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UHTepcTuunanbHblie 3a005ieBaHUS JIETKUX Yy AeTen
(0630p MHOCTPaHHOW NUTEepaTyphbl).
YacTb 1. Knaccndpukauma nHrepcTmumanbHbiX 3a00neBaHUM Jierkux
y AeTei n onucaHue HeKOTOPbIX HO30JIOMMYECKNX e AUHUL,,
BCTpeYaloLwmxcs npemmyLiectBeHHo y mnageHues (0—-2 ropa)
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0630p nocesuen docmudrcenusm 0emckot nyabMonoi0zuu 3a nociedonue 10 rem. [Ipusodumces ungopmayus o Kraccupurayuu
unmepcmuyuarvioix sabonesanuti aeexkux (M3J1) y demeii, o nodxodax x duaznocmuke, KIUHUYECKOU Kapmune U Maxmuke
JleUeHUs. HEKOTOPDLX HO30J02UuuecKux eounuy, Ocoboe enumanue yoeisemcs HoGblM KIUHULECKUM (OPMAM, XaAPAKMEPHbIM OJLs
Oemeil mnadwe osyx aem. Cmamovs cocmoum u3 mpéx wacmeil. B 1-ii ee uacmu daromcs xiaccugurayuonivie nooxoovl u
ONUCHIBAIOMCSL OMOETbHbLE HO30J02UdecKUe eOunupbl U3J1, komopvle 6cmpeuaiomes npeumyuecmeenio y Miaoenyes; 2-14acmo
nocesuyena sabonesanusm oemei cmapuiezo ospacma (om 2-x 0o 18 iem), 6 Kiunuke KOmopovLx UMEEmcs: XPOHUUCCKULL 1e20UH0ll
NApPeHXUMAmMO3sHvlll NPpouecc; 6 3-il wacmu npusoOUMcs. UHPOPMAyUs 0 Memodax u nooxodax x JudazHocmuke, a maice

cmpameeust leueHus.

Knrouesvte cnosa: unmepcmuyuaibnvle 3abonesanus JEeZKUX, aemu, KJLCICCMd)uKCllguﬂ, auaznocmmca, Jeuenue.

HTEepPCTUIMaIbHble 3a00JeBaHUs JIETKUX y Jereil
(chILD) — aro rereporemnas rpyiina peakux 6oses-

Heif, TIPF KOTOPBIX B NMATOJOTHYECKUI TIPOIECC BOBIEKAIOTCS
aJIbBEOJTBI U MEPUATBBEOJISIPHBII MHTEPCTUIIHE, YTO TIPUBO-
JIT K HAPYILIEHUIO ra3000MeHa ¥, KaK CJEACTBHE, K PECTPH-
KTUBHBIM HAPYITEHUSIM (DYHKITIHM BHENTHETO IBIXAHWS 1 JNC-
CEeMUHIPOBAHHBIM PEHTTEHOJIOTYECKIM U3MEHEHMIM [2].

Nssectro Goaee 200 Ho30m0rm9ecKnX (POPM, ITHOTOTUS
GOJIBIIMHCTBA KOTOPBIX OCTAETCS ILJIOXO HM3YYEHHOU, HO
B JINTEpAType MOSBISIOTCS JaHHbIE O BO3MOKHOM YYacTUU
Da3JIMYHBIX BUPYCOB, IPHOOB, JIEKAPCTB, OPraHUYECKON U
HEOPraHM4YeCKoit . B meTcKoil mpakTike O0JbImast TpyT-
na 3abosieBanuii 00yCIOBIEHA TEHETUUECKUMU [T0JIOMKAMU,

W3yuenne 9TOH TaTOJOTUM y JeTeil  6a3upoBaoch
Ha OIIbITE U MCCIIEJI0BAHNSIX AHAIOTHYHBIX 3a00JIEBAHMIT Y B3POC-
JIBIX, OJIHAKO MMEIOTCS CYIIECTBEHHbIE pPasinunsi B (opmax,
TEUEHUH, THCTOJIOTMYECKUX OCOOEHHOCTSIX, IIPOTHO3€ UHTEPCTU-
masbHbIX 3a6onesannii gerkux (M3J1, ILD) y mereii u B3po-
cabix. Bo-miepsbix, chILD aBistiorest 6ostee pesikoil matosiorneit
(npubmusurensho 0,36 Ha 100 Thic. 0 cpaBHeruio ¢ 60—80 Ha
100 TbIC. y B3POCJBIX); BO-BTOPBIX, CIHEKTP MATOJOIMYCCKUX
COCTOSTHUH, OCOOEHHO Yy MJIaJIeHIeB, Gojiee IMUPOKUN, yeM
y B3pocsibix. Hamprmvep, camast yactast popma N 3J1 'y B3pocibix —
nanonartuyeckas uHreperuimanbias nnesmonus (MUIT) —
OYEHD PEIKO BCTPEUaeTCsl y JIeTell, TOJIBKO B IO[POCTKOBOM BO3-
pacte. A y zieteii UMeIOTCsi (POPMbI, KOTOPbIE He BCTPEYAIOTCS
y B3POCJIbIX, TAKME KAK HEHPOSHIOKPUHHAS THIIEPIIA3HS MJIa-
JIEHIIEB, JIETOYHON MHTEPCTHITHATBHBIIN VIKOTEHO3. DTO CBs3a-
HO C T€M, YTO MATOJOTHYECKHIT TPOIIECC OXBATHIBACT PACTYIIHE
U PA3BUBAIOIINECST TKAHU JIETKOTO, & TAK/Ke BO3HUKAET Y JleTell
C HOPMAJIbHBIM 1 U3MEHEHHBIM UMMYHHBIM cTaTycoM [4,8].

Huskast pacipocTpaHeHHOCTD 9THX COCTOSTHUI MPUBOINT,
C OJIHOW CTOPOHBI, K OTCYTCTBUIO PAaHIOMU3UPOBAHHBIX
nccaeIOBaHUH 110 TOBOAY obcaenoBanus 1 jgederus chILD, a
¢ JIpYroil — K HU3KOMY YPOBHIO 3HAHMI CPeIU TIeANaTPOB
9TOl marosoruu. JlnarHocTudecke ommoKN B 9TON rpyTie
3aboseBannii Berpevaioress B 75-80% corywaeB. AnekBaTHas
CIIENUATU3UPOBAHHAST TOMOIIb OOBIYHO OKA3bIBAETCS Yepes
1-2 rozja mocsie BOBHMKHOBEHWS TEPBBIX CHUMIITOMOB, 4TO
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OTPUIATETBHO BiMsieT Ha d(DHEKTUBHOCTD JIeUeHUsT U TIPOT-
HO3. OJHAKO TOCJeqHuEe TATH JIET HaMETUJICS IIPOTpecc
B 9TOM HAIPaBJIEHUN ITyJIbMOHOJIOTHN [2].

Hecmorpst Ha TpyaHoctu B usydenuu, chILD sapisercs
BaKHOI MPOOIEMOIT KaK A1 TeIMaTPOB, TaK U /IS Tepares-
TOB, I1yJIBMOHOJIOTOB, TOPAKAJIbHBIX XUPYPrOB, B CBS3M C TEM,
4YTO HeKoTOPbIe ieTckue hopmbl M 3JI MmoryT mpucyTcTBOBaTH
1 BO B3POCJION JKU3HMU.

Jlo cux 1mop CymecTBYIOT PasHOIJIACHST B TEPMUHOJIOTUN
JaHHBIX T1poiteccoB. [loHsTUE «AUCCeMUHMPOBAHHbBIE 3a00-
JIeBaHUS JIETKUX» YUYUTBIBAET JIUIIb OJINH, XOTS 1 OYeHb BaXK-
HBIH, MPU3HAK — PEHTTEHOJOTMYECKUI CHUH/IPOM JIETOYHOI
JIMCCEMUHAIIMN, HO He YKas3blBaeT Ha CyTh IMpollecca.
B nacrosiiiee Bpemsi HauboJjiee pacipoCTPAHEHHBIM B MUPe
TEPMUHOM [171s 0003HAYEH W] HTOU IPYIIIIbI GOJIE3HENT SIBJISIET-
csl «MHTEPCTUIMaIbHble Gose3nn Jerkux». OpHako aTo
HMOHATHE TaK)Kke He JIUIIEHO HeIOCTATKOB: OHO OIpeesserT
MPEUMYIIECTBEHHOE TOPasKeHNe WHTEPCTHUIIMS, B TO BPEMs
KaK caMble Cepbe3Hble 10 CBOMM MCXOJIaM IIPOIECCHI TPOXO-
JST B aJIbBEOJIAX JIETKOTO € YaCTBIM BOBJICUCHUEM JIMCTATb-
HBIX BO3/LyXOHOCHBIX myTeit. CylecTBYyONMi paHee TepPMUH
<« dy3Hble NAPEHXUMATO3HBIE OOJIE3HU JIETKUX»> AKI[EHTH-
poBasl 6OJIbIIlEe BHUMAHIS HA TIADEHXUMATO3HOM TTOPasKEHUH
(aspBeosInTE), KOTOPBIN SBJSIETCS CTEPKHEM KJINHWYECKON
kapTuHbl. OgHaKo Bce 00Jblile MHEHWII BBICKA3bIBAETCS
0 TOM, 4TO 3T0 OoJiee yaauHblii Tepmut [2,4,5].

HecmoTpst na mosmmopdusM KJIMHUKO-MOPGOIOTH-
yeckux mnpossBiaenns V3JI, Bce onn mMopdosorndecku mpo-
SIBJISIIOTCS] PEMOJIYTUPOBAHUEM JIETOUHBIX CTPYKTYP C paspa-
CTaHMEM COEJAMHUTEJIBHOI TKAHU B JICTKUX, YTO MPUBOJAUT K
YTOJIIEHUIO AJIbBEOJIO-KAUILISIPHON MeMOPaHbI, albBeOJIsIp-
HBIX TIEPETOPOJIOK, OOJUTEPAIMH AlbBEOJ M KAIMJIISIPOB
(bubpo3HON TKaHBIO U AeOPMAIUU JUCTATBHBIX OPOHXHUOIL.
B Hauasie 3a00JieBaHUsT KIIMHUKA Yalie UMeeT (PeHOTUIT abBe-
OJINTA, & TI0 MEPE IIPOTPECCUPOBAHUS — JIETOUHOTO (hHOpO3a.

INUIEMHOJIOTHS

CyliecTBYIOT OrpaHMYEHHbIE [aHHbIE OTHOCUTEIHHO
smmgemuosiornu chILD. ITo gannbiM peectpa mrata Hpio-
Mexcuko, pactipoctpanentocts ILD cocrasiser 80,9 na 100
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TBIC. JIJIST B3POCIBIX MY:KUnH 1 67,2 1a 10 ThIC. 17151 B3POCIBIX
JKeHIMUH. B TO jke BpeMsT HAIMOHAJBHBII OIIPOC TTeANATPOB,
3aHUMAIOIIIXCST 3a00JIeBAHUSAMY JIETKUX, B AHT/mu 1 VpJaH-
auu yeraHoBust 46 coydaes chlILD, moarBep:kaeHHbIX GHO-
ricueit Jierkux, B Bozpacte ot 0—16 jiet, 13 HUX 35 MAIUEHTOB
COCTABJISLTH JIETH TIEPBOTO TO/Ia JKU3HU. PacrpocTpaHeHHOCTD
coctasmia 0,36 Ha 10 THIC., YTO CBUIETENBCTBYET O PEAKOCTU
JaHHOI TTaTooruu. X0Ts B Oy/IyTieM, ¢ yIydiieHneM 3HaHUi
U ONITHMU3AIEN ANATHOCTUYECKIX TeXHOJIOTHIT, MX PACIIPO-
CTPaHEHHOCTb MOJKET TOBBICUTHCA [11].

Kaaccuduxamus

B 1944 Hamman u Rich posoxum o ciydasx uateperu-
1uaabHoi 1HeBMoHNU. C Pa3BUTHEM TOPAKAJIBHON XUPYPrHH,
[POBejleHneM OUOTICHU JIETKUX KaK OOBIYHON [MarHOCTHYe-
ckoil Tmporeaypsl, udydenue [LD mauamo mpoasBurarhbes
¢ 60-x ros0B 1potoro crosietust. OcHOBaHHAST HA THCTOJIOTH-
YECKMX TecTax IepBast Kiaccudukaiusi Obuia IPeiioKeHa
Liebow B 1975. B nasbheiiineM, B CBSI3H ¢ HEYETKUM OTIpe/Iese-
HUEM TepMHUHOB (pasjM4YHble TEPMHUHBI MOYAC OIPEIEIsIIN
OJIHO U TO ’Ke HapylleHue), oHa Oblia rnepecmorpena. B 1998
romay Ratzenstein & Myers Obu1 OIyOIMKOBaH 3HAYMTENbHBIN
00630 JIeYeGHOTO OIBITA, B KOTOPOM ABTOPbI TIPE/IOKUIIN Pas-
JIeJIUTh NpUYKHbL (GrOPO3a JIErKOro Ha YeThIpe PasjinyuHbIe
(opMbl M yCTAaHOBWIIM IS KQKJOH M3 HUX COTJIACYIONIMECS
Mesiy co00ii KIMHUYECKHUE, PAMOJIOTMYECKIE 1 TUCTOIOTIYE-
CKHe KPUTEePUH ¢ TIPOorHOCTUYecKMU nocenctsusamu [10,11].

Kiaaccudpukauus auddysupix 3aboieBanHuii Jerkux
y aereii (1998) [10]:

A) U3BECTHO PUYNHBI

B) rpanysiemaTosubie 3abosneBatus (T.K. CapKauzi03)

B) nanonarnyeckue MHTEPCTUITATBHbIE TTHEBMOHNN:

— WAMONIATHYECKUIT JTerouHoit hubpos (IPF);

— JIpyrue MHTePCTUIMATIbHbIE THEBMOHMHM, 32 MCKJII0YE-
nueM [PF: neckBamarusnas (DIP), octpas (AIP), necrernm-
puueckas(NIP), mumbonurapuas (LIP), opranusyiomas,
PECIIUpPaTOPHBIN OPOHXUOJINT;

— dopwmbl, crerubuyeckue s Miaenies (kiaaccudu-
karust chILD — rpymmbr).

