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UHTepcTuuManbHbie 3a00neBaHna Nerknx y aetem
(0630p MHOCTPAHHOW NUTEpaTypbl).
YacTtb 1. Knaccudpunkaumusa mHTepcTuLmanbHbiX 3a0051€eBaHN NIerknx
y AeTeil n onucaHne HEKOTOPbIX HO30JI0rMYeCKUX e ANHUL,
BCTpEe4YaloLwmxcs npemmyLecTBeHHo y mnageHues (0-2 ropa)

HauunoHanbHa akagemusi nocneauniioMHoro obpasosaHus umenn MN.J1. Wynuka, r. Knes, YkpavHa
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0630p nocesuen docmugicenuam 0emcKoi nyavmonorozuu 3a nocaieonue 10 rem. Ilpusodumcs ungopmayus o kraccupurayuu
unmepcmuyuanvHvlx 3abonesanutl reekux (M3J1) y demeii, o nooxodax x duaznocmuke, KIUHUMECKOU KAPMUHe U MAKMUKE
JleUeHUs HeKOMopbuix Ho3oa02udeckux edunuy,. Ocoboe eHUMAHUE YOeNIemCst HOBLIM KIUHUUECKUM (DOPMAM, XaPAKMEPHHIM OlisL
Oemeii mradwe dsyx aem. Cmamvsi cocmoum u3 mpéx uacmeil. B 1-ii ee wacmu oaiomcs kaaccugurayuonnvle nooxoosi u
ONUCHLBAIOMCsL OMOenbHble Ho30N02udeckue eOunuybl U3J1, komopuie 6cmpeuaromcs npeuMyuecmeenno y Miadenyes; 2-s uacmo
nocesuena sabonesanusim demeti cmapuiezo sozpacma (om 2-x 0o 18 nem), 6 KiunuKe KOMOPbIX UMEEMCS XPOHUUECKUTL 1€20UHOT
NAPEHXUMATOZHBII NPOUECC; 8 3-U 4acmu Npusooumcs. UHGOPMauus 0 mMemodax u nooxooax Kk OuazHocmuxe, a MaxxHce

cmpamezust 1eueHuA.

Kmouesvie crosa: unmepcmuyuaibrvle 3aboneeanus JNeZKUX, 8emu, K]lClCCU(pMKalﬂlﬂ, 8uazuocmu1ca, Jgeyenue.

HTEPCTUIUAIbHBIE 3a00JI€BaHUS JIETKUX Y [eTel
(chILD) — aTo reTeporentast rpymia peakux 60re3-

Heli, TPU KOTOPBIX B MATOJIOTUYECKUI TIPOIECC BOBJIEKAIOTCS
aTbBEOJIBI M TI€PHAIBBEOISIPHBI MHTEPCTUINH, ITO TPUBO-
JIMT K HAPYIIEHUIO ra3000MeHa U, KaK CJEACTBUE, K PECTPU-
KTUBHBIM HapyUIeHUAM (YHKIINH BHEITHETO JBIXaHUs U IHC-
CEeMUHUPOBAHHBIM PEHTTEHOJIOTMYECKUM U3MEHEHUsIM [2].

N3sBectHo 6osiee 200 HO30J0THYECKUX (HDOPM, STHOJIOTHS
GOJBIIMHCTBA KOTOPBIX OCTAETCs IJIOXO H3YYEHHOU, HO
B JIUTepaType TMOSIBISAIOTCS AAHHBIE O BO3MOKHOM y4acTUN
Pa3IMYHBIX BUPYCOB, TPUOOB, JIEKAPCTB, OPTAHUYECKON U
HEOPraHu4ecKo b, B 1eTcKol ipakTke 6oibias rpyr-
ma 3a60sieBaHuil 06y CIOBIEHA TEHETHIECKUMHE TIOJIOMKAMU.

VIsyuenwe 31oii marosoruu y jereil  6a3upoBasoCh
Ha OTTBITE 1 NCCIIEIOBAHMSX AHAIOTHIHBIX 3a001€BaHIi y B3pOC-
JIBIX, OJJHAKO MMEIOTCS CYIIeCTBEHHble pa3inums B Qopmax,
TEYeHWH, TUCTOIOTUYECKUX OCOOEHHOCTSIX, IIPOTHO3€ MHTEPCTH-
1rabHbIX 3a6osesanuii nerkux (M3J1, ILD) y nereii u B3po-
cibix. Bo-niepseix, chILD sBastiores Gosee peakoil maTonornei
(mpubsmsuresnsio 0,36 ra 100 Thic. Mo cpaBHenwuio ¢ 60—80 Ha
100 ThIC. Y B3POCJBIX); BO-BTOPBIX, CIEKTD MATOJOTHMYECKHUX
COCTOSTHUIA, OCOOGEHHO y MIIAJEHIeB, OoJiee IMHUPOKUH, TeM
y B3pocibix. Harpumep, camast uacrast popma M3J1 y B3pocibix —
uAnonaTdecKass mHTepcTuinanbias mHesMmonus (UUIT) —
OY€eHb PEJIKO BCTPEYAETCs Y JIETEH, TOJIBKO B OIPOCTKOBOM BO3-
pacte. A y neteit nmeroTcss GOPMBI, KOTOPbIE HE BCTPEYAIOTCS
y B3POCJIBIX, TaKVe KaK HeHPOSHIOKPHHHASI THIIEPILIa3nsT MJla-
JIEHIIEB, JITOYHON MHTEPCTUIMAIBHBIH TTTMKOTeHO3. JTO CBsI3a-
HO C TeM, 4TO IIaTOJIOTUYECKUIT ITPOoIlece OXBAThIBAaeT PACTYIIHe
1 Pa3BUBAIOIIMECS TKaHU JIETKOTO, a TaKKe BO3HHUKAET y JieTeit
C HOPMAJIBHBIM 1 NI3MEHEHHBIM NIMMYHHBIM CTaTycoM [4,8].

Huskas pacripoctpaHeHHOCTb ATUX COCTOSIHUI IPUBOJIUT,
C O/HOI CTOPOHBI, K OTCYTCTBHIO PaHAOMHU3MPOBAHHBIX
UccJIe0Batmil 110 IoBoAY obcaenoBanus u nedenns: chILD, a
¢ JIpyroif — K HU3KOMY YPOBHIO 3HAHUI Cpeay HeauaTpoB
aTO marosoruu. JlnarHocTyeckue OMUOKU B 9TOH rpymie
3abosieBanuii Berpeyatorest B 75—-80% caryuaeB. AzekBaTHast
CTIETHATM3UPOBAHHAS TTOMOIIb OOBITHO OKA3bIBAETCS Yepes
1-2 rona mocie BO3HMKHOBEHMS IIEPBBIX CHMIITOMOB, 4TO
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OTPHIIATEeJNbHO BMseT Ha 3(DMEeKTHBHOCTD JeUeHUsSI U TIPOT-
Ho3. OzHaKko mocjefHUe MSATH JIeT HAMETHUJICS Iporpecc
B 3TOM HAIIpaBJIeHUH I1yJIbMOHOJIOTHH [2].

Hecmorpst Ha TpynHoctu B uayderuu, chILD sBasiercs
BaKHOI 11p00JIeMOIl KaK [JIsl TIeIMaTPOB, TaK U JJIs1 TepalieB-
TOB, ITyJIbMOHOJIOTOB, TOPAKAJIbHBIX XHPYPTOB, B CBS3H C TEM,
YTO HEKOTOpHIe fieTckue opmbl V13JI MoryT nmpucyTcTBOBaTH
1 BO B3POCJIOH XKHU3HML.

Jlo cuxX Top CyIIeCTBYIOT PasHOTJIACHs B TEPMIHOJIOTUN
JIaHHBIX T1polleccoB. [loHsITHE «AUCCeMUHUPOBaHHbIE 3a00-
JIEBAHWS JIETKUX»> YYUTHIBAET JIUIIb O/INH, XOTSI U OUY€Hb BaXK-
HBII, MPU3HAK — PEHTTeHOJIOTUYECKUI CUHAPOM JIETOYHOM
IUCCEMUHANNY, HO He YyKa3blBaeT Ha CYTh IIpolecca.
B Hacrosiiee Bpemst Hanbosiee paclpoCTPAHEHHBIM B MUDE
TEPMUHOM /7151 0603HAYEHUST HTON TPYIITIBI O0TE3HEN SBIISIET-
€A «UHTEPCTUIHATIbHbIE 6oJe3Hu Jerkux». OIHaKo 3TO
MOHATHE TaK)Ke He JINIIEHO HeOCTATKOB: OHO OTpejeJiseT
[IPeNMYIIeCTBEHHOE TOPasKeHIe MHTEPCTUIUS, B TO BPeMs
Kak caMble cepbe3Hble TI0 CBOUM HCXO0/[aM IIPOIIeCCHl TPOX0-
JISIT B aJIbBEOJIAX JIETKOTO C YaCTHIM BOBJIEYEHUEM [MCTAIh-
HBIX BO3/[yXOHOCHBIX IyTel. CylecTBYIONINI paHee TepMUH
«anbdy3HbIe TAPEHXUMATO3HBIE OOTE3HN JIETKUX» aKIIEeHTH-
poBasl GoJIblile BHUMaHMsI Ha IIAPEHXMMATO3HOM MOPasKEHUN
(asbBeoIMTE), KOTOPBIN SBJSETCS CTEPKHEM KIMHUYECKOM
KapTuubl. OnHaKko Bce 60JibIle MHEHUH BBICKA3bIBACTCS
0 TOM, 4TO 3TO HoJiee yaauHblil TepMuH [2,4,5].

HecmoTpst Ha monmmopduaMm KIMHUKO-MOPGOJIOTH-
yeckux nposisienus M3JI, Bce onn mMopdosorndeckn mpo-
SIBJISIIOTCSI PEMO/LYJIMPOBAHMEM JIETOUHBIX CTPYKTYP C paspa-
CTaHUEeM COeJUHUTETbHON TKAaHU B JIETKHUX, YTO IIPUBOAUT K
YTOJIEHUIO aJTbBEOJIO-KATMIISIPHON MeMOPAHbI, aTbBEOJISIP-
HBIX IIEPErOPOIOK, OOJIUTEPAIMU AJbBEOJ U KAIUJJISIPOB
bubpo3HOIt TKAHBIO U AePOPMAINH AUCTATBHBIX OPOHXUOI.
B nauasie 3a60J1eBaHysI KIUHUKA YaIie MeeT (DeHOTUIT abBe-
0JIUTa, a 110 MePE TIPOrPECCUPOBaHst — JIEr0YHOro hubposa.

INUeMHOIOTHS

CymecTByloT OrpaHHYeHHBIE [aHHBIE OTHOCHTEJIBHO
snugemuonorun chILD. TTo maHHbIM peectpa mmTata Hblo-
Mekcuko, pactipoctpanennocts ILD cocrasister 80,9 na 100
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TBIC. JI7Ts1 B3POCJIBIX MYKUMH U 67,2 Ha 10 TbIC. 11719 B3POCIBIX
JKEHIIMH. B TO jke BpeMsi HAI[MOHATBHBIN ONPOC TIEANATPOB,
3aHUMAIONIMXCA 3a00I€BaHUSIMU JIETKKUX, B AHrin u Vipaan-
K yctaHoBUJI 46 ciydaeB chILD, moaTBepsKIeHHBIX GHO-
ricueit Jierkux, B Bozpacre ot 0—16 siet, u3 HuX 35 HalnueHToB
COCTABJISLIIN JIETU TIEPBOTO TO/IA Ku3HU. PacrpocTpaneHHOCTD
coctaBuiia (0,36 Ha 10 ThIC., YTO CBUIETETBCTBYET O PEIKOCTH
JMaHHOU nmatosornu. XoTs B OyAyIneM, ¢ yIydIIeHneM 3HaHui
U ONTUMU3AINE IMaTHOCTUYECKUX TEXHOJIOTUH, UX PACIIpo-
CTPaHEHHOCTb MOXKeT MOBBICUTHCS [11].

Kaaccuduranus

B 1944 Hamman u Rich gonosxuim o ciaydasx WHTEpCTH-
uabHO mHeBMOHUH. C PAa3BUTHEM TOPAKAIBHOW XUPYPIUH,
IIpOBe/leHueM OUOIICUN JIETKUX KaK OOBIYHOMN AMarHOCTHYe-
ckoii mpotenypsl, usydenue ILD nHawanmo mpoaBuraThes
¢ 60-x roz1oB nporworo croserys. OCHOBaHHAS HA TMCTOJIOTH-
YECKMX TeCcTax IepBasg KjaaccupuKanmss OblIa IIPEAIoKeHa
Liebow B 1975. B nanbHeiiinem, B CBS31 ¢ HEYETKUM OIIpejieie-
HUEM TEPMUHOB (Pa3jUUHble TEPMUHBI TOMYAC OTPEAETSIIN
OJIHO U TO ’Ke HapylleHue), oHa Oblaa mepecMorpera. B 1998
rosy Ratzenstein & Myers 6bu1 O1yGJIMKOBaH 3HAYNTENBHBINA
00630p JIe4eOHOTO OTIBITa, B KOTOPOM aBTOPBI MIPE/JIOKUIIN Pas-
JIETUTh TIPUYMHBL (UOPO3a JIETKOTO Ha YeThIpe PasjInyHble
(hopMBI U yCTAHOBUJIM TSI KAKIOU U3 HUX COTJIACYIOIHECS
MEKLY cOO0M KIMHIYECKUE, PAMOIOTHYECKIE U THCTOIOTHYE-
CKMe KPUTEPUH ¢ TPOTHOCTUYeCKUMU miocenctsusamu [10,11].

