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npubsmsanM rpadikom: 00-03—-05/06 roauna. Jo-
JAJINCh eMi30n JeHHOTO OJIT0OBaHHs, He OyIu
OB’ sI3aHi 3 BYKMBAHHSIM 1Ki.

OnHOYaCHO XJIOMYNKA OTJISTHYTO O(PTATbMOTIOTOM,
AKUM 3a(hiKcOBaHO HAOPSIK IHCKY 30POBOTO HEPBA,
y 3B’s13Ky 3 UMM TIAITiEHTA CKEPOBAHO HA MArHITHO-Pe30-
HarcHy ToMorpadito (MPT) 3 mizo3poto Ha HOBOYTBO-
PEHH rOIOBHOTO MO3KY [3]. OOcTekeHHS He BUKOHAHO
0/Ipa3y uepes MPUITMHEHHSI CHMIITOMATHKH Ta Bi/[MOBY
GarbkiB. [Tonepeniii giarnos « CHHAPOM IUKJIIYHOTO
6moBanHsy [2]. MPT Bukonano 3a 6 MicsIIiB 1mic/ist 1o-
HOBJIEHHS HIYHUX eI1i30/iB, BuaABjaeHo MP-o3Hakn
apaxHOIIAJIbHOI KICTU cepeTHbOi YepeTHol SIMKU J1iBO-
PYY, OIMHIYHI JIJISTHKY TTePUBACKYJISTPHOTO aCTPOTJIiO-
3y. ITicust Bimeodikcaltii enizoy HiYHOTO «OJIOBAaHHST»
narienTa ckeposano Ha EET i koHcypraitio HeBpoJora.
Ha Bizieo BusiBJIeHO 03HaK1 KOBTJIbHUX PYXiB, rifiepca-
JtiBariii, 6/IFOBOTHHX TTO3MBIB, & TAKOK TOPU30HTAIBHOTO
wicrarmy. Ha nenniit EET (30-xBusmn) emizientudopm-
HY aKTUBHICTb He 3a(iKCOBaHO.

TeneTnyni oCTiI;KEHHS HEe TPOBEIECHO, OHAK Te-
HETUYHUIT aHaMHe3 € 00TsDKeHUM: OpaT MaTepi MaB
ETILIETICITO B IUTSYOMY Billi.
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[MTamienta ckepoBano Ha Hiuny EET 3 Bifeodikca-
1iero. BusiBsieHo enienTtudopMHY aKTUBHICTb, MiCTIS
KOHCYJIBTaIlil IUTSAYOT0 HEBPOJIOTA BCTAHOBJIEHO
ocratoynuii miarao3 «CamooOMeskeHa (hoKarbHa erri-
JIETICisl AUTSYOTO BIKY» 1 IPU3HAUEHO JIeBeTHPAlleTaM.

Oco6MBOCTSIME I[HOTO BUIAJKY CJIijl BBasKaTH
BIJICYTHICTb 3B’I3KY Halla/liB 31 CTPYKTYPHUMU 3Mi-
HaMU TOJIOBHOTO MO3KY, Xapaktepy MP-kapTunu
3 KJIIHIYHUMU TTPOSTBAMU, BUHUKHEHHST HAI/[iB T1e-
PEeBaKHO ITiJT Yac cHy maitienTa. /ledinut excripecus-
HOTO MOBJICHHSI OB TAKOK HACJITKOM 200 CYITyTHIM
CTaHOM, aJie He cIenn(iyHuM KPUTEPIEM JIJIST ITbOTO
JIiarHO3Y.

BucnoBok

Bararokpatre 6s0BaHHS B [iTell moTpebye 1u-
pokoro udepeHITitHOTO TIOTYKY, SKUH MA€ BKJIIO-
YaTH MATOJIOTII0 MIYHKOBO-KUITKOBOTO TPAKTY,
CTPYKTYPHi 3MiHI a60 HOBOYTBOPEHHSI TOJIOBHOTO
MO3KY, CUHPOM IMKJIYHOrO GJII0BaHHS, a TAKOXK
camMoobOMeskeHi erisencii aurstyoro Biky. st miz-
TBEP/PKEHHS OCTAHHBOTO JIIaTHO3Y CJIijl TPOBECTH
niuay EET 3 Bireodikcariero Hamais.
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[HTEPCTNLIHI 3aXBOPIOBAHHA ANXANBHOT CUCTEMN B AITEN MEPLUNX ABOX POKIB XUTTH 3aNMULLIAITHCH BAX/MBOIO MEAVNYHO | COLIATBHOK NPOOIEMO
y 3B’A3KY 3 6aratorpaHHicTio KNiHIYHNX POPM, CKNAAHICTIO PaHHLO! AiarHOCTUIKM, TAXKIM Nepesirom.
MerTa — Hagatv iHpopMaLito LLOAO WAAXIB BYACHOI AiarHOCTUKA HEOHATaNbHOrO MHEBMOHITY.