[1) npyrue dopmsl (T.K. THCTHOIINTO3)

B 2002 romy rpymmna feTcKux MyJbMOHOJOTOB 13 EBpo-
neiickoro Pecnuparopruoro O6mecrsa (ERS) cosgana
pabouyio rpyiiry, KoTopas paspaborajia BONPOCHUKH U
OTIIPaBUJIA UX BO BCE MyJIbMOHOJIOTHYECKHE 1IeHTPHI EBpo-
IIbl, AHAJIN3 KOTOPbIX 0OHapyskui 185 ciyuaes 3a nepuoz ¢
1997 no 2002 rozmpl. M3 Hux 58 mereil 6GbLIM Majlie ABYX
ser. [Tpubausurenvuo B 10% coryyaes 3abosieBanue MMeJo
MecTo y OpatheB u cecrep. KimHndeckne faHmble, a TakKe
WHBa3WBHbIE M HEMHBA3UBHBIE TECTHI MO3BOJINJIN TOCTABUTH
nuarno3 177 (95,6%) narmuentam. Y 67 meteil, KOTOPbIM

Tabnuya
N3BeCcTHbIE NPUYNHBI
WHTepCcTULManbHbiX 3a6oneBanuii [11]

MpuuuHa Tun

[acTpoasodhareanbHblii pedoke
HapyLuenus rmotaqus

AcnnpaumoHHbIA

CUHAPOM
Mopoku pa3suTus nuLLeBoaa
XpoHwuyeckune o
I/IECI)GKLII/II/I LIMB, EBB, xnamMmugnitHasi, MMKonna3meHHas
TMNepCeHCUTUBHDIA MHEBMOHUT
BoapelicTave Tokcuyeckoe BO3AENCTBME KUCNOPOAA M Ap. ra3os
thakTopoB MuHepanbHble 1 opraHnyeckme sapl
OKpyXatoLLien cpefibl MepankameHTb!
Pagnauus

3ab6onesaHus
COeVHUTENBHON TKaHN

CKB, ckneponepmusi,
pEBMATOUAHbIN apTpuT U Ap.
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Oblia 1poBeeHa OUOTICUS JIETKUX, YCTAHOBJIEHHBIN Juar-
HO3 He cooTBerTcTBOBaJ Kiaccubukamuu [LD B3pocibix.
ABTOpPBI TIOJHSIIM BOTIPOC 0 HEOOXOMMMOCTH KJIaccuduka-
uu chILD [1,4,5,7].

Kaaccudukanust vHTEpCTHIMAIBHBIX 3200JI€BAHUIA JIeT-
KUX, Npe/ICTaBJIeHHasl clenuaabHol rpynmnoii EBpomneiicko-
r0 PECIUPATOPHOTO OOIIECTBA

1. Undexmmm (n=19; 14,5% (3—12 ger — n=10)) :

— AzeHOoBUpYyC, MUKOILJIa3Ma, ITHeBMolucTta, EBYV,
RS-Bupyc, undmoenia A.
2. Cocrognug, cBsg3aHHble ¢  3a00JIeBaHUAMEA

(n=51; 38,9% (612 mer — n=17)):

TuriepcencUTUBHBIN THEBMOHUT; ACHUPAIMOHHBIN CUH-
npoM; Capkanios; AJbBEOJISIPHBIN TTPOTENHO3;

O6murepupyiomuii GpoHxuosuT; « TpaHCIIaHTAT TIPOTHB
X0351Ha» 6oJIe3Hb; MeTabomueckue HapylieHus; PeBmaru-
ueckue 3a6osesanust (CKB, pesmarnueckuii aprput); [uctuo-
1uTo3; [pamyiemaros;

[emocunepos; Cocyauctoie Hapymenns; JInmdaTtnaeckne
HapyIIeHHs.

3. Manonarnyeckue (n=46; 35,1% (6—12 ner — n=13)):

— HexkmaccudurmpoBannbie;

— JleckBamMaTuBHAs WHTEPCTUIMATBHAS ITHEBMOHWS
(DIP) (n=1);

— OObIuHasT HHTEPCTUIAIbHAS THEBMOHUS;

— Hecnenuduueckas MHTEPCTUIIHATBHAS MTHEBMOHUS
(NSIP) (n=1);

— JImmbonnTtapHas HHTEPCTUIINAIbHAS THEBMOHIL.

4. Heknaccudunuposanusie 3aboneanust (n=14; 10,6%
(6—12 ser — n=>5)) BKIIOYAIOT 3a60JIEBAHUST HA TEPMIHAIb-
HOIl CTajui, He JAUATHOCTUPYEMbIe pe3yJbTaTbl OHOTCHU,
GUOTICHH ¢ HEZIOCTATOYHBIM KOJMYECTBOM MaTePHATIA.

B 2004 roxy Ha BcTpeue oTHocuTeabHo ILD Amepukan-
ckuit Harmonanpubiii Mactutyt 31paBooxpaneHust 0CHOBAI
Koncopiuym pesikux 3abosesanuii serkux. Ero crenuaimcTst
JIJIN BBICOKYIO OIIEHKY TIPOBEAEHHOMY HcceoBanuio EBpo-
TeiicKoi pabodeii rpyIIib Kak MepBOMY IIAry B TIOIBITKE CTaH-
HapTu3upoBaTh auarHoctuky u jedeHve chILD u cosmarb
PYKOBOJICTBO JJIsI IETCKUX MYJIBMOHOJIOTMYECKUX IIEHTPOB 10
BEJIEHUIO TAKMX MAIIMEHTOB. Dblia oprannsoBaHa cOBMeCTHast
pabouas rpymnia (ERS + ATS), B KOTOPY®O BOLLIU JeTCKUE
MYJIBMOHOJIOTH, ATOJIOTH U PAANOIOTH 13 11 1IeHTPOB, nMeIo-
mux onbiT paGorbl ¢ chILD. Bbun npemiosxken HpoTOKOI,
MO3BOJIAIONMI TPOBOAUTL 0OMEH M300PaKEHUSMHI TOMOTPa-
un OTK u pesysibraramut GUOIICUM JIETKUX CPEIU OOJIbIIMH-
cTBa 11eHTpoB Mupa. C IebI0 CTAHAAPTH3ANNY [HArHOCTHYe-
cKoMl Tiporierypsl BoisiBaiennst chILD pabouast Tpymia BBesa
nonsitue «chILD-cunapomas (chILDs) u gamna ero onpesere-
nvie. [Ipy HaTMYuu HEYCTAHOBJIECHHON MTPUYUHBI 3200/ I€BAHNS
JleTKuX sl noctaHoBku aumarHosa chILDs moskHbI OBITDH
B HAJIMYMU, KAaK MUHUMYM, TPU M3 CJEIYIONMX KPUTEPHEB:
1) xamresp, yacToe WM TSDKEIOE AbIXaHUe, WM HapylIeHIe
TOJIEPAHTHOCTU K (DU3MYECKOH HArpyske; 2) TaXUIHO? B
MOKOE, KPENUTAIlK, BTsKeHue Mexpebepuil, «bapabaHibie
MAJIOYKI» VJIU JIPYTHE CHMITOMBI JIbIXaTeJbHOM He0CTaTOu-
HOCTH; 3) TUTIOKCeMUsT; 4) muddy3HbIe TOBPEKACHUS JTETKUX
na perrrenorpamme win KT rpyaunoit kinetkn [4,5,11].

Wcnonbsys onpeaenerre chILDs, 6b110 ycTaHOBIEHO,
yro 3 u3 4 kpurepueB Bcrpevasnuch y 91% us 218 mereii,
obcmepoBantbix B 11 nenrpax CepepHoil Amepuku
(1999-2004). Ipynna mposesa 0630p Pe3yJbTaToB OHONICHI
aerkux 187 pereii (1999-2004) u paspaborana kaaccuduka-
1110, U3MEHEHUs] KOTOPOH OO0JIbllle Kacaluch HapyIleHuit
y JleTeid 10 2-JIeTHEro Bospacra. ITa Kiaaccudukaius He Oblia
OKOHUATEJbHOM, IocjefHee ee YTOUYHEHHE COCTOSIJIOChH
B 2013 rosy AMEpUKAHCKUM TOPAKaIbHBIM 00111ecTBOM [3].
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Ipennoxkennass kiaaccuuramuss aasi audys3HbIX
3a0osieBanuii erkux y aereii (2013)

1. 3aboseBanus, HarboIEe PACIIPOCTPAHEHHBIE B MJIaJIeH-
YyecTBe

A. TucdbdysHbie HapylIeHIsT Pa3BUTUS JIETKUX:

1. AimaapHas qucriasus.

2. BposkneHHasT aTbBeOTOKANMILIIPHAS TICILITA3HsL.

3. AlleBeosIo-KallIIpHasl AUCIIA3Us € aHOMAJIbHBIM
PACIOTIOKEHNEM JIETOYHBIX BEH.

B. Hapymenne pocta yerkux:

1. JlerouHas THIIOTIIIA3H.

2. XpoHuueckoe 3a00Ji€BaHKE JIETKUX HOBOPOKIECHHBIX:
X3JI, accornpoBaHHOE ¢ HEIOHOLIEHHOCTHIO (GPOHXOIE-
rOYHast McIiasyst); mpuobpererHoe X3J1 y TOHOIEHHBIX
MJITQ/IEHIIEB.

3. CTpyKTypHbBIE JIETOYHbIE U3MEHEHMUs, aCCOIMUPOBAH-
HbIE C XPOMOCOMHBIMU HAPYTITEHUSIMU:

(tpucomus 21-xpomocomsl (cunapom [layma); apyroe).

4. 3aboneBanusi, accoruupoBannbie ¢ BIIC y zereii 6e3
XPOMOCOMHBIX HapYIIEHUH.

C. Cnenuudeckne COCTOSIHUST HEYCTAHOBJIEHHON 3THO-

JIOTUN:

1. JIerouHO# MHTEPCTUIIMATBHBIN TITUKOTEHO3.

2. HeitpoaHIOKPUHHAS TUIIEPILIA3Us MJIA/ICHIIEB.

D. lucdynkims cucremsl cypdakTanTa:

1. Mytammst SFTPB — nerounoit anbpBeosisspHbIi pOTEN-
103 (PAP) u ipyrue cocTOsIHUS € TeM Ke JOMUHUPYIO-
IIMM TUCTOJIOTUYECKUM TTATTEPHOM.

2. Myranus SFTPC — ¢ 1oMUHUPYIOLIMM THCTOJIOT. TIAT-
TepHOM Xponndyeckoro mueBMouuTa (CPI);

— C JOMIHUPYIOIIUM THCTOJIOT. TTATTEPHOM JI€CKBAMATHB-
Horo nmHeBMoHUTa (DIP);

— C IOMUHUPYIOIUM THCTOJIOT. TTaTTEPHOM Hecrenudu-
yeckoro nmuesMouuTa (NSIP).

3. Mytammmst ABCA3 — ¢ rucTosormieckuMy maTTepHaMu
PAP, CPI, DIP, NSIP.

4. PaccTpoiicTBa, FMCTOJOTMYECKH COTTIACYIONIMECS C [IC-
dynkimeil 6enkoB cypdakTaHTa, HO elle He UMEOIe
YCTaHOBJICHHBIX TeHETHUECKNX HAPYIIECHNI.

11. 3aGoneBanus, He crienu(MUIHbIE T MIaACHIICB

A. PaccrpoiicTBa y i1 ¢ HOpMaJIbHBIM UMMYHHBIM CTaTYCOM:

1. ndexnuonnble U MOCTUHOEKITMOHHbBIE TTPOIECCHI
(IIMB, EBB, xnamuanitaasi, MUKOTIJIa3MEeHHAs ).

2. PaccTpoiicTBa, CBS3aHHBIE C areHTaMU OKpY:Kaioliei
cpezibl (TUIIEPCEHCUTUBHBIN ITHEBMOHUT, WHTAJISIII
TOKCHUYECKHX BEIIECTB).

. AcTIpaImoHHbBIN CHHIPOM.

. D03UHOMUILHAST THEBMOHHUSI.

. PaccrpoiicTBa, accolumpoBaHHbIE C CUCTEMHBIMU
3a60JIEBAHUSIMIL

. ImmyHHbIe 3a0071€BaHUSL.

. Bosieann naxonenus.

. Capxou/io3.

. Tucrnormros us kiaerok Jlanrenramca.

. 3/I0KaYeCTBEHHbIE HOBOOOPA30BAHIISI.

. 3abosieBaHus Y UMMYHOKOMIIPOMETUPOBAHHBIX TAIU-
€HTOB:

. OnmopTyHnuctTudecke nHQEKIUN.

. 3abosreBamisi, CBSI3aHHbBIE C TEPAIEBTUYECKUM BO3/IEi-
CTBHEM.

3. 3aboseBanns, aCCOMMUPOBAHHDIE ¢ TPAHCILIAHTAIUOH-

HBIM CHHIPOMOM.
4. InddysHoe arbBeoSIPHOE TOBPEXKIEHIIE HEN3BECTHON
JTHOJIOTHN.
D. 3abosieBanusi, Mackupyouecst moga U3JI:
1. AprepuasnbHas THIIEPTOHNYECKAsT BACKYJIOMATHSI.

AU WM~ g W

DN —
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2. Jlumbarudeckne paccTponCTBa.

3. 3acToiiHble BACKYJIONATUH, BKJIIOYAIONINE BEHOOKJIIO-

3MOHHbIE 3200I€BAHIISL.

4. BropuuHblii BeHO3HBIN 3acToi Ha (hoHe 3a00seBaHMIA

cepAua.

II1. HexmaccuduuupoBatHbie 3a60JeBaHUs — BKIIOYAIOT
3a00JIeBaHUST HA TEPMUHAIBHON CTAUH, HEIUArHO-
CTUPYEMbIE PEe3yJIBTaThl OUOICUE, OUOIICUE C HEAO-
CTaTOYHBIM KOJIMYECTBOM MaTepuaa.