Knaccudukauuss mudp¢pysupix 3a6ojeBaHUil JErKUX
y nereii (1998) [10]:

A) U3BECTHON MTPUYNHBI

B) rpanysiematosnbie 3a6oseBanus (T.K. CApKanios)

B) unnonarnyeckue HHTEPCTUIMATIBHBIE THEBMOHUN:

— MAMONATHYECKU JierouHoit hpubpos (IPF);

— JIpyTHe MHTEPCTUIIHATbHbIE THEBMOHUU, 32 UCKIIOYe-
nueM [PF: neckBamatuBHnas (DIP), octpas (AIP), Hecnemu-
duveckasa(NIP), aumdbonuraprnas (LIP), oprammsyromas,
PeCUpPaToOpHBIi GPOHXHOJINIT;

— dopmpl, crienuduyeckue s Miaenies (Kaaccubu-
karwmst chILD — rpyrimsr).

1) npyrue dopmel (T.K. TUCTHOIIUTO3)

B 2002 roxy rpynmna geTckux mysabMoHOJOTOB U3 EBpo-
neiickoro Pecnuparopuoro O6mectsa (ERS) cosmana
pabouyi Tpylimy, Kotopas paspaboTajia BONPOCHUKUA WU
OTITPAaBHJIA UX BO BCE IyJIbMOHOJIOTHYECKHUE TIeHTPbI EBpo-
I, aHaJM3 KOTOPBIX 0OHapysKua 185 ciydaeB 3a mepuos ¢
1997 1o 2002 roxsl. M3 Hux 58 mereil ObuIM MIlajlie ABYX
aer. [Ipubsausurensho B 10% ciydaes 3aboseBaHie UMENO
MecTo y 6paTbeB u cectep. KianHnueckue naHmbie, a Takxke
MHBA3MBHbIE U HENHBA3UBHbIE TECTDI TO3BOJIHIIN TTOCTABUTD
nuaruo3 177 (95,6%) mnarmentam. Y 67 mereil, KOTOPbIM

Tabuya

U3BeCcTHbIE NPUYNHBI
MHTEepcTULManbHbiX 3a6onesanunii [11]

MpuunHa Tun

lacTpoazobareanbHbliii pedoke

AcCnUpaLVOHHbI
pau HapyLuenus rnotaHus
CUHAPOM
Mopoku pa3suTus NuLLEBoOaa
XpoHnyeckne o
p LIMB, EBB, xnamuguiiHas, Mykonna3MeHHas
NHbeKLmm
TMNepceHCUTUBHBIN NMHEBMOHUT
BospeiicTave Tokcuyeckoe BO3LeVCTBME KUCNIOPOAa U Ap. ra3os
¢hakTopoB MuHeparnbHble 1 opraHuyeckue bl
OKpyXXatoLLen cpegbl MeavkameHTb!
Pagunauus

3a6oneBaHus
COeMHUTENbHON TKaHU

CKB, ckneponepmusi,
peBMaTOMAHbIA apTPUT U Ip.

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

Obla poBefieHa OMOIICHsSI JIETKUX, YCTAHOBJIEHHBII Auar-
HO3 He cooTBeTcTBOBaN kiaaccudukamun ILD B3pocibix.
ABTOpPBI HOAHSINA BOIPOC O HEOOXOAUMOCTU Kiaccuduka-
uu chILD [1,4,5,7].

Kiaccudukauus uHTEpCTHIHAIBHBIX 3260JI€BaHUIA Jer-
KHUX, NPe/ICTaBJIeHHas CliellnalbHOl rpynmnoii EBponeiicko-
r'0 PECIHPATOPHOTO 00IECTBA

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

— ApneHoBupyc, Mukomiasma, mHeBMmonucra, EBV,
RS-Bupyc, nadmaoenma A.
2. CocrosiHus, CcBsI3aHHbIE ¢  3a00JIEBAHUSIMU

(n=51; 38,9% (6—12 mer — n=17)):

[unepceHcUTUBHBI THEBMOHWT; ACIHUPAIIMOHHBIN CHH-
npom; Capkanso3; AJbBeOJISIPHBIN IIPOTENHO3;

O6murepupyronuii 6GpoHXUOJIUT; « TpaHCILIAHTAT IPOTUB
xo03siuHa» 60Jie3Hb; MeTabosnyeckue Hapyuenus; Pesmaru-
geckue 3a6omeanus (CKB, pesmarmdeckuii aprpur); Tuctno-
1uTo3; I'panynemaros;

Temocunepos; Cocynuctoie Hapymenns; JIumbarnyeckne
HapyIIEeHNs.

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

— HeknaccndummpoBanasre;

— JleckBamMaTWBHAsl MHTEPCTUIUAIbHAS ITHEBMOHUS
(DIP) (n=1);

— OGbIYHAsI HHTEPCTHIMAIBHASI ITHEBMOHUSI;

— Hecnenuduueckas nHTEpCTUIIMATbHAS THEBMOHUS
(NSIP) (n=1);

— JIumorurapaas MHTEPCTUNINATbHAS THEBMOHUS.

4. Hexnaccuduimposanubie 3abonesanus (n=14; 10,6%
(6—12 mer — n=5)) BKIIOYAIOT 3a60JI€BaHIs Ha TEPMHUHAIb-
HOU CTajii, He AWATHOCTUPYEMbIE DE3YJIBTaThl OMOTCHM,
GUOTICUY C HEJIOCTATOYHBIM KOJINYECTBOM MaTEPHAJIA.

B 2004 romy nHa BcTpede otHocuTesnbHo ILD Amepukan-
cknit Hanmonanpnenii Mnetutyt 31paBooXpaHeHus OCHOBA
Komcopimnym penxnx 3a6oseBanmii gerkux. Ero crennamicTst
JIaJIn BBICOKYIO OIEHKY ITPOBEIEHHOMY HcciieioBaHuio EBpo-
NefHcKoi pabodeii rPyTIIbI KaK IIEPBOMY IIary B MOTIBITKE CTaH-
JIapTU3UPOBaTh AWATHOCTUKY U Jederne chILD wu cosmarh
PYKOBOJICTBO JIJIS1 JIETCKHX ITYJIbMOHOJIOTMYECKUX IIEHTPOB 110
BeJIEHUIO TAKUX MalMeHTOB. Dblyia Oprann3oBaHa COBMECTHAsI
pabouast rpynna (ERS + ATS), B KOTOpPyIO BOILIN JETCKUE
IIyJIbMOHOJIOTH, TTATOJIOTH ¥ pajiriosiory u3 11 neHTpos, nmero-
umx onbiT paborel ¢ chILD. Bl npemioxkeH HTPOTOKOI,
TO3BOJISTIONINET TIPOBOIUTD OOMEH M300PAKEHUSIMU TOMOTPA-
¢dun OTK u pesysbrataMu GUOTICHHU JIETKUX CPpey GOJTBITIH-
cTBa 11eHTPOB Mupa. C I1eJIbI0 CTAaHAPTU3AINHT TUATHOCTHYE-
ckoit mportenyps BoisiBaeHus chILD pabowast rpyrmma BBesa
nousTre «chILD-cunapoma» (chILDs) u masa ero onpenese-
ave. [Ipn HaIM9Iny HeyCTaHOBJICHHON TPUYMHBI 3a001€BAHNST
JIETKUX [Ist nocTaHoBku uarHo3a chILDs posukHbl ObITh
B HAJIMYUM, KAK MUHUMYM, TPU U3 CJEAYIONNX KPUTEPHEB:
1) KallleJib, 4aCTO€ WJIN TSAXKEJIOE /IbIXaHue, NI HapyluieHue
TOJIEPAHTHOCTU K (U3WUecKoll Harpyske; 2) TaxWITHO? B
[OKOE, KPEMUTAIMH, BTsDKeHUE Mexpebepui, «GapabaHHbie
HAJIOUKN> WK JPYTUe CHMITOMBI IBIXaTeIbHOI He0CTaToY-
HocTH; 3) rurnokcemust; 4) muddysHble TOBPEXKIEHUS JIETKUX
na penrrenorpamme nin KT rpyamoit kinerkn [4,5,11].

Ucnonbays onpenenetne chILDs, 6bI0 ycTaHOBJIEHO,
yro 3 u3 4 KpurepueB Berpedasuch y 91% us 218 nerei,
obcrenoBanubix B 11 1mentpax CesepHoil AMepuku
(1999-2004). Ipymma nposesa 0630p pe3yabTaToOB GUOTICH
serkux 187 mereit (1999-2004) u pazpaborana kiaccupuka-
110, M3MEHEHUsI KOTOPOH GOJIbIIE KAacaauCh HApyIICHUH
y jiereii 10 2-J1eTHeTo Bo3pacTa. ITa KiaccubuKaIust He Oblia
OKOHYATEJbHOH, Iocjae/[Hee €€ YTOYHEHUE COCTOSJIOChH
B 2013 roay AMepuKaHCKUM TOpaKaJbHBIM 001IecTBOM [3].
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Ipennoxkennas kinaccuduxanusas maa AuPPy3HBIX
3a0osieBanuii Jerkux y aereit (2013)

1. 3abosieBanust, Haubosiee PacIpOCTPAHEHHbIE B MJIAJIEH-
yecTBe

A. luddysnbie HApyIIEHUST PA3BUTHUSI JIETKUX:

1. AnuHapHAas AUCTIa3us.

2. BposkieHHas1 ajbBeOIOKAMIIISIPHAS AUCILIIA3HSI.

3. AsieBeoso-KamuIspHas AWCIIA3Us € AHOMAJTHHBIM
PAacCIIOJI0KEHNEM JIETOUHBIX BEH.

B. Hapymenue pocra Jerkux:

1. JlerouHast TUIIOILIA3WS.

2. Xpornueckoe 3a60€BaHUE JIETKUX HOBOPOXKIECHHBIX:
X3JI, accorMmupoBaHHOE ¢ HEJIOHOMIEHHOCTBIO (GPOHXOJTE-
TOYHast IUCILIa3u ); probperertoe X3J1 y I0HONEHHBIX
MJTA/IEHIIEB.

3. CTpyKTypHbIE JIETOYHblE M3MEHEHUS, aCCOINUPOBAH-
HBIE C XPOMOCOMHBIMY HAPYTITEHUSIMUA:

(tpucomus 21-xpomocomsl (cunapom /layHa); mpyroe).

4. 3abonesanus, accouupoBannbie ¢ BIIC y nereli 6e3
XPOMOCOMHBIX HAPYLIEHHIA.

C. Cnenuncuyeckrie cOCTOSIHUSI HEYCTAHOBJIEHHOW 3THO-

JIOTUUL:

1. JleroyHoli HHTEPCTUIUATBHBIN TTTMKOTEHO3.

2. HeliposHIOKpUHHAS TUTIEPIIA3US MIIAICHIIEB.

D. luchynknus cucremsl cypdakTaHTa:

1. Mytanus SFTPB — serounoit aabBeoIIpHBII TPOTEH-
o3 (PAP) u npyrue cocTosTHUS C TeM Ke TOMUHUDPYIO-
[[MM TUCTOJIOTHYECKUM MATTEPHOM.

2. Myranusg SFTPC — ¢ 1oMUHUPYIONIMM TUCTOJIOT. TIaT-
TepHOM XpoHuveckoro mHeBMonuTa (CPI);

— C IOMUHUPYIOIIM HCTOJIOT. TATTEPHOM /IECKBAMATHB-
Horo tHeBMOoHUTA (DIP);

— ¢ IOMUHHUPYIOIIAM TUCTOJIOT. TIATTEPHOM HecTerudu-
yeckoro mHeBMoHuTa (NSIP).

3. Myranusg ABCA3 — ¢ THCTOTIOTMYECKUMU TTATTEPHAMUA
PAP, CPI, DIP, NSIP.

4. PaccTpolicTBa, THCTOTIOTMYECKH COTIIACYIONTUECS C JIHC-
dbynkIHEit 6eMK0B cypdhakTaHTa, HO ellle He MMEIONIIe
YCTAHOBJIEHHBIX F€HETUYECKUX HAPYIIIEHUIL.

I1. 3a6oseBanusi, He CenubIIHbIE ST MIAIEHIEB

A. PaccrpoticTBa y JIHI[ ¢ HOPMAJIbHBIM IMMYHHBIM CTATyCOM:

1. Indexmmonnable W TMOCTHHOEKITMOHHBIE IMPOIECCH
(IIMB, EBB, xnamuauiinast, MUKOILJIa3MEHHA ).

2. PacctpolicTBa, CBSI3aHHBIE C areHTaMU OKPYsKalomIen
cpezibl (THIEPCEHCUTUBHBIN ITHEBMOHUT, WHTAJISIIAN
TOKCUYECKNX BEIECTB).

. ACTIMPAIIMOHHBIN CHHPOM.

. D03nHODUIbHAST TTHEBMOHUSI.

. PacctpoiicTBa, acconmmpoBaHHBIE C CHCTEMHBIMU
3260JIEBAHUSAMU:

. immynHbIE 3a601€BaHMAL.

. Bonesnn nakormienus.

. Capronos.

. [mctronnros n3 krerok Jlanrenrauca.

. 3JI0Ka4eCcTBEHHbIE HOBOOOPA30BAHMSI.

. 3abosieBaHUsT Y MIMMYHOKOMIIPOMETHPOBAHHBIX TTATIH-
€HTOB:

1. OnmopryHuCTIYECKIIe THQEKITIIL.

. 3aboseBaHus1, CBA3aHHBIE C TEPATIEBTUYECKUM BO3/IEH-
CTBUEM.

3. 3aboJieBanus, aCCOIMUPOBAHHBIE C TPAHCIIAHTAIIMOH-

HBIM CHH/IPOMOM.
4. lncddysHoe ampBeoIIpHOE TIOBPEXK/IEHIIE HEM3BECTHON
ATHOJIOTUH.
D. 3a6oneBanus, Mackupyomnecs moz M3JI:
1. AprepuasbHasi THIIEPTOHUYECKAST BACKYJIOIATHSI.

AA W = AW

[\)
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2. Jlmmbatndeckue pacCTpOUCTBA.

3. 3acToiiHble BACKYJIOIATUH, BKJIIOYAIOIINE BEHOOKJIIO-

3UOHHbIE 3200JIEBAHUSL.

4. Bropr4HBIil BEHO3HBIN 3acToil Ha (oHe 3a60JIeBaHMIT

cepaua.

III. HexmaccuduimpoBaHHbIe 3260T€BAHIS — BRIIOYAIOT
3a00JIeBaHNs] HA TEPMUHAJIBHOI CTa[WUM, HEAUArHO-
CTUPYeMBbI€ PE3YIBTaThl OUOTICHH, OMOTCHU C HEMO-
CTaTOYHBIM KOJIMYECTBOM MaTepHuasa.

Bce nerckue 3abomeBanuss ¢ audy3HbIME TOBPEK/IE-
HusiMu Jierkux (DLD) 6butn pasfiesieHbl Ha [Be KaTerOpHu:
HapyIlleHus, KOTOpble GoJiee PACIPOCTPAHEHHDBI CPEU HOBO-
POKIEHHBIX, U HAPYILIEHHs, KOTOPble He XapaKTEPHBI [IJIst
HOBOpPOXIeHHBIX. [IpenmyIiecTBO 3TOI CTpaTernu B TOM, YTO
nepBasi KaTeropusi IPU3HAET, YTO HEKOTOPbIE COCTOSTHUS TIPH-
CYTCTBYIOT B 3HAYNUTEJIbHON CTEeIeHU Y HOBOPOJK/IEHHBbIX, HO
MOTYT TaK)Ke Pa3BUBATbCS U MO3KE B TEUEHHE JETCTBA WM
Jlaske BO B3POCJOM Bo3pacte. Torza kak BTOpasi KaTeropust
IIPU3HAET, YTO HOBOPOXK/ICHHBIE MOTYT Pa3BUBATh COCTOSTHUS,
KOTOpBIe 60Jiee CBONCTBEHHBI CTAPIIIM BO3PACTHBIM TPYIIaM
ZeTeii U B3pOCbIX [3].

Jlist KIMHUIMCTA TaKXKe BKHO 3HAHUE XapaKTepa Tede-
HuUs1 3a00JI€BaHNUs, OT KOTOPOTO 3aBUCHUT CTPATErUs BEJIEHUS
mitasienna. Huske npuBeneHsl (hOPMBI, TSI KOTOPBIX Xapak-
TEPHO GBICTPOE TIPOTPECCUPOBAHUE C TSKETON KIMHIIECKOH
KapTUHO U BBICOKOII JIETATHHOCTHIO [ 3].

Hapymenus c TsokesbIM TeueHueM HeoHaTauabHoro M3J1:

— alMHApHAs JHCIIA3NS;

— JIETOYHasI TUIIOIIa3us (aJIbBEOJISIPHOE YIIPOIIEHNE );

— aJIbBEOJISIPHO-KANNJIISIPHAS IUCILIA3US C AHOMAJIbHBIM
pacriosioxxerneM serouHbx BeH (FOXFE1);

— JIETOYHON MHTePCTUIINATbHBIN TJINKOTEHO3;

— nedurut nporenHa B cypdakranta;

— Hekoropble myTaryss ABCA3 rena;

— TTF wmyramms (NKX2.1) (tupeomzmmsiii dakTop
TPAHCKPUIIIIUAN);

— JIETOYHOU TeMOPPArdyeCcKUil CHHIPOM;

— JIeroyHast TMM(MAHTNOIKTAHS.

Hapyuenusi ¢ MeIsIeHHbIM TPOTPECCHPOBAHUEM JIETOUHO-
To Ipolecca:

— cypdakranTHas HeocTatoaHocTh BesencTiue ABCA3
win SP-C nedumma;

— MyTaIus Win aeserus obeunx aseneit renop CSF2RA
n CSF2RB, xogupyromux penentop a1t GM-CSE kotopsre
manudectupyior chILDs 1 ajbBeONSIPHBIM TIPOTEMHO30M;

— MyTaIus uin geserst oqHol u3 NKX2.1 anneneit, koto-
past manudectupyer chILDs, BPOKIEHHBIM THIIOTEPHO30M
Y HEBPOJIOTMYECKUMU HAPYIIEHUSAMU (THIIOTOHMS, XOPest).

1. chILD y nereii Miaue qByx JeT

IDTOT paHHUN BPEMEHHON IIepHOJ| XapaKTepU3yeTcs
GLICTPBIM POCTOM BO3IYXOHOCHBIX MYyTeH, 0COGEHHO abBEO-
JIO-KallUuJUIAPHbBIX MeM6pall, CTaHOBJIEHUEM MMMyllIlOﬁ
CHICTEMBI, CTOJIKHOBEHUEM C HOBBIMU MH(DEKIMSAMHU, aJJIePTH-
YeCKMMU ¥ XUMUYEeCKIMU areHTaMu.

A. Muddysubie Hapyuenust pa3putus [6]

Ilepssie 1Be KaTeropun «auddy3HbIE HAPYIIEHHS PA3BH-
THSI> U <HAPYUICHUS POCTa», OTPAKAIONIME HEJOCTATOYHYIO
«QJIbBEOJIN3AIIIO», MOTYT, HECOMHEHHO, MEPEKPBbIBATh JIPYT
JPYTa, TaK KaK B KM3HU POCT U Pa3BUTHUE TSIXKEIIO PA3/IEIUTD.

Ilonaratot, uto <«/luddysHble HapylUleHUS DPA3BUTHUS>
BO3HUKAIOT M3-3a /leDeKTa B OJHOM M3 TIEPBUYHBIX MOJIe-
KYJISIDHBIX MEXaHHU3MOB PAa3BUTHUS JIETOYHOH NapeHXUMBI
n/unan Backysasipusanuu. OHU BKIIOYAIOT AlUHAPHYIO
JUCIIA3MI0, BPOKICHHYIO AJbBEOJISIPHYIO JMCIJIA3HIO
1 aJIbBEOJIO-KAIJJISIPHYIO TUCIIA3UI0 C aHOMAJIBHBIM pac-
MOJIOKEHNEM JIETOYHBIX BeH. Auyunapnas OJucniasus
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CxemaTunyeckoe 13o6paxeHne CPe3oB Ha pasHbIX CTaAUAX PasBUTUS NETKNX
A - 24 Hepgenu

b - 26 Hepenb

B - HoBOpOXAEHHbIN

Pue. 1. Cxematunyeckoe u3obpakeHne 31anos pasBuTma nerkux
y 4YesioBeka

B 4HCTOI hopMe XapaKTepusyeTcs 3a/lePKKON POCTa JIETKO-
TO B IICEBOTJISHAYJ/ISIPHON (ha3e nau paHHel KaHAIuKYyJIsIp-
Hoil dase, a @poscdennas anveeorspnas oucniazus —
3a/I€PKKOIl POCTa B MNMO3/IHEN KAHAJMKYJSIPHOW U paHHeH
MemnrotyaToir ¢aze. XOTd AOCTATOYHO YACTO CYIIECTBYET
BO3MO’KHOCTb IIEPEKPECTHBIX COCTOSTHUIA.

HenpasuibHoe pacnosiosKeHue JErOYHbIX BEeH COUYETACTCS
C YMeHbIIIeHNeM KOJINYecTBa JIETOUHBIX apTepHii, yMepeHHO!
runepTpodueli CTEHOK JIETOYHBIX apTepuil U apTepUoJI,
a TaKKe YMEHbBIIIEHHEM TVIOTHOCTH KAllUJUISIPHOI CETU U ILJI0-
XUM UX IIpUcoeIMHEHNE K AJIbBEOJIIDHOMY JIUTEJINIO B COYE-
TaHUU C HApyIICHUEM Pa3BUTHUS NOJIEK. Takast rucrosorunye-
CKasi KapTMHA CUYUTAETCS IMArHOCTUYECKUMH KPUTEPUSIMU
IUTST ANbBEONI0-KANULIAPHOU OUCNAA3UU C AHOMATOHIM PACNO-
JIOMHCEHUEM JIe2OUHDLX BEH.

Kak mpaBuiio, aT JIeTH HE OTBEYAIOT HA OKCHUTECHOTEpa-
IIMI0, U IIPOTHO3 TAKUX COCTOSHUI IJIOXOM.

Deutsch nposest Guoricuu Jierkux B rpyIie MJIaJIeHIes,
Y KOTOPBIX C POXKIEHUS MMM MECTO He OTBevalomasi Ha
Tepaluni THUIIOKCUA W JIerodHasd TUIIePTEeH3UA. OILIIOMy
pebenKy Oblia MPOBEeHA TPAHCIIAHTAIINS, IPYTHE YMEPIIN
B TeYeHUe MecsIIa.

B. AHomanuu pocra, oToGpaskalolye HeJ0CTaTOYHOCTh
aspBeosM3anuu [6]

AHOMaJIbHOE JIbBEOJISIPHOE PA3BUTHE, KOTOPOE B 0OJIb-
IIMHCTBE CJIy4YaeB SIBJSIETCS BTOPUYHBIM COCTOSIHHEM, €CTh
OTJIMYUTEIBHBIM TIPU3HAKOM 3TOI Tpynubl. IIpnymnamn
BO3HUKHOBEHUS JI€20YHOU 2UNONLA3UY CUUTAIOT: MAJIEHBKIE
pasMepbl IPYAHON KJIETKH TIJI0/a, CHUKEHNE 00beMa aMHUO-
THYECKOW JKUIKOCTH, YMEHbBIIEHHE WM OTCYTCTBHE [IbIXa-
TEJIbHBIX JIBUJKEHUE Y TUI0/A, PEAYKIINU JIETOYHOTO KPOBOTO-
Ka, AeheKThl OPIOITHON CTEHKM, XPOMOCOMHbBIE AHOMAJIMHA.
TucTosormyeckast KapTHHA MPEICTABIAET OO0 pasIndHble
BAPHAHTH! JIOOYJISIPHOTO YIPOIIEHUST C aJIbBEOJISIPHBIM pac-
mupenueM. B mosoBune ciywaes 6butu BoisiBaeHb P1G-kitet-
K1 (YacTo He3aMedeHHbIE), a TaKKe pacipocTpaHeHHas
JIETOYHAsI TUIIEPTEH3MOHHAS BACKYJIOIATHSI.

B craTbio He BOIILIO onucaHue 6p0HXOJler0L1H0f/’1 UcCILIa-
31 Y HEJIOHOIIEHHDIX feTeit. OHa TpebyeT OTaeTbHOTO Pasro-
BOpAa U 0 Heil I0CTATOYHO MHOTO eCTh NH(MOPMAIIHUH.

C. Cneunduyeckne cOCTOSHUS HEBbISICHEHHON 9THOIO-
ruu [4-6,9,11]

I1u n8a coctosinus (NEHI, PIG) mo-suammomy, Mo3xxkHO
HaWTH WCKIIOYUTEJNBHO y MJIAJIEHIIEB; SIBJISIOTCS JIU OHU
crenuduYecKUM COCTOSTHUSAMY WJIM CBSI3aHBI C HECIIeIH-
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(brrueckn BO3HUKAIOIINM HapyIIeHNEM JIETOYHOTO Pa3BUTHUS,
elne HesICHO.

1. Tunepniaa3us HelipOIHAOKPUHHBIX KJIETOK MJIaJieHIIeB
(NEHI — neuroendocrine cell hyperplasia of infancy)

OcnosHoii xapakrepuctukoil NEHI sBasiorcs 6poHxmo-
JIBI, COZiepsKalfiie MHO)KECTBEHHBIE KJAcTephl (CKOIIEHI)
60M6e3l/lll'VIMMyIlOlIOJlO}KI/ITeJIbllle I[el‘/leOEIIILOKpI/IHIIbIX
KJIETOK (OTIpe/esIIOTCSI METOOM NMMYHOTHCTOXIMHUN ).

ODNUTeNNH bIXaTeTbHBIX IIyTEH YeJ0BEKA COIEPIKUT
BBICOKOCTICI[NAJIN3NPOBAHHBIE ~ JIETOYHBIE  HEHPOIHIO-
kpunnbie kretku (PNEC), pacnonoxeHnbie ofuHapHo Ju6o
KaK WHHEPBUPOBaHHBbIE HeHPOINMUTENNAIbHbIE Tesblla.
«PNEC-cucrema» comepsKut o6a THIA KJIETOK, KaK HEBPaJIb-
HBIX, TaK ¥ SHJOKPUHHBIX, (DYHKIIMU KOTOPBHIX BKJIOYAIOT
CHHTE3 U OCBOGOKIECHNE AMUHOB (CEPOTOHIH ), HEHPOTIENTH-
108 (60MOE3MH) U KaJIbIIUTOHNHA.

HauboJbiitee KoamuecTBO G0MOE3UH-COMEPKAIINX KITe-
TOK HABJIIONAETCS Y IJI0[a B CEPEeIUHE TECTAlluH, a 3aTeM
YMEHBIIAECTCS 710 HU3KUX YPOBHEH K CPOKY POKICHUS. Takmm
obpasom, cyniectByer runoresa, uto NEHI Mosker npecras-
JSTh OO0 HEJOCTATOYHOCTh HOPMAJIBHOTO PErpecca aTux
kietok. Oyukimn «PNEC cucrembl» B JIETKUX HEU3BECTHBI.
Breina npezsioxkena KOMILIEKCHAsT UX POJIb, BKJIIOUAst MOLYJIN-
pOBaHUEe BHYTPHYTPOOHOTO POCTA JIETKUX ¥ ero auddepen-
IUPOBKY, a TaKKe CEHCOpPa OKCHUIeHAIMU [bIXaTeJIbHbIX
myTeit. [locTHATATEHO OHU MOTYT 06eCTeYnBATh HUIITY CTBO-
JIOBBIX KJIETOK JIETKUX, YTO BaJKHO JUJIST AIIUTEIHAIBHON pere-
Heparuu TB/I. Takum o6pasom, PNEC onu siBJIsSIFOTCST HOP-
MaJIbHOI YacThIO JIETKOTO U He 00sI3aTeJIbHO MPOSBICHIEM
narosioruu. XapakrepHo, yto cumnrombl NEHI Bosnukaior
Ha epBOM TO/Ty JKU3HU (cperHuii Bozpact 3,8 Mecsiia B 601b-
HIMHCTBE ONYyOJIMKOBAHHBIX CJyYaeB) B BUJE TAXUIIHO?
1 IBIXaTeJIbHOTO IUCTPEecca Y OTHOCUTEIBHO XOPOIINX MJIa/IeH-
11€B. I‘IaCTO BblC]lylllI/lBaJll/ICb paccesdaHHbIe erlll/lTl/Iplellll/le
xputbl. Katesns v cBUCTSTIeE AbIXaHe He ObLTH XapaKTePHbI
st NEHIL Y mManbumkoB ata nmaTosiorusi BCrpeyasach vaille.
Penxue cirydan NEHI-nomo6HOTo cumapoMa ObLIM OIMCAHBI
y crapmux jgereil. OpHaKo HeHPOIHIOKPUHHBIE KJETKH
HaOJIIO/IAI0TCS U Y 3/0POBBIX MJIAJIEHIIEB, HO MX KOJIMYECTBO HE
MIPEBBIMIAET 5% OT KOJNYECTBA AIIUTETNATIBHBIX KJIETOK.

