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JAJKCh eIi301 JeHHOro OJoBaHHs, He OyIu
MOB’sI3aHi 3 BAKUBAHHSIM TKi.

OzHOYaCHO XJIONYMKA OIJIIHYTO O(DTaIbMOIOTOM,
AKUM 3a(iKCcOBaHO HAOPSK IMCKY 30POBOTO HEPBA,
y 3B’SI3KY 3 UMM TIalli€HTa CKePOBAHO HA MarHITHO-Pe30-
Harcuy Tomorpadiio (MPT) 3 mizo3poio Ha HOBOYTBO-
PeHHsI TOTIOBHOTO MO3KY [3]. O6cTeKeHH ST He BHKOHAHO
0/Ipa3y uepes MPUIMHEHHS] CUMITOMATHKU Ta BiZIMOBY
Garbkis. [Tonepenniii giario3 « CHHAPOM IIUKJIIYHOTO
6moBanHst» [2]. MPT BukonaHo 3a 6 MicsIIiB micJIst 1o-
HOBJIEHHS HiYHUX eIi30/iB, BUsgBIeH0 MP-03HaKku
apaxHoIAIbHOI KICTH cepelHbOi YePEITHOI SIMKH JTiBO-
PYY, ONUHUYHI IITHKY EPUBACKYIIPHOTO aCTPOTJIiO-
3y. [Ticaist Bimeodikcartii emizory HiuHOTO «OIIOBAHHST»
naiienTa ckepoBano Ha EET 1 koHcybraitio HeBposora.
Ha Bizieo BusIBIEHO O3HAKM KOBTAJIBHUX PYXIB, Tillepca-
JiiBailii, 6JIIOBOTHKX TT03UBIB, 4 TAKOK FOPU30HTAIBHOTO
nicrarmy. Ha senniit EET (30-xBusmn) emisientudopm-
Hy aKTUBHICTb He 3a(iKcoBaHo.

Tenetnyuni gocizKeHHs He TPOBEEHO, OTHAK Te-
HETUYHWIT aHaMHe3 € 00TsKeHUM: OpaT MaTepi MaB
ETIJIETICI0 B AU TSYOMY BIII.
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[TamienTta ckepoBano Ha Hiuny EET 3 Bizieodikca-
1ieto. BusiBsieno emizentudopMHy akTUBHICTD, MTiCI
KOHCYJIBTAIIli UTSYOTO0 HEBPOJIOTA BCTAHOBJIEHO
ocrarounuii giarao3 «CamoodMeskeHa (hoKaibHa erri-
JIETICiSI TUTSTYOr0 BiKy» 1 IPU3HAYEHO JIeBeTUPAIETaM.

Ocob6smBOCTSIMHI I[HOTO BUITAJIKY CJIi/l BBaKaTH
BiJICYTHICTb 3B’SI3KY HATA/IiB 31 CTPYKTYPHUMU 3Mi-
HaMU FOJIOBHOTO MO3KY, Xxapaktepy MP-kaptunu
3 KJIIHIYHUMU TTPOSIBAMU, BAHUKHEHHS HaIa/liB Tie-
PEBAKHO TTifT yac cHy maiienTa. ledinmmr ekcrpecns-
HOTO MOBJIEHHsI OYB TAKOK HACJITKOM ab0 CYITyTHIM
CTaHOM, aJie He CTIeITUMIYHIM KPUTEPIEM JIJIS IIHOTO
JliarHO3Yy.

