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OBLIASA XAPAKTEPUCTUKA PABOTbBI
AKTYyaJIbHOCTBH NIPO0JIeMBbI

[TepBbie MyOMMKaINMK, TOCBSIICHHBIC HHTEPCTUIMAIBHBIM 3a0onieBanusMm Jerkux (MU3JI,
cuHOHUM: auddy3HBIE MapeHXMMaTO3HBIE JIETOYHbIE OoJyie3HH), oTHOcATCs K 1898 r., xorma G.
Rindfleisch ommcan Tskenoe nerounoe 3aboieBaHHWE, OCHOBHBIM CHUMIITOMOM KOTOPOTO Oblia
BBIpO)KEHHAsI OJBIIIKA, U Ha3BaJl €r0 «KUCTO3HBIM Luppo3oM Jerkux» [Rindfleisch G.E., 1898].
[Ipounuto MHOro Jer 10 TOro BpPEeMEHM, Koraa Obula paspaboTaHa mepBas TepareBTUYECcKas
kinaccugukanus M3JI, ocHoBaHHAs Ha pe3ynbTaTaxX T'MCTOJIOTHUECKOro uccienoBanus. Haunnas c
cepennHbl XX B. M IO HAcTosAIIee Bpemsi TepMmuHoJorHs U kiaccupukanus M3JI y B3pocibix
CYILIECTBEHHO U3MEHUJIUCH.

[To mHenuro OoNbIIMHCTBA WCcienoBaTenei, kmaccudukamus W3JI, mpumensemas BO
B3pOCIION MpaKkTUKe, HE MOKET ObITh McmoNib3oBaHa y nereit [Fan L.L. et al, 2002; Bush A., 2004;
Deutsch G.H. et al, 2007]. Ilpusnanubivmu cnermanuctamu o M3J1 y nereit L.L. Fan u C. Langston
eme B 2002 r. Obula omyOIMKOBaHAa O030pHAs CTaThsi C KPAacHOPEUYHMBBHIM HAa3BaHUEM:
«[lenuaTpuyeckue MHTEPCTHIIMANIbHBIE 3a00JIEBaHUS JIETKUX: JETH — HE MaJIeHbKHE B3pPOCIIbIE»
[Fan L.L. et al, 2002]. CBA3aHO 3TO ¢ TeM, YTO MMEIOTCS CYIIECTBEHHbIC pa3iuyus B (Gopmax,
TEUEHUH, TUCTOJIOTHUECKUX 0COOeHHOCTX, porHo3e U3JI y nereit u B3pocnbix. Hanpumep, camast
yactas ¢opma UM3JI y B3poCHBIX — HIUONATHYECKUH (UOPO3UPYIOUINIA aTbBEOJHUT, WIH
UAMONATHYECKU (UOPO3 JIErKuX, OYeHb PEIKO BCTPEYAETCS Yy JIeTel M TOJNBKO B MOAPOCTKOBOM
Bo3pacte [Fan L.L. et al, 1992; Sharief N. et al, 1994; Nicholson A.G. et al, 1998]. V nereit
umerotrcss ¢opmer M3JI, He BcTpewarommecs y B3pOCHBIX, TaKHE KaK HEUPOIHIOKPUHHAS
runepriazus mmaneHnes (HOI'M) u nerodsnslii MHTEPCTHIMANBHBIN TIIHMKOTEHO3, MU y3HbIC
HapyIIEeHUs Pa3BUTHUS W POCTa JIETKOTO, ONMHMCAaHHBIC B mocieanee necarmwierne [Bush A., 2004;
Deutsch G.H. et al, 2007; Bush A. et al, 2009]. B otnuuue ot B3pocnsix, npu U3JI y nereii yamie
yIaeTCsl YCTAHOBUTH ATHOJIOTHIO OOJIE3HU. Y JIETEH yale, 4eM Y B3POCIbIX BCTPEUAIOTCS CEMEHHBIC
dbopmbl 3a00neBaHui, U porHo3 aetckux M3JI B nieiom, gyurie, ueM y B3pOCIbIX.

Ecmu B 1990-e ronel B myOMUKanusx, MOCBAIICHHBIX neTckuM M3JI, ObuM mpeacTaBiieHbI
eIMHUYHBIC HAOII0/ICHNS Ha 0a3e OTIEIbHBIX ClIeHAIM3UPOBaHHBIX IIeHTpoB [Fan L.L. et al, 1992;
Fan L.L. et al, 1997; Fan L.L. et al, 1998], To B mocneauue roasl cpopMUPOBAHBI PETUCTPHI
JaHHBIX OOJBHBIX HAa OCHOBAHMM MHOTOLIEHTPOBBIX HALUMOHAJIBHBIX W  MEXIYHapOIHbBIX
uccaenoBanmii [Clement A., 2004; Griese M. et al, 2009; Nathan N. et al, 2012]. K coxxanenuro,
noo0HbIX myOnukanuii B Poccun n0 Hactosimero BpemeHu HeT. OfHa M3 NMPUYMH 3TOTO — TO
oOctosiTenbeTBO, uTo U3JI sBisitorest peaxo maronorueit. CYUTaeTcsl, YT0 UCTUHHYIO YacTOTYy MX
ONpeAeNUTh OYeHb TPYAHO, TaK KaK BCIEACTBHE CIIOXKHOCTH JAMAarHOCTUKM MHOTHE Cllydyau
OCTalOTCS HEPACIO3HAHHBIMH. VIMEIOTCS JIUIIh €IUHUYHBIE COOOIICHHS O PaCHpOCTPaHEHHOCTU
N3J1 y neteit. B Tpex uccnenoBanusax Obiia moacuntana yactora aerckux M3JI [Dinwiddie R. et al,
2002; Kornum J.B. et al, 2008; Griese M. et al, 2009]. 3aboneBaemocTts BapsupoBana ot 0,13
ciaydaeB Ha 100000 mereit mutammie 17 ner 3a roa B ['epmanuu [Griese M. et al, 2009] no 10,8-16,2
ciyqaeB Ha 100000 nereit mmamme 15 ner 3a rox B Jlamum [Kornum J.B. et al, 2008]. B
WCCIIEIOBAHNH, BBIMOJHEHHOM B AHriuu ¢ 1995 mo 1998 rr., wacrora U3JI y nereii B Bo3pacte 0 —
16 nmer cocraBmia 0,36 Ha 100000, mpu 3TOM B JaHHOE WCCIEAOBAHHWE HE BOILIU OOJIbHBIE C
3a0o0eBaHUsIMH, HanOOJIEe PacIPOCTPAaHEHHBIMU B MJIaZieHUYeCTBE, TakuMu kak HOI'M, nerounsrii
MHTEPCTULMANIBHBINA TIMKOTEHO3, a Takke W3JI, accounnpoBaHHBIME C AeheKTaMu CHHTE3a OCIIKOB
cypdaxranta [Deterding R.R., 2010; Dinwiddie R. et al, 2002].

Yacrora M3JI TecHo cBsa3aHa ¢ Bo3pactoM OonbHBIX. [lo manabeiM A. Clement u E. Eber
(2008), u3 185 OONBHBIX, JICUUBIIUXCS B €BPOMEUCKUX MEIMIIMHCKUX IEHTpax mo mosoxy M3JI,
31% Obum B Bo3pacte miaamie 2-x neT [Clement A. et al, 2008]. B CIIIA u Kanane 3a 5-netuuit
nepuoa (¢ 1999 no 2004 rr.) nuarno3 U3JI, moaTBepkaeHHBIA Onoricuel, ObT mocTaBieH 187
OOJBHBIM B BO3pacTe A0 2 JeT, U3 HuX y 68% O001e3Hb COOTBETCTBOBANA KiacCU(UKALMOHHOU
kareropun «M3J1, npeBanupyrontue y miaaeHies» [Deutsch G.H. et al, 2007]. B Hacrosiiee BpeMs
nojaraiot, 4yro M3JI BcTpedaroTcst B 11000M BO3pacTte, HO y JeTeli OHM HE MEHEE YeM B IOJIOBHHE
CIIy4aeB CBSI3aHBI C IEPUOOM HOBOPOKJIECHHOCTHU U MEPBBIMU r0JIaMH KU3HH.
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JlocTHKeHHsI B IOHUMAaHUU NaTOTEHEe3a B JOMOJHEHUE K CTAHIAPTU3AaLMA TEPMUHOJIOTHH U
kinaccupukanmu  gerckux  M3JI  cnocoOCTBOBamM — YBEIMYEHHMIO CIy4aeB CBOEBPEMEHHOMU
JUarHOCTHKN JMaHHBIX 3a0omeBanuii [Deutsch G.H. et al, 2007]. K coxanenuro, B Poccun M3JI
MaJI0 U3BECTHBI MEAMATPaM, B PE3yJIbTaTe Yero OTMeuaeTcs TMIOJUarHoCTUKa OoJe3Hell MaHHOU
IpyNmbl, OCOOCHHO Yy AETel MEepBBIX ABYX JIET JKU3HHU. Y MHOTMX MAlMEHTOB JAaHHOTO BO3pacTa
nuarHo3 netckoro M3JI ckpeiBaeTcss MOJ «Mackol» Jpyrux Oosie3Hed — OpOHXOJErOYHOU
muctnazun - (BJIJ]), wamomatuueckoro (GuOPO3UPYIOMIETO albBEOJUTa, THUIEPCEHCUTUBHOTO
ITHEBMOHMTA  (IPK30I€HHOTO  QJUIEPTMYECKOr0  ajabBEOJMTA), ITHEBMOHUHM  (BPOXKIEHHOM,
UHTEPCTUIIMAIBHOM, 3aTSHXKHOTO TedeHus). B pesynpraTe, AaHHbIE 00 AHUAEMHOJIOTHH,
KJIMHUYECKON M peHTreHosorndeckoil cemuoruke U3J1 y nerel nepBbIX ABYX JIET )KU3HU B Hallel
CTpaHE€ OTCYTCTBYIOT, OJHAKO Bpaud JIOOONW CIEUHAaTbHOCTH MOTYT CTOJKHYTHCA C
HE00X0IUMOCTHIO U hepeHINATEHON THATHOCTUKU ATHX 3a00JIEBaHUI.

ean uccneqoBaHus

Ilenbto uccnenoBaHMs SIBUIOCH COBEPUICHCTBOBAHWE OKa3aHMsI MEIULMHCKON IOMOIIM
JIeTsM TepBBIX ABYX JieT ku3Hu ¢ U3JI ¢ pa3paboTkol anropuTMa TMOCTAaHOBKH JMAarHo3a M
IPUHLIAIIOB TEPAIUH.

3agauyu uccaeroBaHuA

1. YcTaHOBHUTH 3THOJOTMYECKHE (PAKTOPHI, KITMHUYECKUE MPOSBICHUS, ONPEACTUTh UCXOIbI
(¥ ¥X TIPEAMKTOPHI) OTACIBHBIX HO300TH4YecKuX popm U3JI B uccnemyeMoit rpyrme naueHToB.

2. OnpenenuTb NATOTHOMOHUYHBIE NATTEPHbI HMHJDK-THATHOCTUKA M JIAOOPaTOPHO-
WHCTPYMEHTAJIBHBIX JIaHHBIX, XapaKTepHBIE ISl OTACIBbHBIX HO3ojormdeckux ¢opm M3JI mereit
NEPBBIX JIBYX JIET KU3HHU.

3. U3yuuth HO30J0TMYeCKYyl0 CTpykTypy W3JI y nereil mepBbIX ABYX JI€T KU3HU B
HCCIIEAYyEeMOM IpynIe NalueHTOB.

4. BpipaboTath anroput™m aupdepeHnnanbHOl TUarHOCTUKU Y TALMEHTOB C «JIETCKUM
N3JI-cungpomom».

5. Pa3paboraTh peKOMEHJAIMU MO TAKTUKE BEIEHUS U TEparuy MAIlMEeHTOB MEPBBIX IBYX
net xwu3nu ¢ U3J1.

Hay4ynast HOBH3HA

Bnepseie B Poccun y maneHTOB MEPBBIX ABYX JIET KU3HM, cTpagarommx M3JI, npumenen
KOMIUIEKCHBIM ~ JMArHOCTUYECKUM IOJAXOJ, BKIIOYAIOIUN IPOBEACHUE IYJIbCOKCUMETPHH,
KOMIIBIOTEPHOH TOMOTpaduu OpPraHoB TPYJHOM KIETKM U TEHETHYECKHUE HCCIICOBAHMUS.
OmnpeneneHa KIMHUYECKas 3HAUMMOCTh BBISIBIIEHUS y ALMEHTOB «aeTckoro N3JI-cunnpomanr.

Ha mpencraBieHHON BBHIOOpPKE MAI[MEHTOB BBISBICH CHEKTP XapaKTEPHBIX KIMHUYECKHX
CHUMIITOMOB, a TaK)K€ THIIMYHBIX PEHTTEHOIOTHYeCKUX ocobeHHocTel Takux M3JI, kak BpoKaeHHAs
aJbBEOJSIPHO-KANMWIISIPHAs. JIUCILIA3Msl, JIETOYHAsl THUIOIUIa3us, CHHIApOM BunbcoHa-Mukutu
(CBM), HOI'M, BpoxxaeHHbII nepuuur cyphakTaHTHOTO MpoTeuHa B, cuHApOM «MO3r-nerkue-
muToBuAHas okenezay (CMUJILDK), obOmurepupyromuii  OpOHXHOJUT C  OpraHU3YIOUIEHCS
nHeBMoHMel (OBOI), nHTepcTULIManbHble NOPAXKEHU JETKUX IpU cUHApoMe JlayHa, CHCTEMHBIX
3aboneBanusx (rucrtuoruro3d u3 kierok Jlanrepranca (I'KJI), Oonesnr Humanna-Iluka).
VYcTaHOoBIEHA YacTOTa JIETOYHOM TMIEPTEH3UN Y JeTel NepBbIX ABYX JeT ku3Hu ¢ 13J1, BbisiBiEeHa
3aBUCHUMOCTD YaCTOThI PETUCTPALIMU JIETOYHOM TUIIEpTEH3UN OT Tsixkectr M3JI.

Briepsrie B Poccun onucana cepust Habmofenuii naiueHToB ¢ CBM, HHTEpCTUIIMATIEHBIMU
nopaxkeHusmMu Jerkux npu cuHapome [layna, HOI'M, CMIJIIK, OBOII. Brnepsbie B Mupe
onucansl MyTanuu c.344delG u ¢.584G>A (p.Argl95GIn) B rene NKX2.1, accounupoBaHHbBIE C
CMUJILIXK.