Ha penrtreHorpaduu JIerkux TUIXYHBIMU ObLIM U3MeHe-
HUS, KOTOpPBIE XapaKTePHBI JI7Is1 HOCTBUPYCHBIX COCTOSIHUN
¢ uposiienusimu runepundisiuu. KTBP nokaseiBaso
HEOHOPOHOE TIOMYTHEHUE II0 THUIYy <MAaTOBOTO CTEKJay
C CUH/[POMOM <«BO3JIYIIHOTO 3axBarta (JIOBYIIEK)» B JPYyTUX
yuyacTkax. ToJIbKO OTBITHBIE PAJHOTIOTH MOTYT AMArHOCTHPO-
Bath NEHI 10 9TUM OZMHOKNM IIPU3HAKAM, O3TOMY GOJIb-
IIUHCTBO TIEIMATPOB HACTAMBATIO HA TPOBEAEHUH OUOTICHU
JIETKUX, KOTOpPas IOKa3ala OTCYTCTBHE BOCHAJTIEHUS WJIH
MHTEePCTUINATBHOTO TOBPEXKIEHUSI.

[TaTonmoroanaroMudeckass KapTuHa MpPeACTaBIeHA TTOUTH
HOPMaJIbHOH JIErOYHOHM TKaHbIO, OKPAIIEHHON TeMOTOKCHUJIH-
HOM U 203MHOM, HO MHOT/IA B JBIXaTEJbHBIX IYTSAX HMeIn
MECTO TOBBIIIEHNE KOJIMYeCTBA Makpodaros, ymepeHHas
TUTIEPIITIA3Hsl TVIAAKIX MBIIII] U 9IUTeINalbHbIX KaeTok. Ho
oTnyuTesabHbIM Tipu3HakoM st NEHI 6610 yBenuenue
KOJINYeCTBA OOMOEH3UH-TIOJIOKUTENbHBIX KJIETOK B SIIUTeE-
s, GOJIBIIIE TIPE/ICTABIEHHOE B TUCTATHHBIX OT/E/AX JbIXa-
TeJIbHBIX ITyTell, KOTOpPbIe BBISABJSINCH UMMYHOTUCTOXUMMU-
yecknMu MeTtomamu. IlociesHee MpUBOAMIO K yTOJIIEHUIO
SIIMTeJIMaJIbIIOﬁ BBICTUJIKM TE€pMHHAJIbHBIX 6pOIIXI/IOJI "
3aTPYAHEHUIO BEHTUJIAINH JerknX. CrenuanabHbIE METOBI
WICCJIe/IOBAHUST JIETOUHBIX (DYHKIIMI Y MJIA/IEHIIEB TTOKA3bIBA-
JIM yMePEHHbIE HAPYIIEeHUsT 10 0GCTPYKTHBHOMY THILY.

SIMOHCKUME WCCIIEIOBATENSIMU OBLT TPETIOKEH OeTKO-
BbIli Mapkep KL-6, KOTOpbBIii /aeT BO3MOKHOCTH OTJIMYUTH
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Puc. 2. Ha peHTreHOrpaMme — COYeTaHue runeprnHeBmMarosa
OJHMX Y4aCTKOB CO CHUXXEHWEM MHeBMATM3auum apyrux.

Ha KT — y4acTkn «MaToBOro cTekna» CO4eTaoTcs ¢ rmneprnHeB-
MaTo30M Ha OCTaIbHOM MPOTSHXKEHUN

NEHI or napymenuii cuHTe3a TPOTEWHOB cypdakTaHTa.
Y nmereit ¢ NEHI 6611 HOpMasibHbIH ypoBerb KL-6, Torma kak
B CJIyYae HEOCTATOUHOCTH CyPPAKTAHTHBIX GEJKOB, BKIIOYAs
ABCA3 nedurut, HabIIOIAJICS ero TIOBBIIIEHHbIH YPOBEHb.

B otHomenun 3dpdeKTUBHOCTH OTAENBHBIX METOIOB
JIEYEHUS] DTUX COCTOSTHUH He OBLIO TPOBEIEHO CEPhE3HBIX
MCCJIeIOBAaHU, a KINHNYecKre oTueThl 0 puMmenennn ['KC,
OGPOHXOAUIISITATOPOB M APYTUX MEIUKAMEHTOB OBLIM TPOTH-
BopeunBbIMU. OCHOBHBIM U €IWHCTBEHHBIM Ha JIaHHBIN
MOMEHT METOJIOM JIEI€HUST OCTAETCSI OKCUTEHOTEPATIHSI B CITy-
vae, ec/i peOEHOK UCIIBITBIBAET rUToKcHIo. He omuchiBammch
caydan Heobxoaumoctu tposeaenus VBJI npu poskaenun.
OnHako okoo 2/3 meTeil COXpAaHSIN CUMITOMATUKY JIJIU-
TEJBHO M GOJIBIIMHCTBO U3 HUX HYKAAJIOCH B KUCJIOPOAHON
MOJI/IEPIKKE B TEUEHNE MHOTUX MECSIIIEB U JIET.

Ilo manHBIM JUTEPATYPBI, AOJITOCPOUYHBIN ITPOTHO3 OTHO-
CUTEJIbHO XOPOIIHii, CMEPTeJIbHbIE HCXO/bI HEe GBI 3aper-
CTPUPOBAHBI.

Kinane et al. mosoxumm o naTu Maagennax ¢ GoammKy-
JIAPHBIM  OPOHXUTOM/GPOHXHOJUTOM, IIPOSABJISIONIMMCS
TAXUIHOI, MEJKUMH BJIAKHBIMU XPUIIAMHU, XPOHUYECKUM
KallJieM B BO3pacTe IIECTH Heaesab. Jlerouwas OGuOTCHs
BBISIBUJIA OKPYKAIOIMYIO (DOJJIUKYIBl JUMGONUTAPHYIO
UHOUIBTPAINIO W JIOKATbHY0 WHQUIBTPAIND OPOHXUAIb-
HOIi CTEHKH, TIPU 9TOM He ObLIM 0OHAPYKEHbI MUKPOOPraH#3-
MbI. Bee marienTsl MocTerenHo yIyqIaim CBOe COCTOSTHIE B
Teuenue Heckobkux Jiet. Coscem nepasno Hull et al. onmca-
JIW BOCEMb MJIQJIEHIIEB C XPOHUYECKUM OPOHXUOJHMTOM C
MTOX0)KUMU IIPU3HAKAMU, XOTSI JIBOE M3 HIX UMeJTN HOPMaJb-
Hble pe3yasTaThl Guorncun. Briosne Bosmosxuo, uto NEHI u
DOJTUKYIISIPHBIN UITH XPOHUIECKUN GPOHXUOIUT €CTHh OTHON
U TOH Ke HO30JI0THMYECKON eIUHUIEN, XOTsI MHOUIBTPAIUS
NIBIXaTEeJbHBIX MyTei He SIBJSIETCS XapaKTEPHBIM U CTOUKIM
npusHakoM NEHI. BoamoskHo, 4yTo HekoTopble cayyau NEHI
MOTYT B JIaJIbHEHIIIEM Pa3BUTHCS B XPOHUUECKUH OOJIATEPH-
pyoIIuii GPOHXUOIUTONOAOOHBII CHHAPOM Y CTAPIINX JETEH.
CymectByeT s Kakas-mm6o casb mMesxay NEHI u momo6-
HBIM COCTOSTHHEM Y B3POCJIBIX — HEM3BECTHO.

B xoneunom urore, HefpO3HIOKPUHHDIE KIETKH SIBJISIOT-
csI HOPMOW B Pa3BUBAIOIIEMCS JIETKOM U AE€HCTBUTEIBHO
BasKHBI J/IS1 HOPMAJTBHOTO TeYeHUst MopdoreHesa GpPOHXOB, HO
ocTtaetcs He sAcHO, apiasaiorcsa au NEHI npeiictBurenbHo
OT/IEJIbHOM HO30JIOTMYECKON eIMHUIIEN NN TIePeKPeNuBaloT-
Cs1 C IPYTUMHE COCTOSTHUSIMU; GOMOE3UH-CoIepIKaliie KJIETKA
UMEIOT Kakoe-Inb0 Mmatou3noIoTiIecKkoe 3HAYECHUE WU
SABJSAIOCA MAPKEPOM HEKOTOPO HEM3BECTHOM TTPOOJIEMBI,

2. JlerouyHoii uHTepcTUIMadbHbI raukoreHo3 (PIG —
pulmonary interstitial glycogenosis)

JlerouHoil MHTEPCTULMAIBHBIN [IIUKOTEHO3 — 3TO PEAKOEe
HeoHaTaJbHOE 3200JI€BaHUE U, TT0-BUAUMOMY, €CTh TOi MaTo-
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Joruel, KOTopas paHee Ha3bIBAJACh COTOBBIM HHTEPCTH-
IIUATbHBIM ITHEBMOHUTOM.

Imukoren-coxepskamniue ¢eTasbHble Me3eHXUMAJIbHbBIE
KJIETKH 2-TO THTIA HAOIIOAA0TCS TPU HOPMAJIbHOM Pa3BUTHN
sierkux. OCHOBHBIM ructosiornyeckum npusnakom PIG sBiis-
€TCs POCT YUCJIEHHOCTU B UHTEPCTUIIMU HTPUMHUTUBHBIX
ME3CHXNMAJIbHbIX KJIETOK, 60l’a'l‘le TJIMKOI'€HOM. BTI/I po-
SIBJIEHMsT OBLIN CHIeNU(UIHBIMEA TOJIBKO JUIST JIETKOTO ¥ He
611 GOPMOI reHEPATN30BAHHbBIX HAPYIIEHUIT MeTaboIn3Ma
TJIMKOTeHa Win mpoiteccoM HakorieHus. [Ipupona PIG-kie-
TOK OCTAeTCsI /IO CUX 1IOp He SICHOM.

TucToornyecKoe uecae0Banue OOHAPYKUBAET, YTO AJTb-
BEOJSIPHBI MHTEPCTUIMNA 3ATIOJHEH <«MATKUMEU»> C BULY
BaKyOJIN3MPOBAHHBIMU <IIEHUCTBIMU» KJIETKAMU, KOTOPBIE
COJIepsKaT TJIUKOTeH. B pefkux ciydasix, n3-3a IMOTepPH TJIHKO-
rema B Tporeccax obpaborku marepuaia, Schiff-mososku-
TeJIbHBI TJIUKOTEH BHYTPU HHTEPCTUNHUAIDHBIX KJIETOK
MOKeT ObITh He HaiijeH. s 60IbIUHCTBA OMOJIOTNYECKUX
00pa3IoB WHTPAIEJUIIOJSPHBII TJIUKOTeH JIydlle BUJEH
B 3JIEKTPOHHBII MUKpOCKoT Tocsie PAS-okpacki.

Opia rpynina aBTopoB cool0imuna o 7 feTax, 6 u3 KOTopbIx
ObLIN MaJbYNKaMU, ¢ HeCTIEIU(UUECKUMU PECTTMPATOPHBIMU
CUMIITOMAMI B HEOHATATIBHOM II€PUO/IE: TAXUITHOI, BTSIKEHUS
Mexpebepuli, runokcemust. VI3 7 nereil 4 ObLIN HEOHOIIEH-
HBIMU, F€CTAIMOHHBIN BO3pACcT KoJiebasics ot 25 10 33 He/eb.
Bospact mosiBJIeHUsT CUMITTOMOB COCTaBHJI OT TPEX 4acoB JI0
yerbipex Hemesb, 13 7 nereit 5 waxoauiuch va IBJI, koTopast
MIPOZIOJKATACh OT 4 mHel 10 6 MecsreB. PenTren rpyaHoi
KJIeTKN BBISIBIJI ~ MHTEPCTUIMATBHYIO HHOUIBTPAINIO
u tunepundaanuio. KT-kapruna Obta HecmenudUIHON’:
C WHTEepPCTUINAIbHON MHOUIBTPannel, YeTKUM DPeTHKYJIISIpP-
HBIM TATTEPHOM, TUIEpUHOJISAINEl U CHHIPOM <«MaTOBOTO
creka». Y Bcex Jerell Oblia MpoBeeHa OMOTCHS JIETKUX,
KOTOpas BbIsIBUJIA PaBHOMEPHOE yTOJlllLelll/le MHTEPCTUIMA 3a
cuer He3pesbix KiIeToK. OHM OBUIN TTOXOKUMU HAa Me3€HXW-
MaJIbHbIE KJIETKHU, [[UTOIJIa3Ma KOTOPBIX Obliia Gorata TinKo-
TEHOM, U KOTOPBIH JIydllle BU3yaJU3NPOBAJICS 3JIEKTPOHHOU
MUKpocKkoruel. B otimune ot apyrux dopm chILD, He 66110
BBISIBJIEHO BOCTIATIEHUST UJIU AJTbBEOJISIPHOM KJIETOYHOW THIIEP-
mrasun. [lecrepo 3 ceMu MiIajieHIleB UMeJN OTHOCUTEIBHO
Y/IOBJIETBOPUTEIBHOE COCTOSIHIE, OJIMH YMEDP OT OCJIOKHEHMI
ry6oxkoit Hespesoctr. B kauectse sedenst mpumensiim TKC
1 UHOr'Za TUAPOKCUXJIODOKHWH. BbICKaSblBEI.JlI/ICb MHEHNW, 4YTO
COCTOSTHIIE MOKET IMETH OTHOIIEHNE K XPOHIMYECKOMY UHTEP-
CTUIIMAIBHOMY ITTHEBMOHUTY MJIA/ICHIIEB.

