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CypdakTaHT npencTaBiser co00i CI0KHYIO cMech (pochoIUNINI0B, HEHTPAJIBHBIX JTUMUIOB U CIEIU-
uueckux cypdaKTaHT-aCCOIUMPOBAHHBIX (0eaKoB. I'eHeTHuecKkue 3a00JleBaHNs, CBI3aHHBIE C MyTa-
UMM TeHOB cypdaKTaHTHBIX 0€JIKOB, BCTPEUYAIOTCS PEIKO, a BO3MOMKHOCTHU [JIS JIEUEHUS TAKHX
JeTeil B HACTOsIEe BpeMsA OrpaHMYeHbI. B craThe mpeacraBiieHbl COBPEMEHHbIE CBEIeHUA O BPOJK-

meHHOM gedunure cypdarxrantHoro nmporenHa C, ero reHeTuke, maTorenese, rHCTOJIOTHYECKUX IIAT-
TeépHaX, KINHUKO-PEHTT€HOJOTNYEeCKUX IIPOABJIEHUAX Yy neTeﬁ 1 B3POCJBIX, UCXO0OAaX U Tepamuu.
IIpuBeneHBI KIWHUYECKNE HAOIIONEHNSI TPeX IePBBIX NMAIMEeHTOB JEeTCKOro Bo3pacra B Poccuiickoii
deepanun ¢ JTaHHBIM 32001eBaHNEM, BKIOUYAS PEIKYI0 MaHN(ECTAIUIO B BU/e IEPBUYHOIO JIeroy-
HOT'0 AJIFBEOJISIPHOTO IPOTENHO3a.

Kntrouesvie crosa: cyppaxmanmuuiii npomeun C, 6posxc0ennbLil depuyum, unmepcmuyuaLbHoe 3a60-
Jesanue nezKux, 0emu, zeHemuKa, KAUHULecKue Ha0a100eHUs, 1e20UHbLIL ANbBEONAPHBLI NPOMEUHO3.
Hum.: M.A. JKecmkosa, [].JO. Oscannukos, A.A. Kysneyosa, C.H. Aglees, ©.9. Axeepduesa, E.B.
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dequyum cyppaxmarnmmozo npomeura C: 0030p aumepamypsl U nepsvle KAUHUYeCKUE HAOLI00eHUS 6
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Surfactant is a complex mixture of phospholipids, neutral lipids and specific surfactant-associated
proteins. Genetic diseases associated with gene mutations of surfactant proteins are rare, and
treatment options for these children are currently limited. The article presents modern information
on congenital deficiency of surfactant protein C, its genetics, pathogenesis, histological patterns,
clinical and radiological manifestations in children and adults, outcomes and therapy. It also
provides clinical observations of first three pediatric patients in the Russian Federation with this
disease, including a rare manifestation in the form of primary pulmonary alveolar proteinosis.
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Jlerounsléi cypdaKkTaHT OpeAcTaBISgeT COOO0U
cao:kHy0 cMmech aununoB (90%) u 6eaxos (10%),
CHHTE3UPYEMBIX aJIbBEOJIOIUTaMMU 2-TO THUIIA.
BenkoBBII KOMIIOHEHT BKJIIOUAET 4 CIeru(puIecKnx
nporeuna: A, B, C u D (SP-A, SP-B, SP-C u SP-D
COOTBeTCTBEeHHO). llpyrumm OeskamMu, HeoOXOqu-
MBIMHU [IJIsI HOPMAJIbHOM CTPYKTYPBI U (DYHKIIUOHU-
poBaHus JerouHoro cyppaxraunra, apiadmorca ATD-
cBA3BIBaIOMMi KacceTHbId Oenok A3 (ABCA3) u
TupeounHbIN ParkTop Tpanckpuniuu-1 (TTF1)[1].

Cypdaxrantasii nporeura C (SP-C) — aro
ruApO(OOHBIN OEJIOK, COCTOAIMINUA M3 35 aMUHO-
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KHUCJOT U Kopupyroiuiicsa ogauM reaom (SFTPC).
JaHHBI T'eH OXBaThIBAe€T IPUMEPHO 3 TBIC IIap
HYKJIEOTHUAOB XPOMOCOMBI 8 UeJIOBEeKa, COMEeP:KUT 6
9K30HOB, TpaHckpubdbupyerca MmPHK. Ilocie TpaHnc-
aanuu  obpasymrca muponporeunsl (Pro-SP-C),
cocrogiue gu6o us 191, aubo us 197 amuHOKUC-
gor. CIIalicuHT BKJOUYAET HaJIbMUTU3AIUIO (IIPU-
coennHEHNEe NJUHHBIX KUPHBIX KUCJIOT) I[UCTENHA,
B pesyJibTaTe uero obpasyercs spenblii 6emox SP-C
[2]. SP-C ponosnusaeT GyHKIIIIO GOCHOTUTULOB CYP-
daxTaHTa B CHUYKEHUU IIOBEPXHOCTHOTO HATsMKe-
HUSA B ajibBeoJlaX U MPHUCYTCTBYeT B IIpemapaTrax
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SK30T€HHOTO cypdaKTaHTa, UCIIOJb3YIOMIUXCA I
JIeYeHUsI HOBOPOJKIEHHBIX C PECIUPATOPHBIM JAHC-
mpecc-curapomom (PIIC) [3, 4]. 9xcupeccua SFTPC
HaXOQUTCSA IIOA KOHTPOJEeM sANePHBIX (aKTOPOB
TpaHcKpuniuu, rakux kak TTF1, ycunuBaercsa mo
Mepe yBeJIUUYeHUs recTallmOHHOr0 Bo3pacTa [5].

Brnepsoie anomanuu reua SFTPC Oblaiu BBISB-
JIeHBI y pebeHKa, Ubs HaCJIEeICTBEHHOCTh 10 MHTEP-
CTUIIUAJIBHBIM 3a0oseBanuam jerkux (M3JI) 6b11a
u3yueHa B TeUeHUE TpPeX IMOKOJeHWH. ¥ MaMbl
mamueHTa ObLI JUATHOCTUPOBAaHA JecKBaMaTWUBHAA
uHTepcTUuaabHasa nHeBMouua (DIP), mo moBoxay
KOTOPOT'0 OHAa MoJydvajia JieueHHe TIJIIOKOKOPTUKO-
crepougamu (I'KC) mo 15 ser :xusuu. ¥ pebeHKa He
OBLJIO HApPYIIIEHWH CO CTOPOHBI OPTraHOB ABIXAHUS
IpU POKAEHUU, OOJHAKO B Bo3pacTe 6 Hemesb :KU3HU
MOABUJINCH PECIIUPATOPHBIE CUMITOMBI (TaXUIIHOI,
IUaHO3) U M3MeHeHUs Ha PeHTreHorpaMMax opra-
HOB I'DYJHOI KJETKH, B CBA3U C UeM ObljIa IIpoBe-
neHa Ouorcua jerkux. Mopdosorunueckasa KapTu-
Ha COOTBETCTBOBAJIa THCTOJIOTMUECKOMY IaTTEPHY
Hecnenu(pPuUecKoil HHTePCTUINAIbHON THEBMOHUN
(NSIP). 3pensix SP-C B J1erouHO#l TKAHU BBLIIBUTH
He yoajioch, a IPU TeHEeTHUYEeCKOM WCCJIeIOBaHUU
ObL1a obHapysKeHa myTanusa B rene SFTPC. Ta xe
MyTamnus Oblla BBIABJIE€HA y MaTepu pebOeHKa, ee
COCTOSIHUE YXYIIINUJIOCH IIOCJIe POIOB, 1 BCKOPE OHA
yMepJia OT TAMKEJOH AbIXaTeJIbHOW HeIOCTATOUYHO-
ctu (IH) [6].