KniHiyHuii BUNnapok. HaseaeHo icTopito XBOPOOU X/10M74YMKA | BIKOM 3 MICALT 3 KAIHIKOIO TAXKO! AMXabHO! HEAOCTAaTHOCTI. [1poaHanisoBaHo AviHa-
MIKY KNIHIYHWX NPOSABIB | pe3ybTati 4OAATKOBOrO 0OOCTEXEHHS. 3 HapPOAKEHHS BIA3HAUYEHO M'A30BY MNOTOHIIO, ClabKe CMOKTaHHA, HeAOCTaTHil
npUPICT Macw Tina. Ha peHTreHorpadil opraHis rpyaHol KNiTky 3MiH He BrABNeHO. Ha KoMm'loTepHii ToMorpadii opraHis rpyaHol KiTku BUABNEHO
O3HaKK1 ABOOIYHOI MHEBMOHII 3@ TMMNOM «MaTOBOIO CkAa». OTpPMMaHO NO3UTUBHUI pe3ynbTaT NnofiMepasHol NaHuUroBol peakuil (MJ/1P) Ha MeTanHeB-
MOBIpyC. HeoHaTtanbHuii ckpuHiHr, 3B-EXOME (cekBeHyBaHHA ek3omy, /1P Ha pecnipaTopHi 36yAHVKK, PO3FOPHYTU IMyHONOTIYHNIA NpOdinb,
0aKTepioNoriyHi AOCNIAXKEHHS KPOBI 11 ceui, GPOHXOCKONISA, enexkTpokapaiorpadis, exokapaiorpadis, KOMm'loTepHa TOMOrpadis rO0BHOMO MO3KY,
YNbTPa3BYKOBE AOCNIMKEHHS BHYTRILHIX OpraHiB — 6e3 natonoril. [1ig 4yac nposeaeHHsa WES (whole-exome sequencing) BUSBNEHO reTepo3nroTHy
de novo myTauito C.185A>C p.(GIN62Pro) y reHi SFTPC — natorenHy Bapiauito, aka ypaxye BRICHOS-gomeH cypdaktaHtHoro 6inka C. [iarHo3 nia-
TBEpAXEHO v Bili 11 MicauiB. BukoHaHo TpaxeocTomiio, npuaHadeHo CPAP (Continuous Positive Airway Pressure)-tepanito, eHTepanbHe roayBaHHs
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yepes ractpoctomy. [NprsHaYeHo NiaTpuMyBasbHy Tepanito: NaPOKCUXTOPOXIH, @3UTPOMILMH, aMIOAUMIH, IHrandauil. 3a 6 MicauiB — CTabiIbHWIA CTaH,
6e3 notpetn B CPAP, 3 nogadeio KUCHO T1/xB. XNonunka BaKLMHOBAHO 3a pPO3LWMpeHnm kaneraapem (PCV-20, MEN-B, RSV, MEN-ACWY, rpun).
BUCHOBOK. 3aBAAKN MOXIMBOCTI LIBWAKO BCTAHOBUTY €TIONOTI0 3aXBOPIOBAHHA METOAN FEHETUYHOrO aHanily, 3okpema, WES abo WGS, cnpusitoTs
3MEHLLUEHHIO Ki/TbKOCTI HEMOTPIOHNX OOCTEXEHb, CKOPOYEHHIO TPUBANOCTI NepelyBaHHS B CTaLlioHapi Ta 3a0e3neYeHHIO CBOEHACHOrO NOYaTKy
CNeunmiYHOro /ikyBaHHS.

Knro4oBi cnoBa: /1iT1, HeoHaTanbHWI NTHEBMOHIT, MyTaLlil 6ika cypdakTaHTa, AiarHOCTUKE, CEKBEHYBaHHSA 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 c185A>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 " 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 TL/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.