BucuoBok

BaratokpaThe 6Jr0BaHHs B AiTeil morpedye miu-
poxoro g epeHITliiHOro TOMYKY, SKUH Ma€ BKJIIO-
YaTH [aTOJIOT1I0 IIJIYHKOBO-KUIIKOBOTO TPaKTY,
CTPYKTYPHi 3MiHK a60 HOBOYTBOPEHHS FOJIOBHOTO
MO3KY, CHHIPOM IUKJIITHOTO OJII0BAHHS, 4 TAKOK
camooOMesKkeHi erierncii auTsaoro Biky. st miz-
TBEPJKEHHSI OCTAaHHBOTO [[IaTrHO3Y CJIiJl TPOBECTU
niuny EET 3 Bieodikcartiero namamis.
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[HTEPCTULLIMHI 3aXBOPIOBAHHA ANXa/IbHOI CUCTEMM B [iTEeN NepLuUmX ABOX POKIB XWTTH 3a/MLLBI0TECH BAX/IMBOIO MEAVYHOIO | COLIa/IbHOIO NPOGAEMOI0
y 3B'A3KY 3 0@ratorpaHHicTiO KNIHIYHMX POPM, CKNAAHICTIO PaHHLOT AiarHOCTUKM, TAXKUM Nepedirom.
Merta — Hagat iHhopMaLito LLOAO LWAAXIB BYACHOI AlarHOCTVIKM HEOHATANIbHOT O MHEBMOHITY.

KniHivHui BUNagok. HaBeaeHo ICTOPio XBOPOOW X/10M14MKa | BIKOM 3 MICAL 3 KNIHIKOO TSHKKOT ANXansHOT He1oCTaTHOCTI. [poaHanisosaHo AnHa-
MIKY KNIHIYHUX MPOSABIB | pe3y/1bTaty 40AATKOBOrO OOCTEXEHHS. 3 HaPOMKEHHA BiA3HAUYEHO M'A30BY MNOTOHIO, C1abKe CMOKTaHHS, HeOCTaTHIl
NPUPICT Macw Tina. Ha peHTreHorpadil opraxis rpyaHOT KMITKY 3MiH HEe BUABNEHO. Ha KOMMIOTEPHIN TOMOrpadil opraHiB rpyaHOT KMITKK BUABIEHO
0O3Haku ABOOIYHOI MHEBMOHIT 3@ TUMOM «MaTOBOro CKar. OTPUMaHO NO3UTUBHNIA Pe3y/bTaT NoniMepasHol naHLoroBol peakur (M/1P) Ha meTanHes-
MOBIpYyC. HeoHatansHuii ckpuHiHr, 3B-EXOME (cekBeHyBaHHA ek3omy, /1P Ha pecnipatopHi 30YAHVIKK, PO3rOPHYTUI iIMyHOOTIYHKIA NPOdifb,
6aKTePIONOTIYHI AOCTIKEHHSA KPOBI 11 Ceui, OPOHXOCKONId, enexkTpokapaiorpadid, exokapaiorpadid, KOMMtoTepHa TOMOrpadia rOIOBHOIO MO3KY,
YbTPa3BYKOBE AOC/IMKEHHA BHYTPILLHIX OpraHis — 6e3 nato/1oril. ['ig 4ac nposeaeHHs WES (whole-exome sequencing) BUSBNIEHO reTepo3uroTHY
de novo myTtadito ¢.185A>C p.(GIN62Pro) y reri SFTPC — natorexHy Bapiauito, aka ypaxye BRICHOS-gomeH cypdaktanTHoro Ginka C. [Jdiarnos nia-
TBEPAXEHO Y Bili 11 MicauiB. BukoHaHo TpaxeocTowmito, npnsHaveHo CPAP (Continuous Positive Airway Pressure)-tepanito, eHTepasnsHe rofyBaHHs:
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4yepes racTpocTomy. MNprsHaueHo NiaTprMyBabHY Tepaniio: MAPOKCUXIOPOXIH, 83UTPOMILMH, aMNOAMNIH, IHFranauil. 3a 6 MicauiB — CTabinsHWIA CTaH,
6e3 notpetiv B CPAP, 3 nogayeio KUCHIO 11/xB. XNon4yvka BakUMHOBaHO 3a Po3LnperHuM kaneraapem (PCV-20, MEN-B, RSV, MEN-ACWY, rpun).
BucHoBOK. 3aB5K1 MOX/IMBOCTI LBWAKO BCTAHOBMUTY €TIONONIIO 3aXBOPIOBAHHS METOAM FEHETUYHOIrO aHanily, 3okpema, WES a6o WGS, cnpuaioTb
3MEHLIEHHIO KifIbKOCTI HENOTPIGHKX OOCTEXEHb, CKOPOYEHHIO TPMBANOCTI NepebyBaHHs B CTalioHapi Ta 3a0e3neYeHHI0 CBOEYaCHOro novarky
CNeUNGIYHOro MiKyBaHH.