Bee merckue 3aGoseBanust ¢ naucddy3HbBIMU TIOBpeXKIe-
nusmu sierknx (DLD) 6btn pasgesieHbl Ha [Be KaTerOpui:
HapylleHus, KOTopble GoJiee PacIpOCTPAHEHHbI CPEAU HOBO-
POXK/IEHHBIX, U HApYyIIEHUs, KOTOPble HE XapaKTepHbI [
HOBOPOsKJeHHBIX. [IpenmyIiecTBo 9T0# CTpaTernu B TOM, 4TO
repBas KaTeropus MpU3HaAET, YTO HEKOTOPbIE COCTOSHMS 1TPH-
CYTCTBYIOT B 3HAYMTEIBHON CTEIEHU Y HOBOPOKIEHHBIX, HO
MOTYT TaK)Ke Pa3BUBAThC M IM03XKe B T€UEHHUE JETCTBA MJIN
Jla’ke BO B3pocJioM Bo3pacte. Torja Kak BTOpast KaTeropus
[IPU3HAET, YTO HOBOPOXK/IEHHBIE MOT'YT Pa3BUBATh COCTOSHMS,
KOTOpbI€e 60JIee CBOMCTBEHHBI CTAPIIUM BO3PACTHBIM TPYIIIAM
nereit u B3pocbix [ 3].

JL1s KAMHAIMCTA TaKKe BaXKHO 3HAHME XapaKTepa Tede-
Husi 3a60JIeBAHNUST, OT KOTOPOTO 3aBHCHUT CTPATErHsl BEIEHMUSI
muanenna. Huxe npusesieHbl (hopMbl, JiJist KOTOPBIX Xapak-
TEPHO OBICTPOE TIPOTPECCHPOBAHNE C TSKENON KIMHUIECKON
KapTUHOUN U BBICOKOM JIETATIBHOCTBIO [3].

Hapymenus ¢ TsxenpM TeuenneM HeoHaTaiabHoro Y 3J1:

— alHapHas JUCILIA3N;

— JIETOYHAasI TUIOIIa3nst (aJIbBeoJIIPHOE YIIPOIIEeHNE);

— aJIbBEOJIIPHO-KAITMJIAPHAS IUCIIA3HS C aHOMAJIbHBIM
pacnionoxkenueMm Jerounbix Bed (FOXFE1);

— JIETOYHO MHTEPCTUIINATIBHBIN [INKOTEHO3;

— nedunur nporenna B cypdakranTa;

— Hexoropbie myTanus ABCA3 rena;

— TTF wmyrammua (NKX2.1) (tupeowmnsrii daxtop
TPAHCKPUTIIUN );

— JIETOYHOI TeMOPPArnYeCKNil CUHIPOM;

— JierouyHas JTUMGaHTHOIKTA3US.

Hapyienus ¢ MesIeHHBIM IIPOrPECCHPOBAHUEM JIETOYHO-
T TIpoliecca:

— cypdakTanTHas HeOCTaTOYHOCTDb Beaenactsue ABCA3
wiu SP-C nedunura;

— MyTaIusa win geserys obenx ajneneit reros CSF2RA
u CSF2RB, xoxupytonmx perenrtop g GM-CSE kortopsie
manubectupyor chILDs u aibBeoISIpHBIM IPOTEUHO30M;

— MyTanus uin fgeserus ofguon uz NKX2.1 ajesneit, koto-
pass manugecrupyer chlLDs, BpoKIEHHBIM THIIOTEPHO30M
1 HEBPOJIOTMYECKUMU HAPYIICHUAMN (TUIIOTOHUS, XOPest).

1. chILD y nereii miamme AByX jet

ITOT paHHUN BPEMEHHOH IEpPUOJl XapaKTepHU3yeTcs
OBICTPBHIM POCTOM BO3/LYXOHOCHBIX IIyTeil, 0COOEHHO aJbBEO-
JIO-KalWJUISIPHBIX  MeMOpaH, CTaHOBJIEHUEM WMMYHHOI
CUCTEMBI, CTOJTKHOBEHUEM C HOBBIMU MH(DEKIUSMU, aJLJIePril-
YeCKMMU U XUMUYECKIMU areHTaMu.

A. TInddysubie HapyuieHus pa3BuTus [6]

[Tepsoie nBe kKateropuu «inddysHbie HAPYIIEHUS Pa3BU-
TUSI» U «HAPYUIEHUS POCTay, OTPAKAIONINE HEJOCTATOUHYIO
«aJIbBEOJIN3AIIMIO», MOTYT, HECOMHEHHO, IIePeKpbIBaTh APYT
ApyTa, TaK KaK B JKU3HU POCT ¥ Pa3BUTHE TSKEJIO Pa3/leIUTb.

[Tomaratot, yto <«/Iluddysnsie HApyIIeHUS PA3BUTHS>
BO3HMKAIOT M3-32 jlehekTa B OJTHOM U3 MEPBUYHBIX MOJIe-
KYJIAPHBIX MEXaHM3MOB Pa3BUTHS JIETOUHOH HapeHXUMbI
n/man  Backyagapusanuu. OHM BKJIIOYAIOT alMHapHYIO
TUCIIA3UI0, BPOXKAEHHYIO aTbBEOJISIPHYIO IHUCILIA3UIO
U aJIbBEOJIO-KAIWJIISPHYIO JINCIIA3UI0 ¢ aHOMAJIbHBIM pac-
[OJIOKEHUEM JIETOYHBIX BeH. Ayunapnas oucniazus

ISSN 1992-5913 Cospemennas nequatpus 2(74)/2016



YutTanmTte

Hac Ha caunTe: http://med-expert.com.ua

CxemaTunueckoe 1306paxeHiie Cpe30B Ha PasHbIX CTa[NSX Pa3BUTHS NErkux
A - 24 Hepenu

b - 26 Hepenb

B - HOBOPOXAEHHbIV

Pue. 1. CxemaTn4eckoe n306paxkeHne 3TanoB pa3BuTus Nnerknx
y 4enioBeka

B YMCTOH (hopMe XapaKTepHU3yeTcs 3a/lepsKKOi pocTa JIerko-
TO B IICEBJOTJISTHAY/IAPHON (hase MM paHHe! KaHATUKYJISIP-
HOWl ase, a @poicdennas anveeonspnas Oucniazusi —
3a/IeP;KKOI pocTa B IMO3JHEN KaHAJIUKYJIIPHOU U paHHEl
MemoTyaToil ¢asze. XoTd 0CTATOUHO YACTO CYIIECTBYET
BO3MOYKHOCTD I1€PEKPECTHBIX COCTOSHUIL.

Henpasuibhoe pactiososkeHue JerouHbIX BEH COYETAeTCs
C YMEHbIIIEHHEM KOJIMYECTBA JIETOYHbBIX apTepuil, yMEpeHHOI
runeprpodueil CTEHOK JIETOYHBIX apTepuil M apTepuo,
a Tak’Ke YMEHbIIEeHUEM IIJIOTHOCTU KaWJIJIAPHON CeTH U T1J10-
XMM UX IIPUCOeIUHEHNE K a/lbBEOJIAPHOMY SIIUTEINIO B COYe-
TaHWM C HapylleHNeM Pa3BUTHA J0JIeK. Takas rucroJsormye-
CKag KapTUHA CYMUTAETCS AMArHOCTHUYECKUMU KPUTEPUSMU
VIS ANb8eO0NI0-KANULIAPHOU OUCNIA3UL C AHOMALLHBIM PACNO-
JIOJCEHUCM NIE2OUNBIX GEH.

Kak npaBuiio, aTu et He OTBEYAIOT Ha OKCHUTE€HOTEepa-
ITUIO, ¥ [TPOTHO3 TAKUX COCTOSTHUI MITOXOI.

Deutsch mpoBest Guoricun JIerkux B rpyriie MJIaJeHIeB,
Yy KOTOPBIX C POXKIEHMS MMeJd MEeCTO He OTBedalolas Ha
Tepanuio TUIIOKCUSA M JieroyHas rureprensus. OgHomy
pebenky Oblia MpoBejieHa TPAHCIIAHTAIIUS, IPYTHe YMepJIu
B TeyeHue Mecsla.

B. Anomasnu pocra, oToGpaskaoiye HeA0CTATOYHOCTh
anpBeosm3anuu [6]

AHOMaJIbHOE aJIbBEOJISIPHOE Pa3BUTHE, KOTOPOe B GOJIb-
HIMHCTBE CJIYYaeB SIBJIAETCS BTOPUYHBIM COCTOSIHUEM, €CThb
OTJIMYUTEJIBHBIM TPU3HAKOM 3Toi# Tpymibl. [IpuynHamum
BO3HUKHOBCHUS JI€20YHOU 2UNONIA3UY CUNTAIOT: MAJICHbKUE
pa3Mepbl TPYAHON KJIETKH MJI0/Ia, CHIZKeHITe 00beMa aMHUO-
TUYECKOM JKMJIKOCTH, YMEHBIICHHUE WU OTCYTCTBHE JIbIXa-
TEJIbHBIX JIBUKEHUE Y 110/, PEAYKIIMU JIETOYHOTO KPOBOTO-
Ka, HedeKTbl OPIOUIHON CTEHKU, XPOMOCOMHbIE aHOMAJIMIA.
[icTosiornyeckasi KapTuHa IPeICTaBisieT cob0i pasinyHbie
BapHAHTBI JIOGYJISIPHOTO YIPOIIEHUS € ATbBEOJSIPHBIM pac-
mupenreM. B ososune caydaes 0ol BoisiBienbl P1G-kier-
Ku (4acTo He3aMedyeHHbIE), a TaKKe paclpoCTpaHeHHAs
JIeroYHas TUIePTeH3MOHHAS BACKYJIOIATHS.

B crarpio He BoILIO OMHcanne OPOHXOIETOYHOI ANCTIIA-
3UH y HEJIOHOIIEHHBIX ieTeil. OHa TpedyeT OTAeNBHOTO Pa3ro-
BOPa M 0 HEHl I0OCTATOYHO MHOTO eCcTh MH(pOPMAIUH.

C. Crnenuduyeckyne COCTOSIHUS HEBBISICHEHHON 9THOJIO-
ruu [4-6,9,11]

Itu aBa coctosinug (NEHI, PIG) no-sugmmomy, MOKHO
HalTH WUCKJIOUYUTEJIbHO Y MJAJEHIEB; ABJSIOTCA JU OHU
crennUYecKUMU COCTOSHUSIMU WJIM CBA3AHDLI C HECIelH-
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(pryecky BOSHUKAIONNM HAPYIIEHUEM JIETOYHOTO PAa3BUTHS,
erie HesiCHO.

1. Tunepniasust HeiPOIHIOKPUHHBIX KJIE€TOK MJIa/ICHIIEB
(NEHI — neuroendocrine cell hyperplasia of infancy)

OchoBHoii xapakrepucrukoil NEHI siBjistiorest Gponxuo-
JIbl, COJIepsKallie MHOKECTBEHHbIE KJacTepbl (CKOIJICHMS)
60MOE3UH-UMMYHOTIOJIOKUTENBHBIX  HEHPOIHIOKPUHHBIX
KJI€TOK (OIPEETSIOTCS METOIOM UMMYHOTHCTOXUMUN).

INUTENUI JIBIXaTeJNbHbIX IyTEH 4YeJoBeKa COJEPIKUT
BBICOKOCIEIIMAIN3UPOBAHHbIE  JIETOYHbIE — HEHPOIH/I0-
kpunnble kiaerku (PNEC), pacnoiosxkentbie ofuHapHo 6o
KaK MHHEPBUPOBAHHbBIE HEWPOAIUTEINATbHBIE TeJbIa.
«PNEC-cucrema» comepskut oba THIIA KJIETOK, KAK HEBPAJIb-
HBIX, TaK M DHJOKPUHHBIX, (QYHKIIMU KOTOPBLIX BKJIOYAIOT
CHHTEe3 1 0CBOOOKICHNE aMUHOB (CEPOTOHUH), HEHPOIENTH-
1108 (60MGe31H) 1 KaJIbIIUTOHKMHA.

HauGosbuiee kosmdectBo GOMOE3UH-COAEPKANMX KJIe-
TOK HabJIIOlaeTCst y IUI0[a B CEPEMHE IecTallii, a 3aTeM
YMEHBIIAEeTCs 10 HU3KUX YPOBHEI K CPOKY poskieHus. Takum
obpasom, cymiectByet runoresa, uto NEHI Mosker mpezacras-
JIATH COOON HEOCTATOYHOCTh HOPMAJIBHOIO PErpecca 3ThUX
kietok. Dynkiun «PNEC cucrembl» B JIerkiiX HEU3BECTHBI.
Boiia mpezsioskena KoMIieKCHast UX POJIb, BKIIIOYAs MOJLYJIN-
poBaHKEe BHYTPUYTPOOGHOTO POCTa JIErKUX U ero auddepeH-
UPOBKY, a TaKkKe CEHCOpPAa OKCHUTEHAIMU JIbIXaTeJbHbIX
nyreil. [TocTHaTasbHO OHU MOTYT 0O€CIEYrBATD HUIILY CTBO-
JIOBBIX KJIETOK JIETKMX, YTO BasKHO JIJISI 9IIUTEJINATIBHON pere-
nepannn TB/I. Takum o6pasom, PNEC onu asrsaiorces Hop-
MaJIBHOU YaCThiO JIEFKOTO U He 00s13aTEJIbHO MPOSIBJIEHUEM
narosoruu. XapakrepHo, yto cumnrombl NEHI Bo3Hukaior
Ha TIePBOM TOY KU3HU (cpeaHuii BozpacT 3,8 Mecsiia B 60JIb-
IIUHCTBE OIYOJMKOBAHHBIX CJAYYaeB) B BUJE TaXUITHOD
U JIBIXaTeJIbHOTO IUCTPEcca Y OTHOCUTEIbHO XOPOIINX MJIa/IeH-
1eB. YacTo BBICJAYHNIMBAINCH PACCESHHBIE KPEIUTHUPYIOLIHE
xpunbl. Karesns u cBUCTsIIEe JibIXaHue He ObLIN XapaKTePHbI
misg NEHIL YV mManbunkoB aTa maTosIoTHs BCTpedasiach Jarie.
Penxue ciyyan NEHI-nogoGHOroO cuHapoma ObLIN OTUCAHBI
y crapmux geteit. OQHAKO HEMPOIHIOKPUHHbBIE KJETKU
HaGJIIOIAIOTCST U Y 3I0POBBIX MJIAJIEHIIEB, HO UX KOJNYECTBO He
TIPEBBINIAET 5% OT KOJNYECTBA ATUTETHATHHBIX KJIETOK.