BrniepBeie B Hamiell crpaHe ommcaHa ctpykrypa M3JI y nperell mepBbIX ABYX JIET >KM3HHU.
YcraHoBieHa BBICOKAsT 4acTOTa HEAOHOIICHHBIX Jered B crpykrype M3JI manHoro Bo3pacra,
omnpenenensl ocodenHoctd M3JI y HENOHOMIEHHBIX AeTeil. YCTaHOBIEHO, YTO MpEeBAMPYIOIIEH
narojorueit B ctpykrype M3JI mepBbix AByX jer xu3HU siBigercs HOI'M. BroisiBneno, uro BJIJ]
SBIISICTCSI KOMOPOUTHOM MaTOIOTHEe HEKOTOPBIX HO30sIornueckux popm U3J1.

VYcranosnensl ucxoasl MU3J1 y nereit nepBbIX ABYX JIET )KU3HU.



IIpakTHyeckasi 3HAYMMOCTh

[IpemioxeHbl peKOMEHAAIMH 110 TAKTUKE BEJICHUS U T€PANUU MAallMeHTOB MEPBbIX ABYX JIET
xu3Hu ¢ M3J1. O6ocHOBaHBI TOKa3aHU I Ha3HAYCHHS KUcaopoaoTepanuu aetsm ¢ U3J1.

Pazpabotan anroputm auddepenunansuoit nuarnoctuku M3J1 y netel mepBbIX ABYX JIET
YKU3HU.

Hcnonbs3oBanre pe3ynbTaToB MPOBEACHHOTO HCCIEAOBAHHUS IMO3BOJIUT NEeAuaTpam,
HEOHATOJIOTaM, ITYJIbMOHOJIOTaM 3amof03puTh 0one3np u3 rpynnsl M3JI, Ha ocHoBaHMM HanMuus
«aerckoro  UM3JI-cunppoma», a ¢ TOMOIIbIO  pa3pabOTaHHOTO  ajiropuTMa  MPOBECTU
nudGepeHIHATBHYIO TUarHOCTHKY C YCTaHOBJIeHHEeM Ho3ojorndeckoi hopmer M3J1. YcranosieHo,
yto Tskenoe teueHue W3JI accommupyercs ¢ HaIMYMEM Yy MAIMEHTOB THIIOKCEMHUH B IIOKOE,
KHUCJIOPOJI03aBUCUMOCTH U JIETOYHOM TUIIEPTEH3UU.

YcraHoBlieHa 4yacTOTa MOTPEOHOCTH B JIOMAIIHEW KUCIOpoaoTepanuu y nanueHto ¢ U3J1
NEPBBIX JIBYX JIET KU3HU.

OcHOBHBIE 0J10:KEHHS TN CCEPTALNN, BLIHOCHMbIE HA 3AIIUTY

1. Yuer aHaMHECTHMYECKHMX JaHHBIX, TOKa3aTelied ITyJIbCOKCUMETPUH, CIECHU(PUIECKOTO
naTTepHa Ha KOMIBIOTEPHON TOMOTpauu OPraHOB TPYTHON KIETKH, PE3yIbTATOB T€HETHUYECKOTO
o0crenoBaHus y NallMEHTOB ¢ «aeTckuM M3JI-cunnpoMom» 1no3BossieT BepuuiupoBaTsh Harnbdoee
pacnpoctpaneHubie popmbl U3J1 y nereit mepBbIX IBYX JIET )KU3HU.

2. Ilporno3 M3JI y nmereii mepBbIX NBYX JIET KU3HMU BapualesieH, yaiie OJaronpusTeH, u
ONpeIEeAETCs HAJTUYMEM TUIIOKCEMHUH B TIOKOE U JIETOYHON THIEPTEH3UU.

BHenpenue pe3yJbTaTOB HCCJIEI0BAHUS

Pesynbrarthl  aucCEPTAllMOHHOTO — MCCIEAOBAaHUS  HMCIOJB3YIOTCS B [OBCEIHEBHOMU
KJIMHUYECKOW MPAKTUKE HEOHATAIbHBIX U MEIUATPUUECKUX OTICICHUN JIe4eOHBIX YUpexkKICHUHN, Ha
0a3e KOTOPHIX BBITIOJHEHA paboTa.

Marepuansl AMccepTallud HUCHOJIB3YIOTCS B JIEKIUSAX W TMPAKTUYECKUX 3aHATUAX CO
CTYJIEHTaMH, HUHTEPHAMHU, OPAUHATOPAMHU U CIIYIIATEISIMHU JIOMOJHUTEILHOTO MPOPECCHOHATBHOIO
oOpa3oBaHMs, MPOBOAMMBIX Ha Kadempe meauaTpud MEIMIMHCKOTO HHCTUTyTa Poccuiickoro
YHHMBEpPCUTETA JIPY>KOBI HAPOOB.

Martepuansl AuccepTaliu OTpakeHbl B MoHOrpaduu «/HTEepcTHIMANbHBIE 3200JIeBaHUS
nerkux y maaaennes» (PYIH, 2014).

Anpodanusi pa6boTbI

Huccepranus anpoOupoBaHa Ha METOJWYECKOM COBELIAHMM Kadeapbl MeauaTpuu
MEAMIIMHCKOTO HMHCTUTYyTa DefepanbHOr0 TOCYAapCTBEHHOTO aBTOHOMHOIO 00pa3oBaTEIHHOTO
YUpeKIEHUS BBICIIETO 00pazoBaHus «PocCHiCKU YHUBEPCUTET APY>KObI HApO10B» MHUHHCTEPCTBA
oOpa3oBanus u Hayku PO, mpotokon Ne 5 ot 21 nexabpst 2016 .

OcCHOBHBIE TIOJIOKEHUS JHCCEPTAllUd JIOJIOKEHBI W OOCYKIeHbl Ha 24-m, 26-Mm
HammonaneHbix KoOHrpeccax mo Oosie3HsiM opraHoB nbixanus (Mocksa, 2014, 2016), XIII
Konrpecce nemmarpoB-undexnnonnctoB Poccun (Mocksa, 2014), VII Bceepoccuiickoit HaydHO-
npakTudeckoil KoHpepeHunn «HQPEKIMOHHBIE aCIeKThl COMATUYECKOM MaTOJIOTUH Y JeTeil»
(MockBa, 2014), IX exeromHod HaydHO-TIpaKkTU4YecKoW KoH(pepeHuun «CoBepIICHCTBOBAHUE
neguaTpuueckol mpaktuku. OT mpocTtoro k cioxkHomy» (Mocksa, 2014), X, XI Esxeroanbix
KoHTrpeccax Poccmiickoil acconmanuy CHeruaiiucToB NepuHaTaibHOW MenuiuHbl (MockBa 2015,
2016), VII  Poccuiickoil = Hay4HO-TIPAaKTHUYECKOW  KOH(EepeHIMH  «AJuleprudyeckue U
UMMyHoOTIaToJIoTHueckue 3aboneBanus — mnpobrema XXI Bekay» (Cankt-IlerepOypr, 2015),
CeMHHape TMepMaHeHTHON mmkonel HeoHaTonora (Cankr-lIlerepOypr, 2015), Ha 3acemaHmsIX
MocxkoBckoro o0rmiecTBa AeTckux Bpadeit (Mocksa 2015, 2016).

JIMYHBIA BKJIAJ AaBTOPA

Bce atanbl nuccepranioHHOM paboThl OBUIM BBHIIOJHEHBI IPU HEMOCPEACTBEHHOM YYacTHH
aBTOpa, a UMEHHO 0030p OTCUECTBEHHBIX M 3apyOCKHBIX TUTEPATypHBIX HUCTOYHHKOB IO TEMeE
UCCJIEIOBaHMSI, pa3paboTKa CTPYKTYpbl HCCIEAOBaHUSA, COOp aHAMHECTHYECKUX, KIMHUYECKHUX,
1ab0paTOPHBIX M WHCTPYMEHTAINBHBIX JaHHBIX. (CaMOCTOSTEIHHO BBIIOJIHEHA CTATUCTHYECKAsS
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00paboTKa NaHHBIX HCCIEIOBAaHUS M HMHTEpIpeTalus MOJIyYeHHbIX pe3yiabTaToB. llomydeHHbIE
JTaHHBIE 00CYKIEHBI aBTOPOM B HAYYHBIX IMyOIUKALUAX U TOKJIa/1aX, BHEIPECHBI B TIPAKTUKY.
IyOoaukanum mo TemMe JUCCEPTALNHA

[To Teme mucceprammu omyOaMKoBaHO 32 TeYaTHBIE paOOTHI, B TOM umcie 17 crateil B
BEIYIINX PEIEH3UPYEMbIX HAY4YHBIX KypHajaxX, pekoMeHmoBaHHbIX BAK, 2 mnyOmukanuu B
U3JIaHUAX, HHACKCUpYeMbIX B 6a3e nanubix SCOPUS, moHorpagus.

CTpykTypa n 00b€eM JUCCEPTANNH

Huccepranus uznoxkeHa Ha 113 cTpaHuiax MalIMHOMUCHOTO TEKCTA, COCTOUT U3 BBEICHUS,
o030pa JUTEpaTyphl, IJaBbl C OINUCAHUEM TAlMEHTOB M METOJOB HCCIIEIOBaHUs, TJaBbl C
pe3yNnbTaTaMu UCCIEeNOBAHUS, 3aKITFOUCHHUS, BBIBOJIOB, MPAKTUYCCKUX PEKOMEHIANN, TPUIOKCHHS
U CIMCKA JTUTEPATYpPhl, BKItoUaromero 13 oredecTBeHHBIX U 121 3apyOekHBIX HCTOYHUKOB. PaboTa
wTtocTpupoBana 18 Tabnunamu u 37 pucyHKaMH.

MarepuaJjbl 1 MeTOAbI HCCJIeI0BAHNS

Pa6ora Bemmonuena B nepuoa ¢ 2013 no 2016 rr. Ha kadenpe neguarpun (3aB. Kadeapon —
amH. JI.}JO. OBcsnHukoB) MemuimHckoro wHCTUTyTa (Aupektop — n.M.H. A.FO. AGpamoB)
Poccuiickoro yHuBepcurera IpykObl HapoaoB (pekTop — I.¢.-M.H., podeccop, akagemuk PAO
B.M. ®wunumnmoB) Ha KIMHHYECKHMX Oa3ax kKadenpel: MOpPO30BCKOW AETCKON TOPOJCKOM
KJIMHUYECKOH OoJbHMIE (TTIaBHBIM Bpay — JA.M.H., mpodeccop, 3acayxeHHbI Bpad Poccuiickoi
Oenepannn M.E. KonrynoB), JleTckoii MH(pEKIMOHHON KIMHHYECKOW OonpHUIlE No 6 (TJIaBHBIHA
Bpau — JI.M.H., npoeccop, akanemuk PAEH, 3acmyxennbiii Bpau Poccuiickoit ®enepanu E.A.
Hertspéra), JleTckoi ropoackoit kimuHHYeckoi OompHUIE Ne9 um. I'.H. Cnepanckoro (riaBHBIM
Bpay — 1.M.H., podeccop A.A. KopcyHckuii) Jlenapramenra 31paBooxpaHeHust ropoja MOCKBBHI.

Juzaiin uccnedoganusi — aMOUCTIEKTUBHOE MHOTOLIEHTPOBOE OTKPBHITOE HECPAaBHUTEIHHOE
UCCJIEIOBaHHE.

OCHOBHBIM MaTE€pUAIOM JJIsi JaHHOU pabOThI MOCIYKUIU COOCTBCHHBIC HAOTIOACHHS W
aHaJ M3 UCTOpHM Oone3Hu 76 mamueHToB ¢ aeTckumu M3JI, mpoxoauBIMX J€4eHHE B MEPUO] C
1985 mo 2016 rr. B knmuankax MockBel, Cankt-IletepOypra, Apocnasns, Kazanu, Uensouncka. Ha
KIMHAYECKNX 0Oa3zax kadenpsl memuatpuud MemuimHckoro wuHctutyta PY/IH Habmomancs wu
nonyyan sedenue 51 marmuent. Cpenu manmeHToB Obuio 47 manbuukoB (61,8%) u 29 neBouek
(38,2%) B BO3pacte oT 1 cyTok xu3Hu A0 24 mecsues. [ectanuonusiii Bo3pact (I'B) mauuenton
BapbupoBai oT 24 1o 41 venenu (menuana (Me) — 39,0; untepkBapTuibHbIil pazmax (UKP) — 30,5-
40,0), macca tena ipu poxaeHur — oT 485 mo 4450 rpamm (Me — 2885,0; UKP — 1505,0-3395,0).

Kpumepusamu éxniouenuss B UcCIeI0BaHNE SBUINCH CIEAYIOLIUE: BO3pAcT Miajaulie 2 JIET,
Hanmuue «gerckoro NU3JI-cunapomay.

Kpumepusamu uckniouenus U3 UCCIENOBAHNS SIBWINCH CIEIYIOIINE: BO3pACT cTapiie 2 JIET,
YCTaHOBJIEHHbBIE IUAarHO3bl MYKOBHCIIN/103a, IEPBUYHOTO HMMYHOEPUIUTA.

Y Bcex ManuMeHTOB ObUIM TPOAaHAIM3UPOBAHBI CIEAYIOUIUE ITaHHBIC: aHAMHE3 >KHU3HH,
aHaMHe3 U TeueHHue 3a0oseBaHMs, PE3yJIbTaThl JaOOPATOPHO-UHCTPYMEHTAIbHBIX OOCIIEIOBaHUM,
MpOBOAMMAsI Tepamnusi, Ucxoabl. JlabopaTopHOE U MHCTPYMEHTAILHOE 0OCIIEeIOBaHNE MAIIMEHTOB C
N3JI Brmroyanmo oOmuMi KIWHUYECKHMHM W OMOXMMHUYECKHH aHalM3bl KPOBH, OIPEICIICHHE
HACBIIICHUSI KPOBH KHUCIOpoAoM (catyparus, SatO,), sxokapauorpaduueckoe HcCCleOBaHUE
(OxoKI') ¢ ompeneneHneM CHCTOIMYECKOTO JIABJICHHS B JIETOYHOM apTEepUU TO CKOPOCTH
TPUKYCTIUJATBHON perypruTanuu (Mpu 3TOM KPUTEPUEM JHATHOCTUKH JIETOYHOW THUIEPTCH3UH
OBLIO CHUCTOJIMUECKOE JaBiieHWe B JierouHoi aprepum, CJIJIA, OGomee 35 ™MM. pT. cT.),
peHTreHorpa o OPraHoB IPYIHON KIETKH Y BCeX OOJBHBIX; KoMIbloTepHyIo ToMorpaguio (KT)
OpPraHoB TPYIOHOM KIETKH Yy 53 TauueHToB, T'€HETUYEeCKoe wuccienoBane y 11  gereid,
MaTOJIOTOAHATOMHUYECKOE UccienoBanne y 15 manueHToB (Ouoricus koxu —y 11 merelt, ayromncus —
y 4); 10 MoKa3aHUsAM Ui UCKJIIOUEeHUSI MHPEKIIMOHHOMN MaTOJOTUU CEPOJIOTHUECKHIE UCCIIECOBAHUS
U TOJMMEpa3Hyl0  LEMHYK  pPEaKUUI0 KpOBHU, 1O TMOKa3aHUSIM Ui HUCKIIOYEHUS
ractpoa3odareanbHOI pedaroKCHOM 0oJe3Hn (I'OPB) BBITIOJTHSITACH
a30daroractpoayoacHockonus. CTemeHb apIxaTenbHON HemocratouHoctd (JIH) omnenuBamu B
COOTBETCTBUU ¢ puHATON Kinaccudukarueit [C.H. Asaees, 2007].



VY Bcex aeteit Obuta mpou3BeaeHa oreHka cumnToMoB M3JI, BXOAAIUX B TaK Ha3bIBAEMBIN
«aerckuii M3JI-cunapom», BKIHOYAIOIIMKA TakKUe KPUTEPUU Kak: 1) pecnupaTopHbIE CHUMIITOMBI
(kammenb, TaxXWUITHOD, HEMEPEHOCHMMOCTh (DU3WYECKON HArpy3kH); 2) OOBEKTHBHBIC CHUMIITOMBI
(IOTIOTHUTENBHBIC JBIXaTeIbHBIC IIYMBI, 3aTPyIHEHUE [bIXaHUS, BTSHKEHUE YCTYMYHUBBIX MECT
TPYJHOM KIIETKH, 3aJIepKKa TEMIIOB pa3BHUTHs, «OapaOaHHBIC MAJOYKH»); 3) THUIMOKCEMHs TPH
uccnenoBanuu SatO; u 4) nudPy3Hsie U3MEHEHUs 1o AaHHBIM peHTreHorpamm u/uinu KT opranos
rpyaHoit kinetku [Deterding R.R., 2007].

Onenka crenenu Tsoxectu aerckux M3J1 npoBoaunace cornacHo npemioxenHon L.L. Fan n
kosut. B 1998 r. knmaccudukamnum, npeacrasieHHon B Tabmure 1 [Fan L.L. et al, 1998].

Tab6muma 1
Onenka tsoxectu gerckux M3JI [Fan L.L. et al, 1998]
I'unokcemust T HHOKCOMIS
Crynenu (5at0,<90%) 5o (SatO,<90%) Jlerounas
TSDKECTH CamnToms! CHE W TPy B IOKOE TUTIEPTCH3US
buzmvecKoi
Harpyske
1 Her Her Her Her
2 Ha Her Her Her
3 Ha Ha Her Her
4 Ha Ha Ha Her
5 Ha Ha Ha Ja

CrarucTnyeckasi 00padoTka aaHHbIX. CtaTucTHyeckas 00paboTKa MOJYyYEHHBIX JaHHBIX
MPOBOIUJIACKH C TpUMEHeHreM makeToB mporpamm IBM SPSS Statistics 23v., Microsoft Excel 2016.
Jlig onncaHus pacupeeseHns KOJIMYECTBEHHbBIX II0KAa3aTeNIel pacCUUTHIBAINCH CPEHEE 3HAUCHHE
u cranaaptHoe oTkiIoHeHne, Me u WKP. [Ins kauecTBEHHBIX IOKa3aTesied pPacCUUTHIBAIUCH
YacTOThl BCTPEYAaEMOCTH TMpPHU3HAKA W COCTABISUIMCH TAaONMIBI CONPSDKEHHOCTH. AHaAIN3
B3aMMOCBSA3€M MEXIy KAaueCTBEHHbIMH I[OKa3aTeIsIMU TPOBOJIWICS C  HCIOJb30BAHHUEM
HermapaMeTpuyeckoro paHroporo koddduuumenra xoppemsiuuu Croupmena (rho).  Anamus
MPEIUKTOPOB OMHAPHOTO MCXO0/1a BBIMOIHAJICS MyTEM MOCTPOEHUS JIOTUCTUUYECKUX PErPeCCHOHHBIX
MOJIEJIEN C OIpENeIeHUEM OTHOLIEHHs IIaHCOB C 95% HOBEpUTENBHBIM HHTEPBAJIOM. YPOBEHb
CTATUCTUYECKON 3HAUMMOCTH P IS BCeX MEeTO10B ObLT puHSAT MeHee 0,05.

PE3YJBTATBI UCCJIIEAOBAHUSA U UX OBCYXKJIEHUE

[Ipu ouenke cuMnToMoB, BXoasmmx B «aeTckui M3JI-cuHmpom», y BceX MAIMEHTOB
HaOII01aMMCh OOBEKTHUBHBIE KIMHUYECKHE CUMITOMBI M HMHTEPCTUIMAIbHBIE H3MEHEHUS IO
JAHHBIM PEHTTE€HOJIOTMYECKUX HcciieqoBaHui. Y 93,4% MmanyeHToB OTMEYaIUCh PECIUPATOPHBIE
CUMNTOMBI, y 68,4% 1O JaHHBIM NYJIbCOKCUMETPUH Obljla BBISBICHA TUIOKCEMHUS, O YeM
CBUJETENbCTBOBAN Nokazarenb SatO; menee 90%. CornacHo kputepusim R.R. Deterding, nanuuune
Kak MUHUMYM 3 u3 4 rpynn npusHakoB [Deterding R.R., 2007], mo3BoimiIo yCTaHOBUTH «IETCKUN
N3JI-cunnpom» y Bcex MalMEHTOB, a HA OCHOBAHUM MPOBEACHHBIX KIMHUYECKUX U JIaOOpaTOPHO-
MHCTPYMEHTAJIbHBIX HCCIIEJOBaHUN Oblla yTOouHeHa Ho3ojorus. llogpoOHas XxapakTepucTHKa
«aetckoro M3JI-cunnpoMay y HaOMIOJaBIINXCS MAIIMEHTOB MpeICTaBleHa B Tabmuie 2.

B crpykrype U3JI y naGmomaBmmxcs aeTeil mpeoOnaganu 3aboiieBaHMs, HauOosiee
pacnpocTpaHeHHbie B mitaneHuectBe (73,7%). B tabmume 3 mpencraBieHa naHHAs CTPYKTypa B
COOTBETCTBUU C pyOpukamu kiaccudukanuu M3J1 Amepukanckoro TopakaibHoro oomecta (ATS)
2013 r. [Kurland G. et al, 2009].

HaubGonee wacro M3JI B 1menoM B HMccleayeMol Tpyrine ManieHTOB MaHU(ECTHpOBalu B
Bo3pacte or 1 mo 6 mecsueB (46,1%). Camas panHsas MaHH(ecTalyss CUMITOMOB U Haubosee
TSDKEJIBIA TTPOTHO3 OTMedanuch y manueHTtoB ¢ M3JI u3 rpynn nuddy3Hbx HapymieHUd pocta U
pa3BuTHs Jerkux. Y AByXx naereil auarHos3sl M3J1 ObliM ycTaHOBJIEHBI MOCMEPTHO — BPOXKICHHAS
aJbBEOJISIPHO-KAWIUIApHAs AUCIIA3Us y TOHOUIEHHON JIEBOYKH C JIETabHBIM MCXOJ0M B BO3pacTte
10 cyTOK >KM3HU M NepBUYHAsS JIETOUHAs TUIOIIIAa3Us Y HeJloHomeHHoU neBouku (I'B — 26 Henenn)



¢ bBJII. BpoxaeHHas anbBEOSIPHO-KAMWILISApHAS JAWCIUIA3Usl B JaHHOM  HAOJIOJICHUH
XapakTepu30BajlaCh TUIMYHBIMU IMpU3HAKamu: Tspkenod JIH M mepcucTupyromen J1ero4yHoun
TUNEpPTeH3UeH,  MaHU(ECTUPOBABIIMMU B  paHHEM  HeOoHaranbHoM  nepuone. Ilpum
[aTOJIOTOAHATOMUYECKOM HCCJIEOBAHUU TKAHU JIETKOTO peOEHKa C BPOXKIEHHOW allbBEOJISIPHO-
KallMJUIIPHOW JUCIUIA3MEN NPU OKPAaCKe T€MOTOKCWJIMHOM M 303MHOM OIPEIEISUIOCh YTOJILEHUE
MEKaTbBEOJIIPHBIX NEPETOPOJIOK, aTbBEOIIPHBIX XOJIOB M aJbBEOJ] B BHJE TPyOOUEK, HApyIICHHUE
JUXOTOMHUYECKOTO CTPOECHUs OpOHXMOJ, rMneprpodus cpeqHed O0O0OJOYKM MENKHUX MBIIIEYHbIX
apTepuil B COYETAHUU C KJIETOYHOU mponrepanneii HHTUMBI COCYIOB, PACTIONIOKEHUE JIETOYHBIX
BEH BJ10JIb JIETOYHBIX apTEpUOJ BHYTPHU OOIIEH aJlBEHTUIINH.

Tab6muma 2
YacToTa cuMnTomMoB, Bxoasumx B «aetckuit U3JI-cunapom» y naurenToB ¢ U3J1 nepBbIx ABYX JieT
KU3HU
Yucno
Yucnno manueHTos,
I'pymma ae. (%) CuMrnromsl MaIEHTOB,
a6c¢. (%)
Kalllelb 16 (21,1)
Pecriuparopusie TaxXUITHOD 68 (89,5)
71(93,4) =
CUMIITOMBI HEMEPEHOCUMOCTh (PU3HUECKOM 60 (78.9)
Harpy3ku ’
CyXUE XPHIIbI 24 (31,6)
BJIQKHBIE XPHIIBI / KPEIUTAIUS 37 (48,7)
OObeKTUBHbBIE 76 (100) BTSUKEHHE yCTYTIMBbIX MECT 66 (36.8)
CUMIITOMBI TPYAHOMN KJIETKU
3aJIepKKa TEMIIOB Pa3BUTHS 52 (68.,4)
«bapabaHHBIC TATTOYKU) 0 (0)
['unokcemus 52 (68.4) Sat0,<90% 52 (68,4)
i Qy3HbIe N3MEHEHHS Ha
Huddysusie pPEHTreHorpaMmMax OpraHoB 76 (100)
W3MEHEHUs IpU 76 (100) I'PYHOM KJIETKH
UMU/IK-TUATHOCTUKE muddy3asie n3menenus Ha KT 53% (100)
OpPraHOB I'PYIHOM KIIETKH

* MccnenoBaHue BHIIOTHEHO Y 53 MalMeHToB.

Y 34 nanuenTtoB uccrnenaoBanus (44,7%) Opumn nuarHoctupoBanbl M3JI, oTHOCsmuecs k
mubdy3HBIM HapyIICHUSM pPOCTa JIETKMX, B TOM YHCJE MEpBUYHAs M BTOpPUYHAS JIETOYHAs
TUIOIIIa3usl, UHTEPCTULMAIBHOE NTOPAKEHUE JETKUX Npu cunapome layna, CBM. Jlannas rpymnma
3a0oneBanuil ipeBaaupoBaia B cTpykrype M3J1 y HabmrogaBmmxcst marieHToB.

JIMarHo3 JIEro4yHOW THUMOIUIa3uu ObLT yCTaHOBiIEH y 13 maunueHToB (nmepBuuHas — y 1
pe6enka ¢ BJIJI, Bropuunas — y 12 gereit), poausmuxcs ¢ ['B 24-40 (Me — 34,0; UKP — 28,0-40,0)
HeJeNnb, ¢ Maccoil Tena npu poxaeHuu 485-3700 (Me — 2316,0; UKP — 690,0-3000,0) rpamm.
[IpyunHaMu BTOPUYHOM JETOYHOW THMOIUIA3MHM SIBWIKMCH DPA3JIUYHbICE AHOMAJIMU, B TOM 4YHUCIE
ckenetHble (cunapom JKEHa) y 8 marueHToB, XpOMOCOMHBIE (CHHIPOM DBapjca) y 2 MalieHTOB,
omdartornene y | marnuenTa, HeMMMYHHAs BOJISIHKA TutoAa y | manueHTa. B HeoHatansHOM mepuoe
y 12 u3 13 mamueHTOB AaHHOW TPYIIBl HAOMIOAAINCH JIBIXaTeNIbHBIC HApYIIEHUs, TPEOOBABIIHE
IIPOBEJICHUS PECHUPATOPHOM Tepanuu. B KauecTBe MHULMAIBHOM PECHUPATOPHOM MOIACPKKU
JaHHBIM TallMEHTaM MPOBOAMIIACH MCKycCTBeHHas BeHTwsiims Jyerkux (MBJI) ¢ mepexomom Ha
IIOCTOSIHHOE TOJIOKUTEIILHOE JABJICHUE B JIBIXATENIbHBIX IYTSAX YE€pe3 HOCOBBIE KaTETEPHl, Y MATU
nanreHToB copmupoBanack Tspkenas bBJIJ[. Illects nereit ¢ neroyHoi rumoruiasued mocrie
BBIMIMCKH U3 OTJIEJICHUS MMaTOJIOTUU HOBOPOKJICHHBIX HYKJAIKUCh B JIOMAIIHENW KUCIOPOAOTEpaIuH,
y matd w3 Hux Obuta BJIJI[. ¥V Bcex ATHUX MaIMeHTOB OTMEYAIMCh YacThie PEIUAUBUPYIOIINE
pecnuparopHbie WHOEKIMH, SBUBIINECS MPUYUHON MOBTOPHBIX TOCIHUTAIHM3AIUN C pPa3BUTHEM
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Tsokenort JIH, TpeboBaBiiei 1OMOJHUTEILHON OKCUTEHAITUH, ICBSATH JACTSIM TTOBTOPHO TIPOBOIUIACH
HBJI.

Tabmuna 3
Crpyxrypa U3J1 y nereit nepBbIX ABYX JIET )KU3HU

Yucno nereit (n=76)
I'pynna 3a0oneBanmii Ho3zonoruueckue popmer
abc. %
u 3HbIE
Hudpdy BposxaenHas anbBeossipHO-KanWLIsIpHAS
HapyILICHUs pa3BUTHUSA - 1 1,3
JIETKHUX
[TepBuyHas neroyHasi THIOIIA3US 1 1,3
Bropuunas sierouHasi runoriaus:
— JleroyHas runoruia3us Npyu CUHJIPOME
. 8 10,5
Kéna
— JlerouyHnas rumnoruiasus pu CUHIPOME ) 26
DnBapaca (Tpucomust 18 XpoMoCOMBI) ’
Hapymenus pocra — Jlerounas runoruiasus npu 1 1.3
JIETKHUX OM(I)aHOHeHe ’
— JlerouyHas rumnoruiazust npu 1 13
HEMMMYHHOM BOJSTHKE IUI0/A ’
CyOmnneBpaiibHble KUCTBI IPU CUHAPOME 5 6.6
Hayna (Tpucomuu 21 XxpoMocoMbl) ’
Cunapom Bunbcona-Mukutu 16 21,1
Cnenuduyeckue
COCTOSIHUSI .
o HoiiposHaokpuHHas rumnepriia3us MJIaJIeHIIEB 18 23,7
HEYCTaHOBJIEHHOM
STHOJIOTUH
Mytauus rena SFTPB — BpoXXA€HHBIN 1 13
JuchyHKIMKM cUCTeMbl | 1eUIHUT cypdaKTaHTHOTO MpoTerHa B ’
cypdaxranTa Myraunun rena NKX2.1 — CHHIPOM «MO3T- ) 6
JIETKHe-IIUTOBHIHAS JKeJIe3a» ’
PaccrpoiictBa y muni ¢ | [locTrHbEKIIMOHABIC U APYTHE MPOIECCHI —
HOpMaJIbHOMI 00IUTEPUPYIOMINUN OPOHXHONHUT C 8 10,5
MMMYHHOM CUCTEMOM | OPraHU3YIOIICICS MTHEBMOHHUEN
PaccrpoiicTsa, bone3nr Humanna-ITuka 1 1,3
aCCOIIMUPOBAHHBIC C
CHCTCMHBIMH ['uctnounTos u3 knerok Jlanrepranca 11 14,5
3a00JICBaHUSIMH

Y Bcex MAaIMEHTOB C JIETOYHOW THUIIOIJIa3Meld Ha PEHTI€HOTpaMMax OpraHOB T'PYIHOU
KJIETKH OTMEYaJoCh YMEHbIIEHHE oO0beMa Jerkux. IIaTu marmmeHTam C JeroyHoW TUIoIIa3hen
6buta mpoBereHa KT opraHoB rpyIHOW KIIETKH, ONpPEENSINCh NMPU3HAKK yYMEHbIIEHUS 00beMa
JeTKUX, KUCTO3HO-(uOpo3Hbie u3MeHeHus. Ilo mannepiM OxoKI' y 10 manumeHTOB ¢ JeroyHou
runorurasuei  Owbima 3apeructpupoBaHa Bbicokas (CHJIA, ©Gomee 50 MM.pT.CcT.) JierodHas
TUIEPTEH3HUS.

JletanbHbIi nCX0 OBLI 3apETUCTPUPOBAH y 5 MALUEHTOB (y TPeX MAllMEHTOB C CUHIPOMOM
Kéna B Bo3pacte oT 5 MecsueB a0 1 roga 9 mecsues, y 1 manmeHTa ¢ NEpBUYHOM JIETOYHOU
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TUIIOIJIa3uel B BO3pacTe S5 MecsleB, y | malueHta ¢ HEMMMYHHOW BOJASIHKOW miioga B 1 CyTku
xu3HN). KpurepusiMu auartHosa JE€rOYHOM TUIOIUIA3UM Ha AyTOIICHUHU SIBJSIIOTCS YMEHBLIEHHE
BEJIMYMHBI M BeCa JICTKUX, YMEHBIIICHHE OTHOIIICHUS MAacChl JIeTKMX K Macce Tena [Fan L.L. et al,
1992], yTo W OBLJIO BBHIBJIEHO Y YMEPIIMX MHAlMEHTOB C MEPBHUYHOW JIETOYHOW THIOIUIA3Ued U
JIETOYHOW THUIOIUIa3uel, aCCOMUPOBAHHONW C HEMMMYHHOW BOJAsHKOW Mmioga. Kpome Toro, y
pebenka ¢ mepBuyHOU JeroyHod rumoruiasueir u BJIJl, ymepmiero B Bo3pacte 5 mecsles, MpH
MIPOBEJCHUN MHUKPOCKONUU JIETKUX ObUI BBISBICH BBIPAXKECHHBIH (HOPO3 MekKallbBEOISIPHBIX
NIEPETOPOJIOK, MHOKECTBEHHBIE aTEJIEKTa3bl, aJIbBEOJSIPHO-PAANANIBHBIN cueT cocTtaBui 2-3 (mpu
HOpPME Y IOHOIIIEHHBIX HOBOPOXKIEeHHBIX 4-5). 1o knaccudukamuu L.L. Fan ¢ xomn. [Fan L.L. et al,
1998], manueHTsl ¢ HapYyIIEHUAMH poOcTa JIeTKUX Haxoauinuch Ha 3 (35,3%), 4 u (35,3%) u 4
(29,4%) crynensx tsxectu Teuenus M3J1.

JUIsi MHTEpCTULMATIBHBIX MOPAXEHUM JIETKUX Yy JeTed ¢ CUHAPOMOM JlayHa TUIIMYHBIMU
SBJISIFOTCSL  JierouHasi rumnorutazus u cyoruieBpaibHble KUCTBI (CK). Cpemu HaOmromgaBIIUXCS
nanMeHToB Obuto 5 gereir ¢ cunapomoMm Jlayma u CK. Bceem persimM  mpoBoamiach
KapUOTUIIMPOBAHUE C MOJTBEPKACHUEM JIHarHo3a cunapoma Jlayna (tpucomus 21 XpoMOCOMBI).

B HeoHaTanbHOM MepuoJie y BCEX MALMEHTOB C CUHApoMOM JlayHa pecnupaTOpHBIX
HapylieHuid He ObUIo, JAETAM HE MPOBOJAWIACH JOIMOJHUTENbHAs oOKcureHauus. OpHako B
JanpHEeHIeM y HUX OTMEYaJHCh YacThle PELUIUBUPYIOIIUE PECIUPATOPHBbIC WH(EKIUH, B TOM
4yucie, MHEBMOHUM 3aTSKHOIO TEUYEHMSs, SBUBIIMECS MPUYWHON NOBTOPHBIX TOCHUTAIM3ALMUN C
passutuem /IH. Bmecte ¢ Tem, mpu OTCYTCTBMM HMH(EKUMI AbIXaTENbHBIX IyTEeH y BCEX JeTel
NEPUOIUYECKH PErMCTPUPOBAIM SIMHU30/bl TAXWUITHOY, TMIIOKCEMHHM B IIOKOE, a TAKXKE 3aIEPKKY
TEMIIOB Pa3BUTHSL.

[To manaeiM Dx0KI' y 4 manueHToB ¢ cuHApoMoM JlayHa ObUIM BBISBJICHBI BPOXKICHHBIC
nopoku cepana (BIIC). Ha penTtreHorpammax OpraHoB TPYAHOW KIETKH WHTEPCTHIIMATIBHBIC
U3MEHEeHU BbIsIBIICHBI He OblH. Beem manmentam ¢ CJl mpoBoaminace KT opraHoB rpyaHO# KIeTKH
anbo B KayecTBe MpeiornepanroHHoro oodcnenoanus no nosoxy BIIC, nmubo BBUAY 3aTSXKHOTO
TEUEHUs] THEBMOHUH, y BceX OblTu oOHapyxeHbl MHOkecTBeHHBbIe CK. Bo Becex Habmopenusx CK
sBunch ciaydaiiHoit KT-Haxomkoil, ciydaeB MHEBMOTOpakca HE OBUIO 3aperHCTPUPOBAHO.
Heo6xoauMo oTMeTUTH, 4TO KIMHHMYECKas BapuabenbHOCcTh CK 3aBUCHT OT CTENEHH KHCTO3HBIX
n3meHenut u coueranus c¢ BIIC. Bepudukamus CK y mnamuentoB ¢ cunapomom JlayHa
NpPEICTABIsIeTCST OYEHb BaXXHOH B paMKax IMpoBeAcHUs IU(QepeHIHaTbHOr0 JUarHosa ¢
BPOXKICHHBIMU TOPOKAMU Pa3BUTHS JIETKUX, KaK 3TO HMMEJIO MECTO y HaOJII0JaBIIMXCS HaMU
HAIEHTOB.

Hecmotps Ha To, yTo CBM He Bomen B kinaccupukanuto aerckux M3JI, mpemioxkeHHyro
ATS B 2013 r. [Kurland G. et al, 2009], psinx cuMOTOMOB, B TOM YHWCIIE NMPU3HAKH BOBJICYCHUS B
MaTOJOTHYECKUM Tporecc JjeroyHoro uHtepctunus Ha KT opraHoB rpynHOW KIETKM U TpH
MOp(OJIOTHUECKOM HCcieioBaHuH, mo3BoiisieT oTHecTH CBM k rpynne M3J1, acconmupoBaHHBIX ©
HapyIlIeHHEM pOCTa JIETKUX, MOATPYIIE XPOHUYECKUX 3a00JIeBaHUM JIETKUX HOBOPOXKICHHBIX
[Reittner P. et al, 1998 Hoepker A. et al, 2008]. Iloq nabmonenuem Haxommiochk 16 nereit ¢ CBM,
poauBmmxcs ¢ I'B ot 26 g0 39 (Me — 29,5, UKP — 27,5-30,5) Henenb ¢ Maccoi Tena npu poKaeHUN
935-3020 (Me — 1415,0, UKP — 1015,0-1500,0) rpamm, GombmuHCTBO (15) mamueHTOB ObLH
HEJIOHOIIIEHHBIMU. B HeoHaTasibHOM Tiepuojsie y 8 neredl ObUI JMarHOCTUPOBAH PECIUPATOPHBIN
qucTpecc-cuHapoM HoBopokaeHHbIX (PIICH), paspemmBmmiics k 3-5 cyTkaMm >KU3HM, Y OJHOTO
pebeHka — MHEBMOHHUS, y 7 MAIIMEHTOB PECHUPATOPHBIX CUMITOMOB 10 MaHudectaruu CBM He
obuto. B mepBeie 3 nHs xu3HU B cBs3u ¢ passutueM PJICH 3 pebGenka nHaxomwnmuch Ha WBJL,
MIOCTOSIHHOE MOJIOKUTEIIbHOE JABJICHUE B JBIXATENIBHBIX ITYTIX Y€pE3 HOCOBBIE KATETEPhI MOyl
6 mauuenroB. B Bospacre 5-64 (25,3+16,7) CyTok OTMEYEHO YXYAILIEHUE COCTOSHHUSA B BHJE
maHudectanuu JIH, mosBieHus OABINIKK C BTSDKEHHEM YCTYMUMBBIX MECT TPYAHOW KIIETKH,
1I1aHO3a, BJIAKHBIX MEJKOIMY3bIpUaThIX XPUIIOB B JIETKMX, CBUCTALIMX XPUIIOB. Y BcCeX AETEH ¢
CBM B ne6roTe 3a001eBaHus PETHCTPUPOBATHCH AlTHOD.

Ha penTtreHorpammax opraHoB rpyAHON KJIETKH y 3TUX NallUEHTOB OTMEUYAINCh YMEPEHHAs
runepuH@IAIus, UHTEPCTULIMATIbHBIE U3MEHEHHUs] B BEPXHUX OT/AEJaxX JIETOYHBIX TOJed B BuUE
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TSDKEH, YepeAYIONUXCs ¢ YJaCTKaMH B3JYyTHs JIETOYHOW TKaHW. BocmanuTenpbHOW MHOUIBTpAIIIN
Ha pEHTreHorpaMmax, MapKepoB OakTepHalbHOW HWH(MEKUMH B OOIEM KIMHUYECKOM U
OMOXMMHYECKOM aHajn3aXx KPOBH HE OTMEYaJocCh, ObUIM HCKIIIOYEHBl MH(EKIUOHHbIE MPUYUHBI
JIH.

B cBsa3u ¢ pasButmem JIH Bce getm 9TOM rpymmbl  OTpeOOBaNIM  MPOBEACHUS
KHCJIOPOAOTEpAMA — C TIOMOIIBIO0 KHCIOPOJHON Macku (4 pebenka), kuciaopoaHoi nanatku (10
nereit), UBJI (2 peGenka). Pa3pemenue kuciopomozaBucuMoctu y aereir ¢ CBM ormeueHo k
Bo3pacty 17-137 (55,1£30,5) cyrok. Ilocne BBIMMCKK U3 OTIEICHUS MATOJOTMH HOBOPOXKICHHBIX
OJIHA JIeBOYKa ObLTa TOCIIUTAIU3UPOBaHA IOBTOPHO B CBS3H C AMIU30/I0M amHod, nmotpedosas MIBJI B
tederne 17 cyrok. [lo kmaccupukamuu L.L. Fan ¢ xomn. [Fan L.L. et al, 1998], Bce manueHTsI
Haxoaunuck Ha 3 (43,8%) u 4 (56,2%) crynensx tsxectu Tedenust M3J1.

Cemu wu3 nHabmomaBmmxcs manmueHToB ¢ CBM Opima BemmonmHena KT njerkmx. Ha
KOMIIBIOTEPHBIX TOMOTIpaMMax OINpeAeNsINCh OJHOTHIIHBIE HW3MEHEHHs — TpyOble YIIIIOTHEHUs
NepUOPOHXUAEHOTO, TMEPUBACKYISIPHOTO U MEXKIOJIEBOTO WHTEPCTULIMS, TPAHCITYJIbMOHATHHBIC
TSKH, YIaCTKH «MaTOBOT'O CTEKJ1a», MHOKECTBEHHBIE B3TyTHS.

[locne BbimuckM U3 crauvoHapoB mamueHTamMm ¢ CBM He mnpoBoaunace JOMamiHss
KuciIopojnoTepanusi. Jlerounass TruUOepTeH3Uss W JIeTalbHbIE MCXOABI Yy HHUX He Obuin
3apEeTUCTPUPOBAHBI.

[Tox mabmonennem Haxoauiaoch 18 mamuentoB ¢ HOI'M, poausmuxcs ¢ I'B 24-40 (Me —
39,5, UKP — 38,0-40,0) venens, ¢ maccoit Tena npu poxaenun 880-3800 (Me — 3175,0, UKP —
2690,0-3550,0) rpamm, yeTbipe pebeHka ObUIM HEJOHOIIEHHBIMU (22,2%). Y onmHoro pebGeHka c
HOI'M opnoBpemenno Ovuta BJIJ, HoBasi ¢popma, JETKOW CTENEHU TSHKECTH, OJHAKO Ha MOMEHT
manudecraruu HOI'M B Boszpacte 2 mMecsIieB KuU3HH, peOeHOK He Tosrydan Tepanuu bJI/I.

