieHe MOXET BOSHUKHYTh
TIpY IPUMEHEHUY CUCTEMHBIX TJTIOKOKOPTUKOCTEPOUIOB
(cI’KC) unu mpennapaToB 3K30T¢HHOTO cypdaKkTaHTa,
OIHAKO B JaJbHEMUIIIeM 3a00JIeBaHUE MTPOTPECCUPYET,
IIePEYNCICHHBIC METOIBI JICUCHUS OKa3bIBAIOTCSI He-
s¢dexTuBHBIMHU (3TO oT/IMYaeT 3aboneBanue ot PIICH).
KimHnyeckast KapTUHA Y TAIIMEHTOB ¢ MyTallMsIMUA TeHa
SFTPB MoxeT HalIOMUHATh TTePCUCTUPYIONIYIO JIETOY-
HYIO TUTICPTEH3WIO HOBOPOXKICHHBIX, OMHAKO CTaH-
JIApTHBIC METOIHI e¢ JICYCHMST TaKKe He (D (HEKTUBHEL.
JleTanbHBIN MCXOM OOBIYHO HACTYMAECT B CPOKM OT HE-
CKOJIBKUX JHEH 10 3—6 Mec. Jaxe npu OKa3aHUU MaK-
CUMAaJIbHOU MEIUIIMHCKOW MTOMOUIH.

Bo3spact Havana 3a601¢BaHMSA Y TTAIIUEHTOB C MY-
tanusamu reHa SFTPC mmpoKo BapbupyeT. Y HEKOTO-
PBIX AeTelt cpa3y mocie poxneHus passuBaetcsa PC,
y ApYyTUX — 00JIE3Hb MOXET JUTUTEJIBHO IIPOTeKaTh Oec-
cumrrtoMHo. edumut SP-C 00bI9YHO 1UarHOCTUPYETCS
y IOHOIIEHHBIX AeTeil. B ToM ciaydae, korma pedeHOK
¢ gedpunurom SP-C poanicsg HEZOHOLIEHHBIM, BO3-
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Tabnuua 1. benku u KoaupyoLwime ux reHbl, aCCoLUMpoBaHHbIe C UHTePCTULMaNbHBIMU 3a60/1eBaHMAMM NIErKUX y neten

len MpoAyKT reHa Tun HacnepgoBaHus ®opma U3J1, cuMnToMoKoMNNeKc
BpoaeHHble aucoyHKumm cypdakranta

SFTPAL, CypdaKTaHTHbINM NpoTenH A AytocomMHo-A0MWHaHTHBIM | OyeHb peakoe aetckoe U3J1, U3J1 B3pocnbix

SFTPA2 WM afleHOKapLMHOMa flerknx

SFTPB CypdaKTaHTHbIV npoTenH B AyTocoMHo-peuieccuBHbIA | BporaeHHas aucdyHKUMA cypdakTtaHTa (nedmumnt
cypdarTaHTHoro npotenHa B) — PLOCH + JIT

SFTPC CypdaKTaHTHbIN npoTenH C AyTOCOMHO-AOMUHAHTHLIN | BporpaeHHan auchyHKLMA cypdakTaHTa (aedpmunt
cypdakTtanTHoro npotenHa C) — POCH; U3/1y MnageHues,
LeTeil 1 B3pOCbIX

ABCA3 ATO-cBA3bIBAIOLLMIA KAacCeTHBIN TpaHe- | AyTOCOMHO-peLieccuBHbIA | BpoxkaeHHas aucdyHKumA cypdaktanTa — POCH + J1T;

noptep A3 M3J1y MnageHLueB, AeTeit U B3pOCbIX

NKX2-1 TvpeonaHbIv dakTop TpaHCKpUnumumn-1 | AyTOCOMHO-[OMMHaHTHBIA | CMHAPOM «MO3r-nerkve-LUMTOBUAHAA ene3a»

Jlero4Hblit anbBeoNAPHbIA NPOTEMHO3

MARS Metunonnn-TPHK cuHTeTasa AyTocoMHo-pevueccuBHbI | JTATT; renatoMeranuma ¢ xonecra3oM, aHeMuA,
HEBPOJIOrUYeCKMEe CUMMTOMbI

GATA2 GATA-cBa3biBatoLLuiA 6enok 2 AyTocoMHo-peLeccuBHbIv | Bropuunbii JIATT; uMMyHogeduumMT ¢ Muenogucnnasmen

CSF2RA Pewientop rpaHynouuTapHo-Makpoda- X-cuenneHHbl JIAI (MnapeHupl, [eTw, B3pocrible)

ranbHOro KONIOHMECTUMYNMPYIOLLLEro peLeccuBHbIN
dakTopa, a-cybbeauHMLa
CSF2RB Pewientop rpaHynouuTapHo-Makpoda- AytocoMHo-peLeccuHbi | JTATT (MnageHLbl, 4eTu, B3pocble)
ranbHOro KoNoOHNEeCTUMYNMPYIOLLEro
dakTopa, B-cybbeauHMua
SLC7A7 Y + L-nepeHocumK aMuHoKmcnor 1 AyTocoMHo-peueccuBHbIA | JTATT ¢ HenepeHOCHMOCTbIO IN3UHYPUYECKOTO beslka
AyToBocnanutenbHble 3abonesanus

TMEM173 | TpaHcMeMbpaHHbiiA nipoTenH 173 AytocoMHO-A0MMHaHTHBIN | PaHHee aetckoe U3JT (neroyHbI ¢rbpo3) ¢ ayToMMMYHHBIM
1 BOCManuTeNbHbIM 3ab0neBaHMeM + BOB/IEYEHWE CYCTaBOB
1 Korku (STING-accoummpoBaHHan BacKynonaTus)

COPA CybbeamHuLa KoaToMepa anbga AyTocOMHO-AOMUHaHTHLIN | PaHHee petckoe U3J1 u anddysHoe anbBeonspHoe KpoBoTe-
YeHwe C ayTOMMMYHHBIM W BOCMaNnuTeSIbHBIM 3aboneBaHu-
€M * BOBJIeYeHWe CYCTaBOB M MOYEK

0AS1 OnuroageHunart-cuHTeTasa | AytocoMHo-AoMWHaHTHBIA | JIATT ¢ runoramMMarnobynuHeMment U cnneHoMeranven

INFX1 Lnnk-nanbuesbin NFX1-cogepsawumin | AytocoMHo-peueccuBHbii | [etckoe U3JT ¢ TAKenoi BUPYCHOW MHEKLIMEN, HEBPOO-

6enok 1 rUYecKMe CUMNTOMbI, TPOMBOTUYECKas MUKpOaHT1onaTua

PLCG2 ®oconmnasa Cy2 AyTocoMHO-AoMUHaHTHBIM | HCWUI ¢ pecnvpatopHbIM 6poHXMONIMTOM, ayToBOCNanUTe-
TenbHoe 3aboneBaHne, UIMMyHHasA aucperynaums, aeduumt
aHTUTeN

Opyrue U3N
FLNA OunamuH A X-cuenneHHbli pelieccuB- | 3abonesaHue, BKIIOYAIOLLEE NOPAXKEHMUE NIErKUX C IMPU-
HbIA UMW IOMUHAHTHBIN 3emoii, nopaxenme LHC, cepneyHo-cocyamcTon cucteml,
KOCTHO-CYCTaBHOM CUCTEMBI, CUCTEMBI KOarynsaumm

NHLRC2 Benok, copepalumii noBTopHble yuacT- | AytocomMHo-peuieccuBHblii | FINCA (dubpos, HelipoaereHepauyms, LepebpanbHbii

kv NHL, 2 aHrmomaros)
EIF2AK4 3yKaproTUYeCKMiA GaKTop UHULMALMK AytocoMHo-peueccuBHbl | [etckoe U3J1 ¢ JIIT; neroyHbIn reMaHrmomaros;

TpaHcnAuMK 2-anbda-KuHasbl & BEHO-0KK/I03MBHOE 3aboneBaHune

AunddysHble HapyweHUA pa3sBUTUA NErKUX

TBX4 (DaKTop TpaHcKpunumum T-60oKca 4 AyTOCOMHO-AOMWHAHTHBIM | AuMHapHas gucnnasma

FOXF1 (DaKTop TPaHCKPUNLMM CeMelicTBa AytocoMHo-aoMUHaHTHBIM | [etckoe W31 ¢ JIIT; anbBeonApHo-KanunnApHasa aMcnnasma

forkhead + aHOMaJIbHOE PacrofioKeHMe Iero4HbIX BEH

MpuMeyanusa: U3JT - uHtepcTuumanbHoe 3abonesanue nerkmx; POCH — pecnupatopHbIn AucTpecc-CUHAPOM HOBOPOMKAEHHBIX; JIT — neroyHas runepteH3us;
JIAN - neroyHbIN anbBEONAPHbINA NPOTEUHO3.
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Pazpen 10. Pepgkue u reHeTUYeCcKn feTepMUHUPOBaHHbIe 3aboneBaHusa nerkmux