Ha penrtrenorpaduu Jierkux TUIHYHBIMU ObLIN U3MEHe-
HUS, KOTOPbIe XapaKTepHBI [IJIsi MOCTBUPYCHBIX COCTOSHUI
¢ mnposeiaenusmu runepundaanuu. KTBP mokassiBano
HEOJTHOPOJIHOE TIOMYTHEHHME 10 THUIY <«MATOBOTO CTEKJIA»
C CHH/JIPOMOM <«BO3/IyIIIHOTO 3axBaTa (JIOBYIIEK)» B JIPYTUX
yuyacTkax. TOJIbKO OIBITHBIE PAJMOIOrH MOTYT JIMAaTHOCTUPO-
Bath NEHI 110 5TMM OZWHOKMM TpU3HaKaM, T09TOMY GOJIb-
MIMHCTBO TIEIMaTPOB HACTAMBAJIO Ha TPOBEIECHUN OGHOTICUN
JIETKUX, KOTOpasi 10Ka3aja OTCYTCTBUE BOCIAJEHUS WU
MHTEPCTUIMAIBHOTO MOBPEKICHUS.

[TaTonoroanatomuyeckasi KapTuHa HpejCTaBIeHa MOYTH
HOPMAaJIBHOM JIETOUHOH TKAHBIO, OKPAIIEHHOH TeMOTOKCHJIN-
HOM M 903WHOM, HO MHOT/IA B JIBIXAaTEJIbHBIX IYTSIX HUMEJN
MECTO IOBBIIIEHUE KOJIMYECTBAa Makpodaros, yMepeHHas
TUTIEPIVIA3NA TJIA[KUX MBI U SITNUTEJNATbHbIX KieToK. Ho
ormmunTebHbIM npu3HakoM it NEHI 6biio yBesmuenue
KOJIM4ecTBa GOMOEH3UH-TIOJMOKUTEIBHBIX KJIETOK B AIIUTE-
Jin, GOJIBIIE TIPEICTABJIEHHOE B IUCTAIBHBIX OT/EIaX JbIXa-
TEJIBHBIX ITyTel, KOTOPbIE BBISABJIAINCH UMMYHOTHCTOXUMHU-
yeckumu Metozamu. [lociennee mpuBoanIO K yTOJIIECHUIO
SIUTEIUAIbHON BBICTUJIKU TEPMUHAJIBHBIX OPOHXMOJ U
3aTPYAHEHUIO BEHTUJIAIUU JierknX. CrenuaabHble MeTO/IbI
HCCJIEIOBAHMS JIETOYHBIX (DYHKIMI y MJIQJICHIIEB [TOKA3bIBa-
JIV yMEPEHHBIE HAPYIICHUST TT0 OOCTPYKTUBHOMY THILY.

SIIIOHCKUMM  MCCIE0BATEIAMU ObLI TPEJIOKEH OEIKO-
BbIil Mapkep KL-6, KOTOpbIil IaeT BO3MOKHOCTH OTJIINYMUTDH
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Puc. 2. Ha peHTreHorpamMmmve — co4eTaHue runeprnHesmarosa
O[JHNX Y4aCTKOB CO CHUXKEHWEM MHEBMATU3aLnmu Apyrux.

Ha KT — y4acTkn «MaToBOro CTeksia» COYETatTCA C rneprnHes-
MaT0o30M Ha OCTa/IbHOM NPOTSHXKEHUN

NEHI or napymienuii cunrte3a TPOTEMHOB cypdhaKTaHTa.
VY nereit ¢ NEHI 6611 HopmanbHbIil yposenb KL-6, Torma kak
B CJlydae HeJIOCTATOUHOCTU Cyp(haKTaHTHBIX OEJTKOB, BKJIIOUAst
ABCAS3 necpuriut, HabJIH0AJICS €TI0 TIOBBIIICHHbIN YPOBEHb.

B otnomennn ahhekTUBHOCTH OTIENbHBIX METOIOB
JICYEHUS 9THX COCTOSIHUIT He OBbLIO MPOBEAEHO CEPhE3HBIX
WCCJIeIOBaHNM, a KInHnYeckrue otdeTsl o mpuMmererun [KC,
OGPOHXOMJISATATOPOB U APYIUX MEIMKAMEHTOB ObLIU TIPOTHU-
BopedrBbIMU. OCHOBHBIM U €IMHCTBEHHLIM HA JAHHBIN
MOMEHT METOJIOM JIEUEHUST OCTAETCST OKCUTEHOTEPAIINST B CITY-
yae, ecyin peGEHOK UCIIBIThIBAET TMIIOKCHIO. He onucbiBamuch
ciyyan HeobGxoaumocTu 1poseneruss UBJI npu poxiaeHuu.
Opnnako okoJio 2/3 neTeii COXPaHSIU CUMIITOMATUKY JIJIN-
TEJILHO U GOJIBIIMHCTBO U3 HUX HYKAAJIOCh B KUCJIOPOAHON
MOJJIEPKKE B T€UEHNE MHOTUX MECSIIEB U JIET.

[lo manHBIM JIUTEPATYPBI, OJATOCPOUHBIN ITPOTHO3 OTHO-
CHUTEJIBHO XOPOILHii, CMEPTEJIbHbIE UCXO/Ibl He ObLIM 3aperu-
CTPUPOBAHBI.

Kinane et al. gosoxuam o nsatu MiaageHnax ¢ GoJuKy-
JAPHBIM ~ OPOHXUTOM/GPOHXHOTUTOM, MPOSBIAIONINMCS
TAXUIHOI, MEJKUMU BJIQKHBIMU XPHUIIAMHU, XPOHUYECKUM
KalllJieM B BO3pacTe IecTu Hepesb. Jlerounas OGuorcus
BBISIBUJIA  OKPY’KAOMIYIO (DOJITUKYJIbl  JTUMOBOIUTAPHYIO
UHOPUIBTPAIUIO U JIOKAJIbHYI0 WH(DUIBTPAIMO OPOHXUAIb-
HOM CTEHKH, TIPU 9TOM He ObLIN 00HAPY/KEHbI MUKPOOPTaHK3-
Mbl. Bce marmenTsl mocTenenHo yaydiaua CBOe COCTOSTHUE B
teuenne Heckonbkux Jiet. Coscem repasuo Hull et al. onmca-
JIM BOCEMb MJIAJICHIIEB ¢ XPOHUYECKUM OPOHXUOJIUTOM C
MOXOKUMMU TTPU3HAKAMHE, XOTSI JIBOE U3 HUX UMETH HOPMAJIb-
Hble pe3yJsbraThl 6uorncun. Brosre Bosmoskno, yro NEHI u
(DONTUKYIAPHBII MM XPOHUYECKHIT OPOHXHMOJIUT €CTh OIHOI
U TOHU K€ HO30JOTUYECKOU eUHUIEN, XOTsI WH(PUILTPAIIHS
NIBIXATETbHBIX TyTell He SIBJSIETCS XapaKTePHLIM U CTOMKUM
npuszaakom NEHI. Boamoskno, uto nHekotopsie cayyan NEHI
MOTYT B JaJbHEHIIeM Pa3BUTHCSI B XPOHIMIECKHUN 00IUTEPH-
pyfoIIuii GPOHXUOIUTONOLOOHBII CHHAPOM Y CTAPIIUX JeTei.
CymecrByer jin Kakas-iubo cBstab Meskay NEHI u mono6-
HBIM COCTOSTHHEM Y B3POCJIbIX — HEN3BECTHO.

B xoHeYHOM HTOTE, HePOIHIOKPUHHBIE KJIETKU SIBJSIOT-
Cs HOPMOIl B Pa3BUBAIOIIEMCS JIETKOM U JICHCTBUTEIHHO
BaKHbI JIJIsI HOPMAJILHOTO TedeHust MopdoreHesa GPOHXOB, HO
ocraercda He scHo, aBisgiorca au NEHI pgeiicrBurenbHo
OTZIETbHOI HO30JIOTUYECKOH e/IITHUIIEH NITH TIePEeKPEIINBAIOT-
Cs1 C JIPYTHMU COCTOSTHUSIMU; GOMOE3MH-COIEPIKAIIIe KIETKH
UMEIOT Kakoe-1ub0 Mmaro(u3noJOrnyeckoe 3HAYECHUEe WK
SIBJISTIOCST MAPKEPOM HEKOTOPOiT HEU3BECTHOMU MPOOJIEMBI.

2. JlerouHoii uHTepcTHIMAIBHBIN raukorenod (PIG —
pulmonary interstitial glycogenosis)

JlerouHoli UHTEPCTUIIMATBHBIN TJIMKOTEHO3 — 3TO PEIKOe
HeoHaTalbHOe 3a00JIeBaHue U, I0-BUIMMOMY, €CTh TOW 1aTO-
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JIOTHEN, KOTOpas paHee Ha3bIBATACH COTOBBIM HHTEPCTH-
IUQJIBHBIM ITHEBMOHHUTOM.

I'makoreH-cozepskaniie ¢eTasbHble Me3eHXMMAaJbHbIE
KJIETKU 2-TO THIIA HAOJIOIAI0TCS IPU HOPMAJIbHOM Pa3BUTH
sterkuxX. OCHOBHBIM TUCTOJIOTUYECKUM Tipr3Hakom PIG sBiis-
eTcsl POCT YUCJIEHHOCTH B UHTEPCTUIIUU TPUMUTHBHBIX
ME3EHXUMAIbHBIX KJIETOK, GOraThiX IJIMKOTEHOM. DTH TPO-
saBjieHus1 ObLIM CHelU(UIHBIME TOJIBKO IS JIETKOTO U HE
6bL (hOPMOI FeHePaIM30BaHHBIX HAPYIEeHUIT MeTabou3Ma
rJIMKOTeHa U TiporieccoM Hakorutenus. [Ipupona PI1G-kie-
TOK OCTAETCSI /10 CHX MOP He SICHOI.

Tucrosornyeckoe ucciejoBannue OOHapysKUBAET, UTO ajlb-
BCOJISIPHBII MHTEPCTUIMI 3all0JHEH <«MATKUMU» C BUILY
BaKyOJM3UPOBAHHBIMU <ITEHUCTBIMU» KJIETKAMMU, KOTODPbIE
COZiepIKAT IINKOTeH. B peIkuxX cirydasx, 13-3a HOTEPU TJINKO-
reHa B mpoieccax obpaborku marepuana, Schiff-momoxu-
TEJbHBIH TJIUKOTeH BHYTPU HWHTEPCTUIIMATIBHBIX KJETOK
MOKeT ObITb He HaiigeH. [[Jist GoIbITMHCTBA OGUOIOTHYECKITX
06pasIoB MHTPALEIIOIAPHBIN TJIUKOTEeH JIydlle BHIEH
B AJIEKTPOHHBIN MUKPOCKoI Tiocsie PAS-okpacku.

OpHa rpyIina aBTopoB coobumIa o 7 getsx, 6 u3 KOTopbix
ObLIM MAIBYMKAMU, C HECTIENU(MUYECKUMHU PECIIMPATOPHBIMI
CUMIITOMAMU B HEOHATAJIBHOM IT€PUOJIE: TAXUITHOD, BTSIKEHUS
Mmeskpebepuii, runokcemus. M3 7 gereit 4 ObLIM HETOHONICH-
HBIMH, T€CTAIMOHHbII BO3pacT Kojiebascs ot 25 10 33 Hemeb.
BospacT nosiBeHus CHMIITOMOB COCTaBIJI OT TPEX YacoOB 110
yeThIpex Hemesb. V3 7 mereit 5 naxopninch Ha UBJI, koTopas
npojo/pKanach or 4 ameit 10 6 Mmecaunes. Pentren rpyaHoit
KJIETKM  BBISBUJI MHTEPCTUIUATIBHYI0 WHGUIBTPALINIO
n runepundasumio. KT-kapruna 6blaa HecrmenudUIHOI:
C MHTEPCTHIUAIBHOI MHOUIbTPAINE], YeTKIM PETUKYJISIP-
HBIM TIATTEPHOM, THNEPUHOIISINEl U CUHAPOM <«MaTOBOTO
cTekama». Y Bcex merTell Oblaa MpoBefeHa OUOINCHs JIETKUX,
KOTOpasi BBISIBUJIA PABHOMEPHOE YTOJIIEHNEe MHTEPCTUIINS 32
cyer He3pesbiX KireToK. OHU OBUIH MOXOKUMU HAa ME3eHXH-
MaJibHble KJIETKH, [IUTOIIa3Ma KOTOPBIX Obliia Gorata TIuKO-
TEHOM, ¥ KOTOPBIii JIyullie BU3YaJTU3UPOBAJICS 3JEKTPOHHOMN
Mukpockonueil. B orsmuane ot apyrux ¢opm chILD, He 6110
BBISIBJIEHO BOCIIAJIEHVSI UM AJTbBEOJIIPHON KJIETOUHOM ruIiep-
miasun. [lecrepo 3 ceMu MJIA/IEHIIEB UMEJIN OTHOCUTEIBHO
YIIOBJIETBOPUTEJILHOE COCTOSTHUE, OJITH YMEP OT OCJIOKHEHUI
riybokoil Hespesioctu. B kauectse sieuenust npumensiin TKC
M MHOT/IA TUIIPOKCUXJIOPOKHUH. BbICKa3bIBAIMCh MHEHUST, UTO
COCTOSTHUE MOKET UMETh OTHOIIEHHE K XPOHUYECKOMY MHTEp-
CTUIMATBHOMY ITHEBMOHUTY MJIAJICHIICB.

