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BpomkeHnnit HedppoTuyHnin cuHapom (BHC) — cnagkoBe 3aXBOPIOBaHHA, LU0 3yMOBOETbCA FEHHUMM MyTaLiIMK /i YCNAKOBYETbCA 3@ aBTOCOMHO-PELIECUBHIM
MexaHiaMoM. 371e6inbLIoro BiH MOB'A3aHNA 3 TEHETUYHO OMOCepeAKOBaHUMU JedeKTaMi KOMMOHEHTIB rOMepyNsapHOro (insTpauiiHoro 6ap'epy, 0co6nunso
HeppuHY Ta NOAOLWTIB i3 TUMOBOK FICTONOMYHOK KAPTUHOK AUCY3HOrO Me3eHrianbHOro Ckneposy abo (hoKanbHO-CErMEeHTapHOro rOMepynocKieposy.
Ha 0CHOBI reHeTMYHOr0 JOCHIMKEHHS BUAINAIOTL NepBuHHNA BHC, 3ymoBneHuid reHHumMu myTauismu B ogHomy 3 n'atu redis (NPHS1, NPHS2, WT1, LAMB2,
PLCE1) a60 XpOMOCOMHUMY aHOMaNisIMK, | BTOPUHHWIA, NOEAHAHMIA 3 iHLWIMMY 3aXBOPIOBAHHAMM CUCTEMHOIO ab0 HUPKOBOrO reHedy. ManidhecTauis cuHapomy
MOX/NBA LLie B aHTEHaTanbHUI nepiod abo BNPOAOBXK MepLUMX TPbOX MicsLiB xuTTa. KniHivHo BHC nposiBNsieTbCs MacKBHOIO rinonpoTeiHemieto, npoTeiHypieto,
andysHumMn Habpsikamu. TakTuka nikyeaxHs BHC nonsirae nepeBaxxHo B CUMNTOMATUYHIV Tepanii, 30Kpema, y KOHTPOJOBaHHI HA6PAKOBOTO CUHAPOMY, MOX/UBOI
a30TeMmii, MapKepiB (OYHKLi LMTONOAIOHOI 3a7103K, a TaKOX NONepPePKeHHi i NiKyBaHHI yCknagHeHb, Takux AK iHAhekLUii Ta Tpom603n. MonekynspHo-reHeTdHe
JOCTIDKEHHS € «30M10TUM>» CTaHAAPTOM FEHOTUMYBAHHS LbOr0 3axBOPoBaHHS. Mepebir BHC HecnpusTnuenil y 3B's3Ky 3i LIBUAKMM PO3BUTKOM TEPMiHANbHOI
cTagii XpOHIYHOI HUPKOBOI HEJOCTATHOCTI.

MeTa — po3LmMpuUTK 3HaHHS NikapiB-neAaiaTpiB i HEOHATOMONIB LIOAO KNiHIKO-NapakniHivyHMX i natomMopdonoriyHnx ocobnmsocTei nepebiry BHC ciHcbkoro tuny
B HEOHATaNbHOMY BiLli.

HaBeAeHO KNiHi4HMIA BUNAZOK LOAO KIMiHiKO-NapakmiHiYHWX, NaTOMOPMONOri4HUX i MONEKYNSPHO-TEHETUYHNX 0cobanBocTen nepebiry BHC diHcbkoro tuny
3 MaHidpecTaujeto B paHHbOMY HEeOHaTanbHOMY NepioAi.

BucHoBKM. Ha 0CHOBI HaBefieHOro BUNAaaKy NoKasaHo HEoOXIAHICTb KOMMEKCHOro Mmifxody A0 o6¢TexeHHs Aiter 3 BHC ans Bepudikavii BapiauTis Hozonorii,
BM3Ha4€HHS NMPOTHO3Y Ta POPMYBAHHS TAKTUKM NiKyBaHHS.

[locnimKeHHs BUKOHAHO 3 JOTPUMAHHAM MPUHLMNIB Gi0ETUKN BIANOBIAHO [0 leNbCIHCLKOI Aeknapauii. Ha npoBefeHHs KNiHiKo-napakniHiYHuX A0CTimKeHb
OTPUMAHO iH(DOPMOBaHY 3rofly 6aTbKiB AUTUHW.