KniouyoBi cnoBa: 1111, HeoHaTanbHuii MHEBMOHIT, MyTaLlil Gifika CypdakTaHTa, AiarHOCTUKE, CEKBEHYBaHHA EK30MY.

A rare case of neonatal pneumonitis with de novo mutation of surfactant protein (SFTPC)
V.L. Horova, S.V. Zaharov
Dobrobut Medical Network, Kyiv, Ukraine

Interstitial diseases of the respiratory system in children of the first two years of life remain an important medical and social problem due to the multi-
faceted clinical forms, the complexity of early diagnosis, and the severe course.

Aim — to provide information on the ways of timely diagnosis of neonatal pneumonitis.

Clinical case. The history of the disease of a boy /. aged 3 months with a clinic of severe respiratory failure is presented. The dynamics of clinical
manifestations and the results of additional examination are analyzed. Since birth, muscle hypotension, poor sucking, and insufficient weight gain have
been noted. X-ray of the chest organs did not reveal any changes. Computed tomography (CT) of the chest organs revealed signs of bilateral pneu-
monia of the «ground glass» type. A positive PCR result for metapneumovirus was obtained. Neonatal screening, 3B-EXOME (exome sequencing, PCR
for respiratory pathogens, comprehensive immunological profile, bacteriological studies of blood and urine, bronchoscopy, ECG, EchoCG, CT scan of
the brain, ultrasound of internal organs — no pathology. WES (whole-exome sequencing) revealed a heterozygous de novo mutation c.185A>C p.
(GIn62Pro) in the SFTPC gene — a pathogenic variation that affects the BRICHOS domain of surfactant protein C. The diagnosis was confirmed at the
age of 11 months. Tracheostomy was performed, CPAP (Continuous Positive Airway Pressure) therapy was prescribed, enteral feeding through a gastro-
stomy. Maintenance therapy was prescribed: hydroxychloroquine, azithromycin, amlodipine, inhalations. After 6 months — stable condition, without the
need for CPAP, with oxygen supply 1L/min. Vaccinated according to the extended schedule (PCV-20, MEN-B, RSV, MEN-ACWY, influenza).
Conclusion. Due to the ability to quickly establish the etiology of the disease, genetic analysis methods, namely WES or WGS, contribute to reducing

the number of unnecessary examinations, shortening the length of hospital stay and ensuring the timely initiation of specific treatment.
Keywords: children, neonatal pneumonitis, surfactant protein mutations, diagnostics, exome sequencing.

HTEPCTUIITHI 3aXBOPIOBAHHS IUXATBHOI CUC-
TEeMU B JIiTeH IEePIINX ABOX POKIB JKUTTS 3a-
JIMIITAIOTHCST BAXKJIMBOIO MEJIMYHOIO i COLliaJib-
HOTIO TPO0OJIEMOI0 Yy 3B’sI3Ky 3 OaraTorpaHHICTIO
KJTHIYHUX (pOPM, CKIIA/IHICTIO PAaHHBOI 1iarHOCTUKH,
TSOKKUM T1epebiroM. Y IUTs4oMy Billi iHTepCTUITIHHI
3aXBOPIOBAHHS JIETEHb YaCTillle TIOB’I3aHi 3 TIOPY-
HIEHHSIM IXHBOTO PO3BUTKY i FTeHETUYHO JIeTePMiHO-
BaHi. Kiiniuna Manidecralliss XxapakTepu3yOThCs
CTEPEOTUITHUMU 3MiHAMU JIET€HEBOTO iIHTEPCTUIIIIO
y BUTJISA/I 3aTa/IbHOI iH(IIBTPaIlii pis3HOTO CTYTIeHs
BUPAKEHOCTI 1 TPOLYKTUBHOTO aJIbBEOJITY, 1[0 3HAa-
YHO yTPYJHIOE BUACHY J[IarHOCTHUKY.
Mema — napatu iHgopMaIiio IMOA0 MIJISXiB
BYACHOI JIaTrHOCTUKN HEOHATAJIBHOTO THEBMOHITY.

Kiigiyauii BUnaox

Hasezmeno icropito xBopobu xzonuuxa I. Bikom
3 MicAIli 3 KJITHIKOIO TSKKOI IMXATbHOT HEJOCTAT-
Hocti. [IpoananizoBano fuHaMiKy KJIIHIYHUX TIPO-
SIBIiB 1 pe3yJIbTaTH J0aTKOBOTO 0OCTEKEHHSI.

3a aHaMHECTUYHUMU JAHUMU TTAIli€HTA; TEPMiHOBI
1oJ10TH, (hi3i0IOTIUHI, OITiHKA 32 ITTKajioo Anrap — 8/8.
Bix HapomkerHst — M's130Ba rillOTOHis, cJ1abKe CMOK-
TaHHS, HeIOCTAaTHIN TPUPIicT Macu Tiia. /luTtnny Bak-
IITHOBAHO 3TiJIHO 3 BIKOM, HA TPYIHOMY BUTOJIOBYBaHHi.

[Tepuum kpokoM 3a TaHUME peHTTeHoTrpadii opra-
HiB rpyanoi kiaituHu (OT'K) i BU3HAaueHHs pyTUHHUX
J1ab0paTOPHUX MOKA3HKKIB 3MiH He 3HalieHo. Ha-
CTYITHUM KPOKOM 3P00JIEHO KOMIT IOTEPHY TOMOTPa-
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dito (KT) OT'K, BusiBjieHO 03HaKU ABOOIUHOT TTHEB-
MOHII 32 TUTIOM <«MaTOBOTO cKkJay». OTpUMaHO
TTO3UTUBHUN PE3yJIBTAT MOJiMEPa3HOl JAHITIOTOBO1
peaxkiiii Ha MeTartHeBMOBipyc. [luTnHa norpedyBasa
MOCTITHY KUCHEBY TITPUMKY, JIJIs1 4OTO BCTAHOBJICHO
HazoracTpaibHUl 30H/1. [Ipn3HaueHo aHTHOAKTEPI-
aJIbHY, IHTAJIAIIIHY Tepariio i CUCTeMHi KOPTUKOCTe-
poinn. BusBieHo emnizonn mapoKCu3MaabHOI CyIpa-
BEHTPUKYJISIPHOI TaxiKap/Iil, KyIoBaHi aMioZIapOHOM.

[onaTkoBO TPOBEICHO HEOHATAJIBHUY CKPUHIHT,
3B-EXOME (cexBeHyBaHHS €K30MY, SIKE JAJI0 3MO-
ry posnindpyBaTu OCTIIOBHICTh T€HIB i BUSBUTH
1aToreHHi reHeTu4Hi Bapiantn), IIJIP Ha pecmipa-
TOPHI 30yIHUKH, PO3TOPHYTHIA IMYHOJIOTIYHIIT TPO-
(isb, GakTEPiOIOriuHi JOCIIAKEHHS KPOBI i ceul,
OPOHXOCKOIIiI0, eJleKTpoKapiorpadiio, exokapaio-
rpadiio, KT rosioBHOro M0o3Ky, yJIbTpasByKoBe /10-
CJIiJIKEHHS BHYTPINTHIX OPraHiB.

HesBaskatoun Ha JTiKyBaHH$, CTaH XJIOIMYMKA 3aJ11-
IaBCs CTabiIbHO TSKKUM, Y pasi CipoOy BiIMKHY TH
KHCEHb — HECTIOKIH, TeHepaJli30BaHMil 1[iaHO3, Taxill-
Hoe, carypaitist <80%. ¥ Billi 8 MicAIliB IUTHHY TIE€PE-
BeJleHO /10 KiriHiku B Himeuunni 3 miarnozoMm «IHTeEp-
CTHUIlia/IbHE 3aXBOPIOBAHHS JieTeHb, He yTOUHEHe».
YexkmamHenHd: AMXaabHa HEJOCTATHICTD, JJeTeHeBa
rineprensis, cepiieBa HefocTaTHICTD 1TA.