B apyrom uccanepoBanuu 66110 onucano 16 gereii, 9 us
KOTOPBIX ObLJIN JIOHOIIEHHBIMU.

Kak n s NEHI, ne pemten Borrpoc o ciieninn4HocTH Iiu-
KOTEH-COZIepsKaIUX KJIETOK: U B KAKOIl CTEIIeHN OHU SBJISIOTCS
TOJIbKO MAapKEPOM [IJisT HEKOTOPBIX MPOIECCOB, U €CTh JIM Ha
camoMm jnesne PIG oraenbHOIl HO30JIOTMYECKON eNUHUIIEN,
a He TUCTOJIOTMYECKUM TIPU3HAKOM. Bo-11epBBIX, TIIMKOTeH-CO-
JiepKaline KJAeTKA HAaXOAST Ha PAHHUX ATaraxX Pa3BUTHS Jier-
KOTO Cpelil KJETOK, BBICTHJIAIONINX AJbBEOJISIPHBIE CETITHI,
KOTOPBIX CTAHOBUTCSI MEHBIIIE C TeYeHHEM TeCTAIIMOHHOTO Bpe-
Menu. Heo6X0aumo noauepkHyTh, uto PIG-KieTku aBasiores
«3aMaCHBIMU» U KaK ME3CHXUMAaJIbHBIC KIIETKH MOTYT TIO/[BEP-
ratbesd jlasbHeimein muddepennnposke. [Ipu amexkTpoHHOM
MHUKPOCKOIIUU HAKOILJIEHHE TJINKOTeHA B Me3eHXMMAJbHBIX
KJIeTKaxX 2-T0 Tha HabumogaeTcst B (hopMe JIaMeISIPHBIX Opra-
HEJIJI, KOTOPbIE, IMPEANOJOKUTEIbHO, MOTYT Y4acTBOBATh
B cunTese cypdakranta. Bo-BTopbIX, Oblia J0JI0KEHA CBSI3b
PIG-KJI€TOK B CBSI3M € BPOKIAECHHON JI0GApHOiT 9M(pU3EMOT.

D. Muchyukuus cypdaxranra [4-6,9,11]

Cypdaxrant sBisercs dhochoaunmuaHoi NIeHKoi, KOTo-
past 0becIiednBaeT aabBeOSIPHYIO CTaOUILHOCTD, TIPEOTBPA-
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Puc. 3. PeHtreHorpacous OFK — runepnHeBmaTos3 ¢ TOHKON ceTya-
TOW pedoopmaumein NEroYHOro pUCyHKa 3a CHET WHTEpPCTUUMS, B
JanbHenwem — rpy6blii A4eUCTbli PUCYHOK Nero4yHoro gombposa.
KTBP — yTonLieHne MexxaonbKoBbIX NEPeropoaokK, y4acTKn B3ay-
TUA, KUCTOBMAHbLIE NPOCBETIEHNS HA (DOHE «MaTOBOro CTeKsa»

1IaeT aJbBEOJISIPHBII KOJIIAIIC B KOHIIE BbloXa. OHa cocTouT
na 80-90% w3z aunupoB u 10-15% — nporeunos. Cpean
4 uzBectHbIx OenkoB cypdakranta (Sp-A, -B, -C, -D), Sp-A, -D
He SIBJSIOTCSI Cyp(haKTaHT-aKTUBHBIMH, & MYTaIlMl B reHaXx,
kopupytomue Sp-B, -C, asisiorcea npuunnamu M3J1. Bry-
TPUKJIETOYHBIN CHHTE3 3TUX IPOTEHHOB OYeHb CJIOXKHBIN. B
9TOT MeTabOIN3M BOBJIEYEHBI U IPYTHE MOJIEKYJIBI, TAKIE KaK
ABCA3 wu Tupeomansii ¢axtop TpaHCKpUHINAN-1
(TFT-1), kotopble Heobxoxumbl st ero cunresa. ABCA3
Y4YacTBYeT B TPaHCHOPTE CyP(aKTaHTHBIX JUINI0B B JIAMUJI-
JIIPHBIE TEJIbIA U HEOOXOAUM JUIsl TIOJJIEPIKAHUS JIETOUHOTO
cypdakrantHoro romeoctasa. TTF-1 aBasercs perynrsatopom
TPaHCKpUIIIMKU  cypdakTaHTHbIX 1porenHoB SP-B wu
SP-C. 9ror 6GeloK NpeAcTaBJeH B HIUTOBUIAHON sKeJese,
MO3Te U JIeTKUX.

B reuenue gecaruieruil geduiur cypakraHTHbIX Gel-
KOB ObLJI U3BECTEH KaK MPUYUHA GOJIE3HU THAJMHOBBIX MEM-
6paH y HEJOHOIIEHHBIX MJIA/IEHIIEB.

MyTraiuu B renax 6esqkoB cyphaxTanta — peikue K-
Huveckue (opMbl, HO B IOCJE/HEE BPEMs yBEJNYMBAETCS
KOJIMYECTBO JIOKJIAJIOB O CJAy4asdX 3TOH MaTOJOTUU Cpenu
neteit 1 B3pocyabiX. DOPMBI KJIMHUYECKUX ITPOSBIEHUI
BapbUPYIOT ¢ BO3PACTOM. Y HOBOPOXK/IECHHBIX M MJIAJICHIIEB
npoduab OOBIYHO TSKEbI, U CMEPTHOCTh — BBICOKASL.
VY WIKOJIBHUKOB ¥ B3POCJBIX (OJIE3Hb MMEET XPOHUYECKOE
teuenue (NSIP, UIP).

1. Myramusa Sp-B rena

Ten Geska cypdakranTa B jtokanusyercs Bo 2 XpoMocoMe.
I10 HauboJiee yacTast MyTalus U Berpeyaercst B 70% ciayuaes
cpemu norubumx HoBopoxkAeHHbIX. Jleduiur SP-B umeer
QyTOCOMHO-PEIIECCUBHBII THII HACJIEJ0BAHM, U FeTEPO3UTO-
TBI SIBJISAIOTCS TOJBKO HOCHUTEJISMHU IATOJIOTMYECKOTO TeHa.
Knuangecknii 1 pagnosnormdecknii npoduab 3a6oaeBaHus
OJIHOTHITHBII ¢ GOJIE3HBIO I'MAJMHOBBIX MeMOpaH. [ledunut
SP-B kymHUYECKN MPOSBJSETCS B IEPBbIE CYTKU JKU3HU
U IeTH ¢ 9ToH matosorneit Hykaaorcs B VIBJI yike B panaem
HeoHataJgbHOM Tepuojge. IDbdeKT Tmocie BBEIEHUS
HUCKYCCTBEHHOTO Cyp(haKTaHTa MUHUMAJIBHBIA WM KPAaTKO-
Bpemennbiii. Het orBeta u na BBesienne ['KC. MoxeT nmpucyT-
CTBOBATb M TPAH3UTOPHAS JIETOYHAs TMIIEPTEH3Us, KOTopas
MOJKET OTBe4yaTh WJIM He OTBeuaTh Ha uHrasmpyembiii NO.
BosibIMHCTBO MAIMEHTOB Oorubaer.

lucrosornyeckie wccae0BaHusi 06pas3IoB OUOICHE
JIETKMX MOTYT UMeTDb IPU3HAKU aJIbBEOJISIPHOTO ITPOTENHO3A,
JIeCKBAMaTHBHON MHTepcTUINATbHON MTHeBMoHNN (DIP)
Hecrienuuyeckue IMPU3HAKH, TaKWe KaK MHTEePCTUITATbHBII
(hubpo3 UK aMbBEOJSIPHO-KJIETOUHAST THUIIEPILIA3HSL. DJIEK-
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TPOHHAST MUKPOCKOIMS TIOMOraetT B auddepeHnaibHoM
JIIarHo3se.

XoTst KJIacCcHYecKoe TedeHre 3ab0TE€BAHUS SIBIISETCS
JIETaJIbHBIM JIJIS MJIAJICHIIEB, MHOT/IA HabJI01aeTCst YaCTUIHAS
HEJI0CTATOUHOCTh ¢ (oJiee JUIUTENbHBIM TEPUOIOM SKU3HU.
Kpome Toro, cyiiectByeT rumnoresa, 4TO reTePO3UTOTHI 110
Sp-B-neduruty niam HEKOTOPBIE €r0 BUIBI IPOCTOTO HYKJIEO-
TUAHOTO TOJIMMOpP(dU3Ma MOTYT JiaBaTh (OPMbI ¢ HU3KUM
PHCKOM OCTPOTO JIETOYHOTO TOBpexaeHust. Heobxomumo
JasbHeiiliee U3ydenune, YTo0bl MOHATh BO3MOKHYIO BEPOSIT-
HOCTb Sp-B MoandUIMPOBAHHBIX TEHOB ObITh IPUYNHOIL pec-
MMUPATOPHOTO JIMCTPECC-CUHIPOMA UM XPOHUYECKOH PecIiu-
PaTOPHOIT GOJIE3HU Y B3POCIIbIX.

2. Myramus Sp-C rena

ITO ayTOCOMHO-JOMUHAHTHAS MYTAllWsl, CBSI3aHHAS
HE TOJIbKO ¢ TtoTepell (hyHKIuU Gesika, HO U C MOSIBJECHHEM
AHOMAJIBHOI (DYHKIIMK CHHTE3MPOBAHHOTO Oeska: Oymaydn
cypdaKTaHT-aKTHBHBIM, AaHOMAJIBHBIN Sp-C MOXKET MOIYJIHPO-
BaTh BOCIAINTEIBHBII TTpotiecc. Hakoruiene natoornaeckux
MPOTEMHOB B AH/IOTJIA3MATHYECKOM PETHKYJIYMe aKTUBUPYET
BOCIIAJIUTEJIbHBIN Kackajl, GakToOpbl allaTo3a U BMEHIMBACTCS
B HOpMaJIbHBIN cuHTe3 6eakoB. Posb aToi (yHKIMU HpU
necdurte Sp-C etre He scHa.

Omnucanbl criopagndeckue ciaydan OOJIE3HM, HO dallle
OHa SBJISETCS YHACJEIOBAHHBIM COCTOSIHMEeM. Myrtanus
Sp-C sokanmusyercsi B KOPOTKOM Iiiede 8 XpOMOCOMBI U TPaH-
ckpubupyer 10 900-PHK, xoropas 1mocJie mpolemaypsl HocT-
tparcaaiuu Tepser 1 m3 191 wmm 197 AK. B macrosmiee
BPEMST OITICAHO OKOJIO 35 MyTaIuii 9TOTO MPOIECCa.

Kinunuueckuit ¢dheHOTUN UYpe3BBIYAHHO W3MEHUYUB.
Habmonaiorest nposiBieHnss 3a60JeBaHUsT B HECKOJIbKUX
MMOKOJIEHUSIX ceMeil ¢ Tiepuojia HOBOPOKIEHHOCTH B BUJIE
HEYKJIOHHO IPOrPECCUPYIONIEr0 JAUCTPECC-CUHIPOMA WJIN
B Busie UIP nosanee, B cpeneM Bozpacrte. IIpeanomnaraercs,
410 MOTyT OBITH coderanubie Mytaimu ABCA3 u Sp-C,
[pUYEM OCAEHISA MOKeT ObITh BTOPUUYHOIL 110 OTHOIIEHUIO
K TIEPBOIA.

TazkecTb 60JI€3HU TaKKe BapbUPYyeET. 3ab0eBaHNEe MOKET
[POTrPECCUPOBATH ACUMITOMATUYHO, IPUBOJIS K HEOOXOIMMO-
CTU TPAHCITAHTAIMK JIETKUX WJIU K cMepTu. Dblia onuncana
CIIOHTAHHAs U MIPOJIOHTHPOBAHHAs peMuccus y jereil. Jleve-
nue HenspectHo. KC u I'XK ncnosb3oBainich, HO 9TH JJaHHbIe
JIOCTATOYHO TIPOTHBOPEYNBHI.

Y HOBOPOK/IEHHBIX THCTOJIOTHYECKAS KAPTUHA TP ATOM
MaTOJOTMM MOKET HAIIOMMHATH XPOHWYECKWiIl ITHEBMOHUT
maanentes (CPI), NSIP, DIP, a y B3pocabix — UIP, IPE

3. ABCA3-rennas mytanus

VHTepcTunnanbHoe 3a00/eBaHne JIETKUX MOKET ObITh
MPUYMHON HE TOJIbKO OTCYTCTBUSI IIPOCTPAHCTBEHHO Ipa-
BUJIbHBIX OEJIKOB, HO M MYTallHii, KOTOPble 0GECIIeYnBAIOT
cunTe3 GepMeHTOB, 0OCTYKIBAIONIIX CHHTE3 CyphaKTanT-
HBIX OEJIKOB. Cpenn anx ABCA3-rennasg myTarus. ABCA3
SIBJISETCS YJICHOM CEMEeNCTBA MPOTEUHOB, KOTOPbIE CBS3aHBI
¢ antutupeorponubiM nporenHoM (ATP). Ou asagercs
TpaHCMEMOPAHHBIM [TPOTEMHOM, KOTOPBIH TPAHCIOPTUPYET
cyberanim yepe3 Guosiornyeckie MeMOPaHbl U JTOKATHU30-
BaH B JIAMEJIJIIPHBIX TEJbIAX aTbBEOJOIUTOB 2-TO TTOPSIKA.