Bospact mManudecranuu 3aboneBanus coctaBuia oT 3 Hemenb g0 S5 (2,8+1,1) mecsres.
Knuanueckne cumMntombl BKIOYaIM TaxunmHod oT 60 mo 100 B MUHYTY, OABIIIKY C BTSXKEHHEM
YCTYMUMBBIX MECT TPYIHON KIETKM y BCEX IMallMeHTOB, HEMOCTOSHHbIC BJIAKHbIE XPUIIBI /
KPEMUTAIHIO TIPU ayCKYIbTAIMH JIETKUX, HETIEPEHOCUMOCTh (PU3NIECKOM HATPY3KH.

HecmoTpst Ha OJHOTUIIHYIO KIIMHUYECKYIO KAPTUHY B BHUJI€ MEPCUCTUPYIOLIETO TaXUITHO?, Y
6 u3 15 manmentoB ¢ HOI'M mnoka3zatenu SatO, Obun HOpMaibHBIME (96-98%), a y ocTalbHBIX
oOHapyxuBanochk cHmxeHnue SatO, He Hke 91%. Teuenue 3a00seBaHUS OCTOKHSAIOCH PA3BUTHEM
0enKkoBO-3HepreTudeckoil HeocratouHoctu I crenenu y 11 gereii (61,1%).

Ha pentrenorpammax opraHoB rpyJIHOW KJIETKU y Bcex manueHTtoB ¢ HOI'M onpenensinach
reHepainu3oBaHHas TunepuHpisimua. Bcem mnanmentam Obuta mpoBeneHa KT, wa koropoit
oOHapyXUBaJcsi MaTTePH «MO3auYHOU nepdy3un», 3aTparuBarOLINil KaK MUHUMYM 4 JTOJIU JIETKUX,
CUMITOM «MAaTOBOTO CTEKJIa» B Pa3HBIX OT/AENAaX JIETKUX C 00s3aTeNbHOW U MPEUMYIIECTBEHHON
JIOKaJIM3aluel B CpeiHel 10JI€ U S3bIYKOBBIX CETMEHTAX.

VY Bcex mamuentoB ¢ HOI'M 3aboneBaHue NpoTEKajao BOJIHOOOPA3HO, C SMU30aMHU
VXYIOIICHUST W OTHOCHUTEIBHOW CTaOWJIM3aIlMu  COCTOSIHMS, TsDkecThb TedeHus WM3JI mo
knaccudukanuu L.L. Fan ¢ komn. [Fan L.L. et al, 1998] cooTBeTcTBOBaNa 2 CTYyIEHU. 7 MallUEHTaM
¢ HOI'M mpoBoaunace KHUCIOPOAOTEpaIvs, B TOM YHciie qomalrHss (4 nanuentam). OcHOBaHHUEM
JUIsl €€ Ha3HAUCHUS SIBUJICS KJIMHUYECKHUH cTaTyc OOJIbHBIX, @ HE JaHHbIE MylIbCcoKkcuMeTpuu. [1pu
Ha3HAYCHUH JIOTIOJHUTENbHON OKCUIeHAIlMM TaKUM MallMeHTaM OTMEYaloCh YIy4lIeHHE TEMIIOB
npubaBKM  Maccel Tena, Ha (OHE Tepalmuu KyNHpoBajach  OEIKOBO-IHEpPreTHYecKas
HEJ0CTaTOYHOCTh. KpoMe Toro, 10 mocTyrieHus 1Mo Haie HabmoaeHue jgedenue aereit ¢ HOI'M
BKJIIOUAJI0 MHrasuoHHble rimokokoptukocrepouas! (I'KC) y 17 naunentos, cucremusie 'KC y 9
00JBbHBIX, d(PeKTa OT TaHHOU Tepanuu He OBLIO MOIYYEHO.

B mnposeneHHOM wHccnenoBaHuu y Bcex mnanueHToB ¢ HOI'M ormedanoch mocTeneHHOe
yIydllleHHe KaK KIMHUYECKHX, TaK U PEHTTEHOJOTHYEeCKHMX cUMNTOMOB. llomHoe pasperienue
kinuHu4eckor U KT-cumnToMaTtuku ycTaHOBIIEHO y 8 IeTeil B Bo3pacTe OT 3 MecsILeB 10 5 JeT, 3a
OCTJIBHBIMH OOJIbHBIMH TIpOJIOJDKaeTcsi Habmonenne. OO0 aHAJIOTHYHBIX Cpokax (B cpemHem — 4
roga) pagpemeHuss cumnTomatuku HOI'M  0Ge3  BBISBICHHS  albTCPHATUBHBIX MPUYHH
NEPCUCTUPYIOLIUX PECHUPATOPHBIX CHUMIITOMOB COOOIIAeTcs W B JPYTUX HCCIIEJOBAHUSIX
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[Deterding R.R. et al, 2005; Gomes V.C. et al, 2013]. JleTanbHBIX UCXOAOB CpPEeaH TMAIUEHTOB C
H3I'M 3apeructpupoBaHo He OBLIO.

ITo xonTpacty ¢ HOI'M, 3aboneBanus w3 rpymnibl AUCHYHKIIMH CHCTEMBbl cypdakxTaHTa
YacTO XapaKTEePHU3YyIOTCs HEOIaronpusTHHIM NPOrHo3oM U (aranbHeiM TedeHueMm [Nogee L.M. et
al, 1993; Williams G.D. et al, 1999; Nogee L.M. et al, 2001; Shulenin S. et al, 2004; Wert S.E. et al,
2009]. IloaTBepKIEHHEM HTOMY MOXET CIYXXHUTh BPOXKICHHBIM OepUIUT Cyp(aKTaHTHOTO
npoTenHa B, TMarHOCTUPOBAHHBIN y OJAHOUN MAIMEHTKH WCCICTOBAHUS — JTOHOIIEHHOW JI€BOYKH C
TsokensiM  PJICH, pedpakTepHbIM K 3aMECTUTENBHOM Tepamuu MpernaparaMyd  SK30T€HHOTO
cyphakranta (6 BBeAcHUI), NIuTeNbHO HaxoauBiieics Ha MBJI, u 3aKOHUYMBIIUNCS JI€TATBHBIM
ucxogoM. Ha KT opraHoB rpynHOH KIETKH, NMPOBEIEHHOW JAaHHON NAIUEHTKE B BoO3pacTe 2
MecsIeB, ObUIM BBISIBICHBI TU((y3HbIE YINIOTHEHHS 1O TUIY «MaTOBOTO CTEKJa», YTOJIIEHHE
MEXKIOJIbKOBBIX TIEPEropoJIoK, 00pa3yrolue, Tak Ha3bIBAEMBIH, «Ccrazy-paving» marrepH. /luarnos
OBLT OATBEPKIEH OOHApY)KeHHEM MyTanuu B rene SFTPB.

K »stoii ke rpymme 3aboneBanuii tarke otHocutTcss CMJILDK, koTopslili mpeacraBiser
co0olf ayTOCOMHO-TOMHHAHTHOE 3abojeBaHue, MaHH(ECTUpYIIlee B paHHeM aeTcTBe. Ero
NPUYUHON SBJSIFOTCS MyTanuu reHa NKX2. 1, y4acTBYIOIIETO B Pa3BUTHH TOJIOBHOTO MO3Ta, JIETKHX
u umrToBuaHOW >kenme3bpl [Willemsen ML.A. et al, 2005]. Cpeau mnanuMeHTOB, BKIIOYEHHBIX B
uccnenoBanre, CMJIIDK Obi1 muarHocTUpoBaH y ABYX AeTed. Y OJHOIO MalKeHTa BTOPOTo roja
JKU3HU COYETaHHE IMAaTOJIOTMH CO CTOPOHBI HEPBHON CHUCTEMBI (3a/epikKKa MOTOPHOIO pPa3BUTHS,
ATaKCUYECKUI CHHIPOM, CHHAPOM MBIIICYHON THIIOTOHUM), NTUTEILHO TEKYIIUX PECIUPATOPHBIX
CUMIOTOMOB (YacTble pPELUIUBUPYIOLIME PECHUPATOPHbIE HH(EKIUU, JIUTENbHBIN Kallenb) U
MEPBUYHOTO TUIMOTHUPEO3a TMO3BOJIWIO MPEAMOIOKUTh JAHHBIA TUATHO3, MOATBEPAUBIIHIACS TpU
reHeTudeckoM obOcnenoBannu (mytamus c.344delG). YV Broporo mammeHTa, JOHOUIEHHOTO
HOBOPOXKICHHOIO, HAJIMYHME UIUTEIbHOW KHCIOPOJ03aBUCUMOCTH B codeTaHuu ¢ JaHHbiMu KT
(«crazy-paving pattern») moTpeOOBaO HCKIIOYEHHS BPOXKIEHHOrO aeduiuTa cyppakTaHTHBIX
npotenHoB B u C, a coueTanue y nanueHTa MaToJIOTHH CO CTOPOHBI HEPBHOM CHUCTEMBI (CHHAPOM
YTHETEHUS C JJIEMEHTaMH BO30YXKJICHUs), JUIUTEIHHOU KUCIOPOIO03aBUCHMOCTH W BPOKIECHHOTO
TUIIOTAPE03a MO3BOJIMIIO NpeAnoyioxkuTh auarano3 CMIIIK. Ilpu cexkBenupoBanuu renoB SF7TPB
u SFTPC, xonupyiomieM cyphakranTHbIN npoTenH C, MyTanuu He ObUTM 0OHApY>KEHBI, B TO BPEMs
kak B reHe NKX2./ Obuta BeisiBiaeHa mytarus ¢.584G>A (p.Argl95GIn) B reTrepo3uroTHoM
COCTOSIHMH, ToATBepxkaaromas auarnos CMIIIIDK.

[Tox nabmogennem Haxommimch 8 aereit ¢ OBOII, ponummxcst ¢ I'B 35-40 (Me — 39,5;
UKP — 37,5-40,0) venenb, ¢ maccoit Tena npu poxaeHuun 2240-4450 (Me — 3330,0; UKP — 3170,0-
3505,0) rpamMm, nBa peOeHka ObLIM HEJOHOIIEHHBIMU. Bospact manmdectanuu 3aboeBaHUS
BappupoBan oTr 4 mo 20 (8,8+5,8) mecsuen. I[lamueHTsl OBUIM TOCHUTATU3UPOBAHBI  JJIs
CTAIlMOHAPHOTO JIeYeHUs] HMH(EKIUH HUKHUX [bIXaTeIbHBIX MYyTeH W/WIM TpU BBISBICHUU
JUIUTETTFHO COXPAHSIOUINXCS PECHUPATOPHBIX CHUMITOMOB (OJBIIIKA, KHCIOPOJA03aBHCHMOCTH)
HESICHOM 3THOJIOTHH. Becem manyenTaM npoBoAnUIach TOMOIHUTENbHAS OKCUT€HAIHS.

Takue mpuszHaKW, KaK COXpPAHEHHWE OJBIIMIKH U JAPYTUX CHUMIITOMOB TOPAXKECHHUS HUKHHUX
JBIXaTEJIbHBIX MyTed, MHOUIBTPATUBHBIX M3MEHEHUN HAa pEHTreHOTrpamMMax TPYIHOM KIIETKH, UX
HapacTaHue, 3aTSHKHOE TEUYCHHE ITHEBMOHWHU, HECMOTPS Ha aJIeKBaTHYI aHTHOAKTepHAIbHYIO
TepaIuio, SIBJISIOTCA OCHOBAaHUEM IS BKJIOUEHHs B nuarHoctudeckuil mouck OBOIIL. A nHanmuuue
MOJIOKUTEITHHON KIMHUKO-UHCTPYMEHTAIBLHOW MUHAMUKHU 3aboneBanust Ha ¢one Tepanuu ['KC B
COBOKYIHOCTHU co crneruduueckumu npuzHakamu Ha KT (cyGruieBpasnbHble TpaneneBuaHble o4aru
KOHCOJIUJAIIMY, CUMIITOM «0OpaTHOTO 000/Ka») MOATBEP)KIAIOT AaHHBIA nuarHo3 [Sara A. et al,
2008]. V¥V Bcex NAUMEHTOB HCCIEIOBAHUS OTMEUYAIMCh BBINICIIEPEUNCICHHBIE KPUTEPHUH.
Oruonornueckumu  (pakropamu OBOIl 'y HaOmrOAaBIMIMXCS TAIMEHTOB SBHIUCH WHGEKINUU
(ameHOBHpYC, BUPYC KOPH, PECIUPATOPHO-CUHLIUTUATIBHBIN BUPYC, BUPYC MPOCTOro repreca 1-ro u
2-ro Tuma, CHHETHOWHAs Nayiouka, mueBMmoIcTa), [ OPb y 1 manuenta, BJIJ] y 1 pebenka.

Y opHoro pebeHka c (aradbHBIM TEYCHHEM 3a00JICBaHUS, PA3BUTHEM OCTPOTO
pecnmparopHoro guctpecc-cuaapoma, OBOIIL, oclnOXHEHHBI JEroOYHON THIepTeH3UeH, ObLT
JUarHOCTUPOBAH Ha ayTOICHUHU.
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Y 12 npgereét Obun  nmuarHoctupoBaHsl  M3JI, accommupoBaHHBIE C CHCTEMHBIMHU
3aboneBanusamu. [lon Habmogenuem naxonunock 11 mamuentoB ¢ I'KJI, ponuBmuxces ¢ I'B 36-40
(Me — 39,0, UKP — 38,0-40,0) menens, ¢ Maccoit Tena npu poxaeHuu 2690-3600 (Me — 2870,0,
HUKP — 2690,0-3450,0) rpamMm, omuH peOeHOK Obinm HemoHomeHHbIM. JluarHo3 ['KJI Obun
BepuU(HUIIMPOBAH Ha OCHOBAaHWU PE3YyJIbTATOB OMOICHH KOXH. 3aboJieBaHHE MaHU(ECTHUPOBAIO B
Bo3pacte ot 1 go 19 (7,1£6,2) mecsues. Y Bcex nanueHToB ¢ ['KJI orMeuanach MyabTUCHCTEMHAS
dbopma 3ab0JIeBaHHUS.