Tabnuua 2. InddepeHumanbHasn AMarHoOCTUKa FreHETUYECKUX 3a60NeBaHNA, BbI3bIBAIOLLMX AMCHYHKLMIO CUCTEMBI CypdaKTaHTa

CMHAPOM «MO3r — Jierkue —

HeusBeCTHbI

MpusHakru Deduuur SP-B Oeduuur SP-C Oeduuur ABCA3 LMTOBMAHAR Wene3a»

Kog no MKB-10 P28.0 J84.8 J84.8 E03.1

Kop no MKB-11 CB04.2 CB04.2 CB04.2 CB04.5

HoMeHKknatypa [vchyHruma meTabonuama | OucdyHKuma Metabonusma | [uchyHKumMA MeTabonmaMa | XopeoaTetos U BPOMKOEHHBIN

no OMIM cypdakranTa 1(265120) cypdakTanTa 2 (610913) cypdakranTa 3 (610921) rUNoTUPEO3 C NIEro4HON
AVCOYHKLMe unu b6e3 Hee
(610978)

Kop no Orphanet 217563 440392 440402 209905

3tonorua MyTauwu B rene SFTPB MyTaumu B reHe SFTPC MyTaumu B reHe ABCA3 MyTauwu B reHe NKX2-1

Jlokyc 2p11.2 8p21 16p13.3 14q13.3

Inngemuonorus OueHb peaKo, Peniko, 3abonesaeMocTb Pegko, ot 1: 4000 PeniKo, 3abonesaeMocTb

meHee 1: 1000000 1 pacnpocTpaHeHHOCTb no 1:17 000 1 pacnpocTpaHeHHOCTb

HEeU3BeCTHbI

Bo3pact MaHudecra-
Luu 3aboneBaHunA

HOBOpO)'KIZIEHHbIe

JTioboit Bo3pact

Jliobov Bo3pacT, yalle Ho-
BOPOMKOEHHbIE

Jliob6oi Bo3pact

Tun HacnepgoBaHuA

AyTOCOMHO-peLieccMBHbIN

AyTOCOMHO-A0MUHAHTHBIN

AyTOCOMHO-peLLecCMBHbIN

AyTOCOMHO-A0MUHAHTHBIN

JleroyHaa natonorua

PACH

W31y petei v B3poChbIX,
PICH

PICH, petckune U3N

PICH, netckue U3, peunan-
BMPYIOLLME PECNMpaTOpHbIe
MHPEKLMM nnu 6e3 BoBeve-
HUA NETKUX

BapUaHTbl ie4YeHnnA

Ka, nannnatnuBHaa NOMOLLb,
TpaHCNNaHTaunA nerknx

Ka, I'KC, ruapokcuxnopo-
KWH, a3UTPOMULIMH, TPaHC-
nnaHTaLms Nerkux

lcTonatonorus JIAN, XMM, KN XMM, aun, Heyn, NAN JIAN, O, XNM, HCun XMNM, aun, Heyn, NAN
3neKTpOHHasA HenpaeunbHo chopMmpo- YaLue HopMarbHble ManeHbkue namennspHble | MHoMecTBEHHble
MWKpOCKONMA BaHHble MyNILTUBE3UKYNAP- | NlaMenniApHble Tebla TenbLia ¢ NNOTHBIMU 3KC- naMennspHble TenbLa
Hble TaMennApHble TesbLa LiEHTPUYHO PacronoMHeHHbI-
MW BKIIOYEHNAMM
Ncxoapl CMepTenbHbIN B HeoHaTanb- | BapuabenbHbin YacTo cMepTenbHbIii B BbicokoBaprabenbHbii
HOM nepuope HeoHaTanbHOM Nepuoe;
BapWabenbHblii B 1ETCKOM
BO3pacTe
Bo3aMoxHble PecnupatopHas nopaep- | PecniupatopHan noppeps- | PecnvpatopHas noppeps- | PecnvpaTopHas nopnepkka,

Ka, lKC, rugpokcuxnopo-
K1H, a3UTPOMULIMH, TPaHC-
MnaHTaums Nerkux

'KC, rMapoKCMXNOpPOKUH, a3n-
TPOMMLMH, TPaHCMaHTaLumA

NErKux, Tepanua runoTpeosa
(neBoTMpOKCKH), Tepanus OHX

MpuMeyanmsa: MKB — MeayHapoaHan knaccudmkauma bonesHeid; PICH — pecnupatopHbiii AUcTpecc-cHAPOM HOBOPOMAEHHBIX; M3JT — uHTepcTLmManbHoe 3abone-
BaHwWe nerkux; JTAT — neroyHblit anbBeonApHbIv npotenHos; XIMM — XpoHUYecKkunii THeBMOHWUT MnageHLes; [N — neckBaMaTUBHBIA MHTEPCTULMANBHBIA MHEBMOHWT;

HCUNM — Hecneumduyeckan uHTepcTMLMantHas nHesMoHus; MKC — miokokopTuKocTepouabl; JHX — fo6pokayecTBeHHan HacneACTBEHHas Xopes.

MOXHO 0oJiee TsKejloe TeueHue 3a00JieBaHUsT U3-3a
COMYTCTBYIOIIEH OPOHXOJIETOYHOMN AUCIIIA3UM. Y Ie-
Teit u B3pocabix npu nepunute SP-C Hanboliee yacTo
PETUCTPUPYIOTCS XPOHUICCKUE PECITMPATOPHBIC CUM-
MITOMBI: TAXUITHO3, OABIIIKA, Kallle]b, IIMAaHO3; peXe
BCTPEYAIOTCS BIAXXHBIC XPUTIBI, KPETIUTAIINS, CUMIITOM
«bapabaHHbIX najoyek». Mytamuu B reHe SFTPC aBis-
FOTCSI PEIKOM MPUYIMHONW MINOTIATUICCKOTO JISTOUHOTO
Gubpo3a y B3pOCIBIX.

3abojeBaHUS JIETKUX, aCCOIIMMPOBAHHBIC C MyTa-
nussmu B reHe ABCA3, TakKe MMEIOT BapuaOeIbHBIN
denotun. Manndecraums 3a60J1eBaHUS MOXET OBITH
WICHTUYIHA TaKOBOI Y MiIafieHIIeB ¢ nepumnurom SP-B,
¢ kaptuHoil Tskenoro PJICH, 6wIcTpBIM mporpeccu-
pOBaHMEM U JIETAJIbHBIM UCXOMOM Ha |-M Tomy XXU3HU
(TIpu OMaJUIeIPHON MYTAIlMU CIBUTA PAMKHU CUYUTHIBA-

HMSI), B TO BpeMsI KaK y IPYTUX MalUEeHTOB COCTOSIHUE
MOXET CTA0MIM3UPOBATLCS WU YIYULIUThCS (IIPU MUC-
CEHC-MYTalUsAX, MyTallUsIX CAlTa CITAMCAHTA, BCTAaBKaX
u aeneuusx). [lepBble cMMOTOMBI (KallleIb, TAXUITHOD,
TUTIOKCEMUS 1 3a7epKKa (DM3NIECKOTO Pa3BUTHUSI, He-
IIEPEHOCUMOCTh (DU3UUYECKOM HATPy3KM) Y HOCUTEIEH
rmaToreHHbIX MyTanuit ABCA3 MOTYT OSIBUTHCS B JIIOOOM
Bo3pacte. Kpernuraius 1 BjaskHbIe XPUIIbI PEIKO BCTpe-
yaloTcs y manueHToB miuanauie 2 net. [Ipu ¢pusukans-
HOM 00CJIe[IOBAHUU Y IeTeii cTaplie 2 JIET ¢ MyTaLUsIMU
ABCA3 00bIYHO HAOMIONAIOTCST BTSKEHUS YCTYITYUBBIX
MECT I'PYIHOIM KJIETKU, BIasKHbIE XPUIIbI, AehopMaLiust
TPYIHOM KJICTKY M TUCTAIBHBIX (haJIaHT TTAIBIIEB 10 THITY
«bapabaHHBIX MMaJIOUeK» 1 HU3Kasg Macca Tena. [1osara-
0T, YTO CPEeIU BPOXKICHHBIX IMCGHYHKLINI CyphaKTaHT-
HBIX 0eJ1KOB nedunt ABCA3 aBisieTcss caMbIM 4aCcThIM.
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B 1a6:1. 3 mpencraBieHa cpaBHUTEIBHAS XapaKTePUCTH -
Ka KIMHUYECKOM MaHU(ecTalnu 3a00JIeBaHUI JISTKIX
BcienctBue Mytanuii reHoB SFTPCu ABCA3 |2, 5—8].