B apyrom mccreposanum 6110 omucano 16 mereit, 9 us
KOTOPBIX OBLIH JIOHOTITEHHBIMU.

Kax u it NEHI, 5e petren Botipoc o cnienipudHOCTH TN~
KOTeH-COJIepsKalliX KJIETOK: M B KAKOI CTeIIeHN OHU SIBJITIOTCST
TOJIBKO MapKepoM JIJIsl HEKOTOPBIX IIPOIECCOB, M €CTh JI Ha
camoM gesie PIG ormenbHOII HO30JOTMYECKON eIUHUIIEH,
a He TUCTOJIOTUYECKUM IIPU3HAKOM. BO-llepBle, TJINKOI'€H-CO-
JleprKalifie KIeTKY HAXO/SIT Ha PAHHUX HTAlaX PA3BUTHUS JiET-
KOTO Cpefy KJIEeTOK, BBICTUJIAIONINX aJIbBEOJISIPHBIE CENTHI,
KOTOPBIX CTAHOBUTCSI MEHbIIIE C TEYEHUEM IeCTaIlMOHHOTO Bpe-
MeHl. Heo6xoammo nopuepkHyTh, uto PIG-KJIeTKN SABJISIOTCS
«3aMacHbIMI» 1 KaK Me3eHXUMAJIbHbIe KJIETKU MOTYT HO/IBEP-
raTecsl JasbHeleil puddepennuposke. [Ipu anekrponHoit
MHUKPOCKOITUYM HAKOILJIEHWE TJIMKOTeHA B Me3eHXUMAaJIbHBIX
KJIeTKaxX 2-T0 THITa HabJIoIaeTcst B (hopMe JTaMeJIJISIPHBIX Opra-
HeJLJI, KOTOpbIe, IPEAIIONOKNUTEIBHO, MOl‘yT y‘-laCTBOBaTb
B cuHTe3e cypdakranTa. Bo-BTOPbIX, OblIa OTOKEHA CBSI3b
PIG-KJIETOK B CBSI3U € BPOXKIEHHON JI0GapHON aM(pHU3EMOIA.

D. Muchynkuus cypdakranra [4-6,9,11]

Cypdakrant sBistetcst GocHONUTUIHON TIIIEHKOH, KOTO-
past 0becriednBaeT abBEOJISIPHYIO CTaOMIBHOCTD, TPEIOTBPA-
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Puc. 3. PentreHorpadumsa OFK — runepnHeBmMarto3 ¢ TOHKOI ceTya-
ToW mechopmauueit Nero4HOro PUCcyHKa 3a CHeT WHTepCTUuus, B
NanbHenwem — rpy6bli S4EUCTbIA PUCYHOK NEro4yHoro gonmépoasa.
KTBP — yTonuieHvne MeXXa0sIbKOBbIX MEPEropoAok, y4acTku B3ay-
TUS, KNCTOBUAHbIE MPOCBETIEHUS HA )OHE «MaTOBOro CTekna»

IIaeT aJIbBeOJISIPHBIN KoJIarnc B KoHIle Bbijoxa. OHa cocTouT
Ha 80-90% wu3 surmgoB u 10—15% — mporennos. Cpean
4 uzBecTHBIX 6eKOB cypdakranta (Sp-A, -B, -C, -D), Sp-A, -D
HE ABJIAIOTCA Cyp(baKTallT'aKTl/IBllblMl/l, a MyTalluu B IeHax,
komupytontue Sp-B, -C, apasgiorcsa npuunnamu U3J1. Bay-
TPUKJIETOUHBII CUHTE3 THX IIPOTEMHOB OYEHb CJOXKHBII. B
3TOT MeTab0JIM3M BOBJIEYEHDI U JIPYTUE MOJIEKYJIbI, TAKHE KAK
ABCA3 wu Tupeommsslii ¢axkTop TpaHCKpunuuu-1
(TFT-1), kotopbie Heobxoaumpr Ays ero cuntesa. ABCA3
y4YacTBYeT B TPAHCIIOPTe CyphaKTaHTHBIX JUIH/IOB B JIAMUJI-
JISIDHBIE TEJIbLIA ¥ HEOOXOIUM /ISl TIOAJIEPKAHUS JIETOUHOTO
cypdakranTaoro romeoctasza. TTF-1 aBasercsa peryasropom
TpaHcKpumiuu cypdakrantubix nporennoB SP-B u
SP-C. 3tor 6eJoK HpejcTaBieH B IUTOBHIHON sKeJese,
MO3Te U JIETKUX.

B teuyenue mecarmmerwii gepunmt cyphakTaHTHBIX €I
KOB OBLJI U3BECTEH KaK MPUYNHA GOJIE3HYU THATUHOBBIX MEM-
GpaH y HE[OHOIIEHHBIX MJIAJIEHIIEB.

Myranuu B reHax 6eJKOB cyphakTaHTa — PEAKUe KIIH-
Huyeckne (GOPMbI, HO B IIOCJEJHEEe BPEMS yBEJIMYMBACTCS
KOJIMYECTBO JIOKJIA/IOB O CJIYYasx 3TOIl IATOJOTUU CPEAn
nereit m B3pocybix. MopMbl KIMHUYECKMX MPOSABJIEHUIA
BapbUPYIOT C BO3PACTOM. Y HOBOPOK/IEHHBIX M MJIAJICHIICB
npoduIb OOBIYHO TSIKENbIH, U CMEPTHOCTh — BBICOKAS.
Y MIKOJBHUKOB M B3POCJBIX OOJE3Hb MMEET XPOHIIECKOE
teuenne (NSIP, UIP).

1. MyTtauus Sp-B rena

Ten 6enka cypdaxranTta B okamisyercst Bo 2 XpoMocoMe.
10 Hanbosiee yactast MyTalus U Bcrpeyaercst B 70% ciyyaesn
cpeau TOruOMMX HOBOpOXKIAeHHBIX. lepunur SP-B umeer
ayTOCOMHO-peI[eCCVIBHbIﬁ TUII HaCJIeJIOBaHUA, 1 T€TEPO3NUTO-
TBI SIBJSIIOTCSI TOJIBKO HOCUTEJISIMU HATOJOTHYECKOTO TEHA.
KiavHu4eckuit ¥ pagnosorudeckuii npoduib 3ab0JaeBaHus
ONHOTUTIHBIN ¢ OOJIE3HBI0 TMATMHOBBIX MeMOpan. edwurur
SP-B kjmHWYeCKH IIPOSIBJSIETCS B IEpPBble CYTKU JKU3HU
U JIeTH ¢ 3Tol natosorueii Hyxxmaorcs B VIBJI yxe B pannem
HEOHATAJIbHOM Iepuojie. IJPdexT mocae BBeAEHUS
HCKYCCTBEHHOTO cypdakTaHTa MUHUMAJbHBIA WU KPATKO-
BpemeHHBIH. Het otBeTa 11 Ha BBesterne 'KC. Mosket npucyT-
CTBOBaTh M TPAH3UTOPHAsI JIETOYHAsI TMIIEPTEH3Us, KOTOPast
MOJKET OTBeYaTh MJM He OTBevyarh Ha uHrasupyemsiii NO.
Bo/IbITMHCTBO MAIMEHTOB Ornbaert.

Tucrosnoruyeckue wuccjaegoBanuss 00pasios GUOICUY
JIETKUX MOTYT UMETb IPU3HAKU aJbBEOJISIPHOTO IIPOTENHO33,
JIleCKBaMaTUBHOM nHTepcTuImanbuoi muesMonnn (DIP) nmm
HecTienduuecKue NPU3HAKY, TaKne KaK HHTePCTUINATbHBIN
(hubpo3 UM anbBEONAPHO-KJIETOUHAS TUIEPILIA3U. JJIeK-
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TPOHHAS MHUKPOCKOTHS TOMoraeT B auddepeHnnaIbHOM
JMar’ose.

Xorsi KJIaccuueckoe TedeHue 3a00JIEBAHUS SIBJISIETCSI
JIETAJTBHBIM [IJIsT MJTA/ICHIIEB, HHOT/IA HAOIIOAETCsT YaCTUIHAST
HE/IOCTATOYHOCTD ¢ 00Jiee JUIMTENbHBIM [EPUOIOM SKH3HH.
Kpome Toro, cymecTByer ruroresa, YyTo FeTePO3UTOTHI 110
Sp-B-zneduruTy umm HekoTopbie €ro BU/IbI IIPOCTOTO HYKJI€O-
TUIHOTO TOJMMOPGU3Ma MOTYT 1aBaTh (HOPMBI C HU3KHM
PHCKOM OCTPOTO JIEFOYHOTO TOBpeskacHus. Heobxoammo
JasbHeillee u3ydyeHue, YToObl TIOHITh BO3MOKHYIO BEPOSIT-
HOCTH Sp-B MoaupUITMPOBAHHBIX TEHOB OBITH TPUYMHON pec-
IIUPATOPHOTO JAUCTPECC-CUHPOMA MM XPOHUYECKOW PeCIIy-
PaTOpHOIT 6OTE3HN ¥ B3POCIIBIX.

2. Myrtanus Sp-C rena

ITO ayTOCOMHO-JIOMMHAHTHAs MYyTalus, CBsS3aHHAas
HE TOJIbKO C 110Tepe1'71 (byllKl[l/ll/l 6eJlKa, HO M C IIOABJICHUEM
AHOMAJIBHON (DYHKIINU CHHTE3WPOBAHHOTO Oenka: Oymydn
cypdakraHT-aKTHBHBIM, aHOMaJIBHBIN Sp-C MOXKeT MOJyINpo-
BaTh BOCTIAJIMTEJIbHBII 1Tporiecc. HakorieHre maTosiormyeckux
IIPOTENHOB B 9H/IOIIA3MAaTHYECKOM PETHUKYJIyMe aKTUBUPYET
BOCIAJINTEJbHBIN KacKa/l, (paKTopbl anaTo3a M BMENTNBAETCS
B HOPMAJbHBIA cuHTe3 6enkoB. Poib aToll GbyHKINU 1pu
nepunure Sp-C ere He sicHa.

Ormmcanbl cropagnyeckne ciaydan 6GoJe3HH, HO dvarie
OHA SIBJISIETCS yHACJIe[IOBAHHBIM cOCTOssHUeM. MyTtanus
Sp-C nokanusyercs B KOPOTKOM ILIe4€e 8 XPOMOCOMBI 1 TPaH-
ckpubupyer 10 900-PHK, koTtopas mocJie mporeaypbl moct-
tparcasaiu tepsetT 1 w3 191 mwmm 197 AK. B nactosmiee
BPEMSI OTIMCAHO OKOJIO 35 MyTaluit 3TOTO TIPoIlecca.

Knunuueckuit  ¢enoTun ypesBbIYaiiHO WM3MEHUYUB.
Ha6sromaiorest mposiBieHmsT 3a60J€BaHUS B HECKOJIBKUX
IIOKOJICHUSAX CeMeil C Mepuojia HOBOPOKAEHHOCTH B BUJIE
HEYKJIOHHO IPOTPECCUPYIOIIET0 TUCTPECC-CUHAPOMA MU
B Buste UIP nosnnee, B cpennem Bospacre. [Ipeanonaraercs,
y10 MOryT ObITh coueranHble MyTtaruu ABCA3 u Sp-C,
[PUYEM MOCTEAHST MOKET ObITh BTOPUYHON MO OTHOIIEHUIO
K TIEPBOT.

TsrecTs GoJIe3HN TAKKe BapbUpyeT. 3a00JeBaHNe MOKET
[POTPECCHPOBATH ACUMITOMATUYHO, IPUBO/S K HEOOXOIUMO-
CTH TPAHCIUIAHTAI[NH JIETKUX WM K cMepTH. buina onncana
CHOHTaHHAs ¥ IPOJIOHTMPOBAaHHAd peMuccus y aerei. Jleve-
nue HenzBecTHO. KC n XK ucnomp3oBaiicy, HO 9T JaHHbIE
JA0CTAaTOYHO IPOTUBOPEYUBDI.

Y HOBOPOK/IEHHBIX THCTOJIOTHYECKAsi KAPTUHA TIPH 3TON
MATOJIOTUM MOXKeT HAIIOMMHATh XPOHWUYECKUIH ITHEBMOHUT
miazenteB (CPI), NSIP, DIP, a y B3pocasix — UIP, IPE

3. ABCA3-rennas mytanus

VHTepeTuiaibHoe 3a00JeBaHUE JIETKUX MOJKET ObITh
MPUYNHON HE TOJBKO OTCYTCTBHS IIPOCTPAHCTBEHHO Mpa-
BUJIbHBIX OEJIKOB, HO M MYTAIlUd, KOTOPbIe 00eCIeYrnBaIOT
cuHTe3 (HEPMEHTOB, OOCTYKUBAIONINX CUHTE3 CYPhaKTaHT-
upix 6eskoB. Cpenu nux ABCA3-rennas mytaius. ABCA3
SIBJISIETCS] YJIEHOM CEeMEHCTBA POTENHOB, KOTOPbIE CBSI3AHbI
¢ antutupeorponsM nporenHoM (ATP). Oun sasisercs
TPaHCMeMOPAHHBIM TIPOTEUHOM, KOTODBII TPAaHCIIOPTUPYET
cybeTaHIuu Yepe3 GuoJoTnYeckue MeMOPaHbI 1 JIOKATH30-
BaH B JIAMEJUISIPHBIX TEJIbIIAX aJlbBEOJIOIMTOB 2-TO MOPSI/IKA.