ABCA3-edurur nmveer ayTOoCOMHO-PEIUCCUBHBIN THUIT
HACJIEJIOBAHUS C HEU3BECTHOW PACIIPOCTPAHEHHOCTHIO. HoJIb-
1Ioe KOJMYEeCTBO TeHOB pacmosaraercss Ha 16 xpomocoMme,
KoTopast comepkuT 33 9K30Ha, Koaupymomux 1704 Geska.
3aboJieBaHue CBSA3aHO CO CHIDKeHNEM (MYHKIMU 3TUX OEJIKOB.
ABCAS3 gaBiisieTcs 4acTblo ceMelicTBa TeHOB, MHOTHE U3 KOTO-
PBIX ACCOIMUPYIOTCSI C YETOBEYECKUMU OOIE3HSIMU:

e ABCA 1 — Tanruep 60sie3Hb (B pe3yJibrate CHUKEHIS

JINTIOTIPOTENHOB BBICOKOII IIJIOTHOCTH).
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Puc. 4. KT OT'K: coyeTaHue «MaToBOro CTeKNa» 1 yTONLEHNS MEX-
[l0NTbKOBbIX NEpPeropoAok, CUMNTOM «OynbbhKHAs MOCTOBas» —
NPU3HaK JIEr04HOro NpPoTernHo3a

e ABCA3 — 13JI.
e ABCA 4 — 1oBenusbHas JereHepaIus sKeJToro MmaTHa
(Craprapar 60J1e3Hb).

e ABCA7 (CFTR) — mMyKkoBUCIIHIO3.

BoLio oncano 6osee 100 myrtanmii B reie ABCA3. BoJib-
1I0#1 pa3Mep reHa O3HAYAET, YTO MHOTO MYTAIWil elle /[0JIT0
OyIyT He paclo3HaHHBIMU. [eH HauboJsiee IKCIIPECCUPOBAH B
JIETOYHON TKaHM, HO MOJKET TaKKe OKa3blBaTb BJIMSIHHME HA
CepIEYHYIO MBIIIILY, MO3T, TPOMOOUUTbl 1 mouku. OMHAKO
kmmHndecknii denotun pecdurmta ABCA3 B aTuX TKaHAX
HeusBecteH. HanGoJiee yactoii MyTtanueil, KoTopast BbisiBJIs-
ercst y 5% crapumux gereii ¢ chILDs, 6buta E292V. Takske
OBbLIO C/IEJIAHO TIPEIIIOJIOKEHIE, YTO HEKOTOPbIE CJlydau
MOTJIU OBITh CBSI3AHBI C MYTAIUSIMU B He KOAUPYIOMINX OeJIKH
yuyacTkax reta. [losaraior, 4to Kpome BOBJICUEHHS] B CUHTE3
6esikoB cyp(dakTaHTa, NPOTEUHbI, CUHTE3UPYEMble B 3TOM
JIOKYyCe FeHa, MOTYT BOBJIEKATHCSI B TPAHCIIOPT JIUITH/IOB, PEry-
JINPOBATh PAa3BUTHE III0/[A, YBEJUUUBASICH B TIO3/IHUE CPOKH
recTaiuu, W JIOKJIM30BaHbl OHU B JIAMEJUJISIPHBIX TeJbIaX
KJIETOK 2-TO THIIA.

ABCA3-gebunur moxer 6bITh Hanbosiee 4acToll reHeTH-
YeCKOW NPUYMHON HEeOHATAJIbHOI JIbIXaTeJbHOM HeZocTaToy-
HOCTH, UMUTHUPY# 11posiienne Sp-B nepunura. Peske ABCA3-
JneGUIUT MOKET UIMUTHPOBATh TIEPBUYHYIO JIETOYHYTO THUIIED-
TEH3WIO0 HOBOPOXKIEHHBIX. [lepBOHAYAIBHO CUNUTATIOCH, YTO
60J1e3Hb nMeeT (haTanbHbiil KoHell. OHAKO CO BpEMEHEM CTAJIO
SICHO, YTO YeM TI03/(Hee MaHu(ecTupyer GoIe3Hb, TeM JYYITM
ObiBaeT 1PorHo3. [Ipu 1o3aHEM cTapTe 3a001eBaHUS JICTOUHAST
(DYHKIMST MOKET OCTaBaThCsl CTaOUIIBHON B TEYEHUE MHOTHMX
JIeT, HO GOJIBITMHCTBO JIeTel OTCTAIOT B (DH3MYECKOM Pa3BUTHUL.
MexaHn3M, MPUBOASIINN K TO3[HEMY KJIMHUYECKOMY IPO-
aprernio ABCA3-Henoctatounocty, HensBecteH. CyIecTBy-
€T TOYKa 3PEHMs], UTO TIO3/HEE MOSIBJIEHUE MOXKET ObITh CBsi3a-
HO ¢ min-sense myTanuamu, taknmu kak E292V, N1076K,
G1302E, P1301L, T1114M, E690K.

Kak u npu pedurure Sp-C, rucrosorndeckas KapTuHa
uMeeT IMpoKoe pasHoobpasue, Briouas PAP, DIP, NSIP,
CPI, u 2Tt opMbI MOTYT MEHSTBLCSI CO BpeMeHeM. Y Toj-
poctka Obuna onucana UIP ¢ ABCA3-pedunurom. 1o nox-
4YepKuUBaeT HeoOXOAUMOCTh BHUMATEIbHOI OLEHKH JeTeil ¢
[OI03peHNeM Ha HapylieHue MerTabor3ma cypbakTaHTa.
DJIEKTPOHHAs MUKDPOCKONUSI TOKA3bIBAET AHOMAaJbHON
(bopmBI TamMesISIpHBIE TEJIBIIA B ATbBEOIOIUTAX 2-TO MTOPSI/IKA.

HeussectHo sd@dekTuBHOE JleueHre, HO MOTYT ObITh
UCTTOIb30BAHBI TIPETHUZ0TIOH U THAPOKCUXTIOPOKITH.

4. Tedpunur TTF-1 (tupeouusiii pakTop pocra)

TTF-1 urpaetr Bemxymiyio poib B HOPMUPOBAHUN W Pa3BU-
T Jierkux u koutposimpyer cunres SP-C, SP-B, ABCA3.
Teneruyeckue myrtaruu TTF-1 siBiistercst nipuauHoit runotupe-
032, HEBPOJIOTMYECKUX CUMIITOMOB (TUTIOTOHMSI, XOPesi) U Heo-
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HATAJIBHOTO PECTTUPATOPHOTO JUCTPECC-CUHPOMA U XPOHU-
YecKoii JIerouHoil 6osie3Hn. BpoHX0aabBeOJNSAPHBIN JlaBask
BBIABIIET yMeHblnenne SP-B, cBssaHHOe ¢ yBeqmdyeHHeM
npoSP-C. Tucronorndeckue Mpu3Haky OMONTATOB JIETKUX TTPU
9TOM MATOJIOTUU BKJIOYAIOT PACITHPEHITE MEKKIETOUHBIX COe-
JIMHEHWIT, TUTIEPIJIA3UIO TTHEBMOIIUTOB 2-TO THIA, BHYTPHUAIb-
BeoJsipHoe Hakoruierne Schiff-mososkurensHoro MaTepuasa.

Tak xak MyTanun guchyHKIN cypdaKkTaHTa HIMEIOT 3Ha-
YUTENbHbIE TeHETHYeCKNe MOCJENCTBUS JIIST CeMell, Bpady
cJieflyeT YYUTBIBATH ATy MATOJOTHIO MPH OCMOTPE CBOUX
MAIMEHTOB U HAIPABJISATh HA TEHETUYIECKOe TECTHPOBAHIE.

5. Xpouuveckuii nueBMonut maanennes (CPI) [9,11]

JTta Kareropus SBJSACTCS THCTOJOTMYECKUM JIMATHO30M.
I[TepBoe omnucanue 3TOr0 COCTOSIHUS TIPEJIIIIECTBOBAIO TOHUMA-
HUIO pOJiu cypdaKkTaHTa 1 IPYTHX FeHETHYECKUX TI0JIOMOK B BO3-
nukHoBeHnn chILDs. BosiesHb xapakTepusoBaiach 3aMETHBIM
YTOJIIIEHUEM aJIbBEOJISIPHBIX CeIlT, Pa3UTeJIbHON TUIlepIliasueil
KJIETOK 2-THIIA, AJIbBEOJISIPHBIM 9KCCY/IATOM, COIEPKAIINIM 3HA-
YUTEILHOE KOJMMYECTBO MaKpo(haros, 06JIOMKH 303UHO(DHIOB.
Bbuin oGHapysKeHbl MPUMHUTHBHBIE ME3EHXUMAIbHBIE KJIECTKU
BHYTPU YTOJIIEHHBIX AJbBEOJISIPHBIX CEIT, ¢ HEOOJIbIIMME
ITPU3HAKAMU BOCTIATIUTENILHOTO Tpoliecca. /lannoe cocrosiiie
CJTyJaeTcst TOJIbKO Y MITA/IEHIIEB ¥ MAJIEHBKIX JieTeil. Xapakrep-
HO, 4TO M3HAYAJIBHO JIETH ObLIK KIMHIIECKU XOPOIIUMU, & PeCc-
MUPATOPHBIE CUMIITOMBI ITPOSBII/INCH HA 1-9 Mecsiie JKu3Hu.
AHaJI3 9TUX JAHHBIX CBUIETENbCTBOBAT O TEKYINEH ITHEBMO-
HUH WA MeJIJIEHHO Pa3pelalonieiicst THeBMOHUH, KOTOPAsI 3aT-
ParuBaioT He3peJioe U AaHOMAJIBHOE JIETKOE.

Hecmotpst Ha Jiedennie, MHOTHE MJIAJIEHTTHI IMeJTH (haTaIbHbII
ucxon. Onmcanbl pelikue CIydan JJIUTeTbHOTO TIePHojia BbIKIBA-
Hust. BriosiHe BeposiTHO, 4TO MHOTHE ciTydan (DaKTIIeCKU UMeJTn
AHOMAJIU TeHOB GEJIKOB Cyp(haKTaHTa, TI09TOMY TIATOJIOTOAHATO-
Muueckue oTdersl ¢ npushakamu CPI noskab: o6y s k JTHK-
uccnenosanuio Ha Sp-B u Sp-C u ABCA3 mytariuu reHos.

KT-naxomnku 611 HectenuduaHbl: H3MEeHeHVsI TIOTHO-
CTH M300PaKEHUs 110 TUILY «MaTOBOIO CTEKJIa», YIVIOTHEHUSI,
norepst 06beMa 1 TUrepUHQIIAISL,

IToxazaHus k Mccre10BaHUIO IPOTENHOB cypdaxtanTa [6]:

— TSKEJIBIH HEOObACHUMbII PECIMPATOPHBII JucTpecc-
CUHJIPOM;

— so6bie guddysubie 3a6osesanus jerkux Ha KT, oco-
GEHHO IIPU [OJIOKUTESBHOM CEMEITHOM aHaAMHe3€e B OTHOLIIE-
aun M3JI;

— rucronatonormueckre pusnakn PAP, DIP, NSIP, CPI,
UIP;

— HEHOPMAJIbHbIE JTAMUJIISPHbIE TEJIbIIA WU UX OTCYT-
CTBWE TIPH BJIEKTPOHHON MUKpocKomun y aereii ¢ chILD.

Huoke 1puBejieH CIIMCOK TeHETUYEeCKU 00YCIIOBJIEHHbIX
3a00JIeBaHU, B KIIMHUKE KOTOPBIX MOKET BCTPEUaThCst Au-
ysublit ierounoil nporecc.

Tenetnueckue napymenust, npuoasme k 13J1 y nereii [6]:

Sp-B, Sp-C, ABCA3-nedunur.

Anomanus GM-CSF-perentopa.

Bosesnu nakoruienus, 1.x. Gaucher 6osesnb, Humann—
[Tuka 60J1e3Hb.

Hermansky—Pudlak curmpom.

VHTOMIEPaHTHOCTD K JTU3UHYPUYECKOMY ITPOTEUHY.

GM1-raurianosuzos.

Bonesup @abpu.

HeiipodubpomaTos.

FOXP3 nedwurur.

JlerouyHo#l asbBEOJAPHBIN MUKPOJUTHA3 (MyTalus B
SLC34A2 rewne).

STRA6 necdurut.

Tenomepasnas rennas mytanus (TERC, TERT).

«Mo3r—iierkoe—IuToBU/IKA> CHHIPOM.
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Jezounviii anveeonspuoviii npomeunoz (PAP) [6,11].
ITOT TepMUH GBI UCTONB30BaH, YTOOI OMUCATH THCTOJIOTH-
YECKYI0 KapTUHY, B KOTOPOW aJbBEOJISIPHOE MPOCTPAHCTBO
3anoaHeHo aMmop@ubM Schiff-mooKuTeIBHBIM TPOTENHOTIO-
NOOHBIM MATEPUAJIOM, ¢ HEOOJIBIIMMU TIPU3HAKAMU UHTEP-
CTUIMANBHOTO BocmaseHus. J[eGior 3aboseBaHus MOKET
OBITH OT MEpPHOJAa HOBOPOKIEHHOCTU 110 cTapocTu. KapruHa
PAP mosxer GbITh TIpe/icTaBIeHa, 10 KpaiiHeill Mepe, 1ecTbio
OT/IETBHBIMU ITPUIMHAMU:

1. Anomamuu 6esakoB cypdakTaHTa, BbI3BaHHBIE Sp-B
u Sp-C m ABCA3 myTammsiMuy, MOTYT TIPHBOJNTH KO MHOTHM
TUCTOJIOTMYECKUM TIPOsiBJIeHUsIM, B ToM unciie K PAP, korma mpo-
sIBJIeHUs1 3200JIEBAHIST HAYMHAIOTCSI B [IEPUOJ] HOBOPOKIIEHHOCTH.

2. AHOMaIM¥ perernTopa rpaHyIonnTapHO-MaKpodaraib-
HOTO KosloHnecTnMyupyioniero gakropa (GM-CSF) taxke
moryT nipuBoauTh K PAP. Kipenc cypdakranTa aabBeossip-
HpIMU Makpodaramu Tpedyet ¢pynkiunonupyiomero GM-CSF
perenitopa. MyTarun B 6eta- u anbga-tentn GM-CSF perten-
TOpa MOKET ObITh penKoil mpuunnoii PAP.