Pecniuparoprbie mposiBieHust 3aboneBanust orMedanuch y 5 60npHBIX ¢ ['KJI u Britoganu
Kalllesb, TAXUITHOD, OCJIa0JIEHHOE JbIXaHHE, BIIAXKHBIE XPUIIbI MIPU ayCKYNbTAallUU, Y 6 MalleHTOB
MOPAKCHUE JIETKUX MPOTEKaIo OECCUMITOMHO. Y 5 MaHHBIX OONBHBIX TOPAKEHHUS JETKHX
conpoBoxaamch sBiaeHussMu JIH, morpeGoBaBmieil mpoBeneHus Kuciaopoaorepanuu. Jluaraos
nopakeHusi JIeTKuX BO Bcex chydasx ['KJI Obul mocTaBieH Ha OCHOBaHWHM pEHTreHorpaduu
TPYAHON KJIETKH, BBIIOJHEHHOW BCEM MAalMEeHTaM, MpPU 3TOM OIPEAETSUINCh MHOKECTBEHHBIC
Menkue TeHn 10 20 MM B TMaMeTpe, MEeCTaMH CITUBAIOIIUECs MeX Ty coooii. CeMu manueHTam Oblia
npoeneHa KT opranoB rpymnort kietku. OcHoBHbiMH mposiBieHusmu [KJI wa KT Obum
MHOXeCTBEeHHbIe MH(pUIbTpaTuBHBIE oyard 10 20 MM B auamerpe. Kpome toro, na KT Obutu
BBISIBJICHBI TOHKO- M TOJICTOCTEHHBIE KUCTHI, IehopMalius JeTOYHOTO PUCYHKA.

Y 1 pebenka B Bospacte 2 MmecsieB teueHue ['KJI ocnoXKHUIOCH pa3BUTHEM BBICOKOM
JIETOYHOW THUIMEPTEH3UM, MPOTEKABIIECH C peKaHAIMU3alME apTepUaIbHOTO MPOTOKA, MPU3HAKAMHU
UIIEMUU MUOKAp/a, BBISIBJICHHBIMU 1pHU mipoBeaeHrr IXoKI .

Bcem OompabiM ¢ I'KJI mpoBomunack cucTeMHas XuMmuoTepanus. Pecrnmparophbie
CHUMIITOMBI OBITM KYNMUpPOBaHbI Ha ()OHE Tepaluy OCHOBHOTO 3a00JieBaHMS, aHTHOAKTEPUAIBbHOM,
IIPOTUBOTPUOKOBOM Teparuu, KUCIOPOAOTEPAIIHH.

Jlns G6onesanm Humanna-Iluka Tunma B, AuarHOCTUpPOBaHHOW Yy OJHOTO TAlMEHTA
WCCJICIOBAHMSI, THIIMYHBIM SIBJIIETCS BOBIeUeHHe nerkux ¢ pasputuem U3JI [Vanier M.T., 2013].
[Ipn ximHWYECKOM oOOCIEOBaHUM JI@HHOTO TMalMeHTa B Bo3pacTe 1 roma 5 wMecsIeB
OOHapYXUBAIHUCH OJBIIIKA C BTSHKEHUEM YCTYMUHMBBIX MECT TPYAHOW KIETKH, TaXHUITHOI,
nudy3HbIE MEIKO- W CpeIHEIy3bIpuaThie XpHIbI, rumnokcemus. OOpamiaso Ha ceOs BHUMaHUE
OTCTaBaHHE B POCTE, YBEIUYCHHE B 00BEME KHBOTA, rernaTtoMeranus. [Ipu peHTreHOIOoru4ecKoM
00creToBaHUM OPraHOB TPYAHOU KJIETKH OOHAPYKMBAIMCh MHOXKECTBEHHbBIC NU(PGY3HBIE METKHE
ouaroBblie TeHu. Ha KT opraHoB rpymHo#l kieTku Oblla BBISIBJICHA KapTHHA TUCCEMHUHAINH C
HaJMYHEeM MEJIKUX oO4aroB 1-2 MM B JAMaMeTpe, PETUKYISIPHBIA marrepH. Jluaros ObLI
MOATBEPKJEH MPHU MPOBEACHUN T€HETUYECKOTO MCCIEAOBAHMS, @ UMEHHO CEKBEHHPOBAHUEM TPEX
9k30HOB reHa SMPDI. B 6 sk30He oOHapyxeHa nenernus 3x HykieoTuaos (c.1867 1869del CGC).
Ha KT opranoB rpyqHOW KJIETKH, BBIIIOJIHEHHOH B BoO3pacTe 7 JIET, OTMEYajoCh YTOJIIEHHE
MEXKJI0JIbKOBBIX MIEPEropOIOK, PETUKYISPHBINA NATTEpH CTall O0Jiee BhIPaKEHHBIM, TPYOBIM.

Kpome mpeacraBieHHON BbIllIE XAapAaKTEPUCTUKKM MAIMEHTOB B 3aBUCUMOCTH  OT
Ho3osorudeckoit ¢popmbl U3JI y Bcex HAOMIOMABIIMXCS MAMEHTOB MPOAHATM3UPOBAHBI TSKECTh
teuenust M3JI no knaccudpukamun L.L. Fan u coasr. [Fan L.L. et al, 1998], gyactora nerouHoi
TUIEPTEH3UH, HUCXOAbl W HX NPEIUKTOpbl, a Takxke ocobenHHoctn WM3JI y HenOHOIIEHHBIX
MalUEeHTOB.

B cootBerctBum ¢ mpuHaroi rpagaumedn M3JI mo cremeHsM TSAXKECTH HAa OCHOBAHUU
KJIMHUYECKUX JIaHHBIX, MOKa3aTeled MyJIbCOKCUMETpUH (B TMOKOE, BO CHE W IPU HArpyske),
Bepudukanuu gerouyHoi runeprenzun nocpeactsoM IxoKI™ [Fan L.L. et al, 1998] Bce marueHTsI
ObUTIH pacrpezeneHsl Ha 5 cryneHeit (tabn. 4). Hambonee wacto (76,3%) tsoxects Teuenus U3J1
COOTBETCTBOBaNA 2-4 CTyNEHsM. 5 CTYNeHb TsDKeCTH Y 13 u3 14 OOJIBHBIX pEerucTpupoBaiach Mpu
manudecranuu V3J1 B HeOHaTaNbHOM MEPUOJIE.

Pecnimparopnas tepanus npoBoaunacek 67,1% nanueHToB, B TOM uuciie foMamHssa y 15,8%.
BaxHo orMeTHTh, 4TO YeM panblie Manudectuposaigo U3JI, Tem yame TpeGOBanIoOCh MpOBEICHNUE
KHUCITIOPOJIOTEpaAITUH.
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Tabmuma 4
Pacnpenenenue namnueHToB 1o Tsxkectr Teuenus M3J1
Crynenn abc. %
1 4 53
2 20 26,3
3 19 25,0
4 19 25,0
5 14 18,4

I'mrokokopTUKOCTEpPOU LI, HcTONb3yeMble B Tepanuu W3JI, sddextuBHB numb npu
OTJENBHBIX HO30JI0THYecKuX (hopmax. Tak, MO HAIIMM JaHHBIM, HE OKa3biBaja >(QexTa Tepanus
uHTASIITMOHHBIMA Wi cucTeMHbIME [ KC y manuentoB ¢ HOI'M u, HanpoTuB, Ha (hoHE JIeUeHUS C
npumenenneM cucreMHbix ['KC Habmroganack OTYeT/IHMBAas TOJIOKUTENbHAS JAMHAMHUKA Y
nanuenTos ¢ OBOII.

YacroTa snerouHoil runepreHsuu cpeau Bcex aerei ¢ M3JI cocraBuna 18,4%. V 13 u3 14
MaIMeHTOB ¢ JeroyHoi runeptensuei M3J1 manudectupoBano B HEOHATAILHOM BO3pacTe.

YacTora neranbHbIX HCX0A0B cocTaBuia 10,5%, mpuyem cpeau yMepHiux MalKUEeHTOB Yy
MOJIOBUHBI ObLjIa JIETOYHAsI TUIIEPTEH3UsI, YTO COOTBETCTBOBAIIO 5 CTymneHu Tshkectu TeueHus U3J1
no knaccudukanuu L.L. Fan u coat. [Fan L.L. et al, 1998], ocransHbIe NeTaNbHBIE UCXObI OBLTH
3aperuCTPUPOBAHbl Yy MAIMEHTOB € 4 CTyNeHbIO TshKecTH. B Xone KOoppersiiMOHHOro aHaiu3a
YCTaHOBJIEHO, YTO HAJIUYUE THUMOKCEMHH OBLJIO CTAaTUCTUYECKH 3HAUYUMO U TIOJOXKHUTEIHHO
aCCOIMUPOBAHO ¢ HeAOHOIEHHOCTRIO (tho=0,259; p<0,05), HO oTpunaTenpHO cBsizaHo ¢ ['B (rho=-
0,256; p<0,05). JlocTOBEpHOCTb B3aMMOCBSI3M  MEXKAY THIOKCEMHEM U  JOMallHeH
KHCJIOpoJioTepanuet He moaTrBepamiaack (p>0,05), omHako, My JITOYHOW THIEPTEH3UU Oblia
noka3zaHa cnabas, HO 3HA4YMMas KOPPENAIHUOHHAS CBs3b C JIOMAIllHEH KHUCIOPOAOTEparuen
(rho=0,260; p<0,05). B xoae KOppeIAIMOHHOTO aHaln3a TaK)KE YCTAHOBJIECHO, YTO THIIOKCEMHUS
cmabo KoppenupoBaia ¢ pa3BUTHEM JieTabHOTO Hexona (rho=0,233; p<0,05). Bmecte ¢ Tem, Obuia
BBISIBJICHA JTOCTOBEPHAsI KOPPENALMOHHAs CBS3b CPEJHEN CHIIbI MEXY JISTOYHOM TUIEepTEeH3Uen u
netanbHbIM ucxoioM (tho=0,390; p<0,05).

Jlnia onpeneneHus: MPEAUKTOPOB JETAIBHOTO UCXOa B UCCIETyeMOM rpymie OOJbHBIX ObLI
BBITIOJTHEH PErPECCHOHHBIN aHalu3, B X0Ji¢ KOTOPOro OBLIN ONpeAeNeHbl ABa (aKkTopa, UMEIOIIIX
BBICOKYIO NPOTHOCTUYECKYIO 3HAYUMOCTb — JUArHO3 JIETOYHOM TMIIOIUIa3HH M HAJW4He JIETOYHOU
runeprensuu. [1laHc eTanpbHOro UCX0a B OATPYIIE MAIUEHTOB C JIETOYHOMN THIIePTeH3UEH ObLT B
10,93 [2,16-55,25] pa3a Beimie, 4eM B TOATPYIIE OOJBHBIX C HOPMAJbHBIMU 3HAYCHUSIMH
CUCTOJIMYECKOI0 JaBieHus B JerouHoi aprepuu (p<0,01). OTHOIIEHNE IIAHCOB JETAIBHOTO UCX0/1a
JUISL TAIIUEHTOB C YCTAHOBJICHHBIM JIMAarHO30M JIETOYHOW TUIIOIUIa3UH, IO CPABHEHUIO C OOJIbHBIMU
C APYT'MMH HO30JIOTHUECKUMU euHuIaMu, coctaBmio 12,50 [2,43-64,25] (p<0,01).

[To manHBIM JHTEpaTypbl MOKa3aTenb JeTanbHOoCcTH npu M3JI y nereir Bappupyer oT 6 10
30% [Clement A., 2004; Deutsch G.H. et al, 2007, Griese M. et al, 2009]. B uccnenoBanuu G.H.
Deutsch, u coaBt. (2007), maHHBII TIOKa3aTelb MPU aHAIN3€ BKIIOYEHHBIX B HccieaoBaHue 187
narenToB ¢ M3JI mepBoix aAByx JsieT xu3HU coctaBui 30% [Deutsch G.H. et al, 2007]. Yacrora
JeTaNbHBIX MCXOJOB, YCTAHOBJICHHAs] B HAIlleM HCCJIEJOBAaHHM, 3HAUUTEIbHO HUXKE M COCTaBUIIA
10,5%. M3BecTHO, UTO aHHBIN NOKA3aTelb BAPBUPYET CPeu Pa3HbIX HO3o0J0rHuecKux Gopm M3JL
BaxHO OTMETUTh, UTO B HACTOsIIEE HMCCIEN0BaHUE OBLIO BKIIOYEHO OTHOCHUTEIHHO MaJlO€ YHCIIO
NAIMEHTOB W3 rpynn AudQy3HOro HAPYIICHHS Pa3BUTUS JETKUX W JAUCOYHKIHUA CUCTEMBI
cypbakraHTa, moka3aTesb JETATbHOCTH MpH KOTOpbiX nocturaer 100%. Hamportus, mpu HII'M
JaHHBIN TIoKa3arenb paBeH Hymo [Deutsch G.H. et al, 2007], a maruentsl ¢ HOI'M, B mpoBeieHHOM
HaMM HCCIIeZOBaHUM, cocTaBwin 23,7% ot Bceil BbiOOpku. Bce mepeuunciieHHble (GakToOpbl
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OOBSACHSIOT OTHOCUTEIHLHO HU3KHE YPOBEHB JIETAIBHOCTH U HU3KYIO YaCTOTY BBISBICHUS JIETOYHOMN
TUNIEPTEH3UHU B MPOBEJCHHOM HCCIIEIOBAHUU.

Bce marnueHTsl ¢ neTanbHbIM UCXOA0M HAXOAWIUCh Ha 4 K 5 crynenu Tsokectu M3J1, uro
MOJITBEPKIaeT BAMIHOCTD kinaccudukanuu L.L. Fan u coast. [Fan L.L. et al, 1998].