HTEPCTUIIITHI 3aXBOPIOBAHHS IUXATBHOI CHC-
TEeMHU B JIiTeHl Mepiiux ABOX POKiB KUTTS 3a-
JINIIAIOTHCS BAKJIMBOIO MEIMYHOIO 1 COIiasb-
HOIO 1IP00JIeMOIO y 3B’ 43Ky 3 OaraTorpaHHiCTIO
KJTIHIYHUX (DOPM, CKITaIHICTIO PAHHBOI AIarHOCTUKH,
TSUKKUM T1epebiroM. Y TUTs4oMy Billi iHT€PCTUIAHI
3aXBOPIOBAHHS JIeTeHb YacTillle OB sI3aHi 3 TTOpPY-
MIEHHSM IXHbOTO PO3BUTKY i TEHETUYHO JIETEPMiHO-
Bani. Kiiniuna manidecralliss XxapakTepu3yoThCs
CTEPEOTUTTHUMHU 3MiHAMM JIETEHEBOTO IHTEPCTUITI IO
y BUTJISITI 3a1aJIbHOT iH(DIIBTPaIlil pisHOTO CTYTIEHS
BUPAKEHOCTI 1 MPOLYKTUBHOTO AJIbBEOJIITY, 10 3HA-
YHO YTPYAHIOE BYACHY /1IarHOCTHUKY.
Mema - nanatu ingopmalliio moa0 MIIXiB
BYACHOI J[IarHOCTUKN HEOHATAIbHOT'O ITHEBMOHITY.

Kainiyauii BUnazjox

Hagezeno icropito xBopobu xzonuuxa I. Bikom
3 Mics1i 3 KIIHIKOO TSAKKOI ANXAThHOI HeToCTaT-
HocTi. [IpoananizoBaHo MHAMIKY KJIIHIYHUX TTPO-
SABIB 1 pe3yJIbTaTh J0ATKOBOTO OOCTEKEHHSI.

3a aHaMHECTUYHUMH JTaHVMHU TIAITiEHTA: TEPMiHOBI
noJs1orH, (hisiosoriuHi, ominka 3a mkasioo Anrap — 8/8.
Bix Hapo/KkeHHsS — M'sI30Ba TiIIOTOHIs, ctabKe CMOK-
TaHH4, HeIOCTATHIN TPUPICT Macu Tiza. [TuTnHy Bak-
IIMHOBAHO 3TiJIHO 3 BIKOM, HA IPY/IHOMY BUTOJIOBYBaHHi.

[Tepimmm KpokoM 3a JaHnMU peHTrenorpadii opra-
HiB rpyanoi kaitunn (OI'K) i BUsHaueHHs pyTUHHUX
1abopaTOPHUX MOKA3HMKIB 3MiH He 3HaiigeHo. Ha-
CTYIIHUM KPOKOM 3p00JIEHO KOMIT'IOTEPHY TOMOIpa-
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dito (KT) OT'K, BusiBiieHo o3Hak# ABOOIYHOI ITHEB-
MOHII 32 TUIIOM «MaTOBOTO CKJa». OTpumMaHo
MO3UTUBHUN PE3YJIBTAT TOJIMEPA3HOI JAHIIOTOBOI
peakitii Ha MeTartHeBMOBIipyc. /lutnHa morpedysasa
IIOCTIHHY KUCHEBY IiITPUMKY, /L1 YOTO BCTAHOBJICHO
HazoracTpaibHuii 30H/1. [IpusHayeHo aHTHOAKTEPI-
AJIbHY, IHTAJIALIMHY TepPalliio i CMCTeMHI KOPTUKOCTe-
poinu. BusiiieHo emni3ony mapoKCU3MaJIbHOI CyTIpa-
BEHTPUKYJISIPHOI TaxiKap/il, KylloBaHi aMio/[apOHOM.

lonaTkoBo IpoBeZIEHO HEOHATAJIBHUU CKPUHIHT,
3B-EXOME (cexBenyBaHHS €K30MY, K€ 7aJI0 3MO-
Ty po3mudpyBaTh MOCTiIOBHICTD TeHIB i BUSBUTH
natoreHHi reHeTu4Hi BapianTtn), [IJIP Ha pecmipa-
TOPHI 30YAHUKH, PO3TOPHYTUI IMYHOJIOTIYHUT TTIPO-
disb, 6GakTepioaOriuHi JOCIiKEHHS KPOBI ii cedi,
OPOHXOCKOIIi10, eJIeKTpoKapaiorpadiio, eXoKapaio-
rpadito, KT rosjoBHOT0 M0O3KY, yJIbTPa3ByKOBe /10-
CJIJIPKeHHSI BHYTPIIIIHIX OPTaHiB.