Y kJiHil TpOBe/IEHO MOBHY /IialrHOCTUKY, Y T.4U.
WES (whole-exome sequencing), i BusiBiieno rere-
posurothy de novo myratiiio c.785A>C p.(GIn62Pro)
y reri SFTPC — matoreHHy Bapiailito, sKa ypaxye
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BRICHOS-nomen cypdakranthoro 6imka C. [lia-
rHO3 MiATBep/skeHo y Billi 11 micaiis. Bukonano
Tpaxeoctomito, mpusaaueHo CPAP (Continuous
Positive Airway Pressure)-Teparrito, eHTepajibHe ro-
IlyBaHHsI yepes racrpoctomy. IIpusHadeHo miarpu-
MYBaJIbHY TEPaIifo: T1/IPOKCUXJIOPOXiH, a3UTPOMi-
IIUH, aMJOAUNOIH, iHraadiii. 3a 6 Micaiis
notomy — crabimbHuii ctaH, 6e3 morpedbu B CPAP,
3 Toj1avero KUCHIO 1 J1/XB. XJ10munKa BaKITMHOBAHOM
3a posmwupennM Kajgengapem (PCV-20, MEN-B,
RSV, MEN-ACWY, rpun).

SFTPC-acotifioBani 3aXBOpIOBaHHS 3 PAHHBOTO
MaHidecTali€eno 3a3Buvail MaloTh TSUKKUH TTepedir
i BUCOKMIA piBEHb JIETAJIbHOCTI. Y 1IbOMY BUIIAJIKY
MYJIBTUAMCIUILTIHAPHUI MI/IX1/] 1 CBO€YacHa MoJIe-
KyJISIpDHO-TeHeTHUYHA /lialrHOCTUKA JIAI0Th 3MOTY CTa-
6iizyBaTu cTaH. [eHeTHYHEe TeCTYBaHHS PEKOMEH/IO-
BAaHO MAaIli€EHTAM 13 PaHHIM ypa)kKeHHSIM JieTeHb
He3'sICOBaHOI eTi0JIOT1i, 0 He Mi/IIa€ThCs KOHCEPBa-
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TUBHIl Teparii. HaBeneHuii KaiHIYHNU BUTIQIOK ITi/I-
TBEPJIKYE JIOJIbHICTh Ta EKOHOMIUHY e(heKTUBHICTh
tectyBanns WES a6o WGS (whole-genome
sequencing) JIJIs1 IBU/IKOI JIIalrHOCTUKY 3aXBOPIOBAHb
Yy KPUTUYHO XBOPUX JIiTel. Xoua NIBU/IKE CEKBEHY-
BaHHS BCbOTO €K30MY Ta BCbOTO FEHOMY € I0POKYNM
MOPIBHSHO 3 TAPTeTHUMU TTAHEJISIMI HACTYITHOTO T10-
koJiinag NGS (next generation sequencing), moTeH-
MITHO KOPOTIIUN TePMiH OTPUMAHHS PE3yJbTaTy
MO3Ke 3pOOUTH X EKOHOMIYHO JOLLIbHIIINMA.

BucHoBok

3aBASIKU MOXKJIWBOCTI MBUJKO BCTAHOBUTH
€Ti0JIOTiI0 3aXBOPIOBAHHSA, METOY T€HETUYHOTO
anajizy, sokpema, WES a6o WGS, cripusiioth 3MeH-
IIEHHIO KiJIbKOCTI HEMOTPiOHMX 00CTEKEHb, CKOPO-
YEeHHIO TPUBAJIOCTI TlepebyBaHHs B cTallioHapi Ta
3abe31eueHHI0 CBOEYACHOTO MOYATKY CHEI(iaHOro
JIIKyBaHHSI.
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Hemiumnt rnioko30-6-pocdarasm (xBopoda HaKOMUUEHHA FIKorery |, xeopoba oH [Mpke) HanexmTb A0 CNaakoBux XBOPo6 0OMiHy peuosirH (CXOP),
AKI 4aCTO MaHIPecTyloTb y HEOHaTaIbHOMY Mepioai Ta MatoTe LWBNAKONPOrpecyoymii nepedir, TOMy 4acTo 3aMWaloTbCa HePO3Ni3HaHMMM abo
NIATBEPOXKYIOTBCA BXE NMICNA CMePTi ANTUHU.