Ha 0630pHBIX peHTreHOTpaMMaX OPraHOB IPYIHOM
KJIETKY MJIAJICHIICB C TaHHBIMU 3a00JIeBAaHUSIMU 1 TeUC-
Huem PICH o6HapyxuBaoTcs nuddy3Hble MHPUITb-
TpaThl, CHUMIITOM «MaTOBOTO CTeKJIa». OOIINM 1 YaCTHIM
CUMIITOMOM, BBIsIBIsseMbIM Ha KT opraHoB rpymHoit
KJICTKH, Y TAIIUEHTOB C MyTAIIUSIMU B TeHAX, KOTUPYIO-
IIUX cypdaKTaHTHBIC TIPOTEUHBI, IBJISTIOTCS T y3HBIC
YYaCTKM CHIDKECHMS ITHEBMATU3AINH T10 TUITY «MaTOBOTO
CTeKJIa», YTONIIEHNE MEXKIOTbKOBBIX I BHYTPUIOJIBKO-
BBIX IIEPETOPOIOK, UTO ITPUAAET JICTKIUM BUIL «OYIBDKHOMN
moctoBoii». [Ipu nposeaenun KT opraHoB rpyaHoi
KJIeTKN y aeteii ¢ gepuintom SP-C MOTyT OBITH BBISIB-
JICHBI TaKXKe YIACTKU KOHCOIUIAIINN JICTOYHOU TKaHH,
YTOJIIEHUE MEXIOTBKOBBIX TIEPETOPOIOK, TIepUaIITHAP-
Hag sM@u3eMa, KUCTO3HbIe n3MeHeHud [9, 10]. ¥V ma-
LUEeHTOB ¢ MyTauusiMu reHa ABCA3 HanboJsiee 4acTbIMU
KT-cuvmmToMaMu SIBISIFOTCS YTOJIICHUS MEXIOTbKOBBIX
MeperopoaokK, MapeHXNMAaTO3HbIC KMCThI 1 BOPOHKOO-
Opas3Hast necopMaIus rpyIHOMN KICTKH.

I'eHeTMUECKOE MCCIeIOBaHME TIO3BOJISIET IIPOBOINTH
HEMHBA3MBHYIO TUAarHOCTUKY BPOXKICHHOTO meduimTa
0eJIKOB cypdaKTaHTa, OMPEISTUTh IIPOrHO3 3a00IeBa-
HUsI, YMEHBIIIACT ITOTPEOHOCTH B IIPOBEICHNN OMOIICHI
Jerkux. JlaHHoe MccaenoBaHme CIeayeT peKOMEHIOBATh
JMOHOIIICHHBIM HOBOPOXIECHHBIM C TSIKEIBIM, OBICTPO-
MIPOTPECCUPYIOLINM, HE OTBEUYAIOIINM Ha CTAHIAPTHYIO
teparmio PIICH [10, 11]. ¥ HemoHOmEHHBIX HOBO-
poxnaeHHbIx ¢ PJICH mouck myranuii B reHax SFTPB,
SFTPC, ABCA3 BO3MOX€eH Yy ITallUEHTOB ¢ HEOOBLIYHO
TspkenbiM TeueHeM PIICH, pedpakTepHbIM K cTaHIapT-
HOU Teparuu, B CJIy9ae OTSTOIIEHHOTO CEMEIHOTO aHaM-
He3a 1Mo XpOHWYECKNM 3a00jieBaHuAIM Jierkux (X3J1),
B ToM uncie M3JI, uim miageHIeCKO CMEPTHOCTH.
YuuTtsiBasi ayTOCOMHO-TOMUHAHTHBIM THIT HACJIEI0-
BaHUs 3a00JIeBaHNI, ACCOLMMPOBAHHBIX C MyTALMSIMA
B reHe SFTPC, n ux KIMHNYECKYIO BapruabeIbHOCTb,
PEKOMEHIO0BAaHO TIPOBOANTH T€HETUUIECKOE MCCIIEIO-
BaHUE C MIOMCKOM MYTallii B JaHHOM I'e¢HE y WICHOB
ceMbH TIpoOaHaa. BeIsiBIeHME MPUYMHHBIX MyTaIlni
TaKKe MO3BOJISIET MH(POPMHUPOBATH CEMBH O BOZMOXKHOM
naToJioruu Ipu Oyayux oepemeHHocTsx [11]. Myra-
muu reHa SFTPC MoryT ObITh HACJeACTBEHHBIMHU, JINOO
TOSIBIIITBCS de novo. B mepBoM cityyae Ipu reHeTHYe-
CKOM 00cCJieIOBAaHUHU YJIEHOB CEMbU OOJILHOTO pebeHKa
MOXKET OBITh BepU(DUILIMPOBAH HESICHBIM 1O 3TOTO reHe3
X3J1'y ponuteneii, KpOBHBIX pOICTBEHHUKOB, Y KOTOPBIX
«MackaMm» BpoxkaeHHoro aeduimra SP-C MoryT OBITh
taxke npyrue M3J1, capkonmos, Hecrenmmduaeckas MH-
tepcTulraibHas nHesMonust (HCUID) [6, 10]. Kpome
TOTO, TCHETUYECKOE MCCIICIOBaHNE Ha MyTallli TCHOB,
npexne Bcero SFTPCun ABCA3, peKkoMeHIOBaHO IETIM
JII000T0 BO3pacTa ¢ XpOHMICCKUMU PEeCITUPATOPHBIMU
CUMIITOMAaMU, C TTOJIOKUTEIbHBIM CEMEHHBIM aHaM-
He3oM 110 X3JI, HeOOBICHUMBIMU PECTTMPATOPHBIMU
CHMIITOMAMH B TIEPBBIC TOIBI )KU3HU WJIM KPOBHBIM POI-
cTBOM ponureneii [10].

Ta6bnuua 3. KnuHnyeckne cuMnToMbl 3aboneBaHWiA, acCOLMUPOBAHHBIX
¢ MyTaumamm reqoB SFTPC n ABCA3

CumMnToMbI SFTPC ABCA3

TaxunHo3 ++H+ +++
Kawenb +++ +++
Mnokcemmua +++ ++
3apeprKka ¢pur3anyeckoro pasuTuA +++ ++
BnaHble xpunbl + ++
[edopMauma guctanbHbix GanaHr . -
nanbLeB No TUMy «bapabaHHbIX NanoyeK»

BopoHKkoobpasHas aedopMauma rpynHom _ -
KNeTKu

MpyMeyaHMA: + — BbIPAHEHHOCTL CUMTOMa Y < '/, naumeHToB; ++—y ot '/,
B0 ?/,60MbHbIX; +++ —y > ¥/, NaLeHToB.

Buoricus merkoro mo3BoJisieT YyCTaHOBUTh THCTOITA-
TOJIOTMYECKUIA TMATHO3 B CIIyJasix, KOTIa TeHETUICCKUI
IMarHO3 COMHMTENICH WM, KOTIa CKOPOCTh IIPOTpec-
CHpOBaHMS 3a00JIeBaHMS JICTKUX, aCCOLIMMPOBAHHOTO
C MyTallveil B TeHax, KOTUPYIOIIMX 0eIKH cypdaKkTaH-
Ta, HE TTO3BOJISICT OXKMAATh PE3ybTaTOB TCHETUYECKOTO
ucciaenoBanus [11]. [Ipu naromopdonoruyeckom uc-
CJICIIOBAaHUM JICTOYHOI TKAHU IMallieHTa ¢ AeDUIINTOM
OIIPEICIICHHOTO CYP(aKTaHTHOTO IPOTEHHA MOTYT OBITh
BBISIBJICHBI HECKOJIBKO Pa3IMYHBIX ITATOTUCTOJIOTHUYE-
CKMX TTaTTepHOB (Tabi. 2). O61ImMe xapaKTepHbIe 13-
MCHEHHUS B JICTOYHOM TKAHU BKJIIOUAIOT pacIIMpeHre
WHTEPCTUIINS, OOHAPYKEHNE TICHUCTBIX AJIbBCOJIIPHBIX
MakpodaroB B BO3IYIIHBIX TPOCTPAHCTBAX, TUIICPILIA-
3110 ajabBeoaouuToB Il Tuna. JluarHo3 reHeTuyecKom
IUChYHKIMU cyp(aKTaHTHBIX IIPOTCMHOB MOJIKEH OBITh
3aIOI03PEH Y AeTelt ¢ mporpeccuBHbIME (popmamur U3,
O0COOCHHO IIPY HAIMIUU TaKUX Pe3yJbTaTOB OMOIICUN
kak JIATT, HCUII, neckBamaTUBHAs HTEPCTULINATIbHAS
ITHEBMOHMSI WJIM XPOHWYECKUI TTHEBMOHUT MJIAZICHIICB.
71 mocTaHOBKY AMArHo3a BPOKACHHOMN TNCHOYHKIINT
cypdakTaHTa MOXET OBITh TTOJIE3HO MCCJICIOBAHUE JIe-
TOYHOI TKaHU! C TIOMOIIBIO 3JIEKTPOHHON MUKPOCKOITIH
(Tadm. 2).

D GeKTUBHOCTD Tepariuy MpU 3a00JIEBAHUSIX JIET-
KHX, aCCOLIMUPOBAHHBIX C MyTallussMu reHoB SFTPB,
SFTPCu ABCA3, BapuabelibHa, TAaKKe IITMPOKO BapbU-
pyeT IJIUTEIBbHOCTh TePaluy IPUMEHSIEMBIMU JIeKap-
CTBEHHBIMU cpencTBaMu (Tab:1. 2). Tepamms cauraeTcs
3¢ (EeKTUBHOM 1 JOJIKHA OBITh IPOIOJKEeHA, eCJIN Y T1a-
LIMEHTA HAaOJTI0AACTCST OTUCTIMBAS KIMHUYECKAasl TITHA-
MHKa B BUJIC YMCHBIICHMS TaXUITHO? U TaXUKapIUH,
OTCYTCTBMSI He0OXoauMocTH B riponokeHun UBJI, cHu-
JKEHUs MOTPEOHOCTU B KUcJIopogoTepanuu. Pemenue
BOITpOca 00 OTMEHE TepaIru TpeOyeT MHANBUIYATHbHOTO
TIO/IXOIA 1, TTIaBHBIM 00pa30M, 3aBUCHUT OT KIIMHUIECKOM
U pEeHTreHOJIornuecKoii nuHaMuku [12]. Beicokoya-
croTHas ocuuuisitopHass MBJI, skcTpakopnopanbHast
MeMOpaHHasl OKCUTEHAIIMs MOTYT ITIOMOYb CTaOMIIM -
3UPOBATh MJIAACHIICB ¢ Ae(PUIIMTOM CyphaKTaHTHBIX
o6enkoB. Kpome Toro, namueHTaM 3a4acTyto TpeOyeTcst
IJIATeIbHAST pecMpaTopHasl TTOAIePKKa, B TOM YHCIIe
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nomaliHssg kuciaoponotepanus uau MUBJI. JInsa Heko-
TOpbIX NnalreHToB MBJI cTaHOBUTCSI €IMHCTBEHHBIM
METOIOM TepaIlii B OXXKMIAHUM TPaHCIUIAHTAIINH JIeT-
kux. etsam ¢ nepumtom cypdaKkTaHTHBIX IIPOTCHHOB
MOXET ITOTPeOOBaThCS IINTEIbHAS HyTPUTUBHAS MO -
JIepXKKa M3-3a TTOBBIIICHUS SHEPro3aTpaT Ha JbIXaHHE.
BBeneHue mpemnapaToB 3K30TeHHOTO cypdaKTaHTa
nauueHTaMm ¢ PIIC, accoumrnpoBaHHBIM ¢ MYTallUsSIMK
B TeHaX, KOOUPYIOIMNX cypdaKTaHTHBIC OCJIKI, HE CITO-
COOHO TTOJTHOCTBIO HOPMAJIM30BaTh COCTAB 1 aKTUBHOCTh
cypdakraHTa, 00eCIIeYMBaeT TOJIHKO KPaTKOBPEMEHHOE
VIy4IIeHe OKCUTCHALINH B CBSI3U CO CJIOKHBIM ITaTOTe-
HE30M JaHHBIX TCHETUYECKUX 3a00JICBaHUIA.

MenukameHTo3Has tepanus BkimodaeT cI' KC, ru-
IPOKCUXJIOPOXWH W a3UTPOMUIIMH. KcIionmb30BaHme
c¢I'KC onucano y nereii ¢ nepuuutom SP-C u ABCA3
[4, 5, 9]. IIpemapaTel Ha3HAYAIOTCS TIEPOPATTBHO (TIpEI-
HU30JI0H 1—2 MT/KT B CYTKM) JIMOO B BUIE ITYJIbC-
Teparmuu (MeTwimpeaan30i10H 10—30 mr/kr uim 500
MT/M? B TedeHMe 3 nHeil Kaxasie 3—4 Hen.) [12]. Om-
mpndecky 'KC Ha3zHavaroTcs 1100 B Ka4ecTBE MOHO-
Tepanuu, 1100 B KOMOMHAIINHN C TUAPOKCUXIOPOKHU -
HOM M a3UTPOMUIIMHOM. Y AeTeit ¢ MyTallusIMU B TeHaX
SFTPC n ABCA3, He OTBETUBIIIMX HA CTAPTOBYIO Tepa-
nuio 'KC n1bo nmpy HaIU4IMKU Cephe3HBIX TTOOOUYHBIX
appexktoB 'KC, ncnoib3yeTcst THAPOKCUXITIOPOXUH
B mo3e 5—10 mr/Kr B cyTKU B 2 Tipuema [4, 5,9, 12, 13].
Bo3MokHO McTIoIb30BaHNEe THAPOKCUXJIOPOXMHA TIPU
nedummre SP-C B kayecTBe 3(D(HeKTUBHOIM Tepanuu 1-it
yvHun [14]. IIpuMeHeHne a3uTPpOMUIIMHA B KA4eCTBE
mpenapaTa IOMOJTHUTEIPHON Tepaliii OCHOBAHO Y Jie-
teii ¢ U3J1, acconmmmnpoBaHHBIMY C MyTallUSIMM B TeHAX
SFTPC nu ABCA3, Ha ero mpoTUBOBOCITAIUTETbHOM
nevicrBuu [4, 5, 15]. B HacTosi1Iee BpeMsT peKOMEHIO0-
BaHO MCITOJIb30BaHME a3UTPOMMIIMHA B Ka9eCTBE Tepa-
MUY BTOPO¥ IMHUM WM B Ka4eCTBE MOHOTEPATTUN TP
nerkoit popme M3J1 y neteit. PekomeHayemast cxeMa
npuMeHeHUsT — 10 MI/KT B CyTKU 3 THS B HENEITIO C MH-
TepBasioM 2 nH [12].

ToTanbHBIN OPOHXOAIBBEOISIPHBIH JJaBaXK TIPUMEHSI -
©TCSI UTSI JICUCHMST IETEH CTapIero Bo3pacTa U B3POCIIBIX
¢ JIAII. IMockonbKy myTtanuu B reHax SFTPB, SFTPC
n ABCA3 moryt nipuBoanth K JIAII, 06bU10 omucaHo
HECKOJIbKO HaOJIIONCHUI C UCITOIb30BaHNEM TaHHOTO
BapuaHTa JICYCHUST B KaUeCTBE MOIACPXKUBAIOIICH Te-
parmu.

ITpu Hea(GHEeKTUBHOCTH KOHCEPBATUBHOM TepaIrnu
y AIIMEHTOB C BPOXKICHHOM muchyHKIIEH cypdaKkTaHT-
HBIX OCJIKOB PEKOMEHIOBAHO ITPOBEICHNE TPAHCIUIAHTA-
muu terkux [11, 12, 15]. W.B. Eldridge et al. orrydonuko-
BaJIi JaHHBIC 44 MaIIMeHTOB, TTOABEPTIIMXCS TPAHCTLIAH-
TaIlMK JIETKUX BBUIY 3a00JIEBaHMI, aCCOLIMAPOBAHHBIX
¢ mytanussmu B reHax SFTPB, SFTPC, ABCA3, NKX2-1,
BoerkuBaeMocCTh B TeueHUE | roga mocie onepamuu co-
craBuia 88,6%, 5-neTHsisl BbKuBaeMocTh — 64% [15].
AJbTepHAaTUBHBIM BapUaHTOM BEICHUS IMAIIICHTOB
C XpOHUYECKON ABIXaTeJIbHOI HEMOCTATOUHOCTBIO IIPH
HEBO3MOXXHOCTH IIPOBEACHMS TPAHCIIAHTALINM JIETKIX
SIBJISIETCSL IJIMTEJIbHAS, B T. 4. nomartiHsist, MUBJI.

CMHAPOM «MO3r - fnerkue - lwuToBMAHaA
XKenesa»

IlepBoe onucaHue mauMeHTa ¢ MyTallueil B reHe
NKX2-1, BpoxxneHHBIM Tutiotupeo3oM (BI') u pecrim-
PaTOPHBIMUA CUMITTOMaMHU, MaHU(PECTUPOBABIIINMU B He-
OHATAJILHOM ITIepHoe, ObIIO OmyoIMKoBaHo B 1998 T.
[16]. IIpu cuHIpOME «MO3T — JETKWE — IIUTOBUIHAS
xkenesza» (CMJIIK) mopakatoTcs OTHOMMEHHBIE Op-
raHbl, YTO U JAJIO eMy Ha3BaHMe. JlaHHBII CHHIPOM Xa-
pakTepusyeTcsl BapuadeIbHON KIMHUYECKOU KapTUHOM
ITOpakeHUsI TOJIOBHOTO MO3ra, IIUTOBUIHON XKeIe3bI
(LLL2K), merkmx (y omHOTO 00JIBHOTO BO3MOXKHO ITOpaKe-
HHE TOJIBKO OTHOTO JIM0O ABYX MJIM BCEX TPEX OPTAHOB),
MIPEACTABIISISI COOOM MYIbTUANCIIUTUIMHAPHYIO IPO0IIe-
My. B reHeTrmuecKoMm o0CIIeTOBaHUHN MIJISI MUCKITIOUCHUS
CMJIILIXK nyxnatorcst Bce 6onbpHbIe ¢ BI' 11 110061M1
pPECIMpPaTOPHBIMU, OCOOCHHO TSDKEJIBIMU M XpOHUYE-
CKMMU, CUMIITOMaMMU, a TakxKe HeoObsicHUMOM BI™ He-
BPOJIOTMYECKOW CUMITTOMATUKOM.

Hesponornmyeckue HapyIeHUs SIBJISTFOTCS HanOosee
pacIpoCTpaHEHHBIMU MPOSIBICHUSIMM MYyTallMii TeHa
NKX2-1, onn o6HapyxuBaiorcs y 92% mauueHTos |5, 17,
18]. Hanbomee yacToii maTojiorveii co CTOpoHbl HEPBHOI
cuctembl ipu CMIJIIK gBisteTcs mobpokauecTBeHHAs
HacnenctBeHHas xopes (I HX), pazBuBaroiascs B miia-
JIEHYECTBE WJIM paHHEM JIETCTBE, OOBIYHO ¢ BOSHUKHO-
BEHMIO TIPEIIIECTBYET 3aIep>KKa MOTOPHOTO Pa3BUTHUS
WJTY TeHepaIM30BaHHAasT MBIIIICYHAsI THIOTOHUST. Bospacr,
B KOTOPOM JICTH HAYMHAIOT XOIUTh 0€3 TTIOCTOPOHHEH T10-
MoIl, BapbupyeT oT 15 Mec. 1o 5,5 roga. JIHX xapakre-
pu3yeTcsl HeOONBIIMMI CTIOHTAHHBIMY TTOIePTUBAHMS -
MU, He CBSI3aHHBIMU C IIPeTHAMEPEHHBIMU TBYDKCHUSIMMU.
Hpyrumm accormupoBanHbiMu ¢ CMUJIIK HeBpoorn-
YeCKMMU CUMITTOMAMM SIBJISIIOTCSI aTaKCHsI, MUOKJIOHYCHI,
JBUTATEIbHBIC I BOKATBHBIC TUKM, HICTAaIM, aHOMaJIbHBIC
cakkanpl (OBICTPBIC, CTPOTO COTJIACOBAHHBIC IBIDKCHUS
I71a3, OMHOBPEMEHHO B OMHOM HAIIPaBJICHUN ), TTMPAMUI-
HbIC HapyIIeHUs, TU3apTpUsl, THTCHIIMOHHBINA TPeMOp,
TICUX03, CHHAPOM OCCITOKOMHBIX HOT, TUCTpacdysi U CBSI-
3aHHBIE C HEll TPYIHOCTH B 00yueHuu [19—21].

IMaTosorus LK o6Hapyxusaercsa y 70% mnammeH-
TOB ¢ JaHHBIM cuHIpoMmoM. 3aboneBanus LK moryr
BapbUPOBATh OT OECCUMITTOMHOTO YBEIMICHUS YPOBHS
TUPEOTPOITHOTO TOPMOHA A0 TUMOTUTA3WH MW TOJHOM
areHe3uu 112K ¢ pazsutuem BI'. 'opmons! LK urpator
BaXXHYIO POJIb B PaHHEM Pa3BUTUU HEPBHOI CHCTEMEI.
OrtcyrcTBHe Tepanuu TIpy BI IpuBOINT K pa3mTnaHBIM
HEBPOJIOTMIECKUM HApYIICHUSIM, B TOM YHUCJIC K TSDKe-
JIO YMCTBEHHOU OTCTAJIOCTH, MBILIEYHOU CMTACTUYHO-
CTH, HapYIICHUIO TIOXOOKH 1 KoopauHamu. [1aTomorus
2K mpu myTtaumsx reHa NKX2-1 MoxeT pa3BUBaThCS
ITOCTETICHHO B T€UECHME JOJITOTO BPEMEHU, TTO3TOMY
He BCe CIyJau TUITOTUPeo3a OymyT 0OHApYKeHBI BO Bpe-
MsI HEOHATaJIbHOTO CKPUHUHTA.

Jlerounsie IPOSIBIICHUS SIBIISTFOTCST HAMEHEE YaCTHIMU
cumnromamu CMIILLK, onu Berpeuarores y 67% maim-
€HTOB, OTHAKO JaHHbIC HAPYIIICHHUS MOTYT OBITh (haTalb-
HbIMH. YacToTa JIeTaaIbHBIX MCXOIOB Y IMAIIMEHTOB C JIe-
roYHOI MaHudecTauei cuHapoma gocturaer 16—24%,
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TIPY TOM He OBLTO 3apEeTHCTPUPOBAHO HU OTHOTO JICTATb-
HOTO MCXO/Ia Yy MAalIMEHTOB ¢ MyTauneit reHa NKX2-1 6e3
JIETOUYHBIX IposgBiieHunit [17, 18]. PecniupaTropHbie TIpo-
SIBJICHUSI MOTYT MaHU(PECTUPOBATH y3Ke B HCOHATATEHOM
TEePUOJIe, a MOTYT MOSIBUTHCS TOJBKO B TIOMIPOCTKOBOM
Bo3pacte [5, 22]. CrieKTp J1erOYHBIX PACCTPOMCTB BKITIO-
yaet B ce0s1 PICH, B T. 4. y JOHOIIIEHHBIX IeTE, pely-
JTUBUPYIONIME pecrimpaTopHble MHbeKInn, ocTpbiii PIC,
W3J1, pubpo3s nerkux, 6poHXMaIbHYIO acTMy [23—25].
V nereii ¢ U3J1 npu CMJILLLK oTMevarotcsi Takue XpoHu-
YECKME PECITUPATOPHBIC CUMITTOMBI KaK OIBIIIKA, TAXUTI-
HO?3, KallleJib, HEKOTOPBIM JACTSIM TPeOYyeTCsI IIPOBEICHIE
JUTATEJIEHOM KMCIOPOIOTepaIiii, B TOM YKCJIe JOMAIITHEH
[5,22,26]. Y psina naLMeHTOB ObLIM BbISIBICHBI JIETOYHASI
KapIIMHOMa, pacIleIMHA TOPTaH!, alTHO3 BO CHE, JICTOU-
HBII (pubdpo3 u ambpuzema [21—-23]. [1Ipu mpoBeneHUn
HCCaenOBaHUS (DYHKIIUNY BHEITHETO IBIXaHUS y TeTei
crapiiero Bo3pacta ¢ CMJIIIZK o6HapyXuBanuch pe-
CTPUKTUBHBIE U3MeHeHud [22]. [Tatomopdonmornueckne
HaXOJIKM MPeICTaBIIeHBI B Ta0. 2, ipu ripoBeaeHn KT
JIETKUX MOXHO OOHAPYKUTh CUMIITOM «MaTOBOTO CTEK-
JIa», 30HBI KOHCOJIUIAIINY, TUTIepUHGIIAIMN, (GUopo3a,
KMCTBI, YTOIIIEHNE MEXXI0JIbKOBBIX TIeperopoaox [5, 17,
18]. Y maumeHTOB ¢ MyTammeii reHa NKX2- 1 oOHapyXuBa-
FOTCST IUCMOPp(UIEeCKIE YePTHI JIUIIA 1 Yeperia TaKue, Kak
TUTIEPTEIOPU3M, MUKPOTHATHSI, BBICOKOE TyTOO0pa3HOe
He00, BeImaromuiics 106 [27, 28].

[1pu BBISIBJICHNY TUIIOTUPE03a HEOOXOINMO CBOCB-
peMeHHOE Ha3HAUYCHME 3aMECTUTETbHOI TOPMOHATBHOM
tepanuu. s neuenust JIHX ucronb3yroTcst 1ohaMuHO-
MUMETHUKHU, TIPOTUBOSIMIICTITUICCKIE CPEICTBA, TETpa-
6ceHa3uH, M-, H-XonmmHOMMTUKY (TPUTEKCU(DEHUIILT),
XOTS Y HEKOTOPBIX TTAIIMEHTOB C BO3PACTOM OTMEYAIOCh
MOCTEeTICHHOE YIy4YIlIeHNe HEBPOJIOTUIECKON CUMIITO-
MaTHUKU 0e3 KaKkoro-imoo jgedeHus [21]. JleueHue ma-
TOJIOTMH JICTKUX 3aBUCHUT OT KIIMHUUYECKUX ITPOSIBIICHUIA.
[Tpu MmarUdecTalIMM B HECOHATATLHOM TIEPUOJE B BUIIE
PJIC mpoBomauTcs Teparmus mpenapaTaMi 9K30T¢HHOTO
cypdakTaHTa, a Takxke mpu Heooxomumoctu VBJI. Tpu
passutuu M3J1 y nereit ¢ CMJILIK mpoBoguTtcst Me-
IUKaMEHTO3Hasl Tepalisi, COIIOCTaBUMasl C JICUCHUEM
psima npyrux M3J1, B TOM 4nciie BpoXKIeHHOTO neduiinra
06enkoB cypdakrTaHTa [22].

STING-accouumpoBaHHas BacKynonaTus
C HavyaNoM B MNapeH4ecTBe

BapuaHT peiko BCTpe4aloLInXCcss MOHOT€HHBIX ayTO-
BOCIAJIMTE/IbHBIX 3a00JIeBAHMI1 — IPYIIIbI IATOJIOIMYE-
CKUX COCTOSIHUIA, KOTOPbIE XapaKTePU3YIOTCS HATMYMEM
XPOHMYECKOIO WK PELUANBUPYIOLIETO CUCTEMHOIO BOC-
MaJIeHUsI ¥ 4aCcTO Pa3BUBAIOTCSI 0€3 MPOBOLIMPYIOLINX
dakTopos [29]. Bro MoHoHOreHHOe (OMIM 615934)
opdannoe 3aboneBanne (ORPHA 425120), gactoTa
ero BcTpeuaemoctu coctapiser 1 : 1 000 000. STING-
accoLMMPOBaHHAs BaCKYJIOMATHUs C HA4yajJoM B MJa-
nenuectse (STING-associated vasculopathy with onset in
infancy — SAVI; xon mo MKbB X: M35.8) nipencraBisieT
c000Ii BaCKYJIONATUIO, MAHMU(DECTUPYIOLIYIO B MIadcH-
YECKOM BO3pacTe, aCCOLMUPOBAHHYIO C MyTalLlleil reHa

TMEM (transmembrane protein) 173, KOTUPYIOIIETO
oenok STING (stimulator of interferon genes); SAVI ot-
HOCHTCS K rpy1iie uHTepdepononatuii I tuma. MaTEp-
depoHOTIaTHMT — TPYIIIIa MOHOTEHHBIX 3a00JICBaHMIA,
XapaKTePU3YIOIINXCS HapyIlIeHHeM TOMeOocTa3a oIrmocpe-
nmoBaHHBIX MHTephepoHamu (IFN) I Tuma, BKTrogaommx
IFN-a, IFN-B u psx apyrux [29—31]. STING — kmo-
YeBOIi afalITOPHBIN 0eJIOK, YCUIIUBAIOLLIMKA SKCITPECCUIO
reHa IFN-f. STING akTuBHO 3KCITpecCUpyeTcs B abBe-
OJISIPHBIX MaKpodarax, SMUTEINI OPOHXOB 1 aJTbBEOJIO-
nutax. Myramuu reda ST/NG npuBoOIST K TTOBBIIIIEHUIO
¢ynkumuy 1 riocrossHHoM aktuBauuu [FN I tumna.

Kmanyeckas kaptuHa SAVI xapakrepusyercs Tpua-
JIOM TIPU3HAKOB: 1) CUCTEMHOE BOCITAJICHHE C TIMXOPAIKOM
1 TIOBBIIIIEHNEM O0CTPO(a30BhIX OEIKOB; 2) BaCKYJIONATHS
(3puTemMaTOo3Hast ChITb Ha JIUIIE, KOHYMKE HOCA, YIITHBIX
paKOBMHAX, CUHIOIIHBIC TIITHA OT BO3IEUCTBUS X0I01a
W O3HOOBIIIN, TAHTPEHA TUCTATbHBIX OTIEIOB, TENIe-
AHTMO2KTa3UM, Tiephopalirsi HOCOBOM MEperopoaKH, JIn-
Beno, (peHomen Peitno); 3) U3J1 [29—32]. Kpome Toro,
MOTYT OTMEUYaThCsl MUO3UTHI, (DACITUUTHI, apTPUTHI O3
IEeCTPYKIIMU XPSIIEi, apTpalTui, peluInBUPYIOIIIE
OakTepuabHble MHMeKIN, TuMdaneHonaTus. [1pu 1a-
06opaTOpHOM OOCIICTIOBAHUH BBISIBISICTCSI aHEMUS XPOHU-
YeCcKoii 00JIe3HM, BO3MOXKHO OOHAPYXKCHIE aHTHHYKJIeap-
HBIX, aHTH(OCHOTUITUIHBIX, aHTUIIATOTUIA3MATHYCCKIX
aHTUTEJI, peBMaTomaHOTO hakTopa. [Ipu omorncum Koxu
00Hapy:K1BaeTCsT HeUTpopmIbHAS MHOUIBTPALINS C TIO0-
BpeXIeHNEM KPOBEHOCHBIX COCYIOB, OTIOXeHUs IgM,
C3-komrtoHeHTa KomruieMeHTa [32, 33]. TaxumHos u npy-
rve cuMnToMbl M13J1 MOTyT posIBIITECS KaK Ha 1-M romy
KW3HU, TaK 1 Y B3pocibiX [34, 35]. OnucaHbl ceMeiHbIe
cydau cuHApoMa ¢ MaHudecTanmeir cumnToMoB M3J1,
HauyMHasI ¢ POKICHUS U B Bo3pacTe 1,5 roma, a'y ponure-
Jieit, 6abyIlKM NallMeHTOB — B 0oJiee cTapllieM BO3pacTe.
Kaxk mpaBuiio, pecrimpaTopHbIe TTPOSIBJICHUST TIOSIBIISTIOTCST
riociie KoxHbIX [33, 35]. [1o naHHBIM JTUTEPATYpHI, TTOpa-
JKeHUe JIETKUX IpUCyTcTBYeT Y 90% GonbHbIX ¢ SAVI. He-
CMOTpSI Ha TO, YTO Y MIOJIOBUHBI U3 HUX PECTIMPATOPHBIC
CHMIITOMBI OTCYTCTBOBAJIM, y OOJIBIIMHCTBA OTMEYAINCH
n3meHenus Ha KT nerkux, y 40—75% onpeneisuiics Ipy-
3HaKM JieroyHoro ¢uoposa [36, 37]. ApyrumMu peHTreHo-
JIOTMIECKIMM HAXOIKaMU SIBJISIIOTCSI MHTePCTUITMAIBHAS
" TIeprOpoHXMaIbHas MHQWIbTpanys, 1uddy3Hoe ceT-
yaroe roMyTHeHue, y 60% G0bHbIX — TuMbaIeHONaTHs
BHYTPUTPYIHBIX TMbOY310B [32—34]. Mopdorornde-
CKHe M3MEHEHUS TIPpU OMOTICUM JIETKUX TIPEICTaBICHBI
ruriepruiasueit aappeosonuToB 11 Tuma, mumdonaHoM
WHOWIBTpaIMeil, THTEPCTUIINAIBHBIM (DOPO30M 1 3M-
(durzemMaTo3HbIMU U3MeHeHnAMH [33, 34, 36].

Tepanus murocTaTiKaMu, UHTUOUTOpaAaMH (haKTO-
pa Hekpo3a onyxoneil a u antu-CD20 nmpenapatamu
HeaddektnBHa. 'K 0Ka3pIBaIOT HEMMPOTOKUTEIbHBIN
MTOJIOKUTETbHBIN 3 (MEKT, TIPY CHIDKEHUH J03bI HA0JTIO-
naetcst oboctpeHue 3aboneBanus [32, 38]. Haubonbiryio
3¢ deKkTUBHOCTD TIpu JieueHnn SAVI mokaszanu npermna-
pathl, IefcTByIOIIMEe Ha curHaibHbIM yTh IFN 1 Tuma,
B YaCTHOCTU MHTMOUTOPHI THyC-KnHa3 (JAK-uHrnomrop
GapuiutuHuoO) [39].
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Oedunuunt punammHa A

Bbenok ¢pumamuH A ripeacTaBisieT CO00M aKTUH-CBSI-
3BIBAIOIINIT OCJIOK IIMTOCKEJIETA, CBSI3bIBAIOIINI ITUTO-
CKeJIeT ¢ BHEKJICTOYHBIM MAaTPUKCOM U YIACTBYIOIIUIA
B MUTPAIIUN HEMPOHOB, PA3BUTHH CEPIEIHO-COCYINCTOMN
CHCTEMBI M TTIOMACPXKAHUY 1IEJIOCTHOCTU COCTMHUTEITb-
Hoit TkaHu [40]. CuHTe3 Oenka ¢priaMuHa A KOTUpY-
etcs reHoM FLNA, pacriolioXXeHHBIM B ceTMeHTe X(28.
HyneBbie myTaumu B reHe FLNA mpuBondT K nedekram
MUTPAIIMU HEMPOHOB, KJIIETOK COCYIOB, KOXH 1 COCIM-
HUTEJIbHOI TKaHU. MUCCEHC-MYyTallMU C YCHJICHUEM
(YHKIIUM B 9TOM K€ T¢HE BBI3BIBAIOT IIIUPOKUIL CITEKTP
BPOXICHHBIX TOPOKOB Pa3BUTHSI BO MHOTHX OpraHax,
0COOEHHO B KOCTHOI cucteMe [41]. Haubonee gacto
y TIAI[MEeHTOB ¢ MyTallusIMU B reHe FLNA HabmonaeTcs
HEBPOJIOTUYECKAsI, peCIIUPaTOPHAs M CepACTHO-COCY-
IucTast matoyorus [42].