HesBakaoun Ha JTIIKyBaHHs, CTaH XJIOIYMKA 3211~
1aBcst cTabiIbHO TSKKMM, Y Pasi ciipoOy BiliMKHY TH
KHCeHb — HECTIOKIW, TeHepaJli30BaHUH I[iaH03, TaxXil-
Hoe, catypaitiss <80%. Y Biiti 8 MicsIliB IuTUHY TIEpe-
BeJleHO /10 kJIiHiku B HiMeuunHi 3 siarno3oM «IHTep-
CTUITiaJIbHE 3aXBOPIOBAHHS JIeTeHb, HE YTOUHEHE>.
YeknaaneHHs: 1uxaabHa HEJIOCTATHICTD, JlereHeBa
rimepTensis, cepiieBa HeocTaTHICTD [TA.

Y kniHili TpoBeeHO MTOBHY /IIaTHOCTUKY, Y T.4.
WES (whole-exome sequencing), i BustBieHo rere-
pO3UTOTHY de novo myTarttiio ¢. 185A>C p.(GIn62Pro)
y reri SFTPC — naToreHHy Bapiailiio, Sika ypaxye
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BRICHOS-znomen cypdakranrroro 6inka C. [lia-
rHO3 TiTBep/KeHo y Bimi 11 micsiiB. Bukonano
TpaxeoctoMiio, mpusnadeno CPAP (Continuous
Positive Airway Pressure)-Teparrifo, eHTepajibHe ro-
JyBaHH# 4yepe3 ractpoctomy. [Ipusnaveno miarpu-
MYBaJIbHY Tepalliio: TiIPOKCUXJIOPOXiH, a3UTPOMi-
MUH, aMJOJAMIIIH, iHramadiii. 3a 6 MicaIiiB
notomy — crabinbHuii crat, 6e3 morpebu B CPAP,
3 nojiavero KucHio 11/xB. XJI0m4nKa BaKITIMHOBAHOM
3a posmupenum kanenjapem (PCV-20, MEN-B,
RSV, MEN-ACWY, rpum).

SFTPC-acoriitoBani 3aXBOpIOBaHHS 3 PAHHLOIO
MaHidecTalieno 3a3Buyail MaloTh TSKKUI 11epedir
i BUCOKUI PiBEHb JIETATBHOCTI. Y 1IbOMY BUTIATKY
MYJBTAIACITATLITIHADHUH MiJIXi]] 1 CBOEYacHa MoJie-
KYJISIPHO-TEHETUIHA /IIaTHOCTUKA JIAI0Th 3MOTY CTa-
6iisyBaTu cran. [eHeTnyHe TeCTyBaHHS PEKOMEH/IO-
BaHO MallieHTaM i3 paHHIM ypaKeHHSIM JiereHb
He3'sICOBaHOI eTi0JIOTi1, IO He MiAIa€ThCST KOHCEPBa-
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TUBHIiH Teparii. HaBeseHuit KIiHIYHAY BUTIQIOK 1111
TBEP/IXKYE JIOTJIbHICTD Ta eKOHOMIUHY e(heKTUBHICTb
tectyBanusgs WES a6o WGS (whole-genome
sequencing) /ISt IBUIKOI IIarHOCTUKY 3aXBOPIOBAHD
y KPUTUYHO XBOPUX JiTeil. Xoya IBU/IKE CEKBEHY-
BaHH:I BCbOT'O €K30MY Ta BCbOTO FEHOMY € JIOPOKUUM
MOPIBHSTHO 3 TAPTeTHUMU TTAaHEJISIMU HACTYITHOTO TI0-
komiaHsa NGS (next generation sequencing), moTeH-
IITHO KOPOTIINH TePMiH OTPUMAaHHS PE3YJIbTaTy
MOsKe 3POOUTH X EKOHOMIYHO JIOI[IbHITITIMU.