3. Ayrommmynnas Gosesub ¢ anrurenamu kK GM-CSF
DELENTOPY SIBJIsIETCs: HabJ0aeMOil y B3pOCbIX (hOPMOii, HO
MOJKET BCTPeyYaTbCcsl M y jeTeil. J[marHos BbICTABJIsIETCS] HA
ocHoBaHNM HaxosxkaeHns aytToantutes K GM-CSF penentopy
B chiBopoTke min B BAJL. TlepBonauasibuo aTOT Bapuant PAP
VCIEIIHO JIEYHMJICSI CEePUell JIETOUHbBIX JIaBaxKel OOJIbIIOro
00beMa, HO ceifuac yIacTuiIoCh JiedeHe MeTO[OM HHTAJISIIIH
nim cuctemnuoro Beegenns GM-CSE

4. PAP Obl1 onucaH B CBSI3M C MMMYHOIE(HUIIMTOM
(arammarsoOyiunemueit). TOUHBII MEXaHU3M I1I0X0 U3YYEH.

5. Makpodaranbiast 6J0Kaga MPH OHKOTEMAaTOJIOTHYE-
CKHUX 3200JTI€BAHUSIX U THEBMOKOHMO3aX TAKK€E MOJKET IIPUBO-
1uth K PAP 1 HabJ1101aeTCsl MCKITIOUUTENBHO Y B3POCIIBIX.

6. PAP moxer ObiTh TPOsIBJIEHHEM MeTaboJMYeCKOro
3a60JIeBaHUST — HEMEPEHOCUMOCTD JIM3MHYPUIECKOTO TIPOTE-
una, 6oseznb Humanna—ITuka, Tome.

2—A. Hapymenus y nereii ¢ COXpPaHHBIM HMMYHHbBIM
crarycom [6-11]

Cpemu nereil MJaAIIET0 BO3PACTa YaCTO BCTPEYAETCS
MOCTa/IEHOBUPYCHBIA OPOHXUOJHUT, KOTOPBIIT H3PEIKa MOXKET
npuBoauTh K M3JI u 00BIYHO AMATHOCTUPYETCS METOLOM
KT 6e3 o6parienust k 6uoricuu. TunepceHcUTHBHAS IIHEBMO-
HHUSI B JII0O0M BO3PACTe MOXKET TaKKe ObITh IMArHOCTHPOBAHA
ceposiornueckumu Merogamu 1 KTBP 6es nposeaerus 6uo-
ncun. Jlyis BceX BO3PACTOB BEPOSITHBIMU HCTOYHUKAMU
AJJIEPTeHOB SBJISIOTCS TITHUIIBI, TOMAITHUE KIBOTHDIE, AHTH-
reH rojybeil M3 OIeXIbl B3POCJBIX 3aBOIAYUKOB ToJyOeil,
KOTOpbIE JKUBYT C JIETHMHU, WJIU TIEPbsi B TIOCTETBHOM OeJibe.
JleueHue COCTOUT B yCTPAHEHUU AJJIEPTEHOB U MTPUMEHEHUN
MPEAHNU30I0HA. ACHHPANUOHHBIA CHHAPOM MOKHO JIETKO
CIlyTaTh ¢ HapylieHueM OelKoB cypdakraHTa I 3TH
COCTOSIHUSI MOTYT OBITh COYETAHHBIMU. ECJII €CTh COMHEHUS,
TO MPOBOJAT 00a MCCIeOBAHNST: U3ydeHre GeskoB cypbak-
TAHTA U BBISIBJICHNE TIPMYMHDI ACTTUPAIIY (MCKIIOYeHUEe TPa-
XEOIUIIEBOIHON (DUCTYIIbI, IADUHTEATBHON PACIIETUHBI).

[ToxpobHoe omnucanye aTol TPyIIbl 3a00JeBaHMIT aBTOPa-
MU He CTaBUJIOCh CPEJIH LeJIeil TaHHOTO JIMTepPaTyPHOTO 0030pa.

2-B. PaccrpoiicTBa, accOIHMMPOBaHHBIE C CHCTEMHBIMH
3200 IeBAHHSIMU:

Hapymenuss o6MeHa BemectB (JIM30COMHblE 3a0oJieBa-
Hus) [6, 11].

FBonesnuv Iowe siBjisieTcst ayTOCOMHO-PEIECCUBHBIM 3a00-
JieBaHMeM U HanboJjiee PacIpoCTPaHeHa M3 JIN30COMATIbHBIX
Gousesneit makorierus. OHO OOYCJIOBJICHO TeHETUYECKOM
HEZI0CTATOYHOCTBI0 (hepPMEHTa JIU30COM TJIIOKOTIepeGposnia-
3bl, KOTOpasi KaTaJU3UPyeT Pacraj TIoKonepebposua.
OH SIBJISIETCSI COCTABJISIIONIUM OEJIKOM KJIETOYHOI MeMOPaHbI
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KPACHBIX ¥ GEJIbIX KPOBSIHBIX KJeToK. Ciie/[IcTBIeM HeloCTa-
TOYHOCTH (PePMEHTA SIBJISIETCSI HAKOIUIEHUE TIII0KOIEepeOpo-
3U/Ia B PETUKYJIO-9H/IOTEIMAIbHBIX KJIETKAX, YTO MPUBOAUT
K Upe3MEePHOMY OTJIOKEHUIO JKUPOBOTO MaTepUasa B CeJie3eH-
Ke, MEeYCHM, MOYKAX, JIETKUX, TOJOBHOM M KOCTHOM MO3Te.
Jlerounble nposiBIeHUS B OCHOBHOM XapaKTepPU3YIOTCS CHH-
skeHneM g Gy3HOHHON COCOGHOCTH JIETKUX U (DYHKITHO-
HaJILHOrO octaTouHoro o6obvema. Ha KT-usobpakenusix jer-
KUX HaXO/IAT NHTEPCTUIINATIbHbIE U3BMEHEHNUS.

Henepenocumocmv ausunypuueckozo npomeuna sBjiseTcs
QyTOCOMHO-PEIIECCUBHBIM COCTOSTHUEM C MYJIBTUCHCTEMHBbI-
MU TPOSIBJIEHUSIMU, BKJIIOYasl PBOTY, /[Uapelo, OTCTaBaHUE
B Pa3BUTHUH, TEIATOCIIEHOMETATINIO, XPOHUYECKYIO IMOoYey-
HYI0 60J1€3Hb, 00paTHOE YMCTBEHHOE Pa3BUTHE, TOBPEKIEHUE
UMMyHHTeTa. B 9TOM ciydae IpUYMHON SABJISETCS MyTallys
SLC7A7 rena. BojiesHb MokeT OBbITh IIpeCTaBIeHa TOJbKO
MyJIbMOHOJIOTHYECKUMU TIPOSBICHUSAMH, KOTOPbIE MOTYT
6b1Th B hopMe ocTporo skusHeyrposkatorero U3JI, uiu 6oee
TUNNYHO, uMeTh PAP-nono6nyio kapruny. B mureparype ectb
cBeieHust 00 YCIEIIHOM JIeYeHUe TOCIeHEr0 0ObeMHBIMIE
JIeTOYHBIMM JlaBakamu. Bepositno, PAP — BTopuuHbIii
K JIN3UHOIIPUJIOBO# HEIIEPEHOCUMOCTH.

bonesnv Humanna—Iluka siBnsieTcst peikoii ayTOCOMHO-pe-
IMCCUBHON (OJIE3HBIO HAKOIUIEHHsI JIUIIUAOB, JIsI KOTOPOii
XapaKTePHO HaKOIUIeHHe C(UHITOMUEIMHA B OOJIBIIMHCTBE
TKaHell 1M3-32 HEJI0CTATOYHOCTH JIM30COMAJIBHOTO (hepMeHTa
churromMuesmHazbl. ITO cucTeMHas GOJIE3Hb, HO ee HeoOXO0/U-
MO BKJIOYaTh B AnddepeHuanpbuyio auaraioctnky PAP.
V3BecTHO 1iecTb TUIIOB 9TOT0 3aboJeBanust. Jlerounas dopma
60JIE3HM TPYIHA JIJISI IMATHOCTUKY. JIJIst CTApIINX NAlMEeHTOB C
tunom B 1 C2 TUITMYHBI PECTPUKTUBHBIE HAPYIIeHNs (DYHKITUN
serkux. XapakrepHbie ocobernoctu KTBP — yrosienue
UHTPAIOOYJISIPHBIX CEIT, HHTPAIOOYIsSPHAST UCYEPUEHHOCTD 1
CHHJIDOM «MaTOBOTO CTeKJay. ITH U3MEHEHUs IIJI0X0 Koppe-
JIMPOBAJN € (DYHKIIMOHATBHBIMU JIETOUHBIMU HAPYIIECHUSIMU.
Nwmerorest cBefieHns 0 MPosiBJeHNAX B (hOpMe Y3€eJIKOB, KOTO-
Pbl€ B HEKOTOPBIX CJIYYasiX MOIJIU OBITH KaJbIU(PUIIPOBAHBI.
TunuyubiM ObIJIO TTPOSIBJIEHHE Y TAIMEHTOB 3HIOT€HHO
JKUPOBOI ITHEBMOHUY, C IEHUCTBIMU MaKpodaramu, KOTopbie
3aIOJTHAIN  AJIbBEOJIIPHOE TPOCTPAHCTBO M MHTEPCTHUIUIL.
HeobGbrunoii ocobeHHoCcThIO THIIA B siBiisiercst HakoluieHue
JIUTIAJIOB B MEPLATEIbHOM SIUTEINU JIbIXaTeJbHBIX ITyTei.
BAJI u sierounas Guoricusi 0OHAPY/KUBAIOT [IEHUCTbIE MAKPO-
(haru, xoTopsie 11pu okparnBanun 1o Mey—IpyneBanni—Iumse
0OHAPYKUBAIOT TOJIyOble IPAHYJISIIUN, U3BECTHBIE KaK MOP-
CKME TUCTUONUTBL. DJIEKTPOHHAS MUKPOCKOIHsT 0OHAPYKIBA-
€T aHOMaJIbHBIE JIAMEJIJISIPHbIE TeJIbIA. BblIN OTHicaHbl pejikie
clydau ¢ KUCTaMU U BPOXKIEHHOIT 106apHOl aMbr3eMOoIo06-
Holt kaptunoit. Tur E sBjsieTcst pefIkuM, HO TaKKe MOKET ITPO-
ABJIATLCS TaTosIorueil Jerkux. KocTHomosroBast KjeTouHast
TPAHCIJIAHTAIINST SIBJISIETCSI COBPEMEHHBIM METOJIOM JIeYEeHUS,
METOOM BbIGOPA JIJIsI HEKOTOPBIX ITAIIUEHTOB MOKET ObITh
3aMeCTUTEIbHAS SH3UMOTepanys. Bblio onrcano, 4To B HEKO-
TOPBIX CJIyYasX JErouHoit natooruu pu dosesnn Humanna—
[Tuka IPUMEHSIM B KAaueCTBe JieYeHUs] OObeMHbIE JIErOUHbIe
JIABAYKH, HO TIOJIO)KUTEJIHBII Pe3yJIbraT ObLl PEAKUM, TOJIBKO B
cilyuae panHero nposiienusi sabosesanusi. Tun C1 Taxske
PE/IKO aCCOIMUPOBAJICS C OTBETOM Ha JIETOYHOM JIaBaXK.

Hermansky—Pudlak cunopom sisistercst peakiam (1pubiusu-
TEJIbHO OJIMH CJIydali Ha MUJUIHOH ) 3a00JIeBaHMEM Ha OOJIBIINH-
crBe Tepputopun e, HO ectb obsactu (Ilyapro-Puxo), rue
oH Berpevaetcst ¢ Gospineit yacroroii (1 ma 1800). HPS — ato
reTeporeHHast TPYyIa ayTOCOMHO-PEIECCUBHBIX 3a00JICBaHNIA,
CBSI3aHHBIX C HAKOIUICHMEM IIEePOMINOAOOHOTO BeleCTBa B
JIN30COMax KJIEeTOK Pa3/INYHBbIX TKaHeil. /[y ieteil XxapakTepHbl
TBOUHU3M, TIPEJPACIIONIOKEHHOCTh K KPOBOTOUUBOCTU (HEO-
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CTaToYyHast arperamusi TPOMOOIIMTOB) M CHUCTEMHBIE OCJIOKHE-
HUS, CBSI3aHHBIE C AUCOYHKIMEH JTM30COM. XPOHWYECKUN
BOCHIAJIUTENIBHBII TIPOIIECC MOKET OOBSICHUTH MOCTEIIEHHOE
passutue M3J1 u ¢pubposa merkux. M3BecTHO BoceMb pasjiny-
HBIX I'€HOB, HEKOTOPbIE 13 KOTOPBIX MPUBOAAT K OTHOCUTEILHO
msrkomy derorumny HPS. Jlerounoii prbpo3 MMest MecTo B CJIy-
yae kamHnuecknx tanos 1, 2, 4 (80% HPS — ato 1 u 4 Turb,
MaTKag (popMa JIerouHoi GOoJIe3HN XapakTepHa Uit 2 THIa),
00bIYHO BO B3pocJoM Boapacte (6osee 40 jer). narnocrimde-
CKHM KJIIOYOM K 3THM COCTOSIHUISIM SIBJISIETCST OHOIICHST JIETKIIX,
JUIST KOTOPOU ObLIIM XapakTepHbI BaKyOJM3UPOBAHHbIE KJIETKH,
PUTAQHTCKKE JIaMeJUISIPHBIE TeJIbIa U yCUJIeHHne ayTodJoopec-
neniyu. CorsiacHoO HEKOTOPBIM JIAHHBIM, IPUMeHeHne epgeHu-
JIOHA MOJKET TIPUHECTH TI0J1b3Y TIpU (hUOPOTIIECKOiT hopMe.
Cemeiinas sunepxanrvyueMust ¢ ZunoKaIbyuypuell Bbi3BaHa
ayTOCOMHO-ZIOMUHAHTHON 1oTepeil (GyHKIMKU B pe3yJibrare
MyTalluil B TreHe, KOAUPYIOIIEM KaJbllUi-4yBCTBUTEIbHBII
perienitop (Ca4P). G-6€/10K, CBA3BIBAIONIIIT PEIETTTOP MEM-
Opatbl, BbIPasKeH BO MHOIMX TKaHaX. MyTaius, IpuBO/Isast
K norepe (OYHKIMU KaJIbIUI-4YBCTBUTEIBHOTO PEIENTOPa,
YXY/IIAET OTBETHYIO PEAKIIMIO TOPMOKEHUS TapaTUPEOUIHO-
TO TOPMOHA B OTBET Ha IOBBINICHNE KOHIIEHTPAIIUY KaJIbIN
B KpOBH. Pe3yJIibTaToM SIBJISIETCS] TUIIEPKATIBIIEMUST, UYTO CBsI-
3aHO C HE COOTBETCTBYIOIIMM HOPMAJIBHOMY MJIM CJIErKa
MOBBIINIEHHBIM YPOBHEM HapaT-ropMOHA. B moykax myrarus
B Call npezporBpaiaer OTBETHYIO PEAKIMIO TOPMOKEHUS
peabcopOIy  Kajubliuss B CUTYAIlUN THIIEPKAJIbIINEMUH,
YTO TIPUBOJUT K OTHOCUTEJNbHON TUTIOKAIbITY pun. Pecrinpa-
TOPHBIEC CUMIITOMBI, KaK IPABHUJIO, HE BbIPAJKEHBI 1 CBA3AHBI
co cHIKeHreM A dY3UOHHOI CTOCOOHOCTH JIeTKuX. TucTo-
JIOTHS JIETKUX YKa3blBaeT Ha HAJIWYMEe MHOPOJHDBIX THTAHT-
CKHX KJIETOK U MOHOHYKJICAPHBIX KJETOK, WH(UIBTPYIONNX
AJIbBEOJISIPHBIN HHTEPCTHUIIUI, 6€3 OUePUEHHBIX TPAHYJIEM.