[Ipn aHanu3e pe3ynbTaTOB TMPOBEACHHOIO UCCIEAOBAHUA OBLJIO BBISBICHO, YTO Yy
HEJIOHOILIEHHBIX JETeH, MO CPaBHEHUIO C JOHOLIEHHBIMH, cTpaaarommx M3JI yame ormevanuch
TaKhe KIMHUYECKHE CHMIITOMBI KaK TaxUITHOJ, OBIIIKA C BTSDKEHHEM YCTYIMUUBBIX MECT TPYIHOM
KIETKH, CyXH€ XPUMbl TpPH ayCKyJIbTalldd JIETKUX, TUIIOKCEMHsS, a Takxke Ooiee wdacras
MOTpeOHOCTH B PECIIUPATOPHON Tepamnuu, B TOM Yrciie qoManrHeii. Hanbomnee gacToii marojorueii B
ctpykrype U3JI y HeTOHOIIIEHHBIX HOBOPOXKACHHBIX SIBUJIMCH 3a00JIC€BaHUS U3 TPYIIIHI HAPYIICHUN
pocta nerkux (76,7%). Jlerounas rumomnaszus Oblia AuarHoctupoBaHa 26,7% HEIOHOUIEHHBIX
nanuentoB, CBM y 50%. Tsxects Tteuenuss W3JI y HENOHOIIEHHBIX JETEW, COTJIacHO
knaccuukamuu L.L. Fan u coast. [Fan L.L. et al, 1998], coorBeTcTBOBaNa 4 U 5 CTyneHsM, B TO
BpeMsi KaK y JIOHOIICHHBIX MAlMEHTOB Yallle PErUCTPUPOBATUCH 2 U 3 CTyneHH TshkecTH. OIHAKO
4acTOTa JIETAIbHBIX UCXOJI0B B IPyIIax JOHOUIEHHBIX U HEJOHOIIEHHBIX JIeTeH HE OTJINYaNach.

C yderoM mporpecca IMEpPUHATAIILHON MEAUIIMHCKONW TOMOILHU, COMPOBOXK/IAIOIIETOCS
MOBBIIICHHEM BBDKMBAEMOCTH HEJOHOIICHHBIX AETEeH, POIAUBIIMXCSA C IKCTPEMaJbHO HHU3KOW U
OYEeHb HHM3KOW MAacCOM Tela MpU POXKICHUU, MOXKHO OXHUAATh OJHOBPEMEHHOTO MOBBIIICHUS
yactoTbl M3J1 3a cueT MaHHOW KOrOpThl MAIMEHTOB, YTO €IIE€ pa3 MOIATBEPKIAET AKTYaJIbHOCTbH
JAHHOTO HCCienoBaHus. B 3Toil CBs3M OCOOBI WHTEpeC NpPEACTaBisieT TOT (DaKT, YTO CEMb
naiueHToB (9,2%) oanoBpemenHo ¢ U3Jl crpamanu BJIJ[. B nurepaType ocBemieH Bormpoc
xomopOuanoctu bJIJ] u npyrux 3a6onesanuii (BIIC, mykoBuciunos u ap.) [Speer M.E. et al, 2008;
Muneuchi J. et al, 2015]. B mpoBeneHHOM uCCIeIOBaHWM BIEpPBBIC ycTaHOBIEHO, 4To BJIJI,
KoTopas cama 1o cede sBusiercss M3J1, cormacHo kmaccudukaruu ATS 2013 1. [Kurland G. et al,
2009], moxer ObITh KOMOpPOUAHON maTtonorueit ¢ apyrumu MU3J1. Tak, B Hammx HaOIIOACHUSAX Y
neteit ¢ bBJIJ] 6p11m muarHoctupoBansl JerouHas runoruiasus, HOI'M, OBOII. Kpowme Toro, y psna
narmenToB  M3JI  ckpeBanuce mox  «mackoi» BJIJ[.  dpyrumm «vackamu» U3JI  Obuin
TUIEPCEHCUTUBHBIA THEBMOHUT, HHTEPCTUIIUATbHBIE THEBMOHUU.

CpaBHEHHE YCTAaHOBJICHHOW B MPOBEJECHHOM HCCIIEJOBAHUU HO30JOTHYECKON CTPYKTYpbI
N3JI y pereit mepBBIX ABYX JIET KU3HH C 3apYOCKHBIMH PETHUCTPAMHU OOJBHBIX, CTPaJarONIuX
aHAJIOTUYHBIMU 3200JIEBaHUSIMH, IEMOHCTpUpYeT ux conocraBumocts [Clement A., 2004; Deutsch
G.H. et al, 2007]. Tak, wampumep, B COOCTBEHHOW cepHH HAOIIOICHUN MPEBATUPOBAIH
3abosieBanus, Haubosee pacmpocTpaHeHHbIe B MianeHdectBe (73,7%), a B uccnenoBanusx G.H.
Deutsch ¢ xomn. (2007) u C. Langston ¢ kot (2009), HaOm01aBIIMX MAlMEHTOB aHAJIOTHYHOTO
BO3pacTa, JaHHble 3a0oneBanus coctaBunu 60% u 63% coorBercTBeHHO [Deutsch G.H. et al, 2007;
Langston C. et al, 2009]. Bmecte ¢ tem, takme 0one3am kak CBM u CMIJIIK, He Bomenmmue B
knaccudukanuo ATS 2013 r. [Kurland G. et al, 2009], 6e3ycnoBHO, MoxHO oTHecTn K W3JI,
yuuThIBas Mopdosornueckoe, KIMHUYECKOE U PEHTTEHOJIOTMYECKOe CXOACTBO C JaHHOW TpyHIoi
3a00JeBaHUN. YCTAHOBJICHHAs B HACTOSIILIEM MCCIIECOBAaHUHM CTPYKTypa 3a00JieBaHHI BakHA IS
co3nanus peructpa aerckux M3J1 B PO.

Kak mokazano mpoBeleHHOE€ HAMH UCCIEAOBAHHUE, B CBSI3M C KIIMHMYECKOW AOCTYMHOCTHIO
TeHEeTHUYECKOTO TECTHPOBAaHUS W yiydlleHHeM KadecTBa pacrno3HaBaHusi KT opranoB rpymHoii
KJIETKH, JUIsl IOCTAaHOBKM JauarHosa nerckux M3J1 momkHbl paccMaTpuBaThCs MEHEE MHBA3HBHBIC
crpareruu. [Iporpamma o6cnenoBanus aereit ¢ U3JI gomxna Brmouats IxoKI™ mist Bepudukanmm
Jero4YHON runepreH3ud. Ha ocHOBaHWHM TPOBENCHHOTO WCCIEAOBAHUS pa3padOTaH anropUTM
nudepernranbaon quarnoctuku M3J1 y mereli mepBbIX IBYX JIET KU3HH (PUCYHOK).

Pe3ynbTaThl NpoBEAEHHOIO UCCIIEI0BaHMS IEMOHCTPUPYIOT, uTo U3JI y nereit nepBbIX ABYX
JeT KU3HU B HACTOsSIIee BpeMsl HE SBISAIOTCA Ka3yHCTUKOM, a MPOTHO3 IMOJAOOHBIX IMalMEHTOB
JAJIeKO HE Bcerga HeOnmarompusreH. B 1enoMm, COTPYAHMYECTBO HEOHATOJOrOB, MEAHATPOB,
MyJbMOHOJIOTOB, PEHTI€HOJIOrOB, AETCKHX XHUPYProB, IETCKHUX KapAHOJIOroB, IeMaTOJOTOB U
MaTOJIOTOAHATOMOB, KakK NPOJEMOHCTPUPOBAJIO HACTOSIIEE HCCIEAOBAHHE, UMEET BaKHEilllee
3HauYeHUe I JUarHocTuku nercknx M3JI.



JETCKHWHA U3J-CUHIPOM:

- pECIIMPATOPHBIE CUMITOMBI (Kalllelb, TAXUITHO3, HEEPEHOCUMOCTh (PU3NUECKOI HArpy3KH)
- 00BEKTHBHBIE CHMIITOMEI (JIOTIOJHATEIbHBIC AbIXaTEIbHbBIC IIYMBI, 3aTPyAHEHHE JABIXaHUs, BTSDKCHUE YCTYIMUUBBIX

MECT prI[HOﬁ KJICTKHU, 3aJ€PpiKKa TEMIIOB pa3BUTUS, «6apa6aHHLIe HaJ'[O‘IKI/I»)

- TUTIOKCeMUs TIpH ucciaenoBanuu SatO,
- muddy3HbIE N3MEHEHHMS IO JaHHBIM peHTreHorpaMm u/wii KT opraHoB rpyaHoN KIETKH

Manudecranms —
B HGOHaTaHBIHOM nepuoze Misidicerania
[ l B IIEPBbIC J]BA
Hexopperupyemas 1 MecsIa KU3HU
JIbIXaTEIbHAs ComnyTcTByiomas L|
HEJl0CTATOUHOCTE ATOTOLHST:
1 1 = XPOMOCOMHBIE
PecrmpaTopHELi aHOMAIMH (CHHIAPOM OO0bIYHO Macca Tena
Hamuuue 5 JUCTPECC-CUHIAPOM JayHa, cHHApPOM TIPH POKICHHH
COMyTCTBYIOLICH HOBOPOXICHHBIX, DnBapjca); CKEICTHEIC < 1500 rpamm;
MaTOJIOTUH orcyrctBue 3bbeKTa | | ucnnazuu (cuEIpOM oI Gt C’}B
(BpOXIICHHBIE TIOPOKA OT IIPEnapaToB JKéna); omdanorerne; (TB < 32 Hepienn),;
pa3BuUTHA, 9K30I€HHOI'O BOJSHKA IUIOJA U Ap. OTCpOUCHHAS
MIEPCUCTHPYIOMIAst cypdakraHTa KHCITOPO/IO3ABHMOCTb
JIETOYHAs! THIIEPTEH3NU).
Pe(l)pvaKTepHOCTB 5 Ha KT opranos
K 710001 MPOBOANMON TPyaHOH KICTKH:
Tepaimn «crazy-paving»
aTTepH
I'eneTnueckoe
00cie0BaHuE: Ha KT Ha KT opranos
CEKBCHUPOBAHHEC OpraHoB TpyIHOMN KIETKU:
[eHeTHIECKOE rena SFTPB CPYAHOM pubposHO-
oOcreoBaHme: KIIETKH - OyIIe3HBII
CEKBEHUPOBaHUE YMCHBIICHUE MaTTepH
reHa FOXF'1 o00beMa JErKux
Bpowennas BpoxaeHHbIi
e cypql)l:?c):;llfTTHoro Jlerounas B? S
] nporenHa B THIOTIA3HS g 1
JAHUCILIA3HSA Muxurn

Manndecrarus JIro60ii Bo3pact
B TIEpBOM MaHupecTarmn
HIOJTYTOUN
[ —
Bo3HukHOBEHHE CoryTCTByOma COHYTCTI?YIOHIM
CHMIITOMOB Ha BGOHE | |5 naronoris: co TIATOJIOTHS: TSDKENast
TOJIHOTO 3710POBbS WM | | croponst LTHC PSRN L
nocye smmzona OPBU | (xopes, atakcus, urbexus,
ractpoa3odareansHas
MBIIICHHAS peduIroKCcHas 00JIe3HB
THIIOTOHHS), CO
Ha KT opranos rpynHoi CIOPEEET
kietku: OrpannyeHHple| | HMTOBHIHOM Ha KT opranos
Y4aCTKH 3aTCHEHUH 110 JKEJIC3BI TPYAHOUN KJIETKH:
TUILy «MaTOBOIO (rumoTupeos) TpaneLneBUIHbIE
CTEKJIa» B Pa3HBIX CyOIieBpanbHbIe
OTJIeNaxX JETKUX C oYary KOHCOJHUIAIAH,
00s13aTeIEHON U Y4aCTKH 3aTCHEHUHN
MIPEUMYIIIECTBEHHOH IO THITY «MaTOBOTO
JOKaJIM3anuen B CTEKJIa», CHMIITOM
CcpenHen aonie u «0OpaTHOTO 000KAY
SI3BIYKOBBIX CETMEHTAaX
I'enetnuexoe
o0cneroBaHMe: [MonoxurensHas
CEKBEHHPOBAHNE JUHAMUKa Ha (oHe
reHa NKX2.1 tepanuu ['KC
. Cunapom O0MTepUpYIOLIHI
Hel/lp03ﬂﬂ0]€p“ﬂﬂ "M03l“-JIel“Kl/le- 6POHX“0J'",[T
asl runepnJjiasust LIUTOBHIHAS ¢ OpraHusywIeics
MJIaICHIEB skeneza" TTHEBMOHM e

Pucynok. Anaroput™m auddepeHunanbHol JUarHoCTUKY MHTEPCTUIIMAIBHBIX 3a00JIeBaHUI JIETKUX Y JIeTel MepPBhIX ABYX JIET KU3HU




[Tpumeuanue: SatO, — caTypauusi apTepualbHOM KpOBU (HACBHIICHHE TI'€MOIIOOMHA
KHCJIOPOJIOM B aprepuanbHoil kpoBu); KT — xommbrorepHas tomorpadus; ['B — recranuoHHBIM
Bo3pact; OPBU — ocrtpast pecnmpatopnas BupycHas uHdpekuus; [[HC — nenrpanpHas HepBHas
cucreMa; FOXFI — ren, komupyromuii 6enok F1; SFTPB — reH, Kogupyromui cyphakTaHTHBIA
npoteud B; NKX2.] — reH, KOOUPYIOUINH TUPEOUTHBIN (HaKTOp TpaHCKpUIIUHU — |

BriBOaBI

1. ¥V nabmronaBumxcs qeTei nepBbIX ABYX JIET KU3HU ObUIH TUArHOCTUPOBAHBI CIEAYIOIIHE
N3JI: BpoxxaeHHas anbBeosisspHO-KanuiuisipHas aucnnasus (1,3%), nerounas runomnasus (17,0%),
cunapom Bunbcona-Mukutu (21,1%), cyOnieBpanbHble KUCTHI Y MAIIUEHTOB ¢ CUHApOMOM JlayHa
(6,6%), HEWPOIHIOKpWHHAS THUNepruiazus wiuanaeHneB (23,7%), BpoxAeHHBIH aedumut
cypbakrantHoro mporenHa B (1,3%), cuHapoMm «MO3r-lerKue-IUTOBUAHAS xene3a» (2,6%),
Oo0UTEepUPYIONNI OPOHXUONUT ¢ opranm3yromieics mHeBMoHHeH (10,5%), WHTEepcTHIIMATBHBIC
MOpaXeHUsI JIETKUX MPU CUCTEMHBIX 3a00J1eBaHMIX (THCTUOIMTO3 U3 KiIeTok Jlanrepranca — 14,6%,
6one3nsr Humanna-ITuka — 1,3%).

2. Orunonorndyeckumu ¢akropamu M3JI y gereit mepBBIX ABYX JIET JKU3HU SIBISIOTCS
XpPOMOCOMHBIE aHOMaiuu (Tpucomust 21, tpucomust 18), myraruu renoB SFTPB, NKX2.1, I'OPB,
UH(EKIMOHHbIE U CUCTEMHBIE 3a00JIeBaHMUS.