ABCA3-nedunut mMeeT ayTOCOMHO-PEIMCCUBHBIN THII
HACJIEJIOBAHMST C HEM3BECTHOW PaCIpoOCTPAaHEHHOCTHIO. BoJib-
II0€ KOJIMYECTBO TE€HOB pacrosiaraetcss Ha 16 xpomocome,
KOTOpast coiiepkuT 33 sK30Ha, Koaupyiomux 1704 Geska.
3aboieBaHe CBSI3aHO CO CHIKEHNEM (DYHKITNHT ITHX OETKOB.
ABCAS3 gBiisiercst 4acThlo ceMeiicTBa FeHOB, MHOTHE U3 KOTO-
PBIX ACCOIMUPYIOTCS € YETOBEUECKIME OOTE3HIMMU:

e ABCA 1 — Tanruep 6GoJie3Hb (B pesyJibraTe CHUKEHUS

JIATIOTIPOTENHOB BBICOKOM TIJIOTHOCTH ).
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Puc. 4. KT OlK: coyeTaHne «MaToBOro CTekna» u yTonweHns Mex-
NOMNbKOBbIX MEPEropoaoK, CMMATOM «OynbbhKHAas MOCTOBasi» —
NpU3HaK JIEr04HOr0 NPOTEMHO3a

e ABCA3 — U3JL
e ABCA 4 — 1oBeHUJIbHAST JIeTeHePAIUs JKEJITOTO TISITHA
(Craprapar 60J1e3Hb ).

e ABCA7 (CFTR) — mykoBuCInzos.

Boio onucano 6osee 100 myrarmii B ree ABCA3. Bouib-
IIOI pa3Mep TeHa 03HAYaeT, YTO MHOTO MYTAIlUH eIle J0JTO
GyayT He pacro3HaHHbIMU. [eH Harboee SKCIPECCUPOBAH B
JIETOYHOU TKaHW, HO MOKET TaKXKe OKa3blBaTh BIUSHHE Ha
CEP/IEYHYIO MBIIIILY, MO3T, TPOMGOIMTH U To4YkK. OxHaKo
kamamYecknil perorun pedurmra ABCA3 B aTux TKaHIX
HensBecTeH. Hanbosee yacToil MyTaiueil, KOTOpas BbISIBJIS-
ercsa y 5% crapmux gereii ¢ chILDs, 6pia E292V. Taxske
OBLIO CHEAHO MPEANONIOKEHNE, YTO HEKOTOpbIE Caydau
MOTJIU OBbITh CBS3aHbBI ¢ MyTAIMAMU B HE KOAUPYIONINX OEIKK
ydacTkax rena. [lomaraior, 4To KpoMe BOBJIEUEHUS B CHHTE3
6enkoB cypdakTaHTa, MPOTEUHbI, CUHTE3UPYEMbIE B 9TOM
JIOKyCe TeHa, MOTYT BOBJIEKAThCS B TPAHCIIOPT JIUIIHAIOB, PETY-
JIIPOBATh Pa3BUTHE IIOJA, YBEJINYUBASICH B IO3[IHUE CPOKH
TecTaliy, W JIOKAJIM30BAaHBI OHU B JIAMEJUISIPHBIX TeJbIIaX
KJIETOK 2-TO THIIA.

ABCA3-zmedumur MoxkeT ObITh HanboJIee 4acToil TFeHeTn-
YeCKOHM NMPUUMHON HEOHATAJIBHOU JbIXaTeJIbHON He0CTaTOu-
HOCTU, UMUTHPYsI TposiBiienne Sp-B neduiura. Pesxe ABCA3-
NeUIUT MOKET UMIUTUPOBATh MEPBUYHYIO JIETOUHYIO TUTIED-
TEH3UIO0 HOBOPOK/eHHBbIX. IlepBoHAUA/NBHO CUMTANIOCH, YTO
6oJie3Hb ¥MeeT (haTasbHbI KoHell. OIHAKO CO BPeMEHEM CTaJlo
SICHO, YTO 4€M MO3/[Hee MaHU(DECTUPYET GOJIE3HD, TEM JIYUIITAM
6biBaet mporuos. [Ipu mosanem crapre 3a00/€BaHMST IETOYHAS
(DYHKIUS MOJKET OCTAaBAThCS CTAOMJIBHOW B TE€YEHHE MHOTHX
JIET, HO GOJIBIIMHCTBO JIETEH OTCTAIOT B (PU3NYECKOM Pa3BUTHUH.
Mexanusm, TPUBOSANIMN K IO3/HEMY KJIMHUYECKOMY IIPO-
sapnennio ABCA3-nenocrarounoctu, HeusecteH. CyliecTBy-
€T TOUKa 3PEHVs], UTO MO3/IHeE MOSIBJIEHNE MOKET ObITh CBsI3a-
HO ¢ min-sense MyTaiusimu, Takumu kak E292V, N1076K,
G1302E, P1301L, T1114M, E690K.

Kak u npu nedpunure Sp-C, rucrosornyeckass KapTuHa
nMeeT MUpOKoe pasHooOpasue, BKmiodas PAP, DIP, NSIP,
CPI, u a1 $HOpPMBI MOTYT MEHSTHCSI CO BpeMeHeM. Y TIOJ-
poctka 6bira ormucana UITP ¢ ABCA3-pedpunurom. 1o noa-
YepKUBaeT HEOOXOMMMOCTh BHUMATEIBHON OIEHKHU JIeTeil ¢
MOI03PEHEM Ha HapylleHue MeTabosim3Ma cypbakTaHTa.
DJIEKTPOHHAST MUKPOCKOIWS TOKAa3bIBA€T aHOMAaJbHOM
(bopMmbl TamesIsSIpHBIE TeNIbIa B AIbBEOJIOIIUTAX 2-TO TIOPSI/IKA.

HeussectHo addexkTrBHOE JieueHHe, HO MOTYT ObITh
WCIIOJIH30BAHBI TIPETHI30JIOH ¥ THPOKCUXJIOPOKHH.

4. Tedunut TTF-1 (Tupeounusiii paktop pocra)

TTF-1 urpaer Bemymuryio poib B GOPMIPOBAHUYT U Pa3BH-
TUU JieTKuX 1 KoHTposmpyeT cunte3 SP-C, SP-B, ABCA3.
Tenernaeckne mytaruu TTF-1 siBiisieTcst npuanHO TUTIOTHPE-
032, HEBPOJIOTUYECKMX CUMIITOMOB (TUIIOTOHMUS, XOpesi) U Heo-
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HATAIBLHOTO PECITUPATOPHOTO JAUCTPECC-CUHAPOMA WA XPOHH-
YecKoll JierouHoil Gosie3nn. BpoHX0ambBEOSIPHBIN JTaBaxK
BBIABIISIET yMeHblneHue SP-B, cBg3annoe ¢ yBesndyeHmem
npoSP-C. Tucrosiornyeckue MpU3HAKKA GUOTITATOB JIETKUX TIPU
ATOIi TIATOJIOTUY BKJIIOYAIOT PACIIHPEHNe MEXKKJIETOUHBIX COe-
JIMHEHUH, THIEPIUIA3UIO TTHEBMOIIUTOB 2-TO THIA, BHYTPUAID-
BeosisipHoe Hakorienue Schiff-osoxurensHoro Marepuaa.

Tak kak myranuu guchyHknun cypdakTanta UMeoT 3Ha-
YUTEJIbHbIE T€HeTHYECKUe IOCJIEACTBUS /UL ceMeil, Bpauy
cJe[lyeT YYWUTHIBATH ATY MATOJOTUIO MPU OCMOTPE CBOUX
MAIMEHTOB ¥ HATIPABJIATh HA TeHETUYeCKOe TeCTHPOBaHUe.

5. Xpouunueckuii nueBMonut miaaennes (CPI) [9,11]

JTa KaTeropus SBJSETCS THCTOJOTUIECKUM JHUATHO30M.
[TepBoe oricarnme 3TOro COCTOSIHUST MIPE/IIIIECTBOBAJIO TOHUMA-
HUIO POJIH CyphaKTaHTa U APYTHX FEHETUYECKUX TTOJIOMOK B BO3-
rukHosernu chILDs. Bose3tb Xxapakreprs3oBaiach 3aMeTHBIM
YTOJIIEHNEM ATbBEOJIIPHBIX CEIIT, PA3UTEIBHON THITEPILIA3Ueit
KJIETOK 2-THIIa, aJIbBEOJISIPHBIM 9KCCY/IATOM, COZIEPKAIM 3Ha-
YHUTETHHOE KOJMYECTBO Makpo(haroB, 0OJOMKH 303UHOMDUIIOB.
Boumi 06Hapy KeHbI TTPUMUTHBHBIC ME3CHXUMATbHbIE KJICTKU
BHYTPU YTOJIIEHHBIX AJbBEOJIAPHBIX CENT, ¢ HEGOIBITNMU
IIpU3HAKaMH BOCIIAIMTEIBHOTO TIporiecca. JlaHHoe cocTosiHme
CJIy4daeTcsl TOJIbKO y MJIAJICHIIEB M MaJIEHbKUX JieTeil. XapakTep-
HO, UTO U3HAYAJIBHO JETU ObLIIA KIMHUYECKH XOPOIIMMH, & Pec-
IMPATOPHbIE CUMIITOMBI TIPOSIBJISLINCH HA 1—9 Mecsite KU3HM.
Ananm3 9TUX JaHHBIX CBUETEBCTBOBAJ O TEKYIEel TTHEBMO-
HUV WJIF MeJITTEHHO Pa3pelialonieiicst THeBMOHUH, KOTOpast 3aT-
paruBaioT He3peJIoe M AHOMATILHOE JIETKOE.

HecMmotpst Ha Jieuenme, MHOTHE MJTA/IEHITBI IMeJTH (DaTaIbHbIIx
ucxoz. Orcanbl pefikue CIydan JUIUTeIBHOTO TIePUO/ia BhIKIBA-
HIs1. BriomHe BeposITHO, 4TO MHOTHE Clydan (haKTHIeCKH FIMeTn
AHOMAJINK TeHOB GEJTKOB Cyp(aKTaHTa, TI03TOMY MaTOJIOr0aHATO-
Mudeckie otdeTsi ¢ mpusHakamu CPI nospkabl modyants k JIHK-
nccsrenosanmio Ha Sp-B u Sp-C u ABCA3 myraru reHos.

KT-naxonku 6blr HecTienn(UIHBL: H3MEHEHUS TLITOTHO-
CTH U3006PaKEHUS TI0 THITY «<MaTOBOTO CTEKJIAa», YIIIOTHEHUS,
norepst 00beMa 1 TUIIEPUHQIISIINS.

Tokasanus K Mcciie[0BaHUIO IPOTEUHORB cypdakranta [6]:

— TSKEJIBbI HeOObACHUMBIM PECIIMPATOPHBIN AMCTPECcC-
CUHJIPOM;

— mobbie quddysubie 3a6ostesanus gerkux va KT, oco-
GEHHO TIPY TIOJIOKUTENLHOM CEMEITHOM aHaMHe3€e B OTHOIIe-
Hun N3,

— rucromnaronorndeckue nmpusHaku PAP, DIP, NSIP, CPI,
UlIP;

— HEHOPMAaJbHbIEe JAMUWISIPHbIE TEbIA WA UX OTCYT-
CTBUE TIPU JIEKTPOHHOI MUKpOCKomuu y gereii ¢ chILD.

Huoke TIpuBeeH CHUCOK T€HETHYECKH OOYCIOBICHHBIX
3a60JIeBaHNil, B KIMHUKE KOTOPBIX MOKET BCTPEYAThCST -
(ysHbIiT IeTOYHOI TIpoIIecC.

Tenernueckue Hapymenus, npusosmiue k 13J1 y nereii [6]:

Sp-B, Sp-C, ABCA3-nedurut.

Anomamst GM-CSF-perenitopa.

Bosesun nakomienus, T.K. Gaucher 6osesrp, Humann—
[Tuka 601€3Hb.

Hermansky—Pudlak curapom.

WHTO/MIEPAaHTHOCTD K JINBUHYPUYECKOMY TTPOTEUHY.

GM1-ranrano3nmos.

Bosesup Dabpu.

Heiipodubpomaros.

FOXP3 nedpurnur.

JlerouHO! aTBBEOTSAPHBIN MHUKPOIUTHA3 (MyTalus B
SLC34A2 rene).

STRAG6 nedunur.

Tenomepasnas rennast mytaius (TERC, TERT).

«Mo3r—iierkoe—IuTOBUIKa» CHHIPOM.
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Jezounviii anveeonsapuviii npomeuno3 (PAP) [6,11].
ITOT TepMUH GBLT UCTOIBb30BaH, YTOODI OMICATH THCTOIOTH-
YecKyl0 KapTHHY, B KOTODOil aJbBEOJISIPHOE HPOCTPAHCTBO
3anonHeHo amopdubiM Schiff-moroxkuTebHBIM TPOTENHOTIO-
JOOHBIM MaTepuajioM, ¢ HeOOJIBITMMYI NPU3HAKAMU HHTEP-
CTUIUANBHOTO Bocmaysenus. [/[e6oT 3a00IeBaHUST MOJKET
6BITH OT MEPUOJAa HOBOPOKIAECHHOCTH 10 cTapocTu. KapTuHa
PAP moskeT ObITh IIPeJICTaBJIEHA, TI0 KPallHell Mepe, IeCThio
OT/IeIbHBIMU TIPHYMHAMH:

1. AHomasuu GenkoB cypdakranTta, BbI3BaHHbIE Sp-B
n Sp-C u ABCA3 myTammsiMuy, MOTYT TIPUBOAUTH KO MHOTHIM
TUCTOJIOTMYECKUM TIPOsIBJIeHUsIM, B ToM uncyie K PAP, koraa mipo-
SIBTIEHVST 3a00IEBAHTIST HAYMHAIOTCST B TIEPHOJT HOBOPOKIIEHHOCTH.

2. AHOMaJIMM pelenTopa rpaHyIoIuTapHO-MaKpodaraib-
HOTO KoJioHHecTuMyJinpyioiiero ¢akropa (GM-CSF) takke
MoryT npuBoauth kK PAP. Kiupenc cypdaxranra anbBeosip-
HBIMU Makpodaramu Tpebyet dpynkunonupyomero GM-CSF
penienitopa. Myranuu B 6erta- u anbga-ienu GM-CSF perien-
TOpa MOKET ObITh PeKOi puunHoii PAP.

3. Ayroummynnas 6osesnb ¢ antutenamu kK GM-CSF
pelenTopy ABJIseTCss HabMOAAeMOl Y B3POCIBIX (OPMOii, HO
MOJKET BCTpPevaThcsi U y jeTeil. /IuarHos BbICTABJSIETCS HA
ocHoBanuu Haxoxaenus ayroantures K GM-CSF penentopy
B ceiBopoTKe min B BAJIL. [lepBonavyanbho aToTt BapuanT PAP
YCIIEIIHO JIEYUJICA CePUell JIETOYHBIX JiaBaskel 6OJIbIIOTo
o0beMa, HO ceffuac yuacTHIoCh JIeYeHre METOIOM MHTAJISIIN
niu cucremuoro BeesieHnst GM-CSFE

4. PAP Obl1 OnucaH B CBSI3W C MMMYHOAeDUIIMTOM
(arammarmoGyuHemueit). TOUHBI MEXaHU3M TIJI0X0 U3YYeH.

5. Maxkpodaranbhas 6JI0Kaga HpU OHKOTEMATOJOTHYe-
CKUX 3200JIEBAHUSIX U THEBMOKOHMO3aX TAK/KE MOKET MPUBO-
1uTh K PAP 1 HabJI012eTCst HCKIIOUNTENBHO Y B3POCIIBIX.

6. PAP mosxer ObITh HPOSIBJIEHHEM MeTabO0JIYeCcKOTO
3a60JI€BaHUS — HEEPEHOCUMOCTD JU3MHYPUYECKOTO MPOTE-
nHa, 6one3nb Humanna—ITuka, Tome.

2—-A. HapymeHnus y nereii ¢ COXpaHHbIM HMMYHHBIM
crarycom [6-11]

Cpenn mereil MJIajIIero Bo3pacTa YacTO BCTPEYaETCs
HOCTa/IeHOBUPYCHBIH OPOHXHOJIKT, KOTOPbIN U3PEIKa MOKET
npuBoauTh K M3JI U 0OBIYHO AMATHOCTUPYETCS] METOIOM
KT 6e3 obpainenust k 6uorncun. [unepceHcuTHBHAas THEBMO-
HHSI B JIIOOOM BO3PACTe MOKET TaKKe ObITh AMATHOCTHPOBAHA
ceposiornyeckumu Metogamu 1 KTBP Ges nposenenus 6uo-
ncuu. Jlias BceX BO3PAcTOB BEPOSATHBIMM MCTOUYHUKAMU
aJJIePreHOB SIBJISIIOTCS] TITUIIBI, IOMAITHIE JKUBOTHbIE, aHTH-
ren Tosy6ell M3 OofesKIabl B3POCBIX 3aBOAYMKOB TOJMy0ei,
KOTOpBIE JKUBYT C JIECTbMU, WUJIU TIEPbsI B MOCTETBHOM Oelibe.
Jledyenue cocTOUT B yCTPaHEHUH AJLJIEPI€HOB U IPUMEHEHUH
[IPEJIHU30JI0HA. ACIUPANUOHHBI CHHAPOM MOKHO JIETKO
CllyTaTbh € HapylleHHeM OeJKOB cypdakTaHTa WId 3TH
COCTOSTHUSI MOTYT OBITH COUeTaHHBIMU. Eciin ecTh coMHeHusI,
TO MPOBOAAT 00a MCCJIEN0BAHUSA: U3yUeHUe OEJKOB Cyphak-
TAHTA U BBISIBJICHIE TIPUYMHBI acITUpannu (MCKII0YeHNe Tpa-
XEOIUITIEBOTHON (PUCTYJIBI, JADUHTEATbHON PaCIIeTNHBI).

TToapobnoe onmcanue TON TPyINbI 3a00I€BaHUI aBTOpPaA-
MU He CTaBIJIOCh CPEH TieJieit TAHHOTO JIMTEPaTyPHOTO 0630pa.

2-B. PaccrpoiictBa, accouurpoBaHHble C CHCTEMHBIMU
3a00/1€BaHASIMIL:

Hapywenusi oOMeHa Beuects (JM30COMHbIE 3a0o0JeBa-
Hus) [6, 11].

Bonesuv Towe ABIseTCs: ayTOCOMHO-PENECCUBHBIM 3260~
JIeBaHMEM W HanboJiee PACTIPOCTPAHEHA M3 JTM30COMATHHBIX
6osesneii Hakorenus. OHO 0OYCJIOBIEHO TEHETHYECKON
HE/IOCTATOYHOCTBIO (hepPMEHTA JIMB0COM TJIOKOIepeGpo3ua-
3bl, KOTOpasl KaTaJIM3UPYeT pachajl T[JII0KoIepebposua.
OH gBJIsIeTCS COCTABJIAIONNM OEJIKOM KJIETOYHOMH MeMOPaHb
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KpaCHBIX U OeJIbIX KPOBSHBIX KJIeTOK. Clle/IcTBIEM HeZIoCTa-
TOYHOCTU (DePMEHTA SIBJISIETCSI HAKOTUIEHHE TIIOKOIEpe6po-
3U/la B PETHKYJIO-9HIOTEJUANBHBIX KJIETKAX, YTO TPUBOUT
K Ype3MepPHOMY OTJIOJKEHUIO SKHPOBOTO MaTepraa B cesle3eH-
Ke, TIe4eHH, MOYKaX, JIETKMX, TOJIOBHOM U KOCTHOM MO3Te.
Jlerounbie MPOSIBJIEHNSI B OCHOBHOM XapaKTEPU3YIOTCS CHU-
skeHreM AupdY3MOHHON CIIOCOOHOCTH JIETKUX ¥ (DYHKIIHO-
HaJBHOTO octatouHoro obbema. Ha KT-uzobpakeHusx Jer-
KHMX HaXOJISIT MHTEPCTHIINATbHbIE I3MEHEHMSI.

Henepenocumocmo nusunypuyueckozo npomeuna siBisieTcst
ayTOCOMHO-PEIECCBHBIM COCTOSTHUEM C MYJIBTUCHCTEMHBI-
MU TIPOSIBJIEHUSIMU, BKJIIOYAsl PBOTY, AMApeio, OTCTaBaHUe
B Pa3BUTUH, TeNaTOCITIEHOMETAINIO, XPOHWYECKYI0 MOYed-
Hy10 60J1e3Hb, 06pPATHOE YMCTBEHHOE PA3BUTHE, TOBPEKIEHUE
uMMyHUTeTa. B 3TOM ciiy4ae TIPUYUHON SIBJISIETCST MYTAI[VsT
SLC7A7 rena. Bosesb MOXKeT ObITh MpPeACTaBIEHA TOJBKO
MyJIbMOHOJIOTUYECKUMHE TIPOSIBJICHUSIMHA, KOTOPBIE MOTYT
6b1Th B (hopme ocTporo skusHeyrposkaiomntero M3J1I, unu 6osee
THIMIYHO, MeTh PAP-nmozo6myio kaptumy. B muteparype ectb
CBeZleHUsT 06 YCTENIHOM JIeYeHHEe MOCJIEIHEr0 0ObEMHBIMU
JIETOYHBIMM JlaBakamu. Bepositno, PAP — BTopuuHbIii
K JIN3NHOIIPUJIOBOH HETIePeHOCHMOCTH.

Bonesno Humanna—Iluxa siBnsieTcs peikoil ay TOCOMHO-pe-
[IUCCUBHOI GOJIE3HBIO HAKOILJIEHWsI JIMIWIOB, JJIS KOTOPOW
XapaKTE€PHO HaKOoIlJIeHue Cd)l/l[ll’OMl/leJII/Illa B 60]lbllll/llICTBe
TKaHell u3-3a2 HEeJOCTATOYHOCTH JIM30COMATBLHOTO (hepMeHTa
cuHroMUeMHA3bL. ITO CHCTEMHAs GOJIE3Hb, HO ee He0OXO0/IU-
MO BKJI0OYaTh B AuddepeHimanpbayo anarHoctuky PAP.
W3BeCTHO IIeCTh THIIOB 3TOTO 3aboseBanust. JlerouHast hopma
GOJIE3HN TPYAHA VIS AMATHOCTUKH. [IJIs1 CTapIINX TIAIMEHTOB ¢
turoM B u C2 TUIUYHBI PeCTPUKTUBHBIE HAPYIITEHUS (DYHKITUN
gerkux. Xapakrepubie ocobennoctu KTBP — yrosmenue
UHTPATIOOYJISIPHBIX CEIIT, HHTPAIOOYISIPHAS HCYEPUEHHOCTD 1
CHH/IPOM <«MaTOBOTO CT€KJa». JTU U3MEHEHUsI IIJIOXO KOppe-
JaupoBay ¢ (QYHKIMOHAJIBHBIMU JIETOYHBIMU HAPYIITEHUSIMU.
Wmerorcs cBenieHNs 0 TPOSIBJIEHUSX B JOpPMeE Y3€JIKOB, KOTO-
pbI€ B HEKOTOPBIX CIy9assX MOTJIU ObITh KaTbIM(MUIMPOBAHBI.
TunmaHBIM OBLIO TIPOSIBIIEHIE Y MAIUMEHTOB JHAOTEHHON
SKMPOBOI ITHEBMOHUH, € TIEHUCTBIMU MakKpodaramu, KOTopbie
3ATOJTHSIIA  AJTbBEOJSIPHOE MTPOCTPAHCTBO U UHTEPCTUIUIA.
HeobbIuHO#T 0COOEHHOCTBIO THIIA B sIBJIsieTCs HaKOILIeHNe
JIUTHAZIOB B MEPIATEbHOM IIUTEINU JIBIXaTeTbHBIX ITyTel.
BAJI u jieroutast 6uoOICHsi OOHAPYKUBAIOT TIEHUCTBIE MaKPO-
(harn, koTopsle Tpu okpamBanun Mo Mey—IpyneBama—I[mse
OGHAPYKUBAIOT TOJMYOble TPAHYJISAINM, U3BECTHBIE KAK MOP-
CKH€e TUCTHOIUTBL. DJIEKTPOHHAST MUKPOCKOIHSI OOHAPYKUBa-
€T aHOMAaJIbHBIe JTaMeJIISIPHBIE TesIbIa. DI omcaHbl peakye
CJIyyau ¢ KMCTaMU ¥ BPOKIECHHOI 106apHoii aMbuseMononos-
Holt kKaptuHOoi. Tun E aBisercs penknm, HO Takske MOKeT IIPO-
SIBJIATBCST TIaTOsIOrHel JierkuX. KocTHOMO3roBast KJeTOYHast
TPAHCIUIAHTAIVS SIBJISIETCSI COBPEMEHHBIM METOIOM JIEIEHIS,
METOIOM BBIOOPA JIJISI HEKOTOPBIX MAI[MEHTOB MOKET OBbITh
3aMeCTUTeIbHAS dH3UMOTeparnisl. Bbiio omucano, 4to B HEKO-
TOPBIX CJIYYasIX JIETOYHON maTooruu pu 6osre3nn Humamnna—
TTuka MPUMEHSUIM B KayecTBe JiedeHUs: 0ObeMHBIE JIETOUHbIE
JIABAIKU, HO TIOJIOKUTENBHBII PE3YIILTAT ObLI PEIKUM, TOJIBKO B
cayyae paHHero nposiienust sabosesanus. Tunm C1 Taxske
PEIIKO aCCOMUUPOBAJICS C OTBETOM HA JIETOUHOM JTaBaK.

Hermansky— Pudlak cundpom sisnsiercst pekum (npubivsu-
TEJILHO OJIMH CJIydyail Ha MUJUIFOH ) 3a00JIeBaHHeM Ha GOJTBIIIH-
CTBe TeppuTopuK 3emiiu, Ho ecth obsactu (ITyapro-Puko), rae
OH BcTpeuaercst ¢ Gospineit yacroroit (1 Ha 1800). HPS — sto
reTepoTeHHas IPYINa ayTOCOMHO-PEIECCUBHBIX 3ab0JeBaHMmil,
CBSI3aHHBIX C HAKOIUIEHMEM MLEPOMANOAO0OHOTO BEleCcTBa B
JIN30COMAaX KJIETOK Pa3/M4HbIX TKaHeil. [l1d nereil XapaKTepHbL
AIBOUHU3M, NPEAPACTIONOKEHHOCTh K KPOBOTOUYMBOCTH (HEIO-
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CTATOYHAST ArpPeTalysi TPOMOOIIMTOB) M CHCTEMHbBIE OCJIOXKHe-
HUS, CBSI3aHHBIe ¢ AUCHYHKIMEH ar30coM. XPOHUUECKUA
BOCITAJIUTEJILHBI TIPOIECC MOXKET OOBSICHUTH IIOCTEHEHHOE
passutne N3JI u Gubposa jerkux. V3BecTHO BOCEMDb pas3/imd-
HBIX T€HOB, HEKOTOPbIE U3 KOTOPBIX IIPUBOJIAT K OTHOCUTEIBHO
msrkomy eroruity HPS. JlerouHoit puGpos uMes MecTo B ¢Jry-
yae KianHudeckux Tumos 1, 2, 4 (80% HPS — sro 1 u 4 Tumbr,
MsITKast (hopMa JIeroYHOi GOJIe3HN XapakTepHa st 2 TUIIA),
06bIYHO BO B3pocsioM Boapacte (Gosee 40 ser). [luarHoctuye-
CKUM KJIIOYOM K 3TUM COCTOSTHUSIM SIBJISIETCST GUOIICUSI JIETKUX,
UIsT KOTOPO# OBLIM XapaKTEePHBI BAKYOJTN3MPOBAHHbBIC KIIETKH,
TUTAHTCKUE JIAMEJIJIPHBIC TeJIbIla ¥ yCHJIeHne ayTodJroopec-
1ieHIuH. COrTaCHO HEKOTOPBIM JITAHHBIM, IPHMeHeHue nepheHu-
JIOHA MOYKET [IPUHECTH TI0JIb3Y TIPU (hHUOPOTUYECKOI (hopMe.
Cemetinas eunepkanvyuemus: ¢ ZunoKaIbUUypueti BbI3BaHa
ayTOCOMHO-/IOMUHAHTHOW TOTepell (DyHKIMU B pe3yJibraTe
MyTalil B TeHe, KOAUPYIOIIEM KaJbIIMH-4yBCTBUTEIbHBIN
petenitop (CalP). G-6eoK, CBA3BIBAIONIMIA PELENTOP MeM-
GpaHbl, BbIPAKEH BO MHOTHX TKaHsX. MyTalusi, IPUBOLISIIAS
K ToTepe (QYHKINUU KaJlbIUI-IyBCTBUTEIBHOTO PEIeNTopa,
YXY/UIIAEeT OTBETHYIO PEAKIINIO TOPMOXKEHUS ITAPATHPEONTHO-
IO TOPMOHA B OTBET HA MOBBINIEHHE KOHIEHTPAIIUN KaJIbIUsI
B KPOBU. Pe3yIbraToM SBJISeTCs INHepKaJIbIIueMUs], 4TO CBSI-
3aHO C HE COOTBETCTBYIOUIMM HOPMAJIbHOMY WJIM CJIETKA
MOBBIIIIEHHBIM YPOBHEM TIapaT-rOpMOHA. B moykax myraiusi
B Call mpemoTBpamiaeT OTBETHYIO PEAKIIUIO0 TOPMOKEHUS
peabcopbIy KaJablliisi B CUTYallMd TUIEPKaTbIUEMUN,
YTO MPUBOUT K OTHOCUTEJIBHON I'MIIOKAIbIMypun. Pecrinpa-
TOPHBIE CHMIITOMBI, KaK TPaBHUJIO, He BBIPAKEHDBI U CBSI3aHbI
co camkenneM 1uddysMoHHO cIocO6HOCTH JIerKuX. Tucro-
JIOTUSI JIETKUX YKa3bIBa€T HA HAJUYMe WHOPOJAHBIX THTAHT-
CKUX KJIETOK M MOHOHYKJICAPHBIX KJIETOK, HH(MUIBTPYIOMINX
ATbBEOJISIPHBIN MHTEPCTHUINIT, G€3 OI€PUEHHBIX TPAHYJIEM.

JIUTEPATYPA

2—C. HapyuieHusi y H(MMYHOKOMIIPOMETHPOBAHHBIX Mally-
eHToB [6]

WurtepcTuiuanpioe 3abojeBaHme JETKUX MOXKET
OBITH TIEPBBIM MPOSBJICHUEM UMMYHOAEDUIIUTA WM CIIY-
4UThCS y pebGeHKa ¢ yiKe M3BECTHBIM UMMYHOIE(DUIIUTOM.
B mepBoM ciydae THCTONOTUYECKIE HAXOIKU B OMOTTATaxX
JIETKMX MOTYT YyKa3blBaTh Ha JumdonposaudepaTuBHOe
COCTOSIHUE, B YACTHOCTH OBITh AaHAJOTUYHBI (DOJTUKYISIP-
Homy Oponxuosnury (FB) wmu LIP (mumdornuraphas
MHTEPCTUIIMAIbHAS ITHEBMOHMS), 4YTO [OJIKHO BCerja
HOOYXK/AaTh K MMMYHOJIOTMYECKOMY OOCJIEZI0BAHUIO TAKUX
netell (Bkiovas Tectsl Ha BMIY 1 TecTsl HA ONTIOPTYHUCTH-
yeckue MHPEKINN).

Y nereli ¢ M3BeCTHBIM MMMYHOJe(MUIUTHBIM CTATyCOM
mudbepeHuaTbHbI  AMaTHO3 J0JKEH ObITh MHPOKUM
1 BRJIIOYaTb MHOTUE COCTOAHM:A, KOTOPbIE B 6OJIbIlll/IIICTBe HE
GynyT paccmarpuBathest Kak V3J1. TIo BO3MOKHOCTH, CIIemy-
€T BKJIIOYATh OINIOPTYHUCTUYECKNE MH(PEKIUH, JEeKAPCTBEH-
HO- ¥ paJialliOHHO-UH/YIIMPOBAHHbBIE JIETOUHBIE TTOBPEK/IE-
HUSI, OCJIOJKHEHNST TPAHCIVIAHTAIUN (OTTOPKEHHeE), BTOPUY-
HBII OTEK JIETKOTO M3-3a ATPOTEHHOH cepleyHol AnucdyHK-
11}, JIEFOYHOE KPOBOTEUEHUE U PEIH/IIB UCXOIHOTO OHKOJIO-
T'HYECKOTO COCTOSIHMS, TAKOTO KaK JIeHTKeMUS.

2-D. Hapymenus, mackupyitonmecs moa U3JI [6]

Olll/l BKJIIOYAIOT Jiero4YHble T'UII€EPTEH3MOHHbIE M3MEHEe-
aust (6o apTepuanbHble, JUOO BEHO3HBIE), BTOPUUYHDBIE
cepjeunbie 3aboseBanusi, JnuMbarnyeckue HapyIIeHUsL.
B nocaentem ciaydae 6uoricuu cienyer usbexarb, eCiu 310
BO3MOJKHO, [IOTOMY 4TO IIPOLEypa MOKET OBITh OCJIOKHEHA
JUIATEILHBIM JIMM(MATHYECKUM BBIIOTOM, KOTOPBIH MOJKET
OBITh TSUKEJBIM M MMETh CMEPTETbHBIN mcxom. Jlerounas
JUMQaHTHIKTA3Us PaHee CUNUTAIACh MEJIEHHBIM (haTalb-
HBIM COCTOSIHUEM.
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IHTepcTULiHi 3axBOPIOBaHHSA NIereHb Y AiTen (ornap iHo3eMHol nitepaTtypm)
YactuHa 1. Knacudikauis iHnTepcTuuianbHUX 3aXBOpPIOBaHb JIereHb y AiTel Ta OnNuc AesKMX HO30JI0MYHUX OAUHULb, AKi 3yCTpivYaloTbCcs

nepeBaxHo y HeMoBaaT (0-2 poku)
O.M. OxotHikoBa, TM. Tka4oBa, 0.. lop6atiox

HauioHanbHa akagemis nicnaguniaomHoi oceity im. T.J1. LWynuka, m. Kunis, YkpaiHa

B ornsai BUCBITNIOIOTLCA AOCATHEHHS AUTAYOI MyNbMOHONOTT 3a 0cTaHHI 10 pokiB. HaBoauTbCA iHChOpMAaLf WoAo Knacudikalii iHTepCcTULiAHUX 3aXBOPHO-
BaHb nereHb (13/1) y Aited, NigxoAais [0 AiarHOCTUKM, KNiHIYHOI KAPTUHK | TAKTUKK NiKYBaHHSA LEAKMX HO30M0T4HNX 0anHULbE. Oco6nuBa yBara NpUAINAETbCA
HOBUM KNiHi4HMM hopmam y fiTeit MonogLue ABox pokiB. CTaTTs nogineHa Ha Tpu YacTuHu. Y 1-i YaCTWHI HALAETbCA MaTepian, NPUCBAYEHN Knacudikalliii-
HUM NigX04aM Ta OKPEMUM HO30M0M4HUM 0AnHULAM 13J]1, IKi 3yCTPi4alOTbCA NePeBAXHO Y HEMOBNIAT; 2-ra YaCTUHA BUCBIT/IIOE 3aXBOPIOBAHHS [iTell BinbLu
CTapLLoro Biky (2—18 pokiB), y KNiHI4Hii KapTUHI AKMX € XPOHIYHWIA NereHeBuiA napeHXiMaTo3HNi NpoLec; y 3-it YaCTUHI HABOAUTLCA IHGOPMALis LWOA0 MeTo-

[iB Ta MiAX0AIB [0 AiarHOCTMKM, @ TAKOX CTpaTeris NikyBaHHA.

KnroyoBi cnoBa: iHTepCTULiAHI 3aXBOPIOBAHHA NereHb, AiTW, Knacudikalis, 4iarHoCTuKa, NikyBaHHS.
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3APYBEJKHBIE MCCAEAOBAHISI

Interstitial lung diseases in children (Review of Foreign Literature)
Part 1. ILD disease entities, which are found mainly in infants (0-2 years)

0.M. Okhotnikova, TN. 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.
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IITIanoBH1 KoJeru!

BilIHOBiHHO 10 «Peectpy 3'i31iB, KOHIpeciB, CUMIIO3iyMiB, HayKOBO-
MPAKTUYHUX KOH(MEPEHITill i HAyKOBUX CEMiHApiB, SIKi MPOBOAUTUMYTHCS
y 2016 poti» 21-23 Bepecus 2016 poky y M. JIbBoBi Binbymersest XVIII mopivna
Bceykpaincpka HaykoBo-TIpaKTHYHA KOHGbEPEHTTisT «AKTyaIbHi TUTAHHS TeiaTpii»
(CinesrbHUKOBCHKI YNTAHHS ).

Ha xondepentii 6yayTh po3riIstHyTi cydacHi po6IeMu OISy 3a 30POBOIO
JIUTUHOIO Ta il BUTOMOBYBAHHS, TPOGIEMU IIaTHOCTUKH, JIIKYBAHHS Ta TPOMITaKTH-
KM MOIMMPEHUX XBOPOO AUTAYOTO BiKy. Takok Oyze IpoBeleHe OKpeMe CeKIliiHe
3aciffaHHsl i3 OOTOBOPEHHSM 3BITIB TOJIOBHUX IIO3AITATHUX CIIEIIaIiCTiB 31 cIie-
IaJTbHOCTI «/IUTSYA KapAiOPeBMATOJIOTis.

¥ mexax poboru XVIII Cigenpaukosebkux unradb 23.09.2016 poky Ha Gasi
JIbBIBCHKOTO HAI[iOHAJIBHOTO MeANYHOro yHiBepcutery im. . Tammribkoro BinOy-
ZIeThCsI HAYKOBO-METOAMYHA Hapaja 3 aKTyaJbHHUX NUTAHb BUKJIAQIAHHS HemiaTpil
Y BUIIUX MeUYHIX HaBYAJIbHUX 3aK/Ia/IaX Ta 3aKIa/aX MiC/ISUIIOMHOI OCBITH.

3agBKU Ha yyacThb (aBTOPH, HA3Ba JIOTIOBI/li, YCTAHOBA, MiCTO, TIPi3BUIIIE TOTIOBI-
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02660, m. KuiB, mpocnekt Amnimepa Hasoi, 3, KuiBchka Micbka quTsida KiiHiuyHa Jikapag Ne2, 3aBimyBady Kadenpu memiaTpii Ne2
Harionansroro megmanoro yHiBepeurety iMeni O.O. Boromousbiis, 4ieHy-KopecoH/IeHTY

HAMH VYkpainu, npodecopy Boaocosmio Onexcanapy Ilerposuay o 1 uepsus 2016 p. abo na enekrponny aapecy krivopu-
stov@voliacable.com

Y Bignosiguocti no wHakazy MO3 Ykpainu Big 07.07.2009 Ne 484, zapeectpoBanoro y MinicTepcTBi octuiiii Ykpainu
27.07.2009 Ne 693/16709, yqacanku koH(pepeHtlii orpuMmaoTsb ceptudikar MO3 Ykpainu, kUil HaJa€ BiOBIHY KiTbKiCTh
GaJtiB 1St aTecTanii Ha IPUCBOCHHS (I ATBEPYKEHHS ) IIKAPChKOI KBaTiikamiiiHoi KaTeropii.

[lo yaacti y BeceykpaiHChKill HAyKOBO-TIPAaKTHUHIHM KOH(EPEeHIIii 3apontyIoThCs TOI0BHI o3amTatHi creriamictu MO3 Ykpa-
THM, JiKapi-TeiaTpy, JiKapi 3i CHelliaJbHOCTeN «3arajbHa IMPakTUKa — CiMelHA MeIUIIMHAY, JIKapi iHIIKUX MeAiaTPUYHUX CIie-
iaTbHOCTEH, OPTaHi3aTOPU OXOPOHU 37I0POB 'S, TOJIOBHI TIO3AMITATHI CIEI[AIICTH 32 CHEIiaTbHICTIO «IUTSIYa KapAiopeBMAaTOJIO-
risi», 3aBilyBadvi Ta CriBPOOITHUKY MeAiaTpIHuX Kadeap Ta Kadeap ciMeiHoT MEMTIIMHN BUIUX MENYHNX HABYATbHUX 3aKJIa/liB
Ta 3aKJIa/iB MiCAAUILIOMHOI OCBITH, IPO(DITPHNX HAYKOBO-A0caifHIX ycTanoB MO3 Yipaian Ta HAMH VYkpainm.

IHOTOpOIHIX yUacHUKIB KOH(MEPEHTIii TPOCUMO 3a3/1aJI€Ti/Ib HOTyp6yBaTI/ICH IIPO Miclie IpoKMBaHHA y M. JIbBOBa Ta KBUTKM Ha
TIPOi3L.
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