JIUTEPATYPA

2-C. Hapymenus y MMMYHOKOMIIPOMETHPOBAHHBIX HAIM-
eHroB [6]

Wureperuimanbioe  3aGojieBaHue  JETKUX — MOJKET
OBbITh MEPBBIM ITIPOSIBJCHUEM UMMYHOAEeMDUIIUTA WU CIIy-
YUTHCSE Yy PeOEHKa ¢ y/Ke U3BECTHBIM UMMYHOIEMUIITOM.
B mepBoM ciiyyae rHCTOJIOTHYECKIE HAXOAKU B GuoITatax
JIETKUX MOTYT YKa3blBaTbh Ha JuMdonponaudepaTusHoe
COCTOSIHHE, B YACTHOCTH OBITH AHAJOTHYHDI (DOJTHKYJISP-
nomy Oponxuoauty (FB) wan LIP (nmumdornurapuas
WHTEPCTUIMAJIbHAS ITHEBMOHUS), 4YTO [IOJUKHO BCermaa
MOOYKIaTh K MUMMYHOJOTHYECKOMY OOCTE[OBAHUIO TaKUX
nereit (Bkodasd Tectol Ha BUIY 1 Tectsl Ha onnmopryHucTu-
yeckue MHGEKIN ).

Y gereil ¢ M3BECTHBIM MMMYHOAE(DUIIMTHBIM CTATYCOM
auddepeHIraTbHbIil  HATHO3 J0JKEH OBITh MIHPOKUM
1 BKJIIOYATh MHOTHE COCTOSTHHSI, KOTOPbIE B OOJIBIINHCTBE He
GynyT paccmarpuBaThest kKak M3J1. Tlo BO3MOKHOCTH, Cae/y-
€T BKJII0YATh ONIIOPTYHUCTHYECKUE MH(DEKINH, JIeKapCTBEeH-
HO- U Pa/InaIMOHHO-NH/IyIIUPOBAHHDIE JIETOYHbIE TTOBPEXK/Ie-
HUS, OCJIOKHEHUST TPAHCIJIAHTAITNH (OTTOPKeHNE ), BTOPUY-
HBIIl OTEK JIETKOTO M3-3a STPOTEHHOW Cep/eyHOl MruchyHK-
[IMH, JIEFTOYHOE KPOBOTEUYEHHUE U PEIM/IUB UCXOHOTO OHKOJIO-
MYECKOTO COCTOSTHUS, TAKOTO KaK JICHKEeMUSI.

2-D. Hapymenusi, Mackupytomuecs nog U3JI [6]

OHU BKJIIOYAIOT JICTOYHBIC TMIIEPTCH3MOHHbBIC MU3MEHe-
nust (b0 aprepuanbHbie, JUGO BEHO3HbBIE), BTOPUYHBIE
cepzedtbie 3aboseBanus, JUMGMATHYECKUE HAPYIIEHUS.
B nocsierem cirydae GHOTICHE ClieyeT U30exkKaTh, €CJIH 9TO
BO3MOYKHO, TIOTOMY 4TO TIPOTIE/LYPA MOKET OBITH OCJIOKHEHA
JUTUTEJNbHBIM JINM(ATUYECKUM BBIIIOTOM, KOTOPBIH MOXET
ObITH TSIKETBIM U MMETh CMEPTEeJbHBIN ucxox. Jlerounas
JnM(baHTUIKTA3NsI paHee CUNTANach MEJICHHBIM (aTajb-
HBIM COCTOSIHUEM.
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IHTepcTULIiAHIi 3aXBOPIOBaHHS NIEreHb y AiTein (ornap iHo3eMHoI nitepaTtypu)
YactuHa 1. Knacudikauis inTepcTuuianbHUX 3aXBOPIOBaHb JIEreHb Y AiTel Ta ONuUc AesaKNX HO3010r4YHNX OANHULb, SIKi 3YyCTpiYaloTbCH

nepesBaxHo y HemoBnaT (0-2 pokw)
O0.M. OxotHikoBa, T.M. Tka4oBa, 0.1. lop6atrok

HauioHanbHa akagemis nicnaaunaoMHoi ocsity im. M.J1. LWynuka, m. Kuis, YkpaiHa

B ornsai BUCBITNIIOIOTLCA JOCATHEHHA AUTAYO0I NyNbMOHONOrIT 32 ocTaHHi 10 pokiB. HaBoaMTbCA iHpopMaLia WoLOo Knacudikauii iHTepCTULIAHUX 3aXBOPIO-
BaHb nereHb (13/1) y gitelt, nigxonis J0 LiarHOCTUKK, KNiHIYHOI KAPTUHW | TAKTUKM NiKyBaHHA AeAKUX HO30MO0THHNX 0anHNLb. Ocob6amnBa yBara npuainsaerses
HOBUM KJTiHiYHUM chopMaMm y AiTeit MonogLLe ABoX pokiB. CTaTTa nofineHa Ha Tpu yacTuHu. Y 1-i YacTuHI HAfAeTbCs MaTepian, NPUCBAYeHNIA Knacnudikalii-
HUM MigX0A4am Ta OKPEMUM HO30M10rYHUM 0anHMLAM 13J1, SKi 3yCTPivaloTbCs NepeBaXXHO Yy HEMOBNAT; 2-ra YaCTHA BUCBITIOE 3aXBOPOBAHHS AiTe GifbLu
CTapLUOro BiKy (2—18 pokKiB), y KNiHI4YHIA KAPTUHI AKUX € XPOHIYHWIA NereHeBuii napeHxiMaTo3HNA NpoLec; y 3-i YaCTUHI HaBOAUTLCSA iHCDOPMALList LWOJ0 METO-

[iB Ta MiaX0AiIB A0 AIArHOCTWKM, a TaKOX CTPaTeris NikyBaHHS.

KntoyoBi cnoBa: iHTepCTULLiliHi 3aXBOPIOBAHHS NereHb, AiTh, Knacudikalis, AiarHoCTIKa, NiKyBaHHS.
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Interstitial lung diseases in children (Review of Foreign Literature)
Part 1. ILD disease entities, which are found mainly in infants (0-2 years)

O0.M. Okhotnikova, T.N. Tkacheva, 0.. Gorbatyuk

The National Academy of Postgraduate Education, Kyiv, Ukraine

Interstitial lung disease (ILD) in infants and children comprises a large spectrum of rare respiratory disorders that are mostly chronic and associated with high
morbidity and mortality. These disorders are characterized by inflammatory and fibrotic changes that affect alveolar walls. Children with these conditions typ-
ically present with tachypnea, crackles, and hypoxemia. Recent advances have been made in the identification of different types of PILD that are unique to
infancy. More exciting has been the discovery of genetic abnormalities of surfactant function, now described in both children and adults. Several classifica-
tions for ILD have been proposed but none is entirely satisfactory especially in children. The following diagnostic grouping is used to discuss the various caus-
es of paediatric ILD: 1) exposure-related ILD; 2) systemic disease-associated ILD; 3) alveolar structure disorder-associated ILD; and 4) ILD specific to infan-
cy. The present article reviews different types of PILD, current diagnostic approaches, as well as therapeutic strategies. The article is divided into three parts.
The first part describes the ILD disease entities, which are found mainly in infants; Part 2 is devoted to the diseases in older children (2-18 years), in which
the clinic has a chronic pulmonary parenchymal process; in the third part provides information on the methods and approaches of diagnosis as well as treat-
ment strategies.

Key words: Interstitial lung disease, children, classifications, diagnostics, treatment.
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IIIanoBHi KoJeru!

innoBigHO 10 <«Peectpy 3'i371iB, KOHTpeciB, CHUMIIO3iyMiB, HayKOBO-

Bl‘[paKTI/I‘{HI/IX KOH(EpeHIliil i HAyKOBUX CeMiHapiB, SIKi IMPOBOJUTUMYTHCS
y 2016 porti» 21-23 Bepecust 2016 poxy y m. JIbBosi Bindyaerbes X VIII mopiuna
Bceeyxkpaincpka HayKoBo-TIpaKTHYHA KOH(DEPeHIlist « AKTya bHi TUTAHHS TeiaTpii>
(CinmeTpHIKOBCHKI YATAHHST).

Ha xondepentii Oy/ayTh po3risiHyTi cydacHi mpobJIeMu JOTJISILY 32 30POBOIO
JIUTHHOO Ta 1i BUTO0BYBaHHsL, TIPOOJIEMHU [IAarHOCTUKH, JIIKYBAHHS Ta IPOMLIAKTI-
KU TIOIIUPEHUX XBOPOO AUTSAY0rO BiKy. Takoxk Oyie IpoBeeHe OKpeMe CEKIliiHEe
3aciffaHnst i3 0GroBOPEHHSIM 3BIiTIB TOJIOBHUX MO3AINTATHUX CIIEIIaJiCTiB 31 cire-
IaTBHOCTI «IUTSTYA KapiOPEBMATOIOTIS.

V¥ mexax poboru XVIII CigenbaukoBcbkrx yntanb 23.09.2016 poky Ha 6asi
JIbBIBCHKOIO HAIIOHAJIBHOTO MEAMYHOTO yHiBepcurery iM. [[. Tamuibkoro Bigdy-
JIeThCsI HAyKOBO-METO/IMYHA Hapajia 3 aKTyaJbHUX IMTAaHb BUKJIAQJAHHS IefiaTpil
Y BUIINX MEANYHUX HABYAIBHUX 3aKJIa/IaX Ta 3aKJIa/[aX MiC/ASAUIIIIOMHOL OCBITH.

3asgBKM HA y4acTh (AaBTOPHU, HA3BA JIOTIOBI/Ii, yCTAHOBA, MiCTO, TPI3BHIIE JOTOBI-
nava, TesiedoH, MOIMITOBA Ta €JEKTPOHHA a/[peca) MPOCUMO HAJICUIIATH Ha ajipecy:
02660, m. Kuis, mpocniekt Asinepa Hagoi, 3, KuiBcbka Michka autsiya kiainigna jgikapus Ne2, saigyBauy kadenapu nemiarpii No2
HartionasnpHoro mezimunoro ynisepceurety imeni O.0. Boromosibliis, ueHy-KOPeCIOHIEHTY

HAMH Yxpainu, podecopy Bomocosio Osexcanpy Ilerposuuy 10 1 uepsrst 2016 p. abo Ha eekTponny aupecy krivopu-
stov@voliacable.com

Y Bignosignocti g0 #Hakazy MO3 Ykpaiam Bix 07.07.2009 Ne 484, 3apeectpoBanoro y MinicTepcTBi oCTHINi YKpaiHu
27.07.2009 Ne 693/16709, yuacunku koudepeHIii orpuMaioTs ceptudikar MO3 Ykpainw, Skuil Haga€ BiANOBIHY KiJbKiCTh
GastiB 71t atecrarlii Ha NPUCBOEHHS (ITATBEPKEHHS ) JIKapChKOl KBasi(ikaliiHoi kateropii.

Jlo yuacti y BeeykpaiHchKiit HAyKOBO-TIDaKTHYHIN KOH(EPEHIIiT 3arpoIyoThest FoJI0BHI nosammTartHi creriamzict MO3 Ykpa-
1HM, JIiKapi-TieiiaTpy, JiKapi 3i clelialbHOCTeH «3arajgbHa MpaKTHKa — CiMeliHa MeANIIMHAY, JIKapl IHIMNX MelaTpUYHUX CIle-
1iaJTbHOCTEN, OPrani3aTopyu OXOPOHU 37I0POB'sl, TOJOBHI TIO3ANITATHI CIEIIAiCTH 32 CIEMiabHICTIO «/UTSIYa Kap/iOPeBMATOJIO-
rist», 3aBiAyBavi Ta CIiBPOOITHUKY TIeiiaTpuuHIX Kadeap ta Kadeap ciMeiHOl MeIMIMHN BUIIX MEMYHNX HABYATbHIX 3aKJIa/IiB
Ta 3aKJIA/(iB TiCAAIUTIIIOMHOI OCBITH, TPOMITBPHIX HAYKOBO-A0CTiHNX yecTanoB MO3 Ykpainun ta HAMH VYkpainm.

THOrOpoIHIX yuacHUKIB KOH(MEPEHIT TPOCUMO 3a3/1aIerijib 0Ty POYBATHCS PO Miciie IPOKMBaHHA Y M. JIbBOBA Ta KBUTKH HA
TIpOi3I.

3 nosazotro, Opexomimem
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