BucHoBok

3aBASKU MOKJUBOCTI MIBUJAKO BCTAaHOBUTHU
€TioJIOTiI0 3aXBOPIOBAHHS, METOAU T€HETUUHOTO
aHasi3y, 3okpema, WES abo WGS, cripusiiorh 3MeH-
IIEHHIO KiJIbKOCTI HEMOTPIOHUX 00CTEKEHb, CKOPO-
YEHHIO TPUBAJIOCTI 1mepebyBaHHs B cTallioHapi Ta
3a6e3IeYeHHI0 CBOEYACHOTO MOYATKY CHEI[U(iaHOro
JIIKYBaHHS.
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HediunT rnioko30-6-hocdarasn (xBopoOa HakoMUUeHHs rikorery |, xBopo6a hoH [Mpke) HanexumTe A0 CNaakoBUX XBOPOO 0OMIHY pedosuH (CXOP),
AKI 4aCTO MaHIeCTyTb Y HEOHATaNbHOMY Nepioal Ta MaKTb WBWAKONPOrpecyioymin nepedir, ToMy 4acTo 3anuuaTbCs HEPO3MNi3HaHUMK 800
NiATBEPOXYIOTECSH BXE NICNA CMEPTI ANTUHN.

MerTa — nigBMLLIMTI O6I3HaHICTb NiKapiB LWoA0 NPoaBiB i giarHocTyky CXOP.

KniHiuHnin BUNapok. HaaaHo ICTopiio XBOPOOW ANTUHY BIKOM 5 MICALIB 3i CKaproto Ha Hanaza CyoM nig vYac orngay negiatpa B NoaikAiHIYHOMY
BiaAineHHi. JntnHy rocnitanisoBaHo A0 NeAiaTpryHOro BiddineHHs, y aKoMy AiarHOCTOBaHO KOPOHAaBIPYCHY IH(DEKLIO 3@ AaHNMN LWBUOKOrO TeCTy,
nani NnpueaHanuca pos3naam CUCTemy TpaBneHHa y BUrnaai 6/1l0BaHHS, PO3PIKEHOTO BUNOPOXHEHHS, SMEHLUMNACA KINbKICTb NPUKNaAaHs AUTUHM
[0 rpyAen. 3 aHamHesy XUTTS BiAOMO, WO B NepLuy 400y xuTrsa 6yB enizof rinornikemii. O6’eKTUBHO CTaH AUTUHW TSHXKUA: MAABA, aNeTUT 3HVKEHWA,
NepioanyHO 6/1I0BaHHA, SHXKEHHA PIBHA MIOKO3K B KPOBI A0 1,9 MMOL/1. CTPIMKKI PO3BUTOK METabOoIIYHOro aunao3sy (pH=7,0; koHueHTpauis
HCO, _5,7 mmons/n), niasuileHHda naktaraerigporenasn (J14r=9,1 Oa/n) i roctpodazoBunx nokasHukis (C-peaktneHuii 6inok (CPB=26,7 mr/n),
WBMUAKOCTI ocinaHHa eputpouunTis (LUOE=27 Mm/rog), npokansUnToHiHy (MKT=6,2 Hr/mn), nelikountos (J1=16,4 [/n), 31 3cyBOM (OPMy/In NiBOPYY,
rinokaniemia (K=2,24 mmone/n)). NposeaeHo andepeHuiiHe AiarHoCTyBaHHS MiX IH(DEKLIRHNM NPOLEeCOM, YCKNAAHEHNM PO3BUTKOM Cencucy Ta
CXOP. Ha kopucte CXOP csigumna Wwsenaka nosntreHa AnHamika Ha T/1i KoperyBaHHA MeTaboIuHNX PO3NAAIB | TaKNiA e LWBWUAKNIA perpec nicng
3YNUHKK IHGY3IT FoKo3u. BcTaHoBNeHo nonepeHii AiarHo3 xBopotu [Nipke, NIATBEPAXEHNA FeHETUYHIM AOCNIAKEHHSAM.

BucHoBoK. OGI3HaHICTb LLOA0 MOXINBIX KNIHIYHKX NpoasiB CXOP, Wwenaki 3naroaxeHi 4il B MOMEHT PO3BUTKY METAOONIYHUX KPU3IB Ta OpraHisaLlid
pPEXMMY BUrOA0BYBaHHSA ANTUHU MOXYTb CNPUATU PaHHI X AiarHOCTULI Ta 30ePEeXEeHHIO XNUTTSA NauieHTam.

KntouyoBi cnoBa: /1iTu, rinoriikemis, cnaakosi xBOPoOKU 0OMIHy peyoByH, xBopooOa [ipke.

ISSN 2663-7553 Cyuacha mexiarpis. Yxpaina 5(149)/2025 159