3. Knunuko-naboparopusle mnposinenus MW3JI y nereld mepBbIX [BYX JIET JKU3HHU
OJIHOTHITHBI, HE3aBUCUMO OT HO30JIOTUYECKOU (OPMBI, U XapaKTEPU3YIOTCSI HATMYUEM CUMIITOMOB,
Bxomsamux B «aerckuil U3JI-cunapom» (ChILD-syndrome): pecnupaTopHble M OOBEKTHBHBIC
KuHu4eckre cumntombel JIH u mopaxkeHHs HIDKHHUX JAbIXaTelbHBIX IYTEH, TUIOKCEMHUS U
G dy3HbIE U3MEHEHHUS, BBISBISIEMbIE TI0 JAHHBIM PEHTT'€HOJIOTHYECKIX METOJIOB HCCIICIOBAHUSI.

4. YactoTra JIErOYHOM THUNEPTEH3UH, sBIsAonIehcs ocnoxxkHeHuem M3JI u npenuxTopom
JeTanbHOro ucxoja, coctaBuia 18,4%, cpean NanUMEHTOB C JIETaIbHBIM HUCXoIoM — 62,5%.
JleranpHbie ucxoapl y 0onbHbIX W3J] mepBbIX IBYX JIET KU3HU ObLIM 3apeructpupoBanbl y 10,5%
NalMeHTOB, Hauboyiee YacTo y JAeTeil ¢ BTOpuYHOW JeroyHod rumormasueit (50% ot Bcex
JIETabHBIX UCXO/0B), KOTOPYIO TaKXKE€ MOYKHO PACIIEHUBATh KaK MPEIUKTOP JIETaIbHOTO UCX0/a.

5. INatornomonnunsiMu KT-npuznakamu U3J1 y nereil nepBeIX ABYX JIET KU3HU SABISIOTCA
¢bubpo3Ho-Oymnesnpiii marrepH (CBM), orpaHnyeHHbIE y4acTKH 3aT€HEHUM IO THUIY «MaTOBOTO
CTEKJIa» B pa3HBIX OTJENaX JETKUX C 00s3aTeNbHOM M MPEUMYIIECTBEHHOW JIOKalnW3auueil B
cpemHel moie W sa3buKoBBIX cermeHTax (HOI'M), cyOruieBpanbHble KHCTBI (cuHIpom JlayHa),
yYMEHbBIIIEHHE O00beMa JIETKUX (JIeTOYHAas THIIOIUIA3Hs), «Crazy-paving» MaTrTepH (BPOXKICHHBIHN
nedunmt cyppakTaHTHOTO MpoTenHa B), TpameneBuaHble CyOIieBpaabHbIe OYarn KOHCOJIUIAINH,
cumnToM «obpatHoro o6oaka» (OBOII), MHOXECTBEHHBIE TOHKO- M TOJCTOCTEHHBIC KHUCTHI,
ouaroBsie TeHH (I'KJI), rpyOsiit petukynsapHslil nattepH (6one3nr Humanna-ITuka).

6. Muddepenumanpuas auarHoctuka W3J1 y gereld mepBbIX ABYX JIET KH3HU JOJDKHA
MPOBOJUTHCS HA OCHOBAaHUHU OIEHKU CUMIITOMOB, BXOJAIIUX B «aeTckuil M3JI-cunapom», a Takxke
JMAHHBIX aHaMHEe3a, C yY4eTOM TeCTallMOHHOTO BO3pacTa, Bo3pacTa MaHudecTaruu 3a00eBaHMUs,
HaJIM4YUs M CPOKOB MaHHM(]ecTalruu KHUCIOPOJI03aBUCUMOCTH, MaTorHoMoHn4Horo KT-marrepHa u
pu HEOOXOTMMOCTH T€HETUYECKOTO 0OCIICIOBAHMSI.

7. OOmUM TepareBTHYECKUM BMEMIaTEIbCTBOM s Bcex ¢opm M3JI y mereit mepBbIX ABYX
JIET KU3HM SIBJIAECTCS HA3HAUEHUE JONOJHHUTEIIbHOW OKCUT€HAIlMM, B TOM YHCIE B JOMAIIHUX
YCIIOBHSIX, ISl JOCTHXKEHMS LIEIEBOro ypoBHA SatO; He Hrxke 93%, Ipu J1ero4YHON THIEpTEH3UH HE
HIKe 95%. YacToTa mpoBeneHUs] PeCHUpaTOPHON Tepanuy OOpaTHO MPOMOPIMOHAIEHA BO3PACTY
manudecramuu U3J1.

8. Tepanuss otmenpHplx W3JI y nereil nepBbIX JBYX JET JKU3HU ONpEIENseTCs
HO30JIOTUYECKOM €IMHUICH, pa3BUTHEM OCJIOKHEHMM M BKJIIOYAeT NPUMEHEHHE CHCTEMHBIX
IIIIOKOKopTUKOocTepouioB y nereit ¢ OBOIIL, uaruburopoB ¢ocdoauscrepasbl-5 npu pa3BuTHU
BBICOKOW JIETOYHOW TMIEPTEH3MH, JICUeHHE OCHOBHOW maronoruu npu M3JI, accounmpoBaHHBIX C
CUCTEMHBIMU 3a00JICBAaHUSIMHU.
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IIpakTHYeckHe peKOMEHIANH

1. IIpu amarnoctuke M3JI y nereil mepBBIX ABYX JIET JKU3HM HEOOXOAWMO YUUTHIBATH
recTallMOHHBIM BO3pacT, Bo3pacT MaHu(pecTanuu 3a00eBaHMs, TEUYEHHE U PECIUPATOPHYIO
TEpanuil0 HEOHATAJIbHOTO MEpPHOAd, CONMYyTCTByouMe 3aboneBanust (rumotupeos, bBII/],
WH()EKIIMOHHBIC U CHCTEMHBIC 3a00JICBaHU).

2. Jlns TOYHOW JMArHOCTHKM Hozosmorudeckoit (opmber M3JI y mereit mepBBIX ABYX JIET
JKU3HM  PEKOMEHJOBAHO  HCIONB30BaTh  pa3pabOTaHHBIA  anroput™M  auddepeHnuaiIbHoN
JTUArHOCTUKY (TIPUITOKEHHE).

3. letn ¢ U3JI Hyx)aar0TCs B UCKJIIOYEHHUH JIETOYHOM TUIIEPTEH3UMU ¢ momolibio IxoKI ¢
OIPEACIICHUEM CHCTOJIMYECKOTO JIABJIEHUS B JIETOYHOM apTepuu MO CKOPOCTH TPUKYCHHMAAIbHOU
perypruTanuu.

4. HoBopoxxaeHHBIM ¢ «aerckuM  MN3JI-cunnpoMom», OBICTPONPOTrpECCUPYIOIIUM U
TSDKETBIM TEUCHUEM 3a00JIeBaHMs WK MPU HAJTMYMKM ceMeiHoTo anaMmHe3a 1o M3JI pexomenaoBaHo
IIPOBEJCHUE T€HETUYECKOr0 TECTUPOBAHMS, JI MOUCKA aHOMaiuil B reHe SFTPB, xonupyrouem
cyphakranTHBIN IpoTenH B.

5. HoBopoxxaeHusiM ¢ «aerckuMm  W3JI-cuHApOMOM», BpOKIEHHBIM THUIIOTHPEO30M U
MBIIIEYHON TMIIOTOHMEN PEKOMEHAOBAHO MPOBEICHUE T'€HETHYECKOr0 TECTUPOBAHUS, IS IOMCKA
aHomanuii B rene NKX2.1.

6. Y nereit ¢ BJIJI, xapakTepu3yrmeicss OTHOCUTENBHO PePpaKkTEpHBIM K CTaHIAPTHON
Tepanuy TeueHueM, Tpedyercs uckiarouenue Apyrux M3JI B cCOOTBETCTBUU € MPEATIOKEHHBIM HAMU
AITOPUTMOM.

7. INamuentsl ¢ M3JI HyxparoTcs B NPOJIOHTHMPOBAHHOM MOHUTOpupoBaHuu SatO, ¢
HCITOJIb30BAHNUEM ITYJIbCOKCUMETPUH, HA OCHOBAHHWH YEr0 MOXET PElIaThCs BOIIPOC O MPOBEICHUU
JUIUTEIIbHOW OKCUT€HOTEPANIUY, B TOM YHCIIE IOMAILIHEM.
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CIIMCOK COKPAIIIEHUI
BJIJ1 — 6ponxonerounas 1ucriiasus
BIIC — BpoXIeHHBIN OPOK cep/iia
I'B — rectauroHHBIN BO3pacT
I'KJI — ructuonuros u3 kietok Jlanrepranca
I'KC — rinmtokoKopTUKOCTEPOH L
I'OPb — ractponzodaransHas pedarokcHas 00JIE3Hb
JIH — npixaTenpHas HEAOCTaTOYHOCTh
NBJI — nuckyccTBeHHAst BEHTHIISIUSA JIETKUX
N3JI — unTepCcTHIIMANEHBIC 3200JIEBaHUS JIETKUX
NKP — nHTEpKBApTUIBHBINA pazMax
KT — xomnbroTepHast ToMmorpadus
HOI'M — Helipo3HA0KpUHHAS TUIIEPILIa3Us MIIaJICHIIEB
OBOII — obnuTepupyromHii OPOHXHOIHUT C OPTAHU3YIOMIEHCS THEBMOHUEH
PJICH — pecniupaToOpHBbIil AUCTPECC-CUHIPOM HOBOPOKICHHBIX
CBM - cunnpom Bunbcona-Mukurtu
CIJIA — cucronnueckoe AaBJICHUE B JIETOYHON apTepuu
CK — cyOrmuieBpabHbIe KUCTHI
CMJIIXK — cuHApOM «MO3T-JIETKUE-ITUTOBUIHAS KEJIE€3a)
Ox0KI' — sxokapauorpaduueckoe uccieaoBaHnue
ATS — AMepukaHcKoe TopakajbHOE 00IIECTBO
Me — meqnana
NKX2.1 — TeH, KOTUPYIOITUH TUPEOUTHBIN (aKTOp TPAHCKPUITIHH - 1
P — YPOBEHb CTAaTUCTUUYECKON 3HAUUMOCTH
rho — ko3 dunment koppensiuun CrimpMeHa
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SatO, — caryparus apTepuaibHON KPOBHU (HACBIIICHUE TeMOTJIOONHA KUCIIOPOJIOM B apTepUAIbHOM

KpOBH)

SFTPB — reH, Kogupyoumii cyphakTaHTHbIN npoTenH B
SFTPC — reH, konupyromuii cypdaktanTHbIi mpoTenH C
SMPD] — reH KUCIOW TU30COMANbHOIN cPUHTOMUETUHA3HI
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Mapus AunexcanapoBHa beasimosa (Poccuiickas ®@enepanms)
«HTepcTHIMAIBLHBIE 3200/1€BAHNS JIETKUX NMEPBBIX ABYX JIET KM3HI»

B uccnenoBanue BKIIOUEHO 76 neTeld MEPBBIX ABYX JET KU3HU C MHTEPCTUIIMATIBbHBIMHU
3aboneBanusamu jerkux (U3JI). Ilpu oneHke cuMnTOMOB, BXOASAIUX B «1eTckuit M3JI-cuaapomy, y
BCEX MAalMEHTOB HaOMOAaNINCh OOBEKTHBHBIE KIMHUYECKHE CUMOTOMBI M HMHTEPCTULIHAJIbHBIE
W3MEHEHUsl MO JaHHBIM PEHTTEHOJIOTHYecKux uccieaoBaHuil. Y 93,4% mnanueHToB OTMEYaIUCh
pecnupaTropHble CUMOTOMBI, y 68,4% 10 TaHHBIM MyJIbCOKCUMETPUU ObLIA BBISIBIIEHA TUITOKCEMUS,
YTO MO3BOJIMJIO YCTaHOBUTH «aeTckuil M3JI-cuHapoM» y Bcex NalMEHTOB, a Ha OCHOBAHHUHM
MPOBEJCHHBIX KIMHUYECKHX U JaOOpaTOpHO-MHCTPYMEHTAIbHBIX HCCIIEJOBAHUN Oblla yTOYHEHA
Ho3osorndeckass (opma. M3JI y HaOmromaBmuXxcs AeTel BKIIOYAIM CICAYIONINE: BPOXKICHHAS
anbBeosipHO-KanwuisgpHast aucrnasus  (1,3%), nerounas runomnasus  (17,0%), cunzpom
Bunscona-Mukutu (21,1%), cyOruieBpanbHble KUCTBI Y MAlMeHTOB ¢ cuHapomoMm JlayHa (6,6%),
HEHUPOAHAOKpUHHAS runepriazus miaaeHneB (23,7%), BpoxAeHHbIN neduuuT cyppakTaHTHOTO
nporenHa B (1,3%), cHHIpOM «MO3r-JIeTKHe-IIUTOBUAHAS kene3ay (2,6%), obmurepupyromui
OpOoHXUONUT ¢ opranusyouieiics nmHeBMonuen (10,5%), UHTepCTULIMATIBLHBIE TMOPAKEHUS JIETKUX
IPY CUCTEMHBIX 3a00JIeBaHUAX (TUCTHOUTO3 U3 KieTok Jlanrepranca — 14,6%, 6o1e3ns HumanHa-
[Tuka — 1,3%). IIlpoananu3upoBanbl 0COOEHHOCTH KIMHUYECKON KapTHHBI, JaHHbIE J1a0OpaTOPHO-
WHCTPYMEHTAILHBIX METOJOB O0CTIEOBaHUS, TSKECTh TCUEHUsI 3a00J€BaHUM, IPOTHO3, BBISBICHBI
MPEIUKTOPHI JETATLHOTO UCX0/a Y MAIIMEHTOB C JaHHBIMU PEIKUMU 3a00JI€BaHUSIMH, B TOM YHUCIIE
y HEJOHOUIEHHBbIX JeTeil. Yacrora jerouyHoil runepreHsuun cpeau Bcex aered ¢ M3JI cocraBuiia
18,4%. UYacrota netanbHbIX ucX0a0B coctaBwia 10,5%. Ha ocHOBaHMM NpPOBEAECHHOTO
uccieoBaHusa pa3pabotan anroput™m auddepenunansioit auarHoctuku U3J1 y nmereil mepBbIx
JBYX JIET KU3HU.

Mariya Alexandrovna Belyashova (the Russian Federation)
«Interstitial lung diseases in children first two years of life»

The study includes 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 forms of ILD such as congenital alveolar-capillary
dysplasia (1,3%), pulmonary hypoplasia (17,0%), 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. The incidence of pulmonary hypertension among
all children with ILD is 18,4%. The death rate is 10,5%. The algorithm for differential diagnosis of
ILD in children first two years of life is develop on the basis of this study.



23



