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Bpomxennin HecppoTuynnii cuspgpom (BHC) — cnaakoBe 3aXBOPHOBAHHS, LU0 3yMOBIIOETLCA TEHHUMU MyTaLiMU il YCMA[KOBYETbCA 32 aBTOCOMHO-PELIECUBHIM
MeXaHi3MoM. 3[e6inbLIoro BiH MOB'A3aHUIA 3 TEHETUYHO ONOCEPeaKOBaHUMU AeheKTamMu KOMMOHEHTIB rMOMepynsipHoOro (instpauiiHoro 6ap'epy, 0co6M1Bo
HehpuUHY Ta MOAOLMTIB i3 TUMOBOK FICTONMOMYHOK KAPTUHOK AMMY3HOTO Me3eHrianbHOro Ckneposy abo (HOKanbHO-CErMeHTApHOro0 MOMEpYN0oCKIeposy.
Ha 0CHOBI reHeTU4HOr0 AOCTIMKEHHS BUAINSIOTh NepBuHHNA BHC, 3ymoBneHnit reHHumMm myTauismi B ogHomy 3 n'atu rexis (NPHS1, NPHS2, WT1, LAMB2,
PLCE1) a60 XpOMOCOMHUMY aHOMAniSIMK, | BTOPUHHWIA, NOEAHAHWIA 3 IHLINMI 3aXBOPHOBAHHSMU CUCTEMHOTO aB0 HUPKOBOTO 'eHedy. ManidhecTauis cuHapomy
MOXIIBA LLie B aHTeHaTanbHWiA nepiod abo BNPOAOBXK MEPLUMX TPbOX MicALiB XUTTA. KniHiyHo BHC nposiBNsieTbcs MacKBHOIO rinonpoTeiHemieto, npoTeiHypieto,
ndy3HUMM Habpskamu. TakTuka nikyBaHHs BHC nonsarae nepeBaXKHo B CUMNTOMATWYHIl Tepanii, 30Kpema, y KOHTPOSKOBAHHI HaBPAKOBOT0 CUHAPOMY, MOX/IUBOI
a30TeMil, MapKepiB PYHKLUi LMTONOAIOHOI 31031, @ TAKOX NONEPeKeHHI i NiKyBaHHI YCKNaAHeHb, Takux K iHdekuii Ta TpomM603un. MosnekynapHO-reHeTn4He
LOCNIIKEHHS € «30M10TUM» CTaHAAPTOM TEHOTUMYBAHHS LbOro 3axBoptoBaHHA. [Nepebir BHC HecnpusTnueuiA y 38'A3Ky 3i LUBUAKUM PO3BUTKOM TePMiHANbHOI
CTagii XPOHIYHOI HUPKOBOI HEJOCTATHOCTI.

MeTa — po3wupuTi 3HaHHS: NikapiB-neaiaTpiB i HEOHATONONIB LIOAO KNiHIKO-NapakniHi4HMX i naToMopdonoriyHnx 0co6nmBocTeit nepebiry BHC diHcbkoro Tuny
B HEOHATaNbHOMY BiLli.

HaBefigHO KNiHiYHWIA BANAAOK LLOAO KNiHIKO-NapakniHiyHMX, NaToMOpdONOriYHIX i MONEKYNSPHO-reHeTUYHUX 0co6nmBocTel nepebiry BHC diHcbkoro Tumy
3 MaHichecTaujieto B paHHbOMY HeoHaTaibHOMY nepiogi.

BucHoBKW. Ha OCHOBI HaBeAEHOro BUMAZKY MOKa3aHO HeOOXiAHICTb KOMMEKCHOro MiAX0Ay [0 06CTeXeHHs AiTeit 3 BHC ans Bepudcbikauii BapiaHTis Ho30m0ril,
BU3HA4€HHS MPOrHO3Y Ta (hOPMYBAHHS TAaKTUKM NiKYBaHHS.

[locnifKeHHs BUKOHAHO 3 AOTPUMAHHAM MPUHLMNIB Gi0ETUKW BIAMOBIAHO A0 [enbCiHCBKOI feknapalii. Ha npoBeaeHHs KNiHIKO-NnapakmiHiYHUX AOCHImKeHb
OTPUMaHO iH(HOPMOBaHY 3rofly 6aTbKiB QUTUHU.

ABTOpU 3aBNAKOTL NPO BIACYTHICTb KOHMIKTY iHTEPECIB.

Knto4oBi cnoBa: BpomKeHMin HePPOTUYHMIA CUHAPOM, HOBOHAPOKEHNI, MOEKYNAPHO-TEHETUYHE JOCTIKEHHS.
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Congenital nephrotic syndrome (CNS) is an inherited disease that is caused by gene mutations and is inherited by an autosomal-recessive mechanism. In most
cases, it is associated with genetically mediated defects in the components of the glomerular filtration barrier, especially nephrine and podocytes, with a typical his-
tological picture of diffuse mesenteric sclerosis or focal-segmental glomerulosclerosis. According to genetic research, the primary CNS caused by gene mutations
in one of the five genes (NPHS1, NPHS2, WT1, LAMB2, PLCE1) or chromosomal abnormalities. Secondary CNS is combined with other diseases of systemic or
renal origin. The onset of the disease manifestation is possible in the antenatal period or during the first three months of life. CNS is manifested by significant
hypoproteinemia, proteinuria and diffuse edema. Treatment of congenital nephrotic syndrome is mainly symptomatic therapy, such as: control of edema, azotemia,
thyroid function, prevention and treatment of secondary complications (infections and thrombosis). Molecular genetic testing is the «gold» standard for genotyp-
ing of this disease. The course of CNS is unfavorable due to the rapid development of end-stage chronic renal failure.

The purpose of article is to expand the knowledge of pediatricians and neonatologists about the clinical, laboratory, instrumental and pathomorphological features
of Finnish type of CNS in the neonatal age.

Clinical case. The article presents clinical, laboratory, instrumental, pathomorphological and molecular-genetic features of the Finnish type of CNS with the mani-
festation in the early neonatal period.

Conclusions. The example of this case shows the necessity of a comprehensive approach at the examination of children suffered from CNS to verify the type
of disease, determine the prognosis and treatment tactics.

The research was carried out in accordance with the principles of the Helsinki declaration. The informed consent of the patient was obtained for conducting
the studies.

No conflict of interest was declared by the authors.
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E.K. Konockoga', J1.B. Konobakuna', E.B. Bnacosa', H.M. Kpeuy', U.B. Jlactueka', J1.®. banuukas’

"BYKOBMHCKNIA rOCYAAPCTBEHHbIA MEANLIMHCKNIA YHUBEPCUTET, I. YepHOBUbI, YKpanHa

?KHM «YepHoBULKas 0611acTHas AeTCKas KHUYeckas 60bHNLa», YKpanuHa

BpoxaeHHbIin HedppoTryeckuit cuHiapom (BHC) — HacnefcTBeHHoe 3a601eBaHne, KOTOpoe 06YCNaBnuBaeTCA FreHHbIMI MyTaUnsMU U HACNeAyeTcs N0 ayTOCOMHO-
PELIeCCMBHOMY MexaHu3My. B GONbLUMHCTBE CAy4aeB OH CBA3AH C FEHETUYecKMMM fedeKTamin KOMMOHEHTOB MOMEPYNSAPHOr0 (hUNIbTPALNOHHOTO 6apbepa,
0CO66HHO HedpuHA 1 MOAOLMTOB C TUMMYHOW TUCTONOrMYECKOM KapTWHOW ANGY3HOro Me3eHrianbHOro CKneposa Wnn (hoKanbHO-CerMeHTapHoro
T1I0MEpYN0CKNepo3a. Ha 0CHOBaHNUN reHETUYECKOrO NCCEA0BAHIS BbIAENSIOT NepBuyHbliA BHC, 06yCNOBNEHHbIN FEHHbIMI MyTaLMsMI B OAHOM W3 NSATU FEHOB
(NPHS1, NPHS2, WT1, LAMB2, PLCE1) nu6o XpOMOCOMHbIMI aHOManMAMMW, W BTOPWUYHbIA, COYETAKOLLMIACA C APYrMN 3a60NEBaHNSMI CUCTEMHOIO
UK NOYeYHOro reHesa. MaHudpecTauns CMHAPOMA BO3MOXHA €LLe B aHTEHATNbHbIA MEPUOA WM B TEYEHWe MepPBbIX TPEX MEeCALEB XXWU3HW. KnuHu4ecku
BHC nposBnseTcs MacCMBHOW rMMONPOTENHEMUEN, MPOTENHYpUelR, AN Y3HbIMIA OTeKami. TakTuKa Ne4eHus BPOXAEHHOrO HedpoTU4EeCKOro CUHAPOMA

72 ISSN: 2706-8757 VkpaiHcbkuii XXypHan MepuHaTtonoria i Mepgiatpis  4(88) 2021



http://med-expert.com.ua

3aKJTH04aeTCA MPenMyLLECTBEHHO B CUMMTOMATWYECKOA Tepamui, a WMEHHO: KOHTPONe OTEYHOrO CMHAPOMA, BO3MOXHONA a30TeMWn, MapKepoB (PYHKLuM
LUMTOBUAHO Kenesbl, NPeLynpexneHni u NeYeHnn 0CNOXHEHUIA, TakUX Kak MHAeKUMn 1 TpoM603bl.  MonekynspHO-reHeTU4eckoe MCCneaoBaHne sBseTcs
«30/10TbIM» CTAHAAPTOM FeHOTUMNPOBAHUA JAaHHOrO 3abonesaHus. TeveHne BHC HebnarompusiTHoe B CBA3N C ObICTPbIM Pa3BUTMEM TEPMUHAMLHOW CTaguu
XPOHMYECKON NOYEYHON He0CTaTOYHOCTU.

Llenb — pacumputb 3HaHWs Bpaqeil-neanatpoB W HEOHATONOrOB NO MOBOAY KIVHWUKO-NApaKNMHUYECKUX W NaTOMOPONOrN4ECKNX OCOOEHHOCTEN TeYeHns
BHC chuHckoro Tna B HeoHaTanbHOM BO3pacTe.

MpescTaBneH KAMHUYECKNA CAy4Yaidl ¢ ONUCAHUEM KNMHWUKO-NApakNUHUYECKMX, NaTOMOPIONOrMYECcKNX 1 MOMEKYNAPHO-TeHEeTUYECKUX 0COOEHHOCTEN TeYeHust
BHC chuHckoro Tna ¢ maHudhecTaumei B paHHeM HeoHaTanbHOM Nepuoge.

BbiBogbl. Ha npumepe ykasaHHOro cry4asi nokasaHa HeobXOLWMOCTb KOMMIEKCHOr0 NoAxoda K o6cnefosaHuio aeteit ¢ BHC ans Bepudpmkaumm BapuaHToB
HO30/10rMK, ONpeAeneHns NPOrHo3a u HOPMMPOBAHIA TAKTUKI NEYEHNS.

/ccnepoBaHve BbINOMHEHO B COOTBETCTBMM C MPUHLMNAMI XeNbCUHKCKON eknapauun. Ha npoBefieHne KNMHNKO-NapaknHUYecKMX UCCneaoBaHuii Nony4eHo

VH(OPMMPOBAHHOE COrnacue poanTenei pebexka.
ABTOpbI 325BNIAOT 06 OTCYTCTBUN KOH(NNKTA MHTEPECOB.

Knio4eBble €10Ba: BPOXEHHbIA He(hPOTU4ECKUI CUHLPOM, HOBOPOXXAEHHbIN, MOJEKYNIAPHO-TEHETUYECKOE NCCe0BaHMe.

BcTyn

pomxkennii Heppornunuii cungpom (BHC) —

piiKicHE CIIaJIKOBe 3aXBOPIOBAHHS HUPOK,
sike 0OYMOBJIEHE TIOPYIIEHHSIM PO3BUTKY CTPYK-
TypHO-(YHKITIOHAJIBHOT OJMHUII HUPOK-HePOHA
Ta XapaKTepU3YETbCS MACHUBHOIO TillONPOTEiHe-
Mi€ro, mpoTeinypieto, AudYy3HUMU HaOPSAKAMMU.
Bepudikariiss 3axBoOproBaHHS MOXKJIWBA BiKe
BHYTPIilTHBOYTPOOHO Ha 15—21-My THzKHI TecTarii
3a BU3HAYEHHSIM DiBHs OijKa ajbha-deronpore-
iHY B aMHIOTWUYHIN PiIUHI 3 HACTYIHOIO MaHidec-
Talli€l0 KJIHIYHUX MPOSBIB YIPOJOBXK IEPIINX
TPHOX MICSIIIB KUTTS [3,5].

Kainiuno BHC wMoxke mnposBasTucs sk
i3osiboBaHa abo cUHApPOMaIbHA (OpMa 3 MYJIbTH-
cucteMHuMU o3Hakamu. Ha mizicrasi reneTnyHoro
JNOCJipKeHHS  BUIsAioTh nepunauin  BHC,
00OYMOBJIEHUI TEHHUMHU MYTAlliIMU B OJHOMY
3 m'atu renis (NPHS1, NPHS2, WT1, LAMB2,
PLCE1) abo XpOMOCOMHUME aHOMAJIisIMH, 1 BTO-
PUHHUIA, 1110 TOEIHYETHCS 3 IHIIUMU 3aXBOPIO-
BAHHSIMU CHCTEMHOTO ab0 HUPKOBOTO TeHe3y
[2,13]. 3okpema, Bropunnuii BHC moxke OyTu
MOB'sI3aHWi 13 BHYTPIITHBOYTPOOHUMHU TH(EKITis-
MU (TOKCOILIa3MO3, KpacHyxa, reprecBipyctaa abo
uToMeranoBipycHa iHdexii, cudimic, cuHAPOM
HabyTOro iMyHOZe(DINUTY), CMaJKOBOK MATOJO-
riefo 0OMiHy PEYOBWH, Y TOMY YMCJIi XBOpoOaMu
HakonmyeHHd (MYKOBICITU/I03, IleJIiaKis, Heupo-
BiCIlepaTbHUM TaHTJIIO3U/03), CHAJKOBUMU CUH-
apomamu (Lowe, Galloway—Mowat, Naik—Patel-
la Tommo), rimoTrpeo3om, reMoANHAMIYHIMI TTOPY-
meHHsIMU (TPoMO03 HUPKOBUX BEH, TSIKKI BapiaH-
TH TeMOJIITUKO-ypeMiuHoro cunazipomy) [10].

3a ZaHUMU eIigeMiOoJJIOriYHUX TOCIIIKEeHb,
MOPIYHUI PiBEeHb 3aXBOPIOBAHOCTI cepejl i30b0-
Bannx ¢opm BHC konmmBaetbcsa B cepeiHbOMY
Bin 2 no 7 sumaznkis Ha 100 Tuc. miteit. Ha cvoron-
Hi Haiibigpm BuBYeHuM 3anumniaerbesi BHC
dincvkoro tuny (BHC @DT), ynepiie BusiBieHmit
y (biHCBKIN TOMyJIAIlil, YacToTa SKOTO CTAHOBUTH
1:8200 ;xnuBoHAPOKEHUX, X0UYa HOTO MOKHA BEPH-
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dbikyBaTtu B [iTell pi3HOTO €THIYHOTO MOXO/KEH-
ua [1,4].

Bpomkennit HehpoTnuHuil cuHAPOM (DiHCHKO-
ro Tumy (tumn 1) oOyMOBJIEHUI MyTallisIMU TeHa
NPHS1 (Bugsnennit y 1994 p.) ta nokamnizyerbcs
B xpomocomi 19q13.1 [OMIM 2563000]. Ha cbo-
rojui onucano monaj 180 myramiit (y Tomy aucii
JleJiettist, MiceHC-, HOHCEHC-MYTallisl TOIO) 11hOTO
reHa, siKi BUSBJSIOTH y 98% miteit (inchKoi
nonyssaiii iy 39-80% iHmuX HarioHaJbHOCTEN
[12]. Mexanism ycnaakyBanus BHC DT —
aBTOCOMHO-PEIeCUBHUT.

I'er NPHS1 komaye cunTE3 TpaHCMEMOPAHHOTO
nporeiny HepuHY MOAOIMTAMKU — OijIKa «3acTiO-
KU-OJIMCKaBKU»  TJIOMepYJsipHOi  GazasbHOI
MeMOpaHu, siKa MEePeIiKOKAE TOTPAMJISTHHIO
6inka 3 kpoBi B ceuy. Myramis NPHS1 npusso-
JIUTH JI0 HECTPOMOKHOCTI TIJIMHHOI AiacdhparMu
MOBHOTIHHO ¢yHKIioHyBaTn. OKpIiM IIHOTO,
HedpuH Gepe ydacTb y BHYTPINTHBOKIITUHHUX
CUTHAJIBHUX TIIsIXaX, 30epirae (yHKIIOHAIbHY
MIJTICHICTh TIOAONUTIB. 3a pe3yabTaTaMu MOP-
cdosoriuHoro obcTeKeHHsT HUPOK y GionraTax 5]
BUABJISIIOTh O3HAKU (PYHKITIOHATBHO HE3PIiInX
KJ1yOOUKiB, 301/IbIIEHHS ME3eHTIaJIbHOIO MAaTPUK-
Cy, PO3IMUPEHHS KaHAJbIB, IHTEPCTUITIATBHOTO
$ibpo3y, Muby3HOr0 Me3eHTIaJIbHOTO CKJIEepPO3Y,
MiKPOKICTO3 TTPOKCUMAJIBHUX KaHAJBIIB Y KOPTHU-
KO-MeyJISIpHili 30Hi.

Ha cporoznni pe3yabTaT¥ TEHETUYHOTO JIOCJIi-
JUKEHHST € aJIbTePHATUBOIO O10TICiT HUPOK SIK CTaH-
JapTy MarHOCTUKHU Ta BUOOPY TAKTHKY JIIKYBaHHS
BHC y nireii [11].

Jlist BUOOPY TaKTUKHU JIIKYBaHHS i TPOTHO3Y-
BaHHS JyKe Ba)XXJMBO BU3HAYUTU YYTJIUBICTH
xBoporo 3 BHC nmo mennkameHTO3HOI Teparrii.
BHC tumy 1 pesucteHTHUII 10 JiKYyBaHHS CTEPO-
IITHUMU TOPMOHAMU Ta IMYHOCYTIPECUBHOI Teparlii.
Cranpmaprue jikyBanist BHC @OT komncepBatubhe
Ta IepeBaAKHO Ma€ CUMIITOMATHUYHUI Xapakrep,
MoJISITAE B TMOCTIHHUX iH(Y3igX 13 3aMiCHOIO
METOI0 abOyMiHYy, IIpU3HAYEHH] aHTHOAKTEPiajIb-
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HOI, aHTUKOATYJITHTHOI Tepaltii, KOPEKITil eJIeKTPO-
JIITHUX TIOPYTIIEHB, a TAKOX 3aCTOCYBaHHI TIpera-
pariB MMTONOAIOHOI 321031 i3 3aMiCHOI0 METOI0
(32 yMOBH Ti/ITBEP/PKEHHS JliarHO3Y TinoTupeos) [9].

[Ticaist mocsirHeHHst Bary 7 Kr GiJIbIICTD Malli€H-
TiB morpebyoTh aBoOIUHOI HedpekTOMil s
MOTNePe/I>KeHHsI MAaCUBHOI MTPOTETHYPIil Ta PO3BUT-
Ky HUPKOBOI HEJIOCTATHOCTI. 3a YMOBU JIOCSITHEH-
Hs Baru 9—10 KT mpoBoOAATh paHHIO TPpaHCILJIAHTA-
II10 HUPOK, TI0 30iIbIIYE MAHCH HA CIPUSTIUBUAN
IIPOTHO3, OJTHAK MOKJINBHUI PO3BUTOK MOCTTPAHC-
mranraiiinoro peruausy. Ilepebir BHC He-
CHPUATIUBUN y 3B'SI3KYy 31 MIBUJIKUM PO3BUTKOM
TEPMiHAJIBHOI CTa/lii XPOHIYHOI HUPKOBOI HEO-
craTHOoCTi [6].

Mema nociimKkeHHs — Ha MPUKJIaAl KIIHIYHOTO
BUITQ/IKY 3 BJIACHOI MIPAKTUKHU PO3MIUPUTH 3HAHHS
JiKapiB-TIe[iaTPiB Ta HEOHATOJIOTIB MO0 KJIIHIKO-
HapakJiHIYHUX 1 TaTOMOPMOJIOTIYHUX 0COOIIBO-
creit mepebiry BHC DT y HeonatasibHOMY Billi.

[locaijzkeHHd BWKOHAHO 3 JIOTPUMAHHAM
HPUHIAIIB 6i0eTUKK BiAmoBigHO 10 I'eabCciHChKOT
neksapaitii. Ha mpoBefieHHsI BCiX KJIIHIKO-TIapa-
KJHIYHUX JIOCTIKEHb OTPUMaHO iH(OPMOBaHY
3rojy OaTbKiB JUTHHU.

KniniyHunin BUNapok

Xnonuux M., Haponuscsi B YepHiBenibkomMy
00sracHOMY TlepuHaTaJIbHOMY IleHTpi Bix I Barit-
HOCTI, sika 1epebirajia Ha TJIi TOCTPOI pecHipaTop-
HOI BipycHOI iH(eKIlii B MaTepi 3 TimepTepMiero
y 30 TIZKHIB, XPOHIYHOTO Ti€T0HehPUTYy (3 MPUBO-
JIy SKOTO BariTHa OTpUMyBaja 1edTpiakCoH) Ta
6araToBOIs. 3a IAHUMU YJIbTPA3BYKOBOTO JOCJIi-
qukenns (Y 3/1) y repwmini recrartii 30—31 TrskieHb
BUSBJICHO TI€JI0EKTA3il0 HUPOK Ta O3HAKU BHY-
TPIHBOYTPOOHOTO iH(piKyBaHHs TI0/1a. ['eHeaso-
TiYHNA aHaMHe3 00T KeHUI: CIIaKOBICTD T10 JIiHil
Marepi — CepIeBO-CyINHHA TATOJIOTisT, OPOHXI-
aJIbHA acTMa, To JiHil 6aThbKa — OHKOIATOJIOTI.
[Tosioru I, mpupoaHiM 1IJIAXOM, Y TEPMiHi TecTallii
34 TuxKHI y 3B'S3KY 3 IepeuyacHUM PO3PUBOM
wiigHuX 00040HOK (6E3BOAHMIT HMPOMIKOK —
48 romun). Ilig gac mosioriB y MaTepi crocrepira-
JIOCST T/IBUTIIEHHST TeMIIepaTypu 10 cyohedpuib-
HuX 1mudp. XJIOMYMK HapOAWBCS 3 Macolo Tija
2200 rtpam, moBxkuHOIO Tija — 47 cm. Oiinka
3a 1Kasion Anrap — 7—7 6aris.

Onpasgy micas HapOKEHHS 3arajJbHUM CTaH
JIUTUHU PO3IIHEHO SK CEePeHbOI TSIKKOCTI, M0
3YMOBJIEHO CHHIPOMOM IlepebpasibHoi Jerpecii,
HaOpsikamu (0COOJIMBO BUPAKEHUM Ha CTETHAX),
3pUTYBaHHAM IIiJI Yac IPUKJAJIAHHS /10 TPyeil.
Y1posoBik mepiioi 1001 cTaH IUTHHU OYB 3 HeTa-
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THUBHOIO IMHAMIKOIO 32 PaXyHOK MOSIBY JIMXAJbHUX
PO3J1aJ1iB, HEBPOJIOTIYHOI CUMITOMATUKU (HAPO-
CTaHHS TIMOTOHII Ta Timopedekcii), TOCUIeHHS
HAOPSIKOBOTO CUH/IPOMY, 3HUKEHHST HYTPUTHBHO-
ro crarycy. Ilicist 1000CcTeKeHHsT 3 ypaxyBaHHSIM
aHaMHe3y Ta KJIHIYHOI KapTUHU BCTAHOBJIECHO
niarno3 <«PanHiil HeoOHATATbHUUN CETCuc, Mepiof
CEeNTUKOMIEMIil: — TIHEBMOHIS, Mi€TOHEDPUT,
VCKJQJHEHUN SBUIIAMU TIOJIOPTAaHHOI He/l0-
CTATHOCTI 3 YpakeHHAM JMXaJbHOI CUCTEMH,
HIyHKOBO-KuIKoBoro Tpakty. BHC DT (rino-
MpoTeiHeMisi, MacMBHA TPOTEIHYPisd, TJIIOKO3Y-
pist)? Toctpa HEUpPKOBa HemocTaTHiCTh (31 30e-
PEXEHHSAM a30TBUMIIBHOI (DYHKINI HUPOK).
[Tomiceposut: Ttigponepukapia, mnepudepudHi
HaOpsiku». Tepmin recrarii — 34 THXKHI.

Jlixyeannsa. PecniipatopHa migTpuMKa, iHdy-
3ifiHa Tepamisg i3 3aCTOCYBaHHSM YaCTKOBOTO
MapeHTepaJbHOTO XapuyBaHHS 3 BBEIECHHSAM
anpOyMminy, anTubakTepiajbHa, 3aMicHa Teparis
3 TApeHTePATbHUM BBEIEHHSIM IMyHOTIO0YTiHiB,
IO /IaJI0 3MOTY CTabii3yBaTu CTaH AUTUHY 1 JJIsT
J00OCTEKEHHST Ta JIKYBAaHHS MEPEBECTH JUTHHY
J10 BiJI/IiJIEHHS iIHTEHCUBHOI Teparlii HOBOHAPOJKe-
nux KHII «YepHiBenpka obsacHa [uTs9a KIIiHid-
Ha JIKapHS».

3araJbHUN CTaH IATUHW HA MOMEHT TOCTIiTa-
Jizamii /10 BiAAiJeHHs IHTEHCHUBHOI Teparii
HOBOHAPO/[KEHUX PO3IIHEHO K TSKKUIN 3a paxy-
HOK [UXQJIbHUX PO3Ja/liB ([uXaJbHa HeEI0CTaT-
HicTb 1-2-10 crynens), Audy3HOro HaOPSIKOBOTO
cuHapoMy. Bipomos:x nepebyBanHs y BigaineHH]
MiTBEP/PKEHO CUMIITOMOKOMILJIEKC HEDPOTUIHO-
TO CHHJIPOMY: TirepripoTeiHeMis (piBeHb 3arajib-
Horo Ginka — Big 11,3 mo 30,1 r/m1; HOpMa —
60-80 r/a), piBeHb anbbyminy — Big 13,2
1o 20,2 r/n (nopma — 38-54 1/ir), 36inbIIECHHS
piBHSI XOJIeCTEpPUHY B CHPOBaTIli KPOBI
Bix 2,3 mo 599 wmmoab/n  (HOpMa
1,3-5,2 mmouib/m), Tpuriinepuais — Bix 1,33 10
3,38 mmoub /a1 (Hopma — 0—1,7 mmoub /). B ana-
JIi3i cedi piBeHb MPOTEIHYPil KOJUBABCS Bif
0,99 r/x 1o 4,917 r/x1, muromMa HJIbHICTH 36epira-
gacg Ha pisai 1006—1010, rmoko3ypist — Bix 6,0
no 111 mm/nm’. EnlekTpostiTHi TIOpyIIeHHs He BU-
spiieHo. ITix yac oberexenns va TORCH-indek-
1ii (TTuToMeTanoBipycHa iH(EKITis, TOKCOTIa3MOo3,
repreTruyHa iH(MEKIig) BUABIEHO HeTraTUBHI
pesyabTaTh. [lJig BUKIIOYEHHST CHCTEMHUX 3aXBO-
pIOBaHb BW3HAUYEHO pPiBeHb BMICTY B CHUPOBATII
kpoBi /IHK aBocmipasbHOi, aHTUTIJ iIMYHOTJIO-
OyuiniB kimacy G, MOKa3HWKM SIKOTO CTAHOBHUJIN
0,05 MO/mn (nosutuBHuil — >46,0 MO /mi).
[lin yac oOCTeKeHHd TaKOK BUSBJIEHO O3HAKHU

ISSN: 2706-8757 VkpaiHcbkuii XXypHan MepuHaTtonoria i Mepgiatpis  4(88) 2021



http://med-expert.com.ua

KNIHIYHUA BUNALOK

Tabruys
AnHamika noka3HukiB nepudepnyHoi KPoBi HOBOHAPOAXKEHOr0 3 BPOAXEHUM HEPPOTUYHUM CUHAPOMOM 4
LLBnpkKicTb
fara Eputpo- Fe!worno- Jlenko- I'Ianuq!(osl- Cermer_n'osl- Eo_3v||-|o- Jlimco- | MoHo- | Tpomb6o- | ocigaHHs epu-
UnTKH, r/n| G6iH, r/n |untn, r/n| pepHi,% | pepHi, % | dinn, % | uutn, % | umtn, % | uutk, I'n TpouMTIB,
mm/ron
4.05 5,6 180 11,7 6 64 2 27 1 343 5
17.05 44 134 13,3 3 47 8 36 6 300 4
31.05 3,7 114 10,1 1 35 4 57 3 385 3
7.06 2,7 86 8,7 4 7 1 85 3 319 10
22.06 2,8 80 3,2 3 11 2 80 4 305 6
23.06 3,0 100 3,0 4 15 3 73 5 320 5

TPAH3WUTOPHOTO TimoTupeosy. Tak, aHami3 Kposi
Ha BMICT TOPMOHIB IIUTOMOIIOHOT 321031 TIOKA3aB

Take: BMICT THUPEOTPOIIHOTO TOPMOHA  —
7,6 mx Mo/ma (wopma — 0,3-4,0 mx Mo/mn),
piBeHb THPOKCUHY BiJbHOTO — 7,2 TIMOJb/J

(nopma — 9,0—-20,0 mmosb/i1), TPUHOATUPOHIHY —
0,9 amous /a1 (Hopma — 1,2—-3,2 amous/ ). [Tig gac
V3]1 HUPOK BUABJIEHO Taki 3MiHW: 00U/BI HUPKU
36i/bIIeH] B po3Mipax i3 MifIBUINEHOI0 €XOreHHi-
CTIO NapeHXIMU Ta 3HUKEHOI0 KOPTUKO-Me1yJIsip-
HOIO iMDepenTIialli€io; mearoeKTasis 3Jina.

3a pe3yJabTaTaMl MOJEKYISPHO-TEHETUYHOTO
JIOCTI/KeHHsT BUsIBIeHO /Bi myTarii rera NPHS1,
sokpema Bapiant ¢.2053G>T (p.Gly685Cys)
ta ¢.2746G>A (p.Ala916Thr) y romosurorHomy
crai, 1o niareepauio aiarao3 BHC OT. Moue-
KyJISIPHO-TeHeTh4YHe 00CTeKeHHsI B 000X OaThKiB
BUsABUJIO /BI MyTarllii rena NPHS1, 3okpema Bapi-
aut ¢.2053G>T (p.Gly685Cys) ta ¢.2746G>A
(p.Ala916Thr) y rereposurornomy crasi.

Y mporieci JiKyBaHHS JIJIsT KOPEKIGI rimoanb0y-
MiHeMii, rimoBosieMii Ta HaOPSIKOBOIO CUHIPOMY
IIPOBeJIeH0 HeoxHopasosi indy3ii: 20% posunny
anpOyminy B 1031 1 1/Kr/moby BIPOIOBK
3—4 ronmuH; 1A 3MEHIIEHHS PiBHA TPOTEiHypii
MPU3HAYEHO HTI0ITOP aHTIOTEH3MHITEPETBOPIOIOYO-
ro cepmenty (karronpui y m03i 0,2 Mr/kr/mnody),
i3 3aMiCHOI0O Tepali€ln UTUHA OTPUMYBaja
L-tupokcun y 1031 2 MKr/kr/mo6y. BpaxoByoun
HasBHICTh aCOIIHOBAHOTO IMYHOAEMITTUTHOTO
CTaHy, JUTHHI TPU3HAYEHO KOMOIHOBaHY aHTH-
GakTepiaJibHy Tepamilo Ta IMyHOTJIOOYJiHM
(6ioBeH MOHO) /17t BHYTPIlITHBOBEHHOTO BBEIEHHST
B 103i 200 mr/Kkr/m00y. BpaxoByroun HapocTaHHs
AHEMIYHOTO CHHIPOMY, JAUTUHI OJIHOPA30BO IIPO-
BeJIeHO TpaHCcdy3ilo epUTPOLUTAPHOI MacK B 00'e-
Mi 10 MJI/KT Ta TpU3HAYEHO €PUTPOTIOETUH Y 031
2000 MO xoxwi 7 106 10 TOCATHEHHS MIECTUMI-
ca4HOro BiKy. /[MHaMiKy 3MiH MOKAa3HUKIB 3arajib-
HOTO aHaJIi3y Kposi mij yac nepebyBannst 8 KHIT
«YepniBenpka objacHa AWTsYa KJiHiYHA JiKap-
Hs1» HaBEJIEHO B TAOJIUIII.
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ITicaig crabimisauii crany AuTuHy Bikom 27 1i6
TepeBe/IeHO /10 BiJIiJIeHHd TATOJIOTiT HOBOHAPO-
JUKEHUX. 3arajbHUU CTaH JUTUHUW Y BiJIiJIeHH]
3aJIMIIABCST TSKKUM 32 PaXyHOK 3arajibHOHAODSI-
KOBOT'O CUH/IPOMY, 3 IE€pPeBa)KHOIO JIOKAJi3alli€lo
Ha o6/yui Ta HUKHIX KiHiBkax (puc.). Criocre-
pirasucst GJiIiCTh MKIPHUX TTOKPUBIB, 3HUKEHHST
TYpPropy Ta eJacTHYHOCTI TKaHuiH. 30epiramacs
3arajbHa TiMOTOHis, Tinmopedaekcis. [utuna
BUTOJIOBYBAJacs TPyAbMU. Y BiJUIIJIEHHI TPOIOB-
JKEHO Tepamiio i/l KJIIHIKO-TIapaKJiHIYHUM MOHI-
TOPUHTOM.

Jlis1 y3roisKeHHS TaKTUKHY JiKyBaHHS TPOBeJIe-
HO OHJIAH KOHCUJIyM 13 YJIEHOM-KOPECIIOH-
nentoMm Hanionanbnol akazemil MeamyHUX
Hayk Ykpainu, [Ipe3usenTom acoriarii HeoHATO-
JIoTiB YKpainu, 3aciy:KeHuM JlikapeM Y KpaiHu,
3aCTYITHUKOM JIMPEKTOPA 3 TepUHATAIBbHOI Me/u-
uuHu Y «I"ctutyT neniaTpii, akyiepersa i riHe-
koJsiorii imeni axagemika O.M. Jlyk'sHoBoi
HAMH ¥Ykpainu» a.mea.H., npod. 3HaMEHCHKOIO
T.K. KiiniyHuii BUNAJOK TPOKOHCYJIHTOBAHO
[IpesunenTom Acortiamii HedpoJsoriB YKpainu,
KepiBHUKOM Biajiny autgdoi nedposorii Y
«lacturyr wHedposorii  HAMH  Ykpaiaun»,
n.meLH., pod. barmacaposoio 1.B. Ocmamounuii
diaznos — «PanHiil HeOHATAIbHUI CEIICHUC, TEPIOjL

Puc. Habpsikn HUXKHIX KiHLiBOK
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CEIITUKOIIEMIil: THIMHUI MEHIHTIT, HeOHaTaJbHA
iH(peKIis CcevyoBUBIHUX MIJISAXiB, ITHEBMOHISI.
BHC ODT. l'nokcuuno-imemiuHa eHiedasonaris,
IT cragig, cuHAPOM TPUTHIYEHHS IEHTPAJBHOI
HEepBOBOI cucTeMU. PaHHs aHeMis HeIOHOIIEeHUX,
TSOKKOTO CTYTIEHS, epUTPOINIoeTHH3aexkHa. TpaH-
3UTOPHUM TimoTupeol. Jlucmnmasis KyabIIoBUX
cyriob6iB. Heponotenicts — 34 THKHI».

Y Binti 1,5 MicsIst 7151 MO IBINOTO JIiKYBaHHST
JIUTUHY TI€PEBEJIEHO JI0 CTelliali3oBaHOTO Hedpo-
JIOTIYHOTO Bi/I/ILIEHHS MiCHKOI AUTAYOI KJIIHIYHOT
JlikapHi B M. YepHiBiIi.

HesBaxxatioun Ha KOMIIJIEKC TTPOBECHUX 3aX0-
[iB, Ha TJi PI3KOTO IOTIpIIEHHS CTaHy y BiIi
S MicsIIiB 6 [IHIB 1€l BUTAI0K 3aKiHUNBCS JIETAIBHO.

[Tix gac aBTorcii Tijia BUSBJIEHO TaKi TATOMOP-
dosoriudi MaKpOCKOITUHI 3MiHU HUPOK: HUPKU
301JIbILIIEHNX PO3MIpIB 5,6x3,7x3,4 c¢M KOXKHa,
KarcyJia 3HIMAETHCS JIETKO, TOBEPXHS HUPOK TIaI-
Ka, ¢opma 30epekeHa, Cipo-)KOBTOTO KOJIbOPY.
Ha po3pisi MaroHOK TIOpyTIeHn i — Kopa IMUPOoKa,
IpeJcTaBjieHa MHOXUHHUMHU  MiKpPOKiCTaMMu.
Hupkosi yaieyku posirpeHi.

[Tix yac MIKPOCKOITIYHOTO MOCJI/PKEHHS CEK-
MIHHOTO MaTepialxy TaToMOpP(OJOTidyHI 3MiHT
HUPOK TIPe/ICTaBJIeHI 3MiHAMW y BUIJISI/II TIOB-
HOKPOB'd CY/INH, CTa3y, CJIAJKy, arperailii epuTpo-
IUTIB. Y CyAMHAX MIiKPOIMPKYJSTOPHOTO pycia
BUSIBJIEHO TiaJliHOBi, (biOPUHOBI, €pUTPOIMTAPHI
TpOMOH, JPIGHOBOTHUIIEBI KDOBOBUJIUBH, TiaTiHO-
Bo-KpamejbHa AUCTPodis emiTesiio 3BUBUCTUX
KaHAJIbI[IB, MIKPOKICTO3 KaHAJIBINB 13 pajiapHuM
PO3HIMPEHHAM BiJl KallCyJH JI0 IOKCTaMe1yJIspHO1
souu. Emiteniii xict KyGiuHMi e03uHOMDINIbHUIA,
3 €03WHOMITbHUMM TiaJiHOBUMU KPaILJISIMU.
HasBui deranbui kaybouxu, apibui aprepii 3
MTOTOBIIEHOIO CTiHKO10. Boruuinesuii iHTepcTH-
mittawit Gibpos, BorHUIEBi JiMGbOITHOKIITHHHI
iHDiabTPaTH.

Ha ocnoBi BuIleHaBeleHOTO BCTAaHOBJEHO
OCTATOYHUU  TATOJIOTOAHATOMIUHUN  J[iarHO3.
Ocnosnuii — «BHC DT 3 aBrocomHO-pelie-
CUBHHUM TUTIOM YCHAJKyBaHHS, TIepBUHHA (hOpMa,
TOPMOHOPE3UCTEHTHUN». Yexnaonenns
«ITonmiopranna HeBiAMOBIAHICTh (32 KJIIHIYHUMUI
nannmn). JIB3-curppom: MHOKWHHI HaBKOJIOCY-
JVUHHI KPOBOBUJUBU TMiJ[ TIJIEBPOIO JIeTEHIB Ta
eriKap/ioM, y TIeuiHIli, HaHUPHUKAaX, HUPKaX, HaB-
KOJIOHUPKOBIH KUPOBIHl KITITKOBUHI, i/l CJAN30BY
000JIOHKY TIJTYHKA, CEPO3HY 0O0JIOHKY KHUIIEYH-
Ka, M'siKi 0O0JIOHKH TOJIOBHOTO MO3KY; 3aITyCTiHHST
IIOPOKHUH Ceplid Ta MariCTpaJbHUX CYJIMH; CTas3,
CJIAJIZK €PUTPOIMTIB, (DiOPUHOBI Ta €PUTPOIIMTAPHI
TPOMOU B CyJIMHAX MIKPOIUPKYJISITOPHOTO PYCJIa;
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3arajibHe BEHO3He TTIOBHOKPOB'SI BHYTPIllIHIX opra-
HiB. [Toctpa BoruuiieBa emdizemMa JIETEHIB.
Habpsxk nerenis. Boruuiesi aucresiekrasu jere-
HiB. /lucTpodiuni 3MiHUM BHYTPINIHIX OpraHiB.
Habpsik peyoBMHM TOJOBHOTO MO3KY Ta #Oro
M'KUX 0060s0HOK. [lepuBeHTpUKYJIsipHA Oijare-
pajibHa JIEMKOMAJISIisT PEYOBUHU TOJIOBHOTO MO3KY.
Actur (150 mur), rigporiepukapy (3 mur). Anacapka.
Axnunenranbaa iHBomonist tumycy 1T cT.».
Cynymmnii — «Bpo/rkeHa Bajia pO3BUTKY CEYOBU-
JJIBHOI cucTeMu: ABOOIYHA TienoeKTasis. BousH-
Ka JiBoro sgeuka. [lymkoBa knma. AneMist epuTpo-
MMOETUH3AJMeKHA TSXKKOTO CTyINeHs (3a KJIiHIYHU-
mu gaanMn). bescumnromua 6akrepiypist (3a KJri-
HIYHUMU JTAHUMU ) ».

OOroBopeHHs

Kniniuno Bposkennii HeppoTUIHUN CUHAPOM
(biHCBKOTO THUITY TIpE/NCTaBICHUN XapaKTePHUM
CUMIITOMOKOMIIJIEKCOM: BHUCOKUM PiBHEM TIpPOTe-
iHypii (1o 20 T/1), 3 KOJTMBAHHSMU 1[bOTO TTOKA3-
HUKa, TinonporeineMieto (Menrte 10 r/i), rinep-
JITiIeMi€l0, IKa MOKe HapOCTaTH TIij] 4ac mporpe-
CyBaHHS XBOpoOH, i HAOpSIKaMK ax 10 PO3BUTKY
aHacapku. B aHamHesi iTaM i3 11i€10 MaTos0Ti€n
MpUTaMaHHi BKa3iBKM Ha 30iJbIIEHHS Mach
mwranerTu (6u3bK0 25—50% Bix Macu Tijla HOBO-
HapOJ/I)KEHOT0), HU3bKY Macy Tija IIpu Hapo-
JUKeHHI, IMOTaHUII alleTUT, KBOJIICTh. 3a3Buuail
HOBOHAPOZKeHMIT Mae (heHOTUIIOBI 0COOIMBOCTI,
30KpeMa, HeBEJUKUHN 3 HU3bKUM MiCTKOM HicC, PO3-
mupeni Tim'suka [10]. Cepen inmmx o3Hak
MOKYTh BiJIMi4aThCsi TPOMOOTHUYHI YCKJIQTHEHHST
BHACJIZIOK TOPYIIEHHS PIBHOBAarm Mix 3TOp-
TQJIBHOIO Ta MPOTU3TOPTAIBHOIO CHUCTEMaMU
reMocTasy. 3HUKeHHS OHKOTMYHOTO THUCKY Ta
€JIEKTPOJIITHI TOPYIIEHHS CYITPOBOKYIOTHCS
nedinuToM 06'eMy MUPKYJIIOOYOT KPOBi, 10
MOrJINGJII0E OPYIIEHHST MiKPOIIMPKYJISIIIIi Ta peo-
JIOTIUHI BJIACTUBOCTI KPOBi. Y 3B'SI3KYy 3 BTPATOIO
iMmyHor00yJ1iHiB, akropiB Komiuiementy B i D,
Yy XBOPHUX BIIMIiYa€THCS MiJBUINECHA CIIPUNHATIN-
BicTh 10 OakTepiasbHUX iH(MEKIINA 3 PO3BUTKOM
cercucy [11]. YHacmifiok BTpaTH TUPEOiTHUX
TOPMOHIB i3 ce4yer0 MOXKJIUBUN PO3BUTOK KJIIHIY-
HIUX O3HAK TilIOTHPEO3Y, M0 MOTPeOYE KOHTPOIIO
MapKepiB PYHKIIOHYBaHHS MIMTONOAIOHOI 3271031
[10]. Came BumeHaBeeHUI CUMTITOMOKOMILTIEKC
criocTepiraBcs B HOBOHAPO/KEHOTO Ta CTaB KJIO-
YOBUM Y Bepu(ikailii KIiHITHOTO /iarHo3Yy.

BucHoeku
HaBeneni mani miaTBepKyIOTh, 110 KJIHIYHA
kaptuaa BHC moxe dopmyBartucs 1e BHYTpill-
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HBOYTPOOHO Ta MaHi(heCTyBaTH TMICIS HAPOIIKEH-
HS CYKYIHICTIO TaKWX KJIHIYHUX KJIIOUYOBUX
O3HaK: TIMONPOTEiHEMid, MacCUBHA TPOTEIHYPif,
HAOPSIKK Ta TiepIIimigeMist, siki MOKYTh HapoCTa-
TH B pasi nporpecyBants xBopodu. Came 1ieit cum-
MITOMOKOMILJIEKC CTaB KJIIOYOBUM Yy BCTAHOBJIEHHI
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