ABTOpPU 3aABNAOTL NPO BIACYTHICTb KOH(NIKTY iHTEPECIB.

Knio4oBi cnoBa: BpopKeHnin HePOTUYHNIA CUHAPOM, HOBOHAPOKEHNIA, MONEKYNAPHO-TeHETNYHE LOCTIMKEHHS.
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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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BpoxaeHHbIit HedopoTuyeckmii cuapom (BHC) — HacneacTBeHHOe 3a60neBaHie, KOTopoe 06yCnaBnMBaeTCs FeHHbIMI MyTaLUUsMIA 1 HACTIEAYETCS MO ayTOCOMHO-
PeLEeCcCUBHOMY MexaHu3my. B GOMbLUMHCTBE Cily4aeB OH CBA3AH C EHETUHECKUMU AedpeKTaMu KOMMOHEHTOB rMOMEpPYNIAPHOro (UNbTPaLMOHHOMO 6apbepa,
0CO6EHHO Hed)puHa M NOLOLMTOB C TWUMUYHOW TUCTONOTNYECKOW KapTUHOIM AMcdY3HOr0 MEe3eHr1anbHoOro ckfieposa wuau (ooKanbHO-CEerMeHTapHoro
r1I0Mepynocknepo3a. Ha 0CHOBaHUM reHEeTUYECKOro NCCnefoBaHUs BbIAENAT nepBuHbIi BHC, 06yCNOBNEHHbIV FEHHBIMU MyTaUUsAMU B OLHOM W3 NSTUA TEHOB
(NPHS1, NPHS2, WT1, LAMB2, PLCE1) nn60 XpOMOCOMHbIMA QHOMANMAMW, W BTOPUYHbIA, COHETAIOLUMIACA C LPYrUMI 3aB0eBaHNAMU CUCTEMHOMO
MW MOYeYHOro reHesa. MaHudbecTaumsi cUHApPOMA BO3MOXHA €LUe B aHTEHaTanbHbIA NMepuof WAn B Te4YeHUe NepBbIX TPEX MECALEB XU3HW. KnuHuyecku
BHC nposBnsetcs MaccuBHOi runonpoTenHeMueil, npoTenHypuei, ANGMY3HbIMA 0Tekamn. TakTUKa NEYeHWs BPOXAEHHOrO HePOTUHECKOTO CUHAPOMA
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3aKITH04aeTCH MPENMYLLECTBEHHO B CUMMTOMATUYECKOW Tepamui, a MMEHHO: KOHTPOSie OTEYHOrO CMHAPOMA, BO3MOXHOW a30TeMWn, MapKepoB (YHKLMM
LLMTOBWHOIA Xenesbl, NPeLYNPEXAEHUN 1 NEYeHI OCNOXHEHWIA, TaKNX Kak WHAeKUMn 1 TpomMb0o3bl.  MonekynspHo-reHeTU4ecKoe 1ccneaoBaHne ABNSeTCs
«30M10TbIM» CTAHAAPTOM FeHOTUMMPOBAHUS [aHHOTO 3abonesanns. TeyeHue BHC HebnaronpusiTHoe B CBA3M C ObICTPbIM Pa3BUTUEM TEPMMHANBLHON CTaguu
XPOHWUYECKON NOYEYHON HEAOCTATOYHOCTY.

|.|e]'lb — paclimpuTb 3HaHWA Bpaqeﬁ—ne,qmanOB W HEOHaTonoroB no noBoAy KNWHUKO-NAPAKNUHUYECKUX W I'IaTOMOp(DOJ'IOFI/IHeCKI/IX 0CO6EHHOCTEN TeYeHus
BHC dhuHcKoro TMna B HeoHaTanbHOM BO3pacTe.

lpefcTaBneH KNUHUYECKMIA Cilyqail C OMMUCAHNEM KIMHUKO-NApaKIMHUYECKIX, NaTOMOPONOrMYECKUX 1 MONEKYNSPHO-TEHETUYECKINX 0COