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B cTaTbe npuBefieHbl JaHHbIe 06 UCCNEA0BaHUM, B KOTOPOE BOWWJIN 76 ieTeil NepBbIX 2 €T XU3HU C UHTEPCTU-
LmManbHbIMK 3aboneBaHusmu nerkux (MU3J1). Mpu oueHke cumnTomMoB, BXoAAlWMX B AeTckuit U3J1-cuHapom, y Bcex
nayMeHToB HabMo[aNNCh 0OBEKTUBHbIE KAMHUYECKUE CUMMNTOMbI U UHTEPCTULMASIbHbIE U3MEHEHUS MO AAHHbLIM
PEHTTEHONOTUYECKUX UccnenoBaHuit. Y 93,4% nayMeHToB OTMEYaNuCh PecnupaTopHbie CUMNTOMBI, Y 68,4% no
LaHHbIM NYNbCOKCUMETPUM ObiNa BbIABIEHA TMMNOKCEMUS, YTO MO3BOJAMUNO YCTAHOBUTL AeTckuii U3J1-cuHpgpom y
BCEX MALMEHTOB, @ HA OCHOBAHWUM MPOBELEHHbIX KTUHUYECKUX U N1aBOPATOPHO-UHCTPYMEHTAIbHbIX UCCNEA0Ba-
HWit OblNa yToyHeHa Ho3onoruyeckas ¢opma. M3J1 y HabnoaaBWMXCA [eTel BKNOYANU BPOXKAEHHYIO anbBeo-
NApHO-KanunnapHyto aucnnasuio (1,3%), neroynyto runonnasuio (17%), cuHapom BunscoHa—Mukutn (21,1%),
cybnneBpanbHble KUCTbl Yy NALMEHTOB ¢ cMHApoMoM [JlayHa (6,6%), HEPO3IHAOKPUHHYIO TUNEpPNa3nio MiafeH-
ueB (23,7%), BpoxaeHHbl fecduuut cypdaktaHTHoro npotenHa B (1,3%), CMHAPOM «MO3r—nerkue—1mToBuaHas
xenesa» (2,6%), 06nuTEPUPYIOLLUIA BPOHXMONUT C OpraHu3ytlencs nHeBMoHueit (10,5%), HTepCTULMANbHbIE
NopaXKeHUs NErkux Mpu CUCTEMHbIX 3aboneBaHusx (rMcTMOLMTO3 M3 KneTok JlaHrepraHca — 14,6%, 6onesHb
HumaHHa-Muka — 1,3%). MpoaHanu3npoBaHbl 0COOEHHOCTU KAWHUYECKOW KapTUHbI, faHHble nabopaTtopHo-
MHCTPYMEHTANIbHbIX METOLOB 006CNEL0BAHMSA, TAKECTb TeUeHUs 3a00NeBaHUi, NPOrHO3, BbisBNEHbl NPEAUKTOPSI
NIeTaNbHOTO UCX0Aa Y NALMEHTOB C JAHHBIMW PeAKUMU 3a60/1eBaHUAMM, B TOM YMCIIE Y HEOHOLWEHHbIX AeTeil.
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TNIepTeH3us
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The nosological structure and features of interstitial lung diseases in children during the first 2 years
of life: results of a multicenter study
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The article presents data about study included 76 children of the first two years of life with interstitial lung
diseases (ILD). According to symptoms of chILD-syndrome, all patients had respiratory signs and interstitial
changes on X-ray. 93.4% of patients had respiratory symptoms, hypoxemia was revealed in 68.4% of patients by
pulsoximetry. The presence of those symptoms allowed to establish chILD-syndrome in all patients, and, on the
basis of clinical and laboratory-instrumental studies, nosological form was refined. Children of our study have
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forms of ILD such as congenital alveolar-capillary dysplasia (1.3%), pulmonary hypoplasia (17%), Wilson—Mikity
syndrome (21.1%), subpleural cysts in patients with Down syndrome (6.6%), neuroendocrine cell hyperplasia
of infancy (23.7%), congenital deficiency of surfactant protein B (1.3%), brain-lung-thyroid syndrome (2.6%),
bronchiolitis obliterans with organizing pneumonia (10.5%), disorders related to systemic disease processes
(Langerhans cell histiocytosis — 14.6%, Niemann—Pick disease — 1.3%). The features of clinical picture, data
of laboratory-instrumental methods of investigation, severity of the disease’s course, prognosis, predictors
of the death outcome in patients with these rare diseases, have been analyzed in all patients including preterm

infants.
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epBble MybAMKALMW, NOCBALEHHbIE WHTEPCTULMANb-

HbiM 3aboneBaHuam nerkux (M3J1, cuHoHum: pudys-

Hble MapeHXMMaTo3Hble JIEroYHble 60Ne3HU), OTHOCATCH
K 1898 r., korga G. Rindfleisch onucan Ttaxenoe neroyHoe 3a-
6oneBaHWe, OCHOBHbLIM CUMMTOMOM KOTOPOTO Obina BblpaXeH-
Has OAbIWKA, W HA3Bas €ro KUCTO3HLIM LMUPPO30OM nerkux [1].
Mpowno MHOro NIeT 40 TOro BpeMeHH, KOrfa bbina pa3paboTtaHa
nepas TepaneBTMyeckas knaccudukauma NU3J1, ocHoBaHHas Ha
pe3ynbTatax rMcToNorMyeckoro UCCneoBaHms.

Mo MHeHWio 6GonbWIKMHCTBA UccnegoBateneir, knaccucbu-
kaums W3Jl, npumeHdemasa BO B3pOCNON NpPaKTWUKE, HE MOXeT
ObITb MCMoONb30BaHa y AeTeit [2-4]. MpuU3HaHHble cneyuanu-
ctbl no U3y peteii L.L. Fan u C. Langston ewe B 2002 r. ony-
611KOBanu 0030pHYI0 CTaTbid C KPAaCHOPEUYMBBHIM Ha3BaHUEM:
«Mepuatpuyeckue MHTepCTULMANbHbIE 3ab60NEBaHUA Nerkux:
LeTn — He ManeHbkue B3pocible» [2]. CBA3aHO 3TO C TeM, YTO
MMEITCA CyWeCcTBEHHble pa3nnuuna B Gopmax, Te4eHUH, rucTo-
Nornyeckunx ocobeHHocTsax, nporHose M3J1y neteit n B3poCabIx.
Hanpumep, camas vactas dopma M3J1 y B3pocnbix — nguona-
TUYECKNI T PUOPO3UPYIOWNIA aNbBEONNT, UAU UAMONATUYECKNIA
(h1bpo3 nerkux, o4eHb peaKo BCTPEYAETCA Y AeTell U TONbKO
B MO POCTKOBOM Bo3pacTte [5-7]. Y neteit umetotcsa dopmsl U3J,
He BCTpeyalolmecs y B3pochblX, TakKne Kak HeWpo3HAOKPUHHAA
runepnnasua mnagerues (H3IM) u neroyHblit MHTEpCTULMAND-
HbIA TUKOTreHo3, fMddy3Hble HapyleHUa pa3BUTUS M pocTa
Nlerkoro, onucaxHele B nocnepHee 10-netue [3, 4, 8]. Y petei
yalle, yem y B3pocblx, BcTpeyatoTcs M3J1 ¢ ussectHoit aTmono-
rueit, cemeiiHble Gpopmbl 3a6oneBaHuit, u nporHo3 gerckux N3J
B LieJIOM JyYlle, YeM Y B3POC/bIX.

Ecnu B 1990-e rr. B ny6AMKaLUMUAX, NOCBALWEHHbIX JETCKUM
N3N, 6binu npefcTaBneHbl eaMHUYHbE HabnoaeHUs Ha 6ase
OTAENbHBIX Ceuuanu3npoBaHHbIxX LeHTpos [5, 9], To B nocnep-
Hue rofbl chopMUPOBaHbI PErnCTpbl AaHHbIX GObHBIX HA OCHO-
BaHUM MHOTOLEHTPOBbLIX HALMOHANbHBIX W MEXAYHapPOAHbIX
uccnefoBanuit [10-12]. VimeloTcs nuwb efuHUYHbIE coobLLe-
Hus o pacnpoctpaHeHHoctu U3J1y peteir. B 3 nccnepoBanusax
6bina nopcynTaHa YactoTa getckux U3 [11, 13, 14]. 3abonesa-
emocTb Bapbuposana ot 0,13 cnyyas Ha 100 Tbic. geten mnaguwe
17 net 3a rog B lfepmanum [11] go 10,8-16,2 cnyyas Ha 100 ThiC.
aeteit mnagwe 15 net 3a rog B Javuu [14]. B uccneposanuy,
BbINOJHEHHOM B AHIMK ¢ 1995 no 1998 r., yactota U3J1y peteii
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B Bo3pacte 0-16 net coctasuna 0,36 Ha 100 ThIC., Npu 3TOM
B [JaHHOE MCCNeAOBaHWe He BOWM MaLMeHTH ¢ 3aboneBaHu-
AMU, Hanbonee pacnpoCTPaHEHHLIMU B MJAAEHYECTBE, TAKUMU
Kak H3I'M, neroyHbliil MHTEPCTULMANBHbINA TIMKOFEHO3, @ TaKXe
N3J1, accoynmpoBaHHbiMK C fedekTamu cuHTe3a 6enkos cyp-
takTanTa [13].

Yactota W3J1 TecHo cBs3aHa C Bo3pacTtoM 60/bHbIX. [0
paHHbiM A. Clement u E. Eber (2008), 13 185 60nbHbIX, e4uB-
WUXCA B eBPOMNeicKMX MeAULMHCKUX LeHTpax no nosony WN3J,
31% Gblnn B Bo3pacTe Mnagwe 2 et [15]. B CLIA u Kanapge 3a
5-neTHuit nepuog (c 1999 no 2004 r.) amarHo3s N3J1, noaTeepx-
LeHHbIIt 6uoncueit, 6bin nocTaBneH 187 60abHLIM B BO3pacTe 0
2 n1eT, U3 HUX y 68% 60oNe3Hb COOTBETCTBOBANA KNaccudukaum-
OHHOW KaTeropumn «W3J1, npeBanupyiowme y MiageHuesy [4].
B HacToswee Bpems nonaratot, yto U3J1 BCcTpeyatoTcs B No6GoOM
BO3pacTe, HO Yy A€Tell OHU HE MeHee YeM B MOJIOBUHE CNy4aeB
CBA3aHbl C NMEPUOAOM HOBOPOXAEHHOCTU U NEpBLIMU FOfAMM
KU3HU.

[locTkeHna B NOHWMaHMKM naToreHesa B [OMONHEHWE
K CTaHfapTM3aLuu TePMUHONOTUM WU KNacCUDUKALUU JEeTCKUX
W31 cnocobcTBOBaNM yBENUYEHUIO Cy4aeB CBOEBPEMEHHOI
OMArHOCTMKM AaHHbIX 3abonesaHmii [4]. K coxanenuio, B Poc-
cumn N3J1 mano m3BecTHbl Neguatpam, B pe3ynbrate yero oTme-
YaeTcs rMNOAMArHOCTUKa bonesHeil faHHO rpynmnbl, 0COGEHHO
y AeTeil nepBbiX 2 NIET XU3HWU. Y MHOMMX NaLMEHTOB AAHHOrO
Bo3pacTa auarHo3 fetckoro N3J1 ckpbiBaeTcs nog Mackoi apy-
rux 6onesHeit — GpoHxoneroyHoit gucnnasuu (bJ11), nanona-
TU4YecKoro h1bpo3MpYIOLLETO aNbBEONNTA, FTMNEPCEHCUTUBHOTO
NHEBMOHMTA (3K30reHHOro anNepruyeckoro anbBEoNUTa), NHeB-
MOHUM (BPOXKAEHHOMN, MHTEPCTULMANBbHO, 3aTAKHOIO TeYEHNA).
B pe3ynbrate gaHHble 06 3NMOEMUONOTUM, KTMHUYECKOW U PEHT-
reHonorunyeckoit cemnotuke U3J1y petein nepsbix 2 NeT XKNU3HU
B Halleil CTpaHe OTCYTCTBYIOT, OfHAKO Bpauu 060 cnewunanb-
HOCTM MOTYT CTONKHYTbCA C HeobxoaumocTblo fuddepeHuna-
NIHOW AWMArHOCTUKM 3TUX 3a60NEBaHMUIA.

MaTepuan n MeToAbI

OCHOBHbIM MaTepuanoM fAns [AaHHOM paGoTbl MOCAYKUAM
COBCTBEHHbIE HAOMIOAEHNA U aHanu3 UCTopuil GonesHu 76 na-
uMeHToB C metckumu W3J1, npoxoguslimMx NeyeHue B nepuop
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c 1985 no 2016 r. B KnuHukax MockBsbl, CaHkT-MeTepbypra,
flpocnasns, KasaHu, YensbuHcka. Cpean naumeHToB 6bIO
47 (61,8%) manbumkoB n 29 (38,2%) feBoyek B Bo3pacTe
0T 1 cyT Xn3HM [0 24 mec. fecTaumoHHbIi Bo3pacT (MB) nauu-
€HTOB BapbupoBan oT 24 fo 41 Hep [mepmaHa (Me) - 39,0;
MHTepKBapTUIbHbIN pa3max (MKP) — 30,5-40,0], macca Tena npu
pOXAeHUN — oT 485 po 4450 r (Me — 2885,0; UKP - 1505,0-
3395,0)].

JusaliH nccnegoBaHns — ambUCNeKTUBHOE MHOTOLEHTPOBOE
OTKPbITOE HECPABHUTENbHOE UCCNel0BAHME.

Kpumepuu sxknto4eHus B uccnefoBaHue: BO3pacT maagle
2 net, Hanunume petckoro N3J1-cunppoma.

Kpumepuu ucknodeHus n3 ncciefoBaHus: BO3pacT cTaplie
2 N1eT, yCTaHOBNEHHblE AMATHO3bl MyKOBUCLML03a, NEPBUYHOO
UMMyHOAedbULMTa.

Bce cTtaguu nccnepoBaHMs COOTBETCTBYIOT 3aKOHOAATENb-
ctBy PO, MeXayHAPOAHbLIM 3TUYECKMM HOPMAM M HOPMATUBHbIM
LOKYMEHTaM MCCNefoBaTeNbCKUX OpraHu3aumii, a Takxe ofo-
GpeHbl COOTBETCTBYIOWMUMU KoMUTeTaMu. OT poauTeneit nayu-
€HTOB, CTaBIWIWX 0ObEKTaMU UCCNeAoBaHMUsA, NosyyeHo UHdop-
MUPOBaHHOE cornacue.

Y BCcex nauueHToB 6blIM MPOAHaNU3MPOBaHbLI Clefytoume
LaHHbIE: aHaMHEe3 XMU3HW, aHaMHe3 U TeyeHue 3a0oneBaHus,
pe3ynbTathl 1abopaTOPHO-UHCTPYMEHTANbHLIX 06CNef0BaHUMN,
npoBofAMMan Tepanus, ucxofbl. JlJabopaTopHOe U MHCTPYMEH-
TanbHoe obcnenoBaHue nauueHtos ¢ W3/ Bkaoyano obwmin
KAMHUYECKNI T M OGUOXMMUYECKUI aHanW3bl KPoBHW, onpeje-
NeHne HacblleHNs KpoBu Kucnopojom (catypauus, Sat0,),
axokapguorpacduyeckoe wuccnegosaHue (3IxoKl) c oueHkoint
CUCTONMYECKOTO faBNeHus B nerovHoit aptepum (CLJIA) no
CKOPOCTU TPUKYCNUAANbHOW peryprutauum [npu 3Tom Kpute-
pUeM AMarHoCTUKW neroyHoi runepteHsun (JIN) 6bino COJIA
>35 MM.pPT. CT.], peHTreHorpaduio OpraHoB FPYyAHON KNeTKM
y Bcex GO0MbHbIX; KOMMbioTepHyto Tomorpaduto (KT) opraHos
TPYAHOM KneTku y 53 nauueHToB, reHeTUYecKoe Wcciepo-
BaHMe y 11 peTeil, nNaToNoroaHaTOMMYyecKoe WCClefoBaHue
y 15 nauueHToB [GMONCUA KOXM NPU TUCTUOLMUTO3E U3 KNEeTOK
Nanrepranca (TKJ) -y 11 peteid, aytoncus — y 4]; no noka-
3aHUAM AN UCKIIOYEHWUA WH(EKLMOHHOW naTtonorum npoBo-
AWUIN CEPONOTUYECKME UCCNEA0BAHMSA U MONMMEPA3HYIO LieMHYI0
peakumMio KpoBM, N0 MOKA3aHUAM LS UCKIOYEHUS racTPO330-
(hareanbHo pedioKcHON 6onesHu BbINONHAAM 330¢harora-
CTPOAYOLEHOCKONUIO.

Y Bcex feTeii 6bina npoBefeHa oueHka cumntomoB M3J1, Bxo-
JALWMX B TaK Ha3biBaeMblit aeTckuin 3J1-cuHapom, BKNovatowmui
chepylowme kputepun: 1) pecnupatopHble CUMNTOMbI (Kallesb,
TaxMMHO3, HEMEPEHOCUMMOCTb PU3MUECKOil Harpy3ku); 2) o6b-
€KTUBHble CUMNTOMbl (AOMONHUTENbHbIE [bIXaTeNlbHble LWYMb,

3aTpyAHEHWe [blIXaHWs, BTAXEHWE YCTYMYMBbLIX MECT TPyAHOM
KNeTKW, 3aJepiKKa TEMMNOB Pa3BUTUS, CUMNTOM «bBapabaHHbIX
nanoyek»); 3) runokcemus npu uccnenosaknn Sat0, u 4) and-
(y3Hble U3MEHEHMs N0 AaHHbIM peHTreHorpamm u/unu KT opra-
HOB rpyaHOM knetku [16].

CreneHb TaxecTn getckux M3J1 oueHnBanu cornacHo npeg-
noxeHHoit L.L. Fan u coast. B 1998 r. knaccudukaumm, npea-
cTaB/ieHHoil B Tabn. 1 [9].

CratucTuyeckylo 06paboTKy NOJYYEHHBIX AAHHbIX MPOBO-
AUAW C npuMeHeHueM naketoB nporpamm IBM SPSS Statistics
23v., Microsoft Excel 2016. [ns onucaHus pacnpeaenexus
KONMYECTBEHHbIX MOKa3aTeneil paccunTbiBaan cpefHee 3Have-
HWe 1 cTaHfapTHoe oTknoHeHne, Me n UKP. ins kayecTBeHHbIX
noKasaresieil pacCcyuTbIBaAM YaCTOTbl BCTPEYAEMOCTU NPU3HAKa
W COCTaBANM TabnULbl CONPAXEHHOCTU. AHann3 B3aMMOCBA-
3eil KaYeCTBeHHbIX MoKa3aTeneil NPOBOANAMN C UCTIONIb30BAHUEM
HenapaMeTpUYecKoro paHroBoro KoadduumueHTa Koppensuumu
CnupmeHa (rho). AHanu3 npepukTopoB OMHapHOro wucxona
BbIMOJTHANIM NYTEM MOCTPOEHUS NIOTUCTUYECKUX PErPECCUOHHBIX
Mofienei ¢ onpefeneHMemM OTHOWEHMUA WaHCOB ¢ 95% poBepu-
Te/bHbIM WHTEPBANOM. YPOBEHb CTATUCTUYECKOR 3HAYUMOCTU
p ANs BCEX METOA0B Obla NpUHAT MeHee 0,05.

Pe3ynbTaTbl 1 06cy>kaeHne

Mpn oueHKe cuMNTOMOB, BxopAwWwmMx B petckun W3-
CUHAPOM, y BCEX MALMEHTOB Habnofannch 0GbEKTUBHbIE K-
HUYeCcK1e CUMNTOMbI U MHTEPCTULMASIbHBIE U3MEHEHWSA NO AdH-
HbIM PEHTTeHONOrMYecKux nccnepoBanuii. Y 93,4% naumeHTos
OTMEeYanucb pecnuparopHble CUMNTOMbI, ¥ 68,4% no AaHHbIM
nyNbCOKCUMETPUM GblNa BbISIBNIEHA TMMOKCEMUS, O YEM CBUAE-
TesbcTBOBaN nokasarens Sat0, <90%. ComacHo kputepuam
R.R. Deterding, Hanuune kak MUHWMYM 3 u3 4 rpynn npu-
3HakoB [16] no3Bonuno yctaHoBUTbL Aetckuit W3J1-cuHppom
y BCeX NaLWeHTOB, a Ha OCHOBAHMW MPOBEAEHHBIX KAMHMYe-
CKUX U NabopaTopHO-UHCTPYMEHTANbHBIX UCCNefoBaHUi Gbina
yTOYHeHa Ho3onorus. MoapobHas XapaKTepUCTUKa [eTCKOoro
N3/1-cuHapoma y HabniofaBWKXCA NaLWUEHTOB NpeAcTaBieHa
B Tab. 2.

B ctpyktype W3J1 y HabniopaBwmuxcs aeteit npeobnapanu
3aboneBaHus, Hanbonee pacnpocTpaHEHHbIe B MNAAEHYecTBe
(73,7%). B Tabn. 3 npeacTaBneHa faHHas CTPYKTypa B COOTBET-
CTBUM ¢ pybpuKamu knaccudukauyum 131 AMepukaHckoro Topa-
KanbHoro obuwecrtsa (ATS) 2013 r. [17].

Haunbonee yacto U3J1 B uenom B uccneayemoit rpynne naym-
eHTOB MaHucecTupoBanu B Bo3pacte oT 1 fo 6 mec (46,1%).
Camas paHHAs MaHUbeCcTaLMs CUMNTOMOB U Hanboee TAXKeNblil
NpOrHo3 oTMeyanuch y naumentos ¢ U3J1 us rpynn anddysHbix

Tabaunua 1. OueHka TAXECTU AETCKMX MHTEPCTULMAAbHbIX 3ab0AeBaHUI Aerkux [9]

CtyneHb Cumntom
TAXKECTU
1-1 Het

2-1 Aa Het
39 Aa Aa
4-q Aa Aa
5-9 Aa Aa

lMnokcemus (Sat0,<90%) Bo cHe
WAU NpU GU3UUECKOMN Harpyske

funokcemus (Sat0,<90%)

NeroyHas
runepTeHsusn
Het

B Nokoe
Het Het
Het Het
Aa Het
Aa Aa
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Tabauua 2. Yactota CUMNTOMOB, BXOASILLMX B AETCKUIM CMHAPOM WHTEPCTUUMANbHBIX 3aboneBaHui Aerkux (MU3A), y naumeHToB ¢ U3A
nepBbIX 2 AET XWU3HU

Ipynna KoAnuecTBO naumueHToB, Cumntom KoAnuyecTBO NaumneHToB,
abc. (%) a6c. (%)

PecnupatopHble 71(93,4) Kawenb 16 (21,1)
CUMMTOMbI TaxnnHo3 68 (89,5)
HenepeHocMMOCTb GU3UUECKON Harpy3Kku 60 (78,9)
O6BbEKTHBHbIE 76 (100) Cyxue xpunbl 24 (31,6)
CUMMTOMBbI BAaxHble Xpunbl/Kpenutauus 37 (48,7)
BTAXXeHMe yCTYyMUMBbIX MECT FPYAHOW KAETKM 66 (86,8)
3apepxKa TeMNoB pasBUTUA 52 (68,4)
Cumntom «bapabaHHbIX Nanouek» 0 (0)
[Mnokcemus 52 (68,4) Sat0,<90% 52 (68,4)
AndodysHblie 76 (100) AndOY3HbIE UIBMEHEHNUA Ha PEHTFEHOrpaMMmax OpraHoB 76 (100)
WU3MEHEHUS MPU TPYAHOM KAETKM
UMMAX-AUArHOCTUKE Andody3Hble nsMeHeHUs Ha KT opraHoB rpyAHOM KAETKM 53* (100)

* MccaepoBaHme BbINOAHEHO y 53 naumeHToB.

Tabauua 3. CTpyKTypa MHTEPCTULMAABHbBIX 3a60AEBAHWI AETKWX Y AETEN NEPBbIX 2 AET XU3HU
lpynna 3aboneBaHuUM

Ho3onornueckasa ¢popma KoanuectBo

Ao dy3HblE HapyLLEHUA Pa3BUTHS BpoxAeHHasa aAbBEOAAPHO-KaNUAASIPHASA AUCTIA3MSA

1 iL&
NETKUX
HapyLlueHns pocta Aerkmx [epBUYHas AeroyHas rMnonAa3uns 1 1,3
BropuuHas neroyHas runonaasus:
- \eroyHas rmnonaasus Nnpu cuHapome XXEHa 8 10,5
- \eroyHas runonAasus Npu cuHapomMe JaBapAca (TprcomMust 18- XpoMocoMbl) 2 2,6
- \eroyHas runonaasus npu omdanouene 1 il
- \eroyHas runonAasusl Npu HEMMMYHHOW BOAAHKE NMAOAQ 1 1,3
CybnAeBpanbHble KUCTbI NPKU CUHAPOME AayHa (TPUCoMMU 21-iM XPOMOCOMbI) 5) 6,6
CuHAPOM BuabcoHa-MuUKUTH 16 21,1
Cneumnduryeckmne coctoaHUs HalpoaHAOKPHMHHAA rMnepnAasns MAaAEHLEB 1 >
HeyCTaHOBAEHHOW 3TUOAOTUM & <
ANCOYHKLMKN CUCTEMBI CypdaKTaHTa MyTauusi reHa SFTPB - BPpOXAEHHbIN AeDULUT CypdakTaHTHOro npotenHa B 1 il
MyTtaumm reHa NKX2.1 - CUHAPOM «MO3r—Aerkue - LLIMTOBUMAHAS Xenesa» 2 2,6
PacctpoiictBa y AULL C HOPMaAbHOM MoCTUHOEKUMOHHBIE 1 APYrMeE MPOLECCHI — 0OAUTEPUPYHOLLMIA BPOHXMOAUT 8 10
UMMYHHOW cUCTeMOW C OpraHuayroLLencs NHEBMOHUEN >
PacctpoiictBa, accounMmnpoBaHHble bonesHb HumaHHa-Mnka 1 1,3
C CUCTEMHbIMU 3a60AEBaAHUAMMU [MCTOLMTO3 U3 KAETOK AaHrepraHca 11 14,5

HapyLWeHWA pocTa u pa3BuTua nerkux. Y 2 geteit guartossl U3J1
OblAN YCTAHOBNIEHbI MOCMEPTHO — BPOXZAEHHAs aNbBEONAPHO-
KanunnspHaa [ucnnasus y AOHOLWEHHOW AeBOYKM C feTaib-
HbIM NCXOA0M B BO3pacTe 10 CyT XU3HM U NepBMYHAA NeroyHas
runonnasus y HepgoHoweHHon gesouku (B — 26 Hep) c BIA.
BpoxpeHHas anbBeoAApHO-KanuAnapHas gucnnasna B JaHHOM
HabnofeHUN xapaKkTepu3oBanacb TUMUYHBIMKU MPU3HAKAMM:
TAXENoW fblxatenbHoit HepoctatouHocTbio (AH) u nepcuctu-
pytoweit JII, maHndecTpoBaBIIMMU B PaHHEM HeOHaTaNbHOM
nepuoge. lpn naronoroaHaTOMUYECKOM MCCNEe[0BaHUN TKaHU
NIeTKoro  pebeHKa C BPOXAEHHOW anbBeONAPHO-KANUANAP-
HOW Aucnnasuein Npu OKpPacKke reMOTOKCUIMHOM U 303UMHOM
onpefenanocb VTOJlEeHNe MexanbBeoNApHbIX Meperopoaok,
anbBeosIAPHbLIX XO0B W anbBeon B BUAe TpyOouek, Hapylue-
HUE [JMXOTOMUYECKOTrO CTpoeHus OpoHxuon, runeptpodus
cpefHeit 060/104KN MENKUX MbIWEYHbIX apTepuii B COYETAHUM

C KnetoyHow nponudepaumein MHTUMbI COCYA0B, pacnosoxe-
HUEe JIETOYHbIX BEH BAOJb JIEFOYHbIX apTepuon BHYTpU 06LLel
aIBEHTULMA.

Y 34 (44,7%) nauueHTOB MCCNeA0BaHMUA ObINN JMarHocTu-
poBaHbl W3J1, oTHocAwWwwmecs K anddy3HbIM HapylWeHAM pocTa
NIerKnX, B TOM YWUCle NepBUYHAA U BTOPUYHAA NErOYHas runo-
nnasus, MHTEPCTULMANBHOE NOPAXEHWE NEerkux Npu CUHApoMe
[ayHa, cuHgpom BunbcoHa—Mukutu (CBM). [aHHas rpynna
3aboneBaHuii npesanuposana B cTpyktype M3/ y Habnwoaas-
LWIMXCA NALUEHTOB.

[lnarHos neroyHoi runonnasuu Gbin ycTaHoeneH y 13 na-
uueHtoB (mepBuyHas — y 1 pebeHka c bJI[l, BTOpMYHas -
y 12 pereit), popuslmxcsa ¢ B 24-40 Hep (Me — 34,0; NKP —
28,0-40,0), c maccoit Tena npu poxpeHun 485-3700 r (Me -
2316,0; UKP — 690,0-3000,0). MpuynmHamu BTOPUYHOI Neroy-
HOW rUnonnasvy ABUAUCH PasnNyHble aHOManuu, B TOM yucne
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ckenetHble (cuHppom JKEHa) y 8 MauMeHTOB, XPOMOCOMHbIE
(cunppom 3gBappaca) y 2 nauueHTos, omcanouene y 1 nauuenTa,
HEMMMYHHAs BOAAHKA nnoja y 1 nauymeHTa. B HeoHaTanbHOM
nepuoge y 12 u3 13 nayueHTOB AaHHOM rpynnbl HAGNAANUCH
LblXaTeNbHble HapyleHus, TpeOoBaBlWME NPOBEAEHUA Pecnu-
paTtopHoii Tepanun. B KayecTBe MHMLMANBLHOWN PECNMPaTOPHON
NOAAEPKKM [AHHbIM NaLMEHTaM NPOBOAMNACH WCKYCCTBEH-
Has BeHTUNAUMA nerkux (MBJ1) ¢ nepexopom Ha MOCTOSHHOe
NONOXWUTENbHOE AABNEHNE B AbIXATENbHbIX NYTAX Yepe3 HOCo-
Bble KaTeTepbl, y 5 nauneHToB copmupoBanach Taxenas bJ1[.
6 [eTel C Nero4YHO runoniasueit nocae BbINUCKN U3 OTAENEHUSA
MaToa0rMM HOBOPOXKAEHHbIX HYXAANUCh B [LOMALLIHEH KUCIOPO-
potepanuu,y 5 u3 Hux 6eina bJI. Y Bcex 3TUx nayMeHToB oTMe-
YanUCb YacTble peLuAnBUpPYIOLLME PecnupaTopHble MHdeKLuK,
CTaBlWMWE NMPUYUHON MOBTOPHBIX FOCNMUTANM3ALMII C pa3BUTUEM
Taxenoi [H, TpeboBaBlWei [ONONHUTENbHOI OKCUreHaluu, 9
JeTam nosTopHo nposoguau UBJI.

Y Bcex MauMeHTOB C NEroyHoi runonnasuen Ha peHTreHo-
rpamMmax OpraHOB FpYLHOW KNETKU OTMEYanocCb yMeHblleHue
obbema Nerkux. 5 mauueHTaM C NIeroYHoi rumonnasumeil Geina
nposegeHa KT opraHoB rpymHON KNeTKW, onpenensaucb npu-
3HAKWM yMeHblEHUs 00beMa JErkux, KUCTO3HO-(MUOPO3HbIE
n3meHeHus. Mo paHHeiM IxoKl y 10 naumeHTOB C NeroyHo
runonnasueit Obina 3apeructpupoBaHa Bbicokas JII (COJA
>50 MM pT.CT.).

JleTanbHblii ncxop Obin 3aperucTpuMpoBaH y 5 nayueHToB
(v 3 nauuenToB c cuHapomoMm XEHa B Bo3pacte oT 5 Mec Ao
1 ropa 9 mec, y 1 nauyueHTa c NepBMYHOI NIEFOYHON runonna-
3uei B Bo3pacte 5 mec, y 1 nauneHTa c HEMMMYHHO BOLAHKON
nnopa B 1-e cyTkW xwu3Hu). Kputepusamu puarHosa neroyHon
rMNONAasuu Ha ayToncuu ABAAIOTCA YMEHbLEHWE BENUYUHbI
1 MacChbl Nerkux, yMeHblleHMe OTHOLEHUA MACcChl NErKunx K macce
Tena [5], 4To v GbINO BLIABIEHO Y YMEPLIUX NALUEHTOB C Nep-
BMYHOM IEFOYHON rMNONIa3nen u NEeroYHoii rmnonnasuei, acco-
LIMMPOBAHHOI C HEMMMYHHON BOAAHKOW nnoga. Kpome Toro,
y pebeHKa Cc nepBuUYHOM NleroyHoi runonnasueit u bJL, ymep-
wero B BO3pacTe 5 Mec, Npu NpOBefEHWU MUKPOCKOMUU
Nerkux ObiNU BbISBNEHbI BbIPAXKEHHbI (HUOPO3 MexanbBeo-
NAPHbIX MEePEropofioK, MHOXECTBEHHblE aTefleKTasbl, anbBe-
ONAPHO-pafManbHbIA cyeT cocTaBun 2-3 (Npu HOpMe Yy AOHO-
LWeHHbIX HOBOPOXAEHHbIX 4-5). Mo knaccudumkaumum L.L. Fan
1 C0aBT. [9], naLMeHTbl C HapYLWeHUAMU POCTa NETKUX HAXOLM-
nnch Ha 3-i (35,3%), 4-1 (35,3%) v 5-11 (29,4%) cTyneHAX Taxe-
ctn Teverus U3J.

Ona  WHTEpCTUUMANbHLIX MNOPaXEHUW nerkux y peten
C cuHppomoM [layHa TUMWYHbI NEroyHas runoniasus u cyo-
nnespanbHble kuctbl (CK). Cpepyn Habnioaaswmxcs nauMeHToB
660 5 feTeit ¢ NOATBEPKAEHHbIM KAapMOTUNMPOBAHUEM CUH-
apomom [layHa v CK. B HeoHaTanbHOM nepuope y BCex mauu-
€HTOB C CMHZpPOMOM [layHa pecnupaTopHbIX HapyLIeHWit He
Ob1f10, AeTAM He NPoBOAMAACH [OMONHUTENbHAA OKCUTeHaUus.
OfHako B fanbHeNlWeM Y HUX OTMEYaNUCh YacTble peunpuBu-
pylolwue pecnupatopHble UHGBEKLNUM, B TOM YUCE MHEBMOHUU
3aTAXKHOI0 TeYeHUs, ABMBLIMECA NPUYMHON MOBTOPHbLIX FrOCMU-
Tanusaumii c passutmem [H. Bmecte c Tem npu oTCyTCTBUM
MHbEKLUMA ObIXaTeNbHbIX NyTel y Bcex AeTeil NepuofnyecKku
perucTpupoBanu 3nU30Abl TaxMMHO3, TUMNOKCEMUWU B TMOKOE,
a TaKXKe 3afIePXKKY TEMMNOB Pa3BUTUS.

Mo aaHHbiM IxoKT y 4 nauneHToB ¢ cuHapoMoM [layHa Gbinu
BbISIBNIEHbl BPOXAEHHble MOPOKW cepaua. Bcem nauueHTam
¢ C[l nposoaunnacsk KT opraHoB rpyaHoil Knetku nn6o B kayecTse
npegonepaLuMoHHoro o6cnefoBaHus No NOBOAY BPOXAEHHBIX
NOPOKOB CEPALA, NM60 BBUAY 3aTAXKHOTO TEYEHUA MHEBMOHUN, Y
BCex OblnK 06HapyxeHbl MHOXecTBeHHble CK, cTaBwue cnyyai-
Hoit KT-Haxopkoit. Bepudpukauymna CK y naumeHToB c cuHapomom
[layHa npefcraBaseTcs o4YeHb BaXKHOW B paMKax NpoBefeHus
AnddepeHumanbHoro AuWarHo3a C BPOXAEHHbIMW MOPOKaMy
pa3BUTUA NIETKUX, KaK 3TO UMeNIO MeCTo y HablAaBLINXCSA HAMM
naluneHToB.

HecmoTps Ha 1o 4to CBM He Bowen B Knaccudukauyuo get-
ckux U3J1, npepnoxeHHyio ATS B 2013 r. [17], psg cMMNTOMOB,
B TOM YMC/ie NPU3HAKW BOBAEYEHUs B NATOJOTMYECKUIA npoLecc
nero4yHoro uHTepctuuns Ha KT opraHoB rpynHoit KNeTku u npu
Mopconornyeckom wuccnefoBaHuu, nossonser otHectn CBM
Kk rpynne N3J1, accounmpoBaHHbIX C HapyLEHWeM pocTa Jerkux,
NoArpynne XpoHUYecknx 3aboneBaHWii NErkux HOBOPOKAEH-
Hbix [18, 19]. Moa HabnoaeHuem Haxoaunuch 16 geteit ¢ CBM,
poauslmxcs B B o1 26 go 39 Hepn (Me — 29,5, UKP - 27,5-30,5)
C Maccoii Tena npu poxpaeHun 935-3020 r (Me — 1415,0, UKP -
1015,0-1500,0), 60onblwmHCcTBO (15) NaLMeHTOB BbiNM HEAOHO-
WeHHbIMK. B HeoHaTanbHOM nepuoge y 8 feTei 6bin fUarHocTu-
pOBaH pecnupaTopHblil LUCTPECC-CUHAPOM HOBOPOXKAEHHBIX,
paspewnBlIniicas K 3-5-M cyTKam Xu3Hu, y 1 pebeHka —
MHEBMOHMA, Y 7 NaLWeHTOB pecnuMpaTtopHbIX CHMNTOMOB [0
MaHudectauum CBM He 6bino. B Bospacte 5-64 (25,3+16,7)
CyT OTMEYeHO YXVALEHWEe COCTOSIHUA B BUAe anHO3, MaHudbe-
cTauuu H, nofABNEHNS OfbIWKN C BTAXKEHUEM YCTYNUYUBBIX MECT
TPYAHON KNETKM, LMaH03a, BNAXHbIX MENKOMY3blpyaTbiX XpUNoB
B JIETKUX, CBUCTALLNX XPUMOB.

Ha peHTreHorpammax OpraHoB TPYAHOM KI€TKU Yy 3TUX
nauMeHTOB OTMEYaNUCb TUNepUHMAALUSA, UHTEPCTULMUANbHbIE
M3MEHEHNA B BEPXHUX OTLENAX JIErOYHbIX NONEN B BUAE TAXEN,
yepeayioLnXCs C y4acTKaMW B3JYTUA NEerovyHon TKaHu. Boc-
nanuTenbHoi MH@UNBTPALWUM HA peHTreHorpammax, MapKepoB
GakTepuanbHoi MHMeKUMM B obLEeM KIMHWYecKOM U Buoxu-
MUYECKOM aHaNM3ax KPoBM HE OTMeYanoch, ObAM UCKIKOYEHBI
MH(EKLMOHHbIe NpuynHbl JH.

B cBA3uM c passutem [1H BCcem pgeTaM 3TONM rpynnbl noTpe-
6oBanacb KucnopopoTepanus — C MNOMOLbID KUCIOPOLHOIA
Macku (4 pebeHka), kucnopofHon nanatkm (10 peteit), UBJI
(2 pebeHka). PaspeleHne KUCNOPOAO3ABUCUMOCTU Y fJeTelt
¢ CBM otmeueHo k Bo3spacty 17-137 (55,1+30,5) cyt. Mocne
BbINUCKN 13 OTAENEeHUA NaToNOTMN HOBOPOXAEHHbIX 1 AeBOYKa
Obinla rocnuTanM3npoBaHa MOBTOPHO B CBA3W C 3MNU3040M
anHo3, notpe6osas NBJI B TeueHne 17 cyT. Mo knaccudukayum
L.L. Fan 1 coasT. [9], BCE NaLMeHTbI HaxoaUAUCh Ha 3-it (43,8%)
U 4-i1 (56,2%) cTyneHsax Taxectn Tevenus U3J.

7 n3 Habntopaslmxca nauueHTos ¢ CBM 6bina BbinonHeHa KT
nerkmx. Ha KoMNblOTEPHbIX TOMOrpaMMax ONpeaensnnch OJHO-
TUMHblE U3MEHEHUS — rPyOble YNIOTHEHUS NePUBPOHXMANBHOTO,
NepMBaCKYJAPHOTO M MeXO0NEBOr0 MHTEPCTULMA, TPAHCNYNb-
MOHabHbIE TAXM, y4aCTKN «KMATOBOTO CTEK/A®, MHOXECTBEHHbIE
B34YTHA.

Mocne BeINMUCKK U3 cTauMoHapoB nauneHtam ¢ CBM pomaiu-
HIOK KucnopofoTepanutio He nposoguan. JII u netanbHble
MCXOLbl Y HUX He 3aperncTpUpoBaHbI.

98 PKYPHaA AAS HenpepbIBHOTO MeANUNHCKOro 0Bpa30BaHuns Bpaden



OBcsiHHMKOB AHO., Beasiwosa M.A., BoiiuoBa E.B., Aweposa WU.K., BpoHuH I.0., Boakos C.H., TuHoB LLLA., AaHnan-Aby M., Aertsipesa E.A., XXakota A.A., 3aiuesa C.B., 3akupos .M.,
Banesanosa E.H0., 3eHnHa 0.M., KoatyHoB W.E., KoHapaTtumk K.A., KopcyHekuit A.A., MeTposa C.W., MocTHukoBa E.B., Pasymosckuit A.1O., CtapeBckas C.B., TypuHa W.E., ®epopos U.A.
HO30AOTMYECKAS CTPYKTYPA U OCOBEHHOCTU MHTEPCTULIMAABHBIX 3ABONEBAHWUM AETKMX Y AETEW NEPBbIX 2 AET )XM3HW: PE3YALTATbI MHOTOLEEHTPOBOIO MCCAEAOBAHUSA

Mopn HabniogeHnem Haxogunuch 18 naumeHtos ¢ HITM,
poamslmuxca ¢ B 24-40 Hep (Me — 39,5, UKP - 38,0-40,0),
€ Maccoii Tena npu poxpeHun 880-3800 r (Me — 3175,0, IKP -
2690,0-3550,0), 4 (22,2%) pebeHKa Oblnu HE[OHOWEHHbIMU.
Y 1 pebeHka ¢ HITM ogHoBpemeHHo 6bina BJ1[, HoBas dopma,
NIerkoii CTeneHn TAXeCTU, OfHAKO Ha MOMEHT MaHudecTaunu
H3M B Bo3pacTte 2 Mec Xu3HHW, pebeHOK He nosyyan Tepanuu
BNA.

Bo3pacT maHudecTayum 3a6oneBaHuns cOCTaBua oT 3 Hepd [0
5 (2,8+1,1) mec. KnuHuyeckune cMMNTOMbI BKIOYANMU TaXMMHO3
o1 60 g0 100 B MUHYTY, OAbILIKY C BTAXEHWUEM YCTYNYUBBIX MECT
TPYAHOM KNeTKW y BCeX MaLMeHTOB, HEMOCTOAHHbIE BAAXKHbIE
XpUMbl/KPenuTaumuio Npu ayckynbTauunm Nerkux, HemepeHocu-
MOCTb PU3MYECKOII Harpy3Kku.

HecMoTps Ha OAHOTUMHYIO KNWHWUYECKYI0 KapTUHYy B BUAe
nepcucTupyiolero TaxunHuos, y 6 u3 15 nauyuento ¢ HIMM
nokasatenu Sat0, 6611 HopmManbHeIMK (96-98%), a y ocTanb-
HbIX 06HapyxuBanock cHimkeHne Sat0, He meHee 91%. Teuenne
3aboneBaHnA OCIIOXHANOCL Pa3BUTUEM benKoBO-3HEpreTuye-
cKoit HegocTatouHocTn I ctenenn y 11 (61,1%) getei.

Ha peHTreHorpammax opraHoB rpyfHOi KNeTKM y BCex nawm-
eHToB ¢ H3TM onpepenanach runepuncdnaums. Bcem nayuen-
Tam Gbina nposefeHa KT, Ha KOTOPOM 0OHapyXUBaNCs NaTTepH
«MO03au4HOMN Nepdy3unmn», 3aTparmBatoWnin Kak MUHUMYM 4 LON
NIerknx, CUMNTOM «MaTOBOr0 CTeKAa» B pa3HbiX OTAeNax Nerkux
C 00s3aTeNbHOI 1 NpenMylLEeCTBEHHON NOKanu3aumen B cpes-
Hel fofe 1 A3blYKOBbIX CErMEHTaXx.

Y Bcex nauueHToB ¢ HITM 3aboneBaHne npoTekano BOMHO-
06pasHo, C 3NU30aMN YXYALWEHUS U OTHOCUTENbHOW CTabunu-
3auMn CcoCToAHUSA, TAXecTb TeuyeHua W3/ no knaccudukauyum
L.L. Fan u coaBT. [9] cooTBeTcTBOBaNa 2-i CTyneHu. 7 nauu-
eHTam ¢ H3I'M npoBopunachk Kucnopopotepanus, B TOM yucie
pomawHas (4 nauyueHtam). OcHOBaHMEM ANA ee Ha3HauyeHus
SABUICA KIMHUYECKUIA CTATyC GOJIbHBIX, @ HE AaHHbIE MyNbCOK-
cumeTpun. Tpu HasHayeHUW AONONHUTENbHOW OKCUreHauum
Y TaKux NauuMeHTOB OTMEYanoch yiyyleHne TeMNoB NpubaBku
Macchl Tena, Ha oHe Tepanuu Kynuposanach GeNKOBO-3Hepre-
TWYecKas HefoCTaTouHOCTb. Kpome Toro, Ao noctynieHus nog
Hawe HabnogeHne nevyenune getei ¢ HITM BkatoYano nHransum-
oHHble rnokokopTukomnasl (MK) y 17 nauueHTos, cuctemHole NK
y 9 6onbHbIX; 3thdeKTa OT JAHHON Tepanumn He NONYYEHO.

B npoBefeHHOM nccnefoBaHum y Bcex naumeHToB ¢ HIMM
0TMEYanocb NOCTENeHHOe yiyylleHue Kak KAMHUYECKMX, TaK
M peHTreHonornyeckux cumntomoB. [lonHoe paspelwenune
KnuHuyeckoin u KT-cuMnTOMaTuKmM ycTaHoBNEeHO y 8 peTe
B BO3pacTe oT 3 Mec A0 5 /T, 3a 0CTaNbHbIMU GOALHBIMU NPO-
pomxaetcs HabnofeHne. 06 aHaNOrMYHbIX CPOKax (B cpeHeM —
4 ropa) paspelueHns cumntomatuku HITM Ge3 BbIsBNEHUSA aNb-
TEPHATUBHbIX MPUYUH NEPCUCTUPYIOWMUX PECNUPATOPHbLIX CUM-
NTOMOB COOOWAETCs U B fpyrux ucciefosanusx [20, 21].

Mo koHTpacTy ¢ HIIM 3a6oneBaHus U3 rpynnbl 4UCHYHKLUN
cuUCTeMbl cypdhaKTaHTa YacTo XapaKTepu3syoTcs HebnaronpusT-
HbIM MPOrHO30M U (haTanbHbIM TeyeHuem [22, 23]. MoaTeepx-
LEHMEM 3TOMY MOXET CYXWUTb BPOXAEHHbIN AePuULNT cyp-
thakTaHTHOro npoTenHa B, gnarHocTMpoBaHHbLIN y 1 NaLnUeHTKM
UCCNefoBaHMA — LOHOWEHHON [EBOYKM C TAXKENbIM pecnupa-
TOPHbIM AUCTPECC-CMHLPOMOM HOBOPOXAEHHbIX, pedpakTep-
HbIM K 3aMeCTUTeNbHOW Tepanuu npenapatamu 3K30TeHHOro

cypdakTaHTa (6 BBefeHMIt), BUTeNbHO HaxoausLeics Ha UBJI,
3aKOHYMBLUMICA NeTanbHbiM ncxopoM. Ha KT opraHoBs rpynHoin
KNeTKW, NpoBeAeHHO [aHHONM nauueHTKe B BO3pacTe 2 Mec,
Obin BbIABAEHb ANPdY3HbIE YINOTHEHUSA MO TUMY KMaTOBOTO
CTeKna», YTONLUEHNE MEX[O0NbKOBBIX Neperopofiok, obpasyio-
LiMe TaK Ha3blBaeMbIi crazy-paving pattern. [luarHo3 6bin nog-
TBEpKAEH 0OHapyKeHMeM MyTauumn B reHe SFTPB.

K aTtoit e rpynne 3abofeBaHWil OTHOCUTCA CUHAPOM
«Mo3r—nerkne—wutoBuaHas xenesa» (CMJILLK), koTopbiit
npefcTaBAsfeT Coboi ayTOCOMHO-JOMUHAHTHOE 3aboneBaHue,
MaHudecTupytoLee B paHHeM feTcTee. Ero npuynHoii agnaiotcs
MmyTaumu reHa NKX2.1, yyactBytolero B pa3BuMTUW TONIOBHOIO
MO3ra, NIerkux U WNUTOBUAHOI xene3bl [24]. Cpean naumeHTos,
BKIIOYEHHbIX B uccneposaHue, CMJILLK 6bin guarHoctuposaH
y 2 petei. ¥ 1 naumeHTa BTOPOro rofa XW3HW CoYeTaHue
naTosiorMu CO CTOPOHbI HEPBHOI CUCTeMbl (3afepxKa MOTOp-
HOr0 Pa3BWUTUSA, aTaKCUYECKUA CUHAPOM, CUHAPOM MbILEYHO
TUNOTOHWUM), BANUTENbHO TEKYLWUX PECrnUpaToOpHbIX CUMMTOMOB
(vacTble peuMAMBUpYIOLLME pecnupaTopHble WHdeKuun, fau-
TeJIbHbIN Kallenb) 1 NepPBUYHOIO r’MNoTMpeo3a No3BoAUIO Npea-
NONOXWUTb AAHHbIA AWArHO3, NOATBEPAUBLUMIACA NPU reHeTuYe-
ckom obcnepoBaHuy (MyTauus c.344delG). Y BToporo nayueHTa,
LOHOLWEHHOr0 HOBOPOXAEHHOTO, HANUYWe JAUTENbHOM KUCNo-
POA03aBUCMMOCTM B coveTaHun ¢ AaHHbiMu KT (crazy-paving)
noTpeboBaNo MCKNOYEHU BPOXAEHHOrO Aeduuuta cypdak-
TaHTHbIX NpoTenHoB B n C, a coyeTaHne y naymenTa natonoruu
CO CTOPOHbI HEPBHOW CUCTEMbI (CMHAPOM YrHeTeHWs C 3ne-
MeHTaMu BO3OYXKAEHUS), AIUTENbHON KUCNOPOL03aBUCUMOCTH
U BPOXAEHHOrO rMNOTMpPEeOn3a NO3BONUIO NPEANONOXUTL Ana-
rHo3 CMJILLK. Mpwn cekBeHupoBanuu reHos SFTPB w SFTPC,
Kogupyowem cyphakTaHTHbI npoTenH C, MyTauumu He oBHapy-
XEHbl, B TO BpeMs Kak B reHe NKX2.1 Gbina BbisiBNeHa MyTauus
c.584G>A (p.Arg195Gln) B reTepo3UroTHOM COCTOSHWU, NOSA-
TBEpXaalowas anarHo3 CMJILLK.

Mop HabnoaeHMeM Haxopunuch 8 AeTelt ¢ 06nuTepupyto-
wuM GPOHXMONUTOM C opraHusyioleitics nHesmonueit (06OM),
poauswumxcs ¢ B 35-40 vep (Me — 39,5; UKP - 37,5-40,0),
C Maccoi Tena npu poxpaeHun 2240-4450 r (Me - 3330,0;
NKP — 3170,0-3505,0), 2 pebeHka OblIM HEJOHOLEHHLIMU.
Bo3spact maHudecTayun 3abonesaHus Bapbuposan oT 4 o 20
(8,845,8) mec. MauneHTsbl ObIAM TOCMUTANN3MPOBAHbLI ANA CTa-
LLMOHAPHOTO NeyeHns MHMEKLMUIA HUKHUX ObIXaTeNbHbIX NyTei
W/UNu NpU BbISBNEHUM ANUTENbHO COXPAHAWMXCA pecnupa-
TOPHbIX CUMNTOMOB (OAbIWKA, KUCIOPOA03aBUCUMOCTb) HesC-
HOW 3TMonoruu. Bcem naumeHTam NpoBOAMAN JONOAHUTENBHYIO
OKCUreHauuio.

Takue NpuU3HaKKW, KaKk COXPAHEHWe OfbIWKN U APYrUX CUM-
NTOMOB MNOPAXEHUA HUXHWUX [AbIXaTeNbHbIX NyTei, UHPUNb-
TPAaTUBHbIX W3MEHEHUII Ha PEHTreHorpamMMmax rpyaHOM KNnetkw,
3aTAXHOe TeyeHne NHeBMOHWUM, HECMOTPSA Ha afleKBaTHYIO aHTy-
GaKkTepuanbHylo Tepanuto, ABAAIOTCA OCHOBAHWEM ANS BKIIO-
yeHus B amarHoctuyeckuit nouck OBOIM, a Hanuyme nonoxu-
TeNbHO! KNUHUKO-UHCTPYMEHTANbHOM ANHAMUKK 3a60neBaHus
Ha ¢oHe Tepanuu TK B coBOKyNHOCTU cO cneunduyeckumu
npusHakamu Ha KT (cy6nnespanbHble TpaneuueBuaHbIE oYaru
KOHCONMAALMM, CUMNTOM «06paTHOr0 060AKa») MOATBEPK-
JaeT [aHHblil AuarHo3 [25]. Y Bcex nauMeHToB UCCNefoBaHuUS
0TMEeYanu BbllenepeyncneHHble KpUutepumn. ITMoNOrnYecKumMm
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thakTtopamu OBOMN y HabnofaBWMXCA NALUEHTOB ObiKN UHDEK-
uun (ageHoBUPYC, BUPYC KOPU, PECNUPATOPHO-CUHLMUTUANbHbIN
BMPYC, BUPYC NpoCcTOro repneca 1-ro u 2-ro TMna, CMHErHomHas
nanoyka, MHeBMouucTa), ractpolsocareanbHas pedtokcHas
6onesHb y 1 nauuenTa, By 1 pebeHka.

Y 1 pebeHKka c datanbHblM TeyeHueM 3aboneBaHUs, pas-
BUTMEM OCTPOr0 pecnupaTtopHoro auctpecc-cuHapoma OBOTI,
OCNOXKHEHHBII JIT, OblA LMArHOCTMPOBAH Ha ayTOMNCHH.

Y 12 peteit 6binn guarHocTupoBaHbl M3J1, accounmnpoBaHHbie
C CUCTEMHbIMU 3a60N1eBaHUAMU. Tof HAGNIOAEHNEM HAXOAUANCH
11 naumenToB ¢ [KJl, pogusluxcs ¢ IB 36-40 Hepn (Me — 39,0,
NKP - 38,0-40,0), ¢ maccoit Tena npu poxgeHun 2690-3600 r
(Me — 2870,0, UKP — 2690,0-3450,0), 1 pebeHok 6bin Hepo-
HoweHHbIM. [inarHo3 MKJ1 6bin BeputULMpoBaH Ha OCHOBAHWM
pe3ynsTaToB Ouoncum Koxu. 3aboneBaHue MaHudecTupo-
Bano B Bo3pacTe oT 1 go 19 (7,1+6,2) mec. Y Bcex naumeHToB
¢ TKJ1 otmeyanack mynstucucTeMHas hopma 3abonesaHus.

PecnupatopHble nposiBeHWUs 3aboneBaHUs OTMEYanuUCh
y 5 60nbHbIX € TKJT 1 BKNKOYANU Kalenb, TaxXUnHo3, ocnabneH-
HOe AblXaHue, BNAXHbIe XpUMbl NP aycKynbTaLuy, y 6 nayuen-
TOB NOpaXe€HWe Nerkux npoTekano 6eccuMnToMHO. Y 5 faHHbIX
60/IbHbIX MOPAXKEHUS NIETKUX CONPOBOXAANMUCDH fBNeHUAMM [H,
yTo notpe6oBano NpoBeAeHWs KucnopogoTepanuu. [uarHos
nopaxeHus Nerkux Bo Bcex ciydyasx [KJ1 Obln noctaBneH Ha
OCHOBAHMW peHTreHorpaduu rpyaHOM KNEeTKU, BbINONHEHHON
BCEM NauMeHTaM, Npu 3TOM ONpefensinCb MHOXECTBEHHble
menkue TeHn fo 20 MM B AMaMeTpe, MecTaMu CAuBawLmnecs
Mexay coboil. 7 nauneHTam 6bina nposefeHa KT opraHos rpya-
HoWt knetku. OcHoBHbIMM nposBneHuamu TKJT Ha KT 6bian MHo-
XeCTBEeHHble WHQUALTPATUBHLIE o4arn fo 20 MM B Auametpe.
Kpome Toro, Ha KT Gbinu BbisiBNI€HbI TOHKO- U TONCTOCTEHHbIE
KUCTBI, fechopMalLins NeroyHoro pucyHka.

Y 1 pebeHka B Bo3pacTe 2 mec TeuyeHue TKJ1 ocnoxHunoch
pa3BuTMem BbicoKoM JII, npoTeKaBLueil C pekaHanusaumei apre-
pWanbHOro NPOTOKa, NPU3HaKaMu UWEMUM MUOKAPAA, BbIABNEH-
HbIMM Npu npoBefeHnmn IxoKT.

Bcem GonbHbiM ¢ TKJ1 npoBoaMnach cucTeMHas XMMUoTe-
panus. PecnupatopHele CMMNTOMBI GbIU KYyNUpPOBaHbl Ha (OHe
Tepanuu 0CHOBHOTO 3a601eBaHMsA, aHTUOAKTEPUANbHOIA, MPOTU-
BOrpUOKOBOI Tepanuu, KUCTOPOAOTEPANUN.

[ns 6onesHn HumaHHa—lNuka Tuna B, guarHocTupoBaHHOM
y 1 naumeHTa, TUNUYHLIM ABNAETCA BOBIEYEHUE JIETKUX C Pa3-
BuTuem W3J1 [26]. Mpu KnuHuyeckom o6cnefoBaHUM AaHHOTO
nauueHTa B Bospacte 1 rofa 5 Mec oOHapyXuBanuCh ofbllliKa
C BTAXKEHMEM YCTYMYMBLIX MECT TPYAHOW KNETKW, TaxumHo3,
anddy3Hble MeNKo- U CpefHeny3bipyaThie Xpunel, TMNOKCEMUSA.
06pawanu Ha cebs BHMMAHWe OTCTaBaHUE B POCTE, yBeNUYEHUE
B 00beMe XUBOTa, renatomeranus. Mpu peHTreHONOrnyeckom
06cneaoBaHMM OpraHoB TPYAHON KNeTKM 0OHApYKUBANUCh
MHOXeCTBEHHble Auddy3Hble Menkue ovarosble TeHu. Ha KT
OpraHoB TPyLHOW KNEeTKW Oblna BbifiBNEHA KapTUHA AUCCEMU-
HaLWKU C HanuyMeMm MenKkux o4aroB 1-2 MM B fiMameTpe, peTu-
KYNAPHbLIA naTTepH. [lnarHo3 Gbln NOATBEPKAEH NpPU reHeTUYe-
CKOM UCCNefoBaHWM, @ UMEHHO CEKBEHUPOBAHMEM 3 3K30HOB
reHa SMPD1. B 3k30He 6 0OHapyeHa feneuns 3 HyKIeoTaos
(c.1867_1869delCGC).

Kpome npepctaBneHHOW Bblle XapaKTePUCTUKM NauueH-
TOB B 33aBUCUMOCTM OT Ho3osoruyeckon dopmsl U3J1, y Bcex
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HabM0fABLINXCSA NALMEHTOB NPOAHANM3MPOBAHbI TAXKECTb Teye-
Hua U3/ no knaccudmkauyum L.L. Fan u coast. [9], yactoTa /T,
UCXOfbl M UX NPEeAUKTOpSI, a Takke ocobeHHoctn U3J1y Hepo-
HOLLEHHBIX MaLNEeHTOB.

B cooTtBeTcTBMM C npuHATON rpagaument M3J1 no cteneHam
TAXECTU Ha OCHOBAHWUM KNUHUYECKMX [AHHbIX, MoKa3atenei
NynbCOKCUMETPUU (B MOKOE, BO CHe W Npu Harpyske), oueHku JIT
nocpeacteom IxoKI [9] Bce naymeHTsl 6bi1M pacnpegeneHsl Ha
5 cTyneHeit (cM. Tabn. 1), npu 3Tom 1-5 cTyneHb TAXKECTH Oblna
yCTaHoBNEHA 4 nauuenTam, 2-a — 20, 3-a — 19, 4-7 — TaKkxe 19,
5-8 — 14. Haubonee uacto (76,3%) TaxecTb TedeHus W3JI
COOTBETCTBOBANA 2—4-N CTyneHAM. 5-a cTyneHb Taxectn y 13
u3 14 GonbHbIX peructpuposanace npu mavudecrauuu N3N
B HEOHATaNbHOM nepuoge.

PecnupatopHyto Tepanuio npoBofunu 67,1% nauueHTOB,
B TOM Yucne goMalHiow — 15,8%. BaxHo 0TMeTUTb, 4eM paHblue
MaHudectuposano W3J1, Tem vawe Tpe6GoBanacb KUCIOPOZO-
Tepanus.

MoKOKOpTUKOMABI, ncnonb3yemble B Tepanumn U3J1, addek-
TUBHbI IMWb NPU OTAENbHbIX HO30A0TUYeCKMX hopmax. Tak, no
HalWUM AaHHbIM, He OKa3biBana 3ddeKTa Tepanua MHranALm-
OHHbIMW uau cuctemubiMn TK y naumenToB ¢ H3MM u, Hanpo-
TWB, Ha QOHe NleyeHUs C npuMeHeHueM cuctemHbix K Habnto-
Lanacb OTYETNMBAA MONOXWUTENbHAA AMHAMWUKA Y NALMEHTOB
c 0BOM.

Yactota JIl cpepu Bcex peteit ¢ U3J1 coctaBuna 18,4%.
Y 13 u3 14 nayuenTtos c JIT N3J1 maHntecTupoBano B HeoHa-
TaJbHOM BO3pacTe.

Yactota netanbHbix McxofoB coctaBuna 10,5%, npuyem
cpeaM ymepliMx NaLMeHTOB Y MONOBMHbLI 6bina JII, 4To cooT-
BETCTBOBANO 5-1 cTyneHu Taxectu TeyeHus NU3J1 no knaccudu-
kauum L.L. Fan u coaet. [9], ocTanbHble neTasbHble UCXOAbI
OblM 3aPernCTPUPOBAHbI Y MALMEHTOB C 4-ii CTYNEHbIO TAXKECTH.
B xone KOppensLuMOHHOro aHann3a YCTaHOBIEHO, YTO Hanuyue
TUMOKCEMUM ObINIO CTAaTUCTUYECKU 3HAYMMO M MONOXKUTENLHO
accoLMMpoBaHO C HepoHoweHHocTbio (rho=0,259; p<0,05), Ho
oTpuuarensHo csszaHo ¢ B (rho=-0,256; p<0,05). [locToBep-
HOCTb B3aMMOCBA3M MMNOKCEMUN C [OMALIHeH KUCIOPOLOTepa-
nueit He noaTeepaunack (p=>0,05), ogHako ans JII 6bina noka-
3aHa cnabas, HO 3HauMMas KOpPeNsALMOHHAsA CBA3b C JOMaLLHEV
kucnopopotepanueit (rho=0,260; p <0,05). B xone koppensuu-
OHHOrO aHanM3a TaKXe YCTaHOBNEHO, YTO FMMOKCeMUs cnabo
KoppenupoBana C pa3BuUTMeM JeTanbHoro ucxoga (rho=0,233;
p<0,05). BmecTe ¢ Tem Gblna BblsiBJIEHA AOCTOBEPHAsA KOppens-
LMOHHas CBA3b cpefHen cunbl mexay JII u neTanbHbIM UCXOA0M
(rho=0,390; p<0,05).

[Ina  onpepeneHus npesuKTOPOB JieTalbHOTO  UCXOLA
B UCCNefyemMoit rpynne GONbHbIX BbLINMOJHEH PErpecCcUOHHbIN
aHanus, B XoAe KOTOpOro onpepeneHsl 2 $hakTopa, UMerLmux
BbICOKYIO MPOrHOCTUYECKYI0 3HAYMMOCTb, — AMArHO3 Nerouy-
HoW runonnasun u Hanuuue JII. LWaHc netanbHoro ucxopa
B noprpynne nauuexToB ¢ JII 661 B 10,9 (2,16-55,25) pasa
BbilUE, YEM B MOArpynne 60NbHbIX C HOPMaNbHbIMWU 3HAYEHMU-
AMU CUCTONUYECKOTO AaBNEHUSA B NleroyHoin aptepum (p<0,01).
OTHOLWeHMe WaHCOB NIeTaNbHOro UCX0fa ANA NALMEHTOB C yCTa-
HOBJIEHHBbIM [MAarHO30M NIEFOYHON MMONAA3NM NO CPaBHEHUIO
€ 6ONbHBIMU C APYrMMU HO30JI0TMYECKUMU €AMHULAMU COCTa-
Buno 12,50 (2,43-64,25) (p<0,01).

PKYPHaA AAS HenpepbIBHOTO MeANUNHCKOro 0Bpa30BaHuns Bpaden
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HO30AOTMYECKAS CTPYKTYPA U OCOBEHHOCTU MHTEPCTULIMAABHBIX 3ABONEBAHWUM AETKMX Y AETEW NEPBbIX 2 AET )XM3HW: PE3YALTATbI MHOTOLEEHTPOBOIO MCCAEAOBAHUSA

Mo AaHHbLIM nWTEpaTypbl, NOKasaTenb JIeTaNbHOCTM NpU
N3N y peteit BapbupyeT oT 6 o 30% [4, 11, 15]. B uccnego-
BaHuu G.H. Deutsch u coast. (2007) maHHbIi nokasartenb npu
aHanu3e BKNIOYEHHbIX B uccnefosaHue 187 nauyuentos ¢ U3J1
nepBbiXx 2 neT Xu3Hu coctaBun 30% [4]. YacTtota netansb-
HbIX WCXOLOB, YCTaHOBNEHHAs B HaleM WCCNefoBaHWUM, 3Ha-
yutenbHo Huxe — 10,5%. VI3BeCTHO, Y4TO AaHHbIN MOKa3aTesb
BapbupyeT cpefu pasHbix Hozonornyeckux cdopm M3J1. BaxHo
OTMETUTb, YTO B HACcTOsliee MCCeAoBaHWe OblN0 BKIOYEHO
OTHOCWUTENbHO Manoe YWUCNO nauueHToB U3 rpynn Anddys-
HOrO HapylWeHWs pa3BUTUSA NErkux U AUCHYHKLMM CUCTEMbI
cypdaKTaHTa, nokasaTenb NeTaAbHOCTW NPU HWUX AOCTUraeT
100%. Hanpotus, npu H3IM paHHbIi nokasatens paseH 0 [4],
a naumeHTsl ¢ H3TM B npoBeeHHOM HamMu UCCNef0BaHNUM COCTa-
BUAN 23,7% BbIGOpKKU. Bce nepeuncneHHbie dakTopbl MOryT
06bACHATb OTHOCUTENBHO HU3KUE YPOBEHb NIETANILHOCTU U HU3-
Kyto yacToTy BbisBneHus JII B npoBeA€HHOM UCCNEeA0BaHUN.

Bce mauueHTbl C neTanbHbIM UCXOAOM HAaxXOAMANUCH Ha 4-ii
unu 5-n ctynenn Taxectn M3J1, yTo noaTBepKAaeT BaNMAHOCTb
knaccucukaumu L.L. Fan v coasr. [9].

B npoBegeHHOM uccnefoBaHWM BNepBble YCTAHOBNEHO, Y4TO
BJ11L, koTopasi cama no cebe sensietcs U3J1, cornacHo knaccudu-
Kauuu ATS 2013 r. [17], MoxeT ObITb KOMOPOUAHOI NaToNOrMen
¢ apyrumu W31, B 31Ol cBA3M 0COOLI MHTEpEC NpeAcTaBaseT
TOT (hakT, uto 7 (9,2%) nauueHToB OAHOBpPeMeHHO ¢ M3J1 cTpa-
nanv B[, Tak, B Hawwux HabntogeHuax y geteit ¢ BN 6binn gua-
rHOCTUPOBaHbI NeroyHas runonnasums, HITM, OBOT. Kpome Toro,
y paaa naumeHToB W3J1 ckpeiBanucek nog mackoi BJ. Opyrumu
Mackamu W3J1 6biu runepceHCUTUBHBIA MHEBMOHUT, UHTEPCTU-
LManbHbIe MHEBMOHUMK.

CpaBHeHMe yCTaHOB/IEHHON B NPOBEAEHHOM WUCCNEA0BaHUN
HO30/0rnYeckoit cTpykTypel V3J1y aeTeit nepBbix 2 NeT XNU3HK
C 3apyGexHbiMU peructpamu OONbHBIX, CTpafaloWnUx aHano-
TMYHbIMW 3260/1EBAHUAMY, LEMOHCTPUPYET UX COMOCTAaBUMOCTb

CBEAEHWNS O6 ABTOPAX

[4,15]. Tak, Hanpumep, B COGCTBEHHOI cepuu HabnofeH it npe-
Ba/MpoOBanyu 3abonesaHus, Hanbonee pacnpocTpaHeHHble B My1a-
peHyectse (73,7%), a B uccneposaHusx G.H. Deutsch n coasr.
(2007) u C. Langston u coaBt. (2009), HabntoaaBLwKX NaLWeH-
TOB aHaNOrMYHOTO BO3pacTa, AaHHble 3aboNeBaHUs COCTaBUM
60 1 63% COOTBETCTBEHHO [4, 27]. BMecTe c TeM Takue 6onesHu,
kak CBM wn CMJILLXK, He Bowepwwue B knaccudukaumio ATS
2013 r.[17], 6e3ycnosHo, MOXHO oTHecTH K U3J1, yunTbiBas mop-
tonornyeckoe, KIMHUYECKOE U PEHTFEHONOTUYECKOE CXOACTBO
C AaHHOW rpynnoii 3aboneBaHuit. YCTaHOBNEHHAA B HACTOALEM
MCCNefoBaHUM CTPYKTYpa 3aboneBaHnii BaxHa ANf CO3[AHUSA
peructpa aetckux U3J1 B Poccuiickoin Pepepauyun [28, 29].

3aknlo4eHue

Kak nokazano npoBegeHHOe HaMW UCCNEAOBAHKE, B CBA3M
C KJIMHWUYECKOW [OCTYNHOCTbIO TEHETUYECKOro TeCTMPOBAHMA
M ynydqweHuem KayectBa pacno3HaBaHus KT opraHoB rpya-
HOM KNeTKU ONA NOCTAHOBKM uarHo3a getckux W3JT ponmkHbl
paccMaTpuBaTbCs MeHee MHBA3MBHble cTpateruu. [porpamma
obcnepgosaHua pgeteit ¢ U3JT pomkHa Bknodats IxoKl ans
oueHkwn JII. Pe3ynbTaThl NpoBeAEHHOr0 UCCNEA0BAHNUA AEMOH-
cTpupytoT, 4to M3J1y feTeit nepBbix 2 NeT XWU3HU B HacTosALlee
BpeMs He ABAAIOTCA KA3yMCTUKOIA, @ NPOrHO3 NofobHbIX nayu-
€HTOB [laleKO He BCerfa HebnaronpuaTeH. B uenom cotpypHu-
4eCTBO HEOHATONOroB, NeAUaTpoB, NYAbMOHONOIOB, PEHTIEHO-
NIOTOB, AETCKUX XUPYProB, AETCKUX KapAWO0roB, remMaTonoros
M NaToforoaHaToMoB, Kak NPOAEMOHCTPUPOBANO HacTosllee
UCCnefioBaHue, UMeEeT BaXHellee 3HAYEHNE AN AUATHOCTUKM
netckux N3N.

KoHnukr nHtepecoB. ABTOpbl [aHHOI CTaTbu NOATBEP-
LUK OTCYTCTBUE SIBHbIX W NOTEHLMANbHbIX KOH(IUKTOB UHTE-
PECOB, 0 KOTOPbIX HEOGX0AMMO COOOINTD.
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