HeBponornyueckas maTojorusi, 00yCaoOBICHHAS MY-
Tauue u motepeit pyHkumu reva FLNA, accouumpo-
BaHa ¢ X-CIeTUICHHOI TOMUHAHTHO HaclieyeMoii (pop-
MOW MEPUBEHTPUKYJISIPHOU HOMYJISIPHOW TE€TEPOTONUN
(ITHT'), B ocHOBHOM HaOJI0gaeMO Y JIUIL XXEHCKOTO
nona. [lepuBeHTpUKYIIpHasT HOMyIsIpHAs (y3J10Bas)
TeTePOTOIHSI — 3TO BPOXKICHHBIN IMTOPOK Pa3BUTHUSI TO-
JIOBHOTO MO3Ta, 00YCJIOBJICHHBIN HAapyIICHUEM Heilpo-
HaJIbHOI MUTPAIIUN U XapaKTePU3YIOIIUIACS Y3TOBEIMU
MaccaMM HOPMaJIbHBIX HEHPOHOB 1 TJIMAJbHBIX KJIIETOK
0e3 TaMUHAPHOI OpTaHW3aINH, PACTIONOXECHHBIX OJIM3-
KO K IICpUBEHTPUKYJIIPHOMY TepMUHATILHOMY MaTPUKCY,
XOPOIILIO BU3yaJU3upyeMbIX Ipu nposeaeHu MPT ro-
JoBHOro Mo3ara [43]. HauboJsee yacTbIM KIMHUYECKUM
nposieieHueM [THI sBastoTcst cynoporu, Takxke BO3-
MOXHBI MBIIIIEYHAsI TUTIOTOHUS, 3aePKKa IICUXOMO-
TOPHOTO Pa3BUTHSI.

INaTonorus pecnupaToOpHON CUCTEMBI BCICACTBUC
nedunuTa puaaMuHa A XapakTepusyeTcs aMbuse-
MaTO3HBIMHM M3MEHEHUSIMHM IMapEHXUMBI B Pe3yJIbTaTe
HapyIIeHUS pocTa JeTKuX. JJlaHHbIe U3MEHEHUS TIPO-
SIBIISICTCSI B BUIE MYJIbTIIIOOAPHOM TUIICpUHMIISIIINNT,
MIPEUMYIIIECTBEHHO MTOpaXKaIoIIeii BEPXHIOI U HIZKHIOO
JOJIN JIETKMX, C TPYOBIM YTOJIIIIEHUEM MEXIOIEBBIX ITepe-
TOPOIOK U TIPEXOMSIIUM aTeIeKTa30M HIDKHUX JOJICH
nerkux [44]. Cpoxu MaHUpeCTalIMU peCcTUPATOPHON
TaTOJIOTUM BeChbMa BapuaOeNbHBL. Y psiia IMalllieHTOB
CUMITOMBI ObIXaTeIbHON HETOCTaTOUHOCTU MaHU(pe-
CTUPYIOT Cpa3y MOCJIe POXKICHMS WU B TIEPBHIC MECSIIIBI
KW3HU, y IPYTHUX — BO B3pOCJIOM Bo3pacrte [42, 45, 46].
BapuabenbHoit saBIsieTcs M KIIMHUYECKas KapTHHA pe-
CITMPATOPHBIX CUMIITOMOB: OT 3ITM30I0B PEIINIUBUPYIO-
IIUX PECTTUPATOPHBIX UH(MEKIINI 0 TSKEIOU TIporpec-
CUPYIONIEH AbIXaTeIbHON HETOCTATOUHOCTH, TPEOYIOLIE
MIPOBEACHUS AOTIOJTHUTEITBHOM KNCIOPOIOTePAITUHI YITH
pecniupatopHoii moaaepxku (MBJI, CPAP). Yacteim
OCJIOXXHEHHUEM TIPOrPeCcCUPYIONIETO 3a00IeBaHUS JIEeT-
KHX Yy TTAlIMEHTOB C MyTallusIMU B reHe FLNA saBaseTcs
JieroyHasi runepreHsus [46—49]. I1pu rucToornyeckom
HCCICIOBAHNY TKAHU JIETKOTO BBISIBIISICTCSI TTAHIIO0YIISIp-
Hast SM¢u3eMa ¢ 3aMETHBIM YMEHBIICHUEM XPSIIIEeBOM
TKaHU OpoHX0B [47]. Y HEKOTOPHIX MAllMEHTOB C TEUEHU -

€M BpeMEeHH HAOTI0MAeTCsl YMEHBIIICHUE PECITMPATOPHBIX
CHMIITOMOB, OTHAKO PSIAY MAIIMEHTOB C OOIMMPHBIMU
5M(U3eMaTO3HBIMA U3MEHEHMSIMU B JICTKUX TPEOYETCST
XUPYPTUIECKOE BMEIIATEILCTBO B BUIE PE3CKIIUM JI0-
neit nerkux [47, 50]. Kpome Toro, UMeIoTcsl COOOIIEHUS
0 HEOOXOIMMOCTH TPAHCIUIAHTAIIAY JISTKUX IETSIM C My-
TtaumsiMu reHa FLNA u iporpeccupylonieii qbxaTeJIbHOM
HEeIOCTaTOYHOCTHIO [48].

[Taromorust cepnedIHO-COCYIUCTON CUCTEMBI ITIPU MYy-
Tanusx B reHe FLNA xapakTepu3yeTcst HaTMdheM BPOK-
JIEHHBIX TTOPOKOB ceparia. Hanbosee yacTo BcTpeyaeTcst
OTKPHBITHII apTePUAIBHBIN ITPOTOK, pexke - MePeKT MexXK-
MIPEICEePIHON MePErOpOaKH, NeeKT MEKKETYTOUIKO-
BOU IIEPEropoaKM, IBYCTBOPYATHIA aOpTAJIbHBIN Kja-
MaH, KoapKTalus U AuaaTalus KOpHs aopThl, MpoJiarc
1 MUKCOMATO3Hasl IeTeHepallrsi CTBOPOK MUTPAJIEHOTO
KJIaIlmaHa, JIeTOYHAasI TUTIePTeH3UsI, COCYINCThIC aHEB-
pusMbl [42]. [Togo3penus Ha myTanuu B reHe FLNA
JIOJIXKHBI BO3HUKATh y TTALIMEHTOB, IPEUMYIIECTBEHHO
XeHckoro nona, ¢ I[THI', xupypruyeckumum xpoHuue-
CKMMU 3a00JIeBaHUSIMU JIETKNX (JToOapHas ampusema,
Tpaxeo-, OpoHxoMassuns), M3J1, BpoxkneHHBIMHA T10-
POKaMM 1 MaJIbIMU aHOMAJIMSIMU Pa3BUTHSI cepalia (130-
JINPOBAHHO WJIU B COYCTAHUN).