Ilocnenyroiiye mcciaeqOBaHUA IIOATBEPANIN U
PaCIIVPUJIN JaHHBLIE O CBA3U I€HETUUYECKUX aHOoMa-
auii SFTPC u 3abonesauuii jerkux. A.Q. Thomas
¢ xoJ1. (2002) coobiiuau 0 HAGIIOAEeHUN CeMbU, B 5
TMOKOJIEHUAX KOTOPOM MMEJUCh CIAydYaud CeMeHOTO
JerouHoro (pubposa, CBA3aHHOTO C MUCCEHC-MyTa-
mueit B rene SFTPC (L188Q). YV ujeHOB 5TO# ceMbu
JIerouHasd IaTOJOTHUS XapaKTepu30oBaIach KJINHUUE-
CKUM IOJTUMOP(U3MOM ¢ MaHUDecTaInei B BO3pacTe
oT poskaeHusa n0 60 jierT uau 6eCCUMITOMHBIM Teue-
HIEM, a TaKKe reTepPOreHHOCTHIO0 TMCTOJIOTHYECKOTO
maTTepHa, BKJaouaoInero Kak NSIP, Tak 1 00bIYHBIH
uHTepcTunnaabHbIi nHeBMoHUT (UIP) [7].

B Hacrosiee BpemMsa 3a60J1€Ba€MOCTh U PACIIPO-
CTPAHEHHOCTh JIETOYHOM NaTOJIOTUU, CBA3AHHOU C
myranuamu SFTPC, neusBecTHbI. IloyueHbl gaH-
HBIE 0 TOM, UTO HanboJiee YacToii MyTarueii JaHHOTO
rena apaserca [73T (c.218T>C) [8, 9].

Henpocrator 3penbix SP-C, mpemmnooKuUTeIhb-
HO BO3HUKAIOIIUN M3-3a IOAABJIEHUA 00pa3oBaHUA
SP-C, BeposaTHO, BHOCHUT CBOII BKJIaJ B Pa3BUTUE
0osie3HeN JJeTKUX. ¥ MBIIlIeil, KOTOpPbIe He B COCTOA-
HUU npousBoauTh SP-C 3a cueT mpuieabHO MHAK-
tuBanuu rema SFTPC, mocTemeHHO IO Mepe UX
B3POCJIEHUA PA3BUBAIOTCS aTeJIeKTashbl, sMpuseMa
U MHTEePCTUINATIbHOE BOCHAJEeHUE JEeTOYHON TKaHU!
[10]. IIpexmosaraercsa, YTO T'e€HBI-MOAM(MUKATOPHI
MOI'YyT WIpaTh BasKHYIO PoJb B passuruu SP-C-
meuuTHLIX 3abosieBanuil Jerkux. HaGaomaanch
manueHTsl ¢ HacaeAcTBeHHBIMU WM3JI, cBA3aHHBI-
MU CO 3HAUUTEJIbHBIM CHUKeHueM ypoBHs SP-C B
JIETOYHOUN TKauu u orcyrcrBueM SP-C mo gaHHBIM
OPOHX0aJIbBEOJIAPHOTO JaBasKa, HO 0e3 MyTaiuit
rena SP-C[11].
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Kpome Toro, myramuu reaa SFTPC MOryT cTaTh
MIPUYMHOMN 3a00JIeBaAHNA JIETKUX U3-32 TOKCUIHOCTH
anomanbpHOro Pro-SP-C. Taxkume myranuu SFTPC
MOT'YT IPHUBOAUTL K OOpPa30BAHUIO AHOMAJIbHOTO
Pro-SP-C, y Koroporo, BepoATHO, HEIPABUJIbHO
(opmupyercsa TpeTuyHas CTPYKTypa, W OH HaKa-
IJIUBaeTCsA B BHE IEPUHYKJEAPHBIX CKOILJICHUIA,
B TO BpeMsaA KaK HopMaJbHBIN Pro-SP-C pacmoa-
raeTcs B IIUTOILJIa3MaTUUYECKUX rpamynax [12, 13].
B apyrux skcnepuMeHTax Ha TPAHCT€HHBIX MBIIIAX,
Y KOTOPBIX ObLJIa SKCIIpecCHpoBaHa HeXBaTKa Pro-
SP-C, ObLIU BHIABJIEHBI 3HAUUTEJbHBIE HAPYIITIEHUS
pPa3BUTHUA JETKUX, UTO HAOJIOJAJOCH U Y HEKOTO-
poIX feteii ¢ myranuavu SFTPC [14]. AHomasnbHBIE
ImepuHyKJeapHble cKoiieHuda Pro-SP-C nab6iioza-
JIUCh B MCCJIeAyeMOM JIETOUHON TKaHU AeTed ¢ pas-
JuuHBIMU TUnaMu myrtanuii SP-C [15].

Myramnuu B reie SFTPC npuBOIAT K Pa3BUTUIO
M3JI, uTo HaAILIO OTpaskeHUe B KJacCUpUKAIUU
IaHHBIX 3aboJeBaHUNl y geTeli AMepUKAHCKOTO
Topakansaoro O6mecrBa 2013 r. [16]. B To0
Bpemsa kak gedpurnur SP-B, ABCA3 00bIYHO IIpU-
BOAUT K HEOHATAJLHBIM 3a00JIeBAHUAM JIETKUX C
OBICTPBIM Pa3BUTHEM CMEPTEJIHLHOTO MCXO0Ma, IPO-
asnerausa M3JI, accomuupoBaHHBIE ¢ MYTaIllUAMUI
B reme SFTPC, ropasmo 6ojiee pasHOOOPA3HBI.
¥V neteit u Bapocabix npu gedurure SP-C Haubosiee
YaCcTO PEruCTPUPYIOTCA XPOHUUECKE PeCIIupaTop-
Hble CHMIITOMBI (TaXWITHOY, OJBIIIKA, KAalllelb,
muaHo3). BospacT Hauasa 3ab6ojieBaHUSA ITHUPOKO
BapbUpPYyeT, ¥ HEKOTOPBIX AeTell cpasy Ke IocJje
poxkneHus paspuBaerca PIIC ¢ TunuuyHOII peHT-
TeHOJIOTUYECKON KapTUHOI, y APYyrux — 00Je3Hb
MOJKeT AJIUTEJbHO IPOTeKaTh GeccuMiTomMHO [12,
17, 18]. Hedunur SP-C 06bI9YHO JUATHOCTUPYETC
y IOHOIIIeHHBIX neTeii. B Tom cayuae, Korga peGe-
HOK ¢ medurnutom SP-C poauicsa HeqOHOIIIEHHBIM,
BO3MOJKHO 0oJiee TdAKeIoe TeueHHe 3a00JeBaHUSA
u3-3a COIYTCTBYIOIEH OPOHXOJIETOUHOM [OuCILIa-
sum (BJIO) [19]. O6HapyKeHO, UTO MyTalluU B TeHE
SFTPC aBnAOTCA PEeNKON NPUUYMHON HAMOIIATH-
YeCKOro JIerouHoro (pubposa y B3POCJBIX, B KJIHU-
HUYECKON KapTUHE KOTOPOTO OTMEYAITCA TOJIbKO
pecrnupaTopHbIie CUMIITOMBI JIETKOM CTEIIeHU TsKe-
ctu [20]. BmecTe ¢ Tem B pa6ore A. Avital u coasr.
(2014) y Bcex 5 mamueHTOB cepuu HaOJIIOLEHUI
OTMEeUAJINCh IPAKTHUUYECKU HOpPMaJbHbIE IOKa3a-
Teau QYHKIUU BHEITHEro ALIXaHUA Imocje 27 JieT
HabsoneHnA 60JbHBIX [21].

Cuuraetcs, 4TO y maiueHToB ¢ geduiiurom SP-C
YacThIM TPUTTEPOM MaHudecranmuu 3abojieBaHU
JIETKUX SIBJISETCA PEeCIUPATOPHO-CUHIIUTUATbHAA
BupycHad (PCB) uadernusa [7]. JanHasa rumoresa
ObljIa TOATBEP:KIEHA B MCCJIEJOBAHUU HA HKCIIEPHU-
MEHTAJBHBIX MBIIIAX, ¥ KOTOPBIX IIPU OTCYTCTBUM
reaa SFTPC ormeuanach 0ojiee BBICOKAsS BOCIIPU-
umynuBocTb K PCB-uadexnuu [22]. Tak, B paboTe
G. Thouvenin u coast. (2010) cpenu 22 manueHTOB
¢ myranuamu B reae SFTPC y 12 (55%) peteii B
MOMEHT MaHu(ecTannu 3a60eBaHNA ObLI T30JIUPO-
BaH PCB [9]. ImeeTcA MOMOKUTETbHBINA ONBIT IIPU-
MeHEeHUS IaCCUBHOM MMMYHU3AIUN MOHOKJIOHAJIL-
"HeiMu antutesamu K PCB (manuBusymab) mereii ¢
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M3JI, acconmmmpoBaHHBIMHU C AePUIIUTOM CypdhaK-
TaHTHBIX IPOTenHOB [23].

ITo mamubpim M. Mechri u coasr. (2010), npu
mpoBeJeHUN KommObioTepHo Tomorpapuu (KT)
OpraHOB TPYAHOU KJIETKU y JeTell ¢ xeduiurom
SP-C, ywmeHbIIawIneil IOTPe6GHOCTL B IIpoOBeIe-
HUU OuomIcuu, HamboJee YacTo OOHAPYKUBAIOTCS
VILIOTHEHUS II0 TUIY «MaTOBOTO CTeKJa». [loMmumo
STOTO MOTYT OBITH BBIABJIEHBI YUYACTKU KOHCOJIUIA-
WY JEeTOYHON TKaHU, YTOJIIEHNEe MeXI0JbKOBBIX
IIeperopoioK, IepuanuHapHas sMmbusemMa, a TakKe
KVCTO3HBIE U3MeHeHud [24].

B HacrosIee BpeMs TeHETHUUYECKOe WCCJIeN0-
BaHWE II03BOJIAET [OUArHOCTHUPOBATH BPOKIEH-
HBIN gedunuT 6eJKOB cypdaKTaHTa U yMeHBIIA-
eT MOTPeOHOCTh B IIPOBENEHUU OWOICUU JIETKUX.
YuuThiBasgi ayTOCOMHO-TOMUHAHTHBIN THUI HacJje-
noBaHus mytanuii B reHe SFTPC u ux KJIUHUYE-
CKYI0 BapuabeJbHOCTh, PEKOMEHOBAHO TPOBOJUTH
reHeTUYEeCKOe UCCe0OBaHNe C TIOMCKOM MYyTalluii B
ITaHHOM T'eHe Y 4JIeHOB ceMbu mpobanza [5]. JauHoe
HuccJeoBaHUE CJeAyeT PEeKOMEHIOBATh AOHOIIEH-
HBIM HOBODPOKIEHHBIM C TAMKEJIBIM, OBICTPOIIPO-
TPeCCUPYIOIINM, He OTBEUAOIIMM Ha CTAHAAPTHYIO
repanuio PIC. ¥V HeOHOIIEHHBIX HOBOPOYKAEHHBIX
¢ PIIC nmouck myramnuii B rene SFTPC He paccMma-
TpuBaeTcA KaK DPYTUHHBIA TeCcT, PEKOMEHIyeTcs
IIPOBOJUTE €T0 TOJBKO B CIydyae HAJIUUUA CEMEHO-
ro aHaMHe3a [0 XPOHWYECKUM 3a00JIeBaHUAM JIeT-
kux (X3JI), B T.u. U3JI, uiu panHei MaageHueCcKOi
cmeprHocTH [ 18]. Kpome ToTO, TeHETHYECKOE HCCTIe-
IOBaHUE PEKOMEHJOBAHO JeTsIM J000ro Bo3pacra
XPOHUYECKUMU PECIUPATOPHBIMU CHUMIITOMaMU, C
TMOJIOYKUTEIbLHBIM CeMelHBIM aHaMmHe3oM mo X3JI,
HEOO'bACHUMBIMU PECIIMPATOPHBIMY CUMIITOMAMU B
0oJiee paHHEM BO3pacTe UJIU IPU KPOBHOM POJCTBE
poxureeii [5].

Buomncuss JerkKoro mO3BOJIIET YCTAHOBUTH
THCTOIATOJIOTUYECKUH NUAarHo3 B caydasX, KoTza
CKOPOCTH ITPOTPECCUPOBAHUA 3a00I€BaHNA JETKUX,
acconuupoBaHHOTO ¢ MyTanueii B reue SFTPC, He
IIO3BOJISIET OXKUAATHh PEe3yJbTATOB Te€HETUYECKOTO
ucciaenoBauusa [5]. Jmarnos moysKeH OBITH 3aI00-
3peH y meTedl ¢ mporpeccuBHBIMU Gopmamvu M3JI,
0COOEHHO NIPU HAJIUYUU TaKUX Pe3yJbTAaTOB OMOII-
cum, kaxk DIP, NSIP mau XpoHHUYECKUH ITHEBMO-
autr muaaneunes (CIP). Kpome Toro, B HECKOJb-
KUX HaOJMIOJAEeHUAX y MAIUeHTOB C MYyTaluaMU B
reie SFTPC npu OUOICUU WU ayTOICUU JETKUX
OBILJI BBIABJIEH JIETOUHBIN aJIbBEOJIAPHBIN IIPOTENHO3
(PAP) [25, 26].

W3-3a peaxoctu M3JI, acconuupoBaHHBIX C
MYyTalusIMU B reHaX, KOTUPYIOIMUX 0eJKu cyphakr-
TaHTa, K HACTOAIIEMY BPeMeHU He OBLIO OIIy0Jiu-
KOBAHO PaHIOMH3UPOBAHHBIX KOHTPOJUPYEMBIX
UcCIeNOBAaHUYN KaKMX-JIn00 TepalmeBTUYEeCKUX BMe-
mIaTeJbCTB Y IeTel ¢ JanHou natojorueii. [losTtomy
COBpEMeHHBI€ CTpaTeruu JieUeHWs OCHOBAHBLI Ha
nyoJIUKaIUAX O CaydasgX U Cepusax HaOJIomeHuUi
ITaHHOTO 3a00JieBaHUA, a TaKyKe Ha KIMHUYECKOM
oubiTe [5]. Jleuenme BrItouaer cucremuble I'KC,
TUJPOKCUXJOPOXUH U A3UTPOMUIIUH, HO 3PQheK-
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TUBHOCTh 9THX IIpelapaToB Ipu 3a00JeBaHUAX
JIeTKUX, aCCOIMMUPOBAHHBIX C MYTAllUAMU TeHa
SFTPC, BapuabenbHa. 3HAUUTEJIbHO pPe)Ke Ha3Ha-
YalTCsd MMMYHOCYIIpeccaHThl (asaTtmonpuH) [27,
28]. Kpome Toro, mamueHTaM 3a4acTyio TpedyeTcs
IJIUTeJNbHAs peclupaTopHas HOAAep:KKa, B T.d.
moMmarrHad Kucaoponorepanus uau UBJI [29]. TKC
HasHavaloTca mamuenTaMm ¢ gepunurom SP-C mepo-
pasbHO (IpegHn30J0H 1-2 Mr/KT/CyT), IN00 B BUIE
nyabc-Tepanuu (MetTunnpenHu3ogon 10—30 Mr/kr
niau 500 mr/m2 B reuenue 3 gHell Kaskable 3—4 Heme-
an) [30]. ¥ mamueHTOB, HE OTBETUBIINX Ha CTAPTO-
Byto Tepanuio 'KC, nu6o npu HaJIUUYUU CEPHE3HBIX
nmo6ouHbIX 3(hderkToB 'KC mcmonbsyercs TUIPOK-
cuXJIOPOXuH B mo3e 5—10 mr/Kr/cyt B 2 mpuema
[19, 30]. BmecTe ¢ TeM, HEKOTOPBIE ABTOPHI CUUTAIOT
BOBMOJKHBIM MCIIOJIb30BaHUE TUAPOKCUXJIOPOXUHA
B KauecTBe 3G GEeKTUBHON Tepaluy IIepBOH JINHUN.
Tak, B pabore N. Hepping u coast. (2013) omuca-
HO HaOJIOfleHVe YCIIENTHOTO JIeYeHUs MJIaJeHIa C
myranueit reua SFTPC u maunudecramueii 3adoJie-
BaHUsA JIETKUX C IEPBBIX CYTOK KMU3HU. PeOeHOK
moJyJyasl Tepamuio THUAPOKCUXJOPOXWHOM B Teue-
HUe 6 Mec, mocjie OTMEHBI IIpelapaTra B CJeIyio-
e 3 Mec KaKuXx-anb0 peciupaTopHbIX CUMIITOMOB
He oTMeuasioch [31]. Cumraercsa, UTO AIUTEIBHOE
JeueHne TUAPOKCUXJIOPOXUHOM MOJKET IIOMEeIaTh
HaKOILJIEHUIO CYPPaKTaHTHBIX TOKCUUYHBIX 0EJIKOB-
npenmrectBeHHUKOB (Pro-SP-C) [21]. Kpowme Toro,
U3BECTHO, UTO THUAPOKCUXJIOPOXUH 00JIagaeT IIPo-
TUBOBOCHAJIUTENbHBIM fAeticTBueM [31]. IlamHbIe 0
npuMeHeHUU asuTpoMuiiuHa y npereir ¢ U3JI, ¢
YYeTOM ero IPOTUBOBOCIIAJUTEIbHOTO M WMMYHO-
MOAYJUPYIOIIETO AeHCTBUS, B HACTOAIIEe BPeMs
CKYOHBI M BKJIOYAIOT OIUCAHWE HECKOJBbKUX CJIY-
YaeB, KOTJa HaIMeHTHI MOoJyJau NaHHBIN Ipera-
paT Kak [OONOJHUTEJbHYI0 Tepanuio [24, 32—-34].
B HacrosAIlee BpeMsa PEKOMEHIOBAHO KCIIOJIb30Ba-
HUe a3sUTPOMUIIMHA B KauyecTBe Tepaluu BTOPOM
JIVHUY WJIN B Ka4eCTBE€ MOHOTEpPAINWM IIPU JIETKOM
dopme N3JI y mereii. Pekomenayemasi cxema IpU-
MeHeHud — 10 Mr/Kr/cyT 3 QHS B HEIeJIO C MHTep-
Bajom 2 gHs [30].

IIpu HeaGHEKTUBHOCTU KOHCEPBATUBHOM Tepa-
OHUU y TaIleHTOB ¢ BPOKIeHHOU nuchyHKIue cyp-
haxTaHTHBIX 0EJIKOB PEKOMEHJOBAHO IIPOBEIEHUE
TpaHCILTaHTanuu Jerkux. B padore W.B. Eldridge
u coaBT. (2017) ObLIM OMyOJMKOBAHLI OAaHHBIE O
44 manueHTaxX, MOABEPTIINXCA TPAHCILIAHTAIUN
JeTKuUX BBUAY 3a00JieBaHUM, acCCOIMUPOBAHHBIX
¢ myranuamu B reHax SFTPB, SFTPC, ABCAS,
NKX2.1. Bel:kBaeMoOCTh B TeueHue 1 roza mocijie
omepamnuu cocraBsuia 88,6% , 5-1eTHAA BbLKUBae-
MocTh — 64% [34]. AnbTepHATUBHBIM BapUAHTOM
BeJleHUA NallueHToB ¢ XpoHudyeckoi [IH mpu HEeBO3-
MOXKHOCTHM TPOBEIeHUsS TPAHCIJIAHTAIINU JIETKUX
ABJAETCS IJuTeJbHas, B T.4. goMamHasa, WBJI
[27].

BBenenue mpemapaToB SK30T€HHOTO cypdak-
ranTa mamueHtam ¢ PJIIC, acconmumpoBaHHBIM C
myranuamu B reie SFTPC, obGecriednBaeT TOJBKO
KpaTKOBPeMeHHOe yJyullleHne oKcureHanuu. [Ipu
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MTaHHOW IIaTOJIOTHMM 3THU JIEKAPCTBEHHBIE CPEeACTBa
He CIIOCOOHBI MOJHOCTHI0 HOPMAJIU30BATh COCTAB U
aKTUBHOCTHh cypdakxrTanTa. [IpumeHeHMe IIperapa-
TOB 9K30T€HHOTO cypdaKTaHTa mpu 3a00JeBaHUIX
JIETKUX, aCCOIIMUPOBAHHBIX ¢ geduimiurom SP-C,
OIIPaBAAHO TOJBKO IIPU KJIUHUYECKOM OTBETe Ha UX
BBeneHue [35, 36].

Mg poaHanusupoBaau 25 nybaukanuii c 2001
mo 2018 rr., B KOTOPBLIX OBLIM OMHCAHBI HAOJIIOmE-
HUA WU cepum HaOJIIOJeHUHA MalueHTOB ¢ MyTali-
amvu B rene SFTPC [6, 19, 20, 21, 24, 25, 27, 28,
31-35, 37-48]. O60611eHHbIE faHHBIE 0 99 maleH-
Tax W3 9TUX PaboT, Jarolnue KINHUKO-aHAMHECTH-
YyecKyio, ructojgoruueckyio u KT-xapakTepucTury
3a00JieBaHMUA, €ro HUCXOALI M BaPUAHTHI JIEUEHUd,
IpencTaBJIeHbl B TAOIUIlE.

IIpuBoguM cOGCTBEHHBIE KJINHUUYECKUE HAOJIIO-
IeHUA TPeX MaluenToB ¢ MmyTanuamu B reae SFTPC.

Kauauueckoe wHao6amogenue 1. Manbuuxk /.,
noctynusa B KaumHuky CII6I'TIMY B Bo3pacte 4,5 Mmec.
HaciiencTBeHHOCTS OTATOIIEHA 0 OPOHXHUAIBLHONU acTme
CO CTOPOHBI MaTepu, y 0a0yIIKU 110 JUHUU MaTepu OpOH-
XO9KTaTnyecas 00Jae3Hb. POAUIICS JOHOIIIEHHBIM, HEOHA-
TaJbHBIN [Tepuo ] mpoTexas 6e3 ocobenHocreii. B Bospacre
1 mec y pebeHKa MOABUJICA PEAKUN Kallleslb, YCUIUBAIO-
muiica B auHamuke. HaGurogancs amMOyIaTOPHO, IIOJIY-
yajJ Kypchl aHTHOAKTEPUANbHON Tepanuu 0e3 KINHUYe-
ckoro adderra. Ha ¢oue uuranamuit 'KC ormeuansoch
yMeHbIIleHrne YacToThl Kamuid. C 2 Mec HaOJI0mAINCh
HU3KUe IpubaBKM Macchl Tesa. B 3 mec y peGeHKa mpu-
coepumHMaNCh, npusHaku [[H, rocnurajimsmpoBaH, IJIU-
TeJILHO HAXOAWJICA B cranuoHape. IIpu obGciegoBaHuu
Ha KT opranoB rpyaHo# KJeTKM OOHAPYsKEHBI HHTEP-
CTUIMAIbHBIE N3MeHeHuA. I11oyyans KOMILIEKCHOe Jieue-
HUe, B T.4. nepopanbio 'KC (nupeauusonon). B Bospacre
4,5 Mec IJid JaJbHEHIero JeueHus IMOCTYIUI B KINHU-
Ky CIIGI'TIMY. CocTossHMe MPU IOCTYILJIEHUU TSMKeJoe,
nHaxogwmica Ha WBJL. ITo mauusiMm KT opraHoB rpyaHOi
KJeTKU — Aud@y3Hoe ABYCTOPOHHEE CHUKEHNE ITHeBMa-
THUBAIUU, CHMIITOM «MaTOBOI'O cTeKJia» (puc. 1a). B 5 mec
1 Hen HaJIOXKeHA TpaxeocToMa. 3a BpeMs HaOJIIOIeHUS
nporpeccupoBana [IH, Ha ¢hoHe OCTPHIX pecMPaTOPHBIX
nHbpeknun Haxomuica Ha WBJI ¢ «KecTkumMu» mapa-
meTpamu. B Bospacte 5,5 mMec y pebeHKa OB BBISIBJIEH
KJaaccuueckuit gerckuit U3JI-curapom [16]: TaxumHo? 10
60—-70 B MuH, yuacTue BCIIOMOTaTEJIbHON MYCKYJIaTyphl
B aKTe AbIXaHUdA, fud@ysHaa KpeouTanusd, geopMmanusd
TPYOHON KJIETKU, CUMITOM «0apabaHHBIX IAJIOYEK» U
«YaCOBBIX CTEKOJI», KHCJIOPOLO3aBUCUMOCTh, HaJWYUe
nuddysupix nusmenenuii Ha cepuu KT opranos rpymgHoit
KJIeTKU, 3aJep:KKa (pusuueckoro passutus. IIpu obcire-
MOBaHUU OBLIN MCKJIOUEHbI BUPYCHBIE, OaKTepUaIbHbBIE,
rpubKoBbie MH(PEKIUN, Ty0epKyJie3, CUCTeMHBIE, ayTo-
UMMYHHBIE, ajlJleprudeckre 3a6oieBanus, UMMyHoeQU-
nurel. ['eHeTHYECKOE MCCIIeOBAHNE IIO3BOJUIO Bepudu-
nupoBarh auaruo3d — W3JI, obycioBieHHOe AedUINTOM
cypdaxranTHOro nmporenta C, 1o pesyJsbTaTaM CEeKBEHU-
poarusa [IHK 6nlna o6HapyskeHa myTtanus c.325-2A>C
B reme SFTPC (chr8:22020947AC>C, NM _003018.3)
B rerepos3urorHom cocrodauuu. Ilo mamasiMm OXOKI B
Bo3pacTe 7 Mec OblLia JUATHOCTUPOBAHA JIETOUHAS TUIEP-
rensusa (JIT'), monyuan cungenadua. C 9 Mmec mOCTOAHHO
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Haxoauiicsa Ha BcuomorareabHoit UBJI. Ilpu cHMKeHUU
dpakuy KuCJI0POLa BO BAbIxaeMoM Bosayxe meHee 60%
ormeuasiock Hapacrauue [[H ¢ nuanosom u gecarypamueit
10 55—60% . 3a BpeMs HaX0KJeHU B OTAeJIeHUN OTMeYa-
JINCh HU3KME MPUOaBKU MAacChl TeJja: 3a 3 MeC IpubaBuUI
500 r, macca Tesa B 1 rox cocrasisaa 5000 r, B Bo3pac-
Te 2 jger — 9600 r. Ha ¢oHe mpoBOAMMOM IIUTEJIbHOMN
tepanuu cucreMHbIiMu 'KC (MeTunnpenausosnon 1,5 mr/
Kr/cyT) obiiee cocTosiHUe pebeHKa CTa0UIN3UPOBAJIOCH,
YIAYUYIIUINCh, TPUOABKU MAaCChl TeJja, ICHUXOMOTOPHOE
pasBuTHe, OJHAKO coxpaHsiuch IH, saBucumocTs OT
UBJI, yxynmmanace KT-rkapruna B Jerkux (ycujieHue
VMEBIINXCS PaHee M3MEHEHUM, MOABJIEHUE YTOJIIEeHUS
MEXKIO0JBKOBBIX II€PEropoJOK, KHCTO3HBIX N3MEHEHUI)
(puc. 16). Beimucan B Bo3pacte 2 jieT 2 MeC, B HACTOAIIee
BpeMs IJIAHUPYETCSA TPAHCILIAHTAIMSA JETKUX 3a IIpeje-
namu P®D.
Kaunuueckoe wHaoOmwaenme 2. Maapuuk B.,
BrnepBble moctynun B HMMIL 3] B Bospacte 6 mec.
HacsencrBeHHOCTE: Yy MaMbl peOeHKA Kaj100 CO CTOPOHBI
OpraHoB AbIXaHuA HeT. M3BecTHO, UuTO 0abyIIKa pebeHKa
0 MaTePUHCKOM JuHUU ¢ 16 JeT HeoZJHOKpPATHO HAXO-
OUjach Ha CTAI[MOHAPHOM JIEYeHUW, HaOJI0ganach y
MyJbMOHOJIOTA C IAUATHO30M «CapKougosd». Ilosyuana
cucremuble I'KC (mpeauuns30/i0H) AauTeabHO. 1o JaHHBIM
MEeIUINHCKON [JOKYMEHTAI[UU, HA PEeHTreHorpaMMmax
OPraHOB I'PYJHOU KJIETKU BU3YaJIU3UPOBAIUCH CUMIITOM
«MaTOBOT'O CTEKJIa», BBIPAYKEHHBIE WHTEPCTUIAAIbHBIE
usmeHenus. B BospacTe 27 jieT oTMeyaninuch HapacTaHUE
IIH, KuCJIOpPOA03aBUCUMOCTD, JIUTEJIbHOE CTAI[MOHAP-
HOe JieyeHUe, B Boapacre 28 JjieT — JeTaJbHBIA HCXOZ.
Pe6GeHOK poauics AOHOIIEHHBIM, HEOHATAJIBHBIN ITEPUOL
mpoTeKkasn 6e3 ocoberHocteii. Ilocae 1 mMec — 3agep:KKa
npubaBOK MacChl TeJia, C Pa3BUTHEM 0EJIKOBO-9HEPIeTH-
yeckoit Hemocrarounoctu (BOH) III cremenu. B Bospac-
Te 5 Mec HaXOAWJICS HA CTAIMOHAPHOM JieueHuu. Bouim
WCKJIIOUEHBI 00JIe3HU O0OMeHa BelllecTB (HacJjeICTBeHHbIe
aMUHOAIUIOTATUH, AedeKThl MUTOXOHIPUAIBHOTO Oera-
OKUCJIEHUsI, OPTaHWYECKUEe AalUuIypuu), MYKOBUCI[U-
nmo3. B Bospacre 6 mec BoimosHeHa KT opraHoB rpyaHOi
kaerku — KT-maHHBIX 3a IATOJOTHIO JIETKUX HE IIOJIY-
yeHo. B Bospacte 8 Mec Ha (OHE TeUeHUS KUIIEUHON
VH(EKIUY 0TMEeYa/IuCh SIU304blI JecaTypanuu, Ha (oHe
KHCJIOPOJOTEpAINU — OBICTPAs IOJIOMKUTEJbHAS IUHA-
MUKa B BHJe HOPMAaJM3AIUU caTypaunuu (HACHIII[EHUS)
KkpoBHu Kucysopozrom SpOs. B Bospacre 8,5 mec 6511 BHOBB
rocimranusupoBan HMUIL 311 ¢ [IH, Kuciopomo3aBucu-
mocThio, BOH II cremenu. IlpoBoguinch KOMILIEKCHAS
aHTHOAKTepUuaIbHAsS, MPOTUBOIPUOKOBAA, MYKOJUTHAYE-
CKas Tepamnusd, YaCTUYHOE IapeHTepajbHOe MMUTAHUE.
IIpu oGciemoBaHUM OBLIN MCKJIOUEHBI MMMYHOIe(MUI-
TBI, Aedpunur o;-anrurpuncusa. Ha OXOKI npuszakos
JIT" He o6Hapy:keno. Ha moropHoit KT opranos rpyaHoOi
KJIeTKHU B Bodpacte 11 mec auddysHbIe MHTEPCTUIIAATE-
HbIe UBMEHEHUA B 000UX JIeTKUX (CHUIKEeHNe THeBMaTu3a-
UM, CUMIITOM «MATOBOTO CTEKJIA», YTOJIIeHNe BHYTPU-
U MeKJIOJBKOBBIX IIEpPeropomok) (puc. 2a). YuuTbIBas
BBEIPAKEHHBIE PECHUPATOPHBIE CHMIITOMBI (TaXMIIHO3,
OJIBIIIIKA, KHCJIOPOJO3aBUCUMOCTD), C IIPOTHBOBOCIIAJIN-
TeJIbHOM Iesibio Hauata Tepanus I'KC — mysbc-repanus
MeTmanepaHusosonom — 3 mgHaA (30 Mr/Kr/cyrt), 3aTem
nepopaibHOo 2 MT/Kr/cyT. Ha (hoHe mpoBOogMMOI Tepanuu
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Tabruua

XapakTepucTuka manueHToB ¢ Myrtanuavu B reHe SFTPC mo faHHBIM JUTEPATyPhI

XapakTepucTuka (4UCciI0 MAUeHTOB, Y KOTOPBIX OBLIM IIPEACTaBJIEHbI CBeIeHN s Yacrora, adc.
00 OTJeIBHBIX IPH3HAKAX) (%)
My:xcKoi 43 (46%)
ITon (n=93)
Keuckuit 50 (54%)
82[53)1{ bI1 aHAMHes Hanwnuwe myranmuu resa SFTPC y 4ieHOB ceMbu IpobaHIa 17(17%)
TecTarinoHHbIH JloHoIeHHbIe 25 (86%)
Bospact (n=29) Heponomenubie 4(14%)
1-e cyTKH 13 (19%)
2—T-e cyTKH 4 (6%)
Bospacr 8-28-e cyTKH 3 (4%)
MaHudecTamun 1-12 mecanes 33 (47%)
(n="70) 1-3 roga 9 (13%)
7-18 jer 2(8%)
>18 jer 6 (9%)
0-2 rozma 23 (34%)
Bospact 2-3 roxma 4(6%)
YCTAHOBJIEHUS 4—6 jer 2 (8%)
nuarsosa (n=68) 7—-18 jer 5(7%)
>18 jer 34 (50%)
Beccumnromuo 3 (7%)
Kamrenn 19 (44%)
OfBINIKa,/TaX UIIHOD 22 (51%)
XpHUIIbI B IETKUX 5(12%)
533;};;2?;;&: 43) H3meneHme nucTaabHBIX (DAJIaHT NAJbIEB («0apabaHHbIe TAJOUKH» ) 6 (14%)
PecnimpaTopHBI# AUCTPECC-CUHIPOM 8(19%)
Wnadernuy HUKHUX ABIXAaTeJIbHBIX TYTeH 10 (23%)
ITueBMoOTOpaKC 4(9%)
BesnkoBo-sHepreTuuecKkas HeIOCTATOUHOCTD 15 (35%)
Koncomupamus 1(2%)
Kuctsr 13 (20%)
Dubpos 6 (9%)
CUMIOTOM «MaTOBOTO CTEKJIA» 27 (41%)
KT-npusnaiu (n=66) YTouenne MeKJ0JIbKOBBIX IIePETOPOIOK 7(11%)
Impuszema 5(8%)
«CoToBOE JIETKOE» 14 (21%)
Hexrsaccupunupyemble U3MeHEHUA 8(12%)
HNuTrepcTuniyaabHas THEBMOHU S /HeKJaccuGuupyeMble U3MEeHEHU T 28 (67%)
JeckBaMaTuBHAas WHTepPCTUIINANbHAA THeBMOHU (DIP) 6 (14%)
THcTOoIOTHUecKas Hecnenuduueckas narepcrurinaiabuas naesmonus (NSIP) 5(12%)
KapruHa (n=42) JlerouHsIl anbBeosgpHBIA npoTenHos (PAP) 2(5%)
XpoHUYECKUIT MHTEPCTUIINAIBHBIN MTHeBMOHUT MuageHIes (CIP) 2(5%)
O6nruHas uHTEpCcTUIMANbHAA THeBMOHUA (UIP) 1(2%)
JnurenbHas KucjaopojoTepanus, B T.4. MBJI 28 (45%)
Cucremusie 'KC 53 (85%)
T'UaPOKCUXIOPOXUH 37(60%)
Jleuenue (n=62) Aszatuonpun 3(5%)
AsurpoMuUInH 12 (19%)
ITpenapaThl 5K30TeHHOTO cypdaKTaHTa 3 (5%)
TpaHCILIAHTAIIUS JIETKUX 8 (13%)
JHupnr 74 (75%)
Vexopsr (n=93) JleTanbHBIN NCXOT 19 (19%)

oTMedaJjiaCh IIOJIOMKUTEJbHasd AUHaAMUKAa, YJIYUYIINJIUCH

pacte 1 roma 1 Mec GbLI HOJIYy4YeH pPe3yJabTaT TreHeTHUue-

npubaBKU MacChI Tejla, YMEeHBbIINIACh OJbINIKA, Ha (hoHe
KHUCJIOPOJOTEPAINY uepes HasalbHble KAHIOJIU CO CKOPO-
creio 1-2 s/Mmun SpO, cocrasaana 95-99% . YuureiBas
JaHHbIe aHAMHe3a, KINHUYEeCKYIo KapTuny, nanasie KT,
y pebenka OwL10 3amomosperno M3JI, accornimupoBaHHOE C
BPOKJEHHBIM fnedunutom 6enxoB cypdaxranTa. B BO3-
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CKOT0o aHaym3a, BblaBiaeHa myTtanus c.310T>C B rene
SFTPC (g.22020701T>C, NM_003018.3) B rereposu-
TOTHOM cocTossHUU. IIpoBefeHO oOCJiemOBaHUE POAUTE-
e — y MaMbl MaJbUMKa BbIABJIEHA aHAJOTUUHAS MyTa-
1A B TeTEPO3UTOTHOM cocTossHuu. Mame peGeHKa ObLIa
mpoBemena KT opranoB rpymHOi KJIETKHU, OOHADPY KEHBI
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Puc. 1. KT oprasnos rpyaHoii kiaetku pedenka [I. (Habaromge-
Hue 1) (onucaHue B TEKCTE).
a — Bo3pacTt pebenka 4,5 mec; 6 — Bogpact pebeHka 1 rox 3 mec.

Puc. 2. KT opranoB rpyaHoii KiaeTku pedenka B. (HaGiarome-
Hue 2) (onucaHue B TEKCTE).

a — B Bogpacre 11 mec, 6 — B Bo3pacre 1 rog 5 mec, B — B BO3-
pacre 1 rox 9 mec.

Puc. 3. T'ucroiormyeckoe mcciaeqoBaHNe TKAHU JIErKOro
(ouomcus B Bo3pacre 4,5 mecana, Ha0awoaeHue 3) (onucaHue
B TEKCTe).

a — OKpacKa reMaTOKCUJIUHOM M 903UHOM, yB. 40; 6 — oKpacKa
PAS, ys. 40.

Puc. 4. KT opranos rpyaHoii KiaeTku neBouku K. B Bo3pacre 5
mec (Habaromenne 3) (OMMCaHue B TEKCTE).

WHTEPCTUINATbHBIE U3MEHEHUA, B JUHAMUKE 0e3 m3Me-
Henus. I[Ipu 6ogumnaerusmorpaduu, cuuporpaduu, qud-
dbysuoHHOM TecTe: popcupoBaHHAS KU3HEHHAA eMKOCTh
aerkux (PIKEJ) — 2,92 1 (98%), o6beMm dopcupoBaH-
HOTO BBIZOXa 3a 1 ¢ (OPB1) — 2,58 1 (88%), OPB1/
DIKEJL — 88,2%, ocraTouHbIil 00beM/00IIIasi €MKOCTh
aerkux — 120%, puddysnoHHas CIOCOOHOCTH JIETKUX
mo CO — 56% . Mama peGeHKa KOHCYJIbTUPOBAaHA IIYJIb-
MOHOJOTOM, nquarHoctupoBana NSIP, accomuupoBaHHasA
¢ myramnueit B rene SFTPC. B Bospacre 1 roga 2 mec y
pebeHKa OTMeUaJioCh DPe3K0oe YXYAIIEeHHEe COCTOSHUS C
ycunenueMm [[H, morpebHOCTBIO B mpoBemeHuum KWBJI B
TeueHre 1 Mec, 3aTeM IepeBelieH Ha KUCJI0POJOTEPATINIO
yepe3 MacKy. YUUTHIBAA OTCYTCTBUE BHIPAKEHHOM II0JIO-
JKUTEeNbHON nquHaMuKu Ha (oHe Tepanmu I'KC, pereno
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TMOAKJIIOUNUTH K TePAIny I'UPOKCUXJIOPOXUH U3 pacueTa 5
Mr/Kr/cyT. Ha 7-e cyTKU OT HauaJia Tepannuu OTMevaiach
3HAUUTEJbHAs MOJIOKUTEIbHAA INHAMUKA: PeOEHOK CTas
aKTUBHEE, YBEJIUUMINCH STIU30AbI 00APCTBOBAHM S, HAUAT
npubaBIATH B BeCe, YMEHbBIINJIACh OJBIIIKA, YMEHbBIITN-
Jlachk ZOTaIus KUCJIopoa fo 4 J/MuH, BO CHe u 6e3 Gpusu-
yecKoil Harpy3ku — fo 2 a/muH. Ha KT opranos rpygHoit
KJIETKU — YMEHBIIIeHIEe MHTEePCTUIINAIbHBIX N3MEHEHUH
(puc. 26). TakKe mepes BHIIUCKOM M3 CTallIOHApa PebeH-
Ky OBLJI Ha3HaUeH a3UTPOMUIMH 110 cxeme — 10 Mr/Kr/cyT
3 pasa B Heziet0. Ha MOMEHT mocjiefHel TOCTIUTAIN3aIUN
pebernka B BospacTe 1 roma 9 mec Ha (poHe IMPOBOAMMOM
Tepanuy OTMEUaeTCs OTUETINBAA MOJOKUTEeIbHAA JUHA-
MuKa. Pe6eHOK XOpOIlo IpubaBiaseT B Bece, B IIOKOE U
IpU HATPy3Ke PECIHUPATOPHBIE CHUMIITOMBI OTCYTCTBYIOT,
COXpaHAeTCA KUCJIOPOL03aBUCUMOCTb, OZHAKO CKODPOCTH
IOTOKA yMeHbIuIach 10 1,5—2 j1/mMuu. Ha KOHTPOJIBHOMK
KT opranoB rpyaHOl KJETKU 3HAUUTEIbHOE YMEHBIIIE-
HUe WHTEePCTUIINAJbLHBIX n3MeHeHnuil (puc. 2 B). Hauara
ormena I'KC.

Kaunuueckoe Ha6aonenue 3. [lepouka K. moctymu-
na B MIIT'KB B BospacTte 4 mec. HaciieicTBEHHOCTH OTATO-
meHa: y oTiia peberka 6n110 frarsoctuposano U3JI, onun
6patT oTia ymep B Bodpacte 4 mMec (AMAarHO3 «THEBMOHUSA
TAKEJIOTO TEUEHUA» , BCKPBITHE He IIPOBOUJIOCH), IPYTOM
6paT ymep Bo B3pocsioMm Bosdpacte ot M3JI, cectpa oTia
yMepJia B BospacTe 2 JIeT (UarHos « THeBMOHUSA TAMKEJIOT0
TEeUEeHUA», BCKPBITHE He IPOBOAMWIOCH). Poamiaacs JOHO-
IIeHHOM, HEOHATAJbHBIN IIePUOJ IIPOTEeKAaJ 63 0CO0eHHO-
creii. B 2,5 mec y pebeHKa MOABUJINCH KallleIb, OABINIKA,
JKUJIKUIN 3€JeHBIN CTYyJl CO CAm3bio. Dhlaa rocmuTaiu-
3UpPOBaHA II0 MECTY KMUTEJIbCTBA C AUATHO30M «OCTPAas
KuIreuyHasa WHQEKIuA». Bo BpeMsa TOCHUTAIU3ANUNA Y
pebeHKa B BOo3pacTe 3 MeC YCUJIMJINCH PECIMPATOPHBIE
CUMIITOMBI (OZBIIIIKA, TAXHUIIHOY, IIMAHO3), IOSBUJIACH
moTpe0HOCTh B KHUCJOpomoTepanuu. Ilpu obciaesoBaHuN
metogom MDA obuapykernsr IgM xk PCB, B IIIP maska
W3 CIM3KUCTON OOOJIOUKM BEPXHUX NLIXATEIbHBIX IIyTeH
— OHK Pneumocystis jirovecii. Ha KT opranos rpyaHOi
KJIETKHU B BodpacTe 3 Mec — Au(Gy3HbIe MHTEPCTUIINATE-
Hble M3MeHeHHusA. PeOeHOK Moydan aHTHOaKTepuasb-
HYI0, HHTAIAINNOHHYI0, CHMIITOMATHUYECKYIO TEpPAaIlnio.
VUuThIBasg COXpaHAMINNECd M3MEHEHUs IIPU PEHTIeHO-
JIOTMYECKOM HCCJIeJOBaHIUM, B Bo3dpacTe 3,5 Mec pe0eHKY
Hauara tepanusa cucreMubiMu 'KC, peKoMeHI0BaHO IPO-
BeJeHUe Ouoncuu Jjgerkux. [Ipu mocryniaenuu 8 MITKB
B Bo3pacTe 4 Mec COCTOsHUE PebeHKa PaCIleHMBAIOCH KaK
Tasxenoe. OTMeUaaNCh OABIIMIKA B IIOKOE, TAXUITHOD, KIC-
JIOPOI03aBUCUMOCTE. IIpK ayCKyJIbTAIIUN JETKUX XPUIILI
He BoIcaymuBaauck. Ha 9XOKT mauubix 3a JII' He mosy-
yeno. Ha KT opramoB rpyauoi KjaeTKu 6e3 TUHAMUKU B
CPaBHEHNM C HPEABIAYIIMM HCCIESOBAHNEM. Y UUTHLIBASA
HaJnume y peb0eHKa OTATOIeHHOro aHamuesa mo WM3JI,
KJINHUYECKO-UHCTPYMEHTAIbHBIE JaHHbIE, ObLIO AUATHO-
crupoBano M3JI, a1 BepupUKAIuM KOTOPOTO PEKOMEH-
IOBAHO TeHeTHUYecKoe obciemoBaHmue (CeKBEHHMPOBAHNE
reaoB SFTPC, SFTPB). B 4,5 mec pebeHKY ITpoBefeHA
omomcus Jerkux. Ilpum maToMop(OJIOTHUECKOM WCCJIe-
MOBAHUU BBIABJIEHO, UTO IIPOCBET OOJIBIIIOTO KOJUUECTBA
aJbBeoJI OBLI IOJHOCTHIO 3aIIOJHEH 303MHO(MUILHBIMU,
rMaJnHOBLIMU, PAS-TIO3UTHUBHBIMM MacCaMH’, HAPALY C
KOTOPBIMU OIPEHeJIANNCh CIYIIeHHbIe aJbBEOJOIUTHI,
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CD68-nmosuTuBHBIe MaKpodaru u IUCTUOMUTHI (puc. 3).
Taxkum o6paszom, MopdoaornuecKas KapTuHa B OOJIbIIEH
CTEIIeHN COOTBETCTBOBAJIA JIETOYHOMY aJIbBEOJISIPHOMY
TIPOTENHO3Y, UTO MOATBEPIKAAJIO IIPEAIOJIOKEHNE O HaJIN-
YU BPOKAEHHOTO Aeduimra cypdakTaHTHBIX OEJIKOB.
Pebenky ObLI IpOBeIeH OPOHX0aIbBEONAPHDIH JaBask 100
MJI MU30TOHUYECKOTO PAcTBOpA ¢ JOOaBI€HUEM alleTUJIIH-
cTenHa, OBLIO OTMBITO YMEPEHHOEe KOJMYECTBO MYTHOTO
cogepsxumoro. Ha KT opranos rpyaHoil KJIeTKHU, BBIIOJ-
HEeHHOI B 5 Mec, o0HapyKkuBaiauck KT-npusHaku mHEBMO-
MeanacTUHyMa, BbIpakKeHHble NTU(PPy3HbIe MHTEPCTUIU-
ajbHbIEe NU3MEHEHUA B 000UX JIETKUX (TeHepaIn30BaHHBIH
CHMIITOM «MAaTOBOTO cTeKJa» (puc. 4). B mociexmyroiue
2 Hemenu cOCTOAHWE pebeHKa OCTAaBaJIOCh KpaiiHe TsKe-
JIBIM, HecTaOuIbHBIM, 3a cuer [IH III crenenu, cepmeunoit
HEeJOCTATOYHOCTH, IIOUEUHON HeJOCTATOYHOCTH. PeGeHOK
"Haxoxauicsa Ha MUBJI ¢ «KecTKuMu» mapaMerpamMu, IIpo-
BOAMJIACH Tepamusa KapAHMOTOHHMKamMu. B Bospacre 5,5
MecC B pe3yJibTaTe MOJUOPTaHHON HeJZOCTaTOUHOCTH, pas-
BUBIIIelica Ha (oHEe OCHOBHOTO 3a00JIeBaHUA, HACTYIIUJ
JeTanbHBI ucxon. IIpu ayToOmCHUIHOM HCCJIeLOBAaHUU
0o0HaApPy KeHBI aHAJOTUUHBIE, HO 60Jiee BEIDAKeHHBIE, YEM
mpu GUOIICHY, N3MEHEHUs B JIETKUX, & TaKiKe MIPU3HAKU
JIT'. ¥V:xe mociie cMepTu peOeHKa OBLIN IOJYUYeHbI PE3YJIb-
TaThl TEHETUUECKOTO UCCJIeI0OBaHuA — OblIa OOHaApysKeHa
myranua c¢.218T>C B reme SFTPC (g.22020609T>C,

NM 003018.3), myraruii B reae SFTPB o6HapyKeHO He
obL10. Takas ke myranusa B reme SFTPC pnanbHeHIieMm
ObljIa O0OHaApysKeHa y OTIia peOeHKa.

IIpencraBiaenHble KJIMHUYECKMNE HAOJIIOMeHUS
IeMOHCTPUPYIOT T'€HEeTUYECKYI0 TeTepPOreHHOCTbh U
BBIPAMKEHHBIN KJAMHUYeCKuil moaumoppusm M3JI,
acconuupoBaHHLIX ¢ gepuiiutTom SP-C — oT oTHO-
CUTEJIFHOTO 6JIarONPUATHOTO TeUeHUA 3a00IeBaHU A
Ha (Qoue xommiaekcHoit Tepanuu (I'KC, rugpokcu-
XJIOPOXWH, a3UTPOMUIINH, HAOI0geHne 2) 10 OMKU-
IaHUA TPaHCILIAHTAIUU JieTKux (HabmtoneHue 1) u
JeTAJbHOTO0 MCXOJA IIPU JIETOUYHOM AJbBEOJIAPHOM
nporenHose (HabaogeHue 3).

Kongaukxm unmepecoé: aeémops. cmambuu nodmaeep-
Juau omcymcemeue KOHPAUKMA UHMEPEcos, 0 KOMOPOM
Heo6x00uMo coooUUMb.
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