MerTa - niasuLmTY 06i3HaHICTL NikapiB WoA0 NposBiB i AiarHocTrk CXOP.

KniHiyHuit BUNapok. HaaaHo icTopito XxBOPOOU ANTUHI BIKOM 5 MICALIB 31 CKaproto Ha Hanad CyaoM Nig 4ac ornsay neaiatpa 8 nONiKAIHIYHOMY
BigdineHHi. JntnHy rocnitanisoBaHo A0 NefiaTpUyHOro BIAAINEHHS, Y AKOMY AiarHOCTOBAHO KOPOHABIPYCHY IH(DEKLLIO 3@ AaHNMN LWBUAKOrO TECTY,
0ani NPUENHaNVCA po3n1aav CUCTEMN TPABNEHHA Y BUrNAAl ON0BAHHSA, DO3PIAXEHOrO BUNOPOXHEHHS, 3MEHLWMNACA KINbKICTb NPUKN8A8Hb ANTUHN
[0 rpyAeit. 3 aHaMHesy XXMTTA BIAOMO, LLIO B NepLly 400y XnTTA OyB enisoa rinornikemii. O0'eKTMBHO CTaH ANTUHN TAXKUIA: MISBa, 8NETUT 3HUXEHNN,
nepioanyHO OMIOBAEHHS, SHUXEHHSA DIBHSA MIOKO3K B KPOBI A0 1,9 MMOAb/N. CTRIMKKIA PO3BUTOK METab0NIYHOro aunaosy (pH=7,0; KoHUeHTpaLisa
HCO, _5,7 mmons/n), nigBulleHHsa naktataerigporenasn (J14=9,1 Oa/n) i roctpodasoBrx NokasHnkis (C-peaktnsHnii 6inok (CPB=26,7 mr/n),
WBMAKOCT OCifaHHs eputpoumTis (LUOE=27 MM/rog), npokanbUnToHiny (MKT=6,2 Hr/mn), nelikountos (J1=16,4 /), 3i 3cyBOM hopMyn niBopyH,
rinokaniemia (K=2,24 mvmone/n)). MpoBeaeHo andepeHuiiHe AiarHoCTyBaHHS MixX iH(DEeKUInHUM NPOLeCOM, YCKNaAHEHNM PO3BUTKOM CEeNcucy Ta
CXOP. Ha kopvicts CXOP ceigumna wewnaka nosnTnBHa AnHaMmika Ha T1i KoperyBaHHS MeTabo/MiuHmX PO31aaiB | Takuii e LWBNAKWIA perpec nicng
3YNUHKW IHY3IT FNOKO3K. BCTaHOBNEHO NonepeHii AiarHo3 XxBopoou [ipke, NIATBePAXKEHNA FreHEeTUYHIM AOCNIOXKEHHAM.

BucHoBoK. OGI3HAHICTb LLOAO MOXMBKX KNIHIYHMX NpoasiB CXOP, WBMAKI 31arofxeHi Ail B MOMEHT PO3BUTKY METaOONIHHIX KPU3IB Ta OpraHisalia
pEXVMY BUTOA0BYBAHHA ANTUHI MOXYTb CMIPUATI PAHHIV 1X 4iarHOCTLI Ta 30€PEXEHHIO XUTTS NauieHTam.

Knto4oBi cnosa: 1111, rinorniikemig, Cnagkosi xBOPOOU OOMIHY peuoByH, XBOpoOa [Mipke.
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