MHTepCTMLlMaanbIe nopa>xeHunqd nerkux
npu cuHapome JlayHa

Cungpom Jlayna (ORPHA: 870; OMIM: 190685;
MKB-10: Q90.0; MKB-11: LD40.0) — omHa 13 caMbIX
YaCTHIX HACJICICTBEHHBIX OOJIe3HEH YeloBeKa, Hanbo-
JIee pacTpocTpaHeHHAsI XpOMOCOMHasi aHOMaIHS (TpH-
comus 21). [ToMuMo XapaKTepHOTO BHEIIHETO BUIA,
MHOXECTBEHHBIX TTOPAXXECHUI CepACIHO-COCYAUCTOM
(BpOXKIIEHHbBIE IOPOKHU CepAlla, JETOUHAs] TUIIEPTEH-
31sT), LICHTPAJIbHOW HEPBHOM (TSKesIast yMCTBEHHAsI
OTCTaJIOCTh), UMMYHHO (TMITOTaMMAarIOOyIMHEMHS,
nIedeKTHl (harouTo3a, TUIOTUIA3Us U TUCTUTA3UsI TUMY-
ca), DHAOKPUHHOM (TUIIOTHPEO3) CUCTEM, KETYIOUHO-
KHUIIIEYHOTO TpakTa (aucarus, ractpoaszodareaabHasis
pedmroKkcHas 601e3Hb, 00JIe3Hb [ MpIIIIpyHTa), OITIOPHO-
JIBUTATELHOTO armapara (HeCTaOMIbHOCTh aTJIaHTO-3a-
TBUIOYHOTO ¥ aTJIAHTO-aKCHAJIBHOTO COUJICHEHUIA, BBI-
BMXH, KIWJICBUIHASI MJIM BOPOHKOOOpa3Has neopMaIius
TPYIHOM KJIETKH, 11 map pedep, MBITIIeuHasi TUTIOTOHUS),
BechbMa pacIpOCTPaHEHHBIMM Y MAIIMEHTOB C CUHAPO-
MoM JlayHa SIBIISIIOTCST 3a00JIeBaHUST PECITMPATOPHOTO
TpakTa. [TopaxkeHne JeroYHOro MHTePCTUIIMS MaHU-
(ecTupyIoT y IMaIIMEeHTOB ¢ CMHAPOMOM JlayHa TaKUMK
KIMHAYECKUMH CUMIITOMaMHM, KaK ONBIIIKA, KaIllellb,
CBUCTSIINE XPUITBI M TUTTIOKCEMMSI, a TAKXKE CTOMKIMU
PEHTICHOJIOTUICCKIMU U3MEHEHUSIMUA,, KOTOPBIE MOTYT
CITy4alfHO BBISIBJISITBCSI M Y OOJIBHBIX O€3 peCITpaTOPHBIX
cuMnToMOB. JAnddy3HbIC TeTOUYHBIC TOPAXKEHUS TIPU
cuHApoMe JlayHa MOTYT pa3BUTHCS KaK CAMOCTOSITEITb-
HBII EPBUYHBIN MATOJIOTMUCCKMI TIpoliece (JIeTOIHast
TUITOTIIA3MSI, JIETOYHAST TMM(baHTUOAKTa3Ms, TUM@O-
LIMTapHass MHTePCTUIINATbHAS ITHEBMOHMS ), a TAKXKE
BTOpMYHO. OIleHKa MEPBUYHOCTHU ITATOJIOTUIECKOTO
IIpoliecca OCHOBaHA Ha MCKIIOYCHUM TeX 3a00jeBa-
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HUIA, KOTOPBIC BEOyT K BTOPUIHOMY ITOPaKEHUIO JIeT-
KUX, HAIIpUMep, OPOHXOJIETOYHOM TUCTUIa3uM, MH(pEK-
Ui, TTOCTUH(EKIITMOHHBIX OCJIOKHEHU, JICTOUHOTO
reMocunepo3sa, 3a00J1eBaH1ii cepala v COCYA0B JIETKUX,
xpoHuveckoit acniupauuu. [1pu KT BrisgBasiIOTCS Ha-
PYIICHMS JISTOYHOU apXUTEKTOHNKH, TICPYIOOYIISIPHBIC
3aTCHCHMS M 00eTHEHNE JISTOYHOTO PMCYHKA Ha YPOBHE
monbKu [51, 52].

J71s1 THTepCTULIMAIBHOTO TTOpaXKeHUsI JICTKUX Y T1a-
LMEHTOB ¢ CUHIPOMOM JlayHa TUITMIHBIMU SIBJISTIOTCSI
nepudepruIecKre CyoruIeBpaIbHbIe KUCTHI, a TAKXKE K-
CTBI, PACIIOIOKEHHBIC BIOJIh MEXKIOJICBBIX ITIeJIei 1 OpOH-
XOCOCYAIUCTHIX ITyYKOB, XOPOIIIO UACHTU(DUIIUPYEMbIS
Ha KT rpyaHOi KJI€TKW U PU TMCTOJIOTUYECKOM UCCIe-
nmoBaHUM. YacToTra OOHAPYXEHUSI KUCT Y ACTEil ¢ CMH-
npomoM JlayHa kosebaercs ot 23 o 36%. B kauecTse
MPUIMH Pa3BUTHS CYOTUICBPaIbHBIX KUCT paccMaTpu-
BAIOTCS 3MM30bI JICTOYHOM TUmonepdy3nu, IpruBOIs-
IIHe K UIIEMIYECKOMY TTOBPEXKICHUIO JISTOYHOI TKAHM;
CHaBJICHUE MEJIKUX IbIXaTeIbHBIX ITyTeii MHTEPCTUIIAAb-
HOM XXMIKOCTBIO; JIerTouHasI ruriorriasus. [lomaraior, 94to
YMEHBIIICHIE OOIIIEeTO YK CIIa aTbBEOJT U OOIIIEH TUToIamu
aJIbBCOJIIPHOM TTIOBEPXHOCTH Y TIAIIMEHTOB C CHHIPOMOM
JayHa MOXeT IPUBECTH K KOMIICHCATOPHOI KMCTO3HOM
MUJIATAIIIN aJIbBEOJI. JIeTOYHbIe KMCTHI TIPU CUHIPOME
JayHa B THITMYHBIX CJIydassX MHOTOYHMCJICHHBI, MaJIOTO
pa3mepa (00bI9YHO 1—4 MM B mMaMeTpe), COOOIIaIoTCs
C IMMPOKCUMAJTBHBIM BO3MYIITHBIM IIPOCTPAHCTBOM 1 THCTO-
JIOTUYECKH OTIIMYAIOTCS OT NPYTMX KMCTO3HBIX MOpaXe-
HUM JIETKKX, COMPOBOXAASICh KyOUUECKOI MeTarjiazuei
anbBeoJigpHoTOo sruTenus [51, 53, 54]. CybreBpalib-
HBIC KUCTBI IIPY cUHIpoMe JlayHa OTCYTCTBYIOT BHYTPH-
YTpOOHO 1 BO3HUKAIOT Ha TIEPBOM TOIy XM3HU [53, 55].
JuarHocTrKa CyOruieBpaIbHBIX KMCT BaXKHA TT0 TIPUIMHE
pHCKa MTHeBMOTOpPaKca, MapeHXNMATO3HBIX JICTOUHBIX
TTOpakKeHUI TIOCIIE OTIePATUBHBIX BMEIIATEIBCTB WU TIPU
nposeaeHun MBJIL.

Kpome N3J1 y naimeHTOB ¢ cmHaApoMoM JlayHa Jier-
KO Pa3BUBACTCSI OOCTPYKIIMS BEPXHUX JTBIXaTCIbHBIX
MyTeil, COMPOBOXIAIOMIASICS OOCTPYKTUBHBIM aITHO?
cHa. Ee mprmunHaMu MOTYT OBITh TUCMOPGUIHBIC YePThHI
JIATIA, OOJBIION SA3BIK, MBI TUTTOMAPUHKC, TUIIOTO-
HUSI MBIIIII TJIOTKH, YBEIMUYCHNE HEOHBIX MUHIAINH
¥ alleHOWIOB, JIAPMHTOMAJISILINSI, TpaxeoMaursiius. [1a-
LIUEHTHI C CMHAPOMOM JlayHa TaksKe TPEeIpacIIonoKeHBI
K pEIUANBUPYIOIINM 3a00JIeBAaHUSIM HIKHUX TbIXaTC/Ib-
HBIX ITyTe BCIICACTBHE TacTpo330hareaIbHOTO PedIIroK-
ca, UMMyHoOIe(UIINTa, TpaxeaJTbHOro OpOHXa, MAJISIIIAN
IBIXaTeIbHBIX ITYTeH, BPOXKICHHBIX ITOPOKOB Ceplia,
JIETOYHOM THITOIIIa3uu. 3a00JIeBaHUS PECITUPATOPHOTO
TpaKTa — HauboJjiee pacIpocTpaHeHHAsI IPUIMHA TOCITH -
Taau3alMi 1 JICTATFHOTO UCXOMAa Y AeTell ¢ CHHIPOMOM
Hayna. IlammenTsl ¢ cuHapomMoM JlayHa — Tpymria pucka
TSDKEJIOTO TeUCHUST PeCITMPATOPHO-CUHIIMTHAIBHOM B~
PYCHO# MH(EKIINH, a TAKXKE PA3BUTHSI OCTPOTO PeCIIMpa-
TOPHOTO HUCTpecc-cuHmpoma [51, 56—59]. CBuctsiue
xpuIibl 4acTo (31%) BcTpeualoTcsl y IeTei ¢ CMHAPOMOM
JHayHa, omHaKO OpOHXMAaIbHAsI aCTMA Y TAaKUX MAIICHTOB
penka (3,1%), 4To MO3BOJISIET paclieHUBATh B3aMOCBSI3b

acTMBI ¥ cCMHIpoMa JlayHa B KauecTBe 006paTHOM KOMOP-
oungHoctu [60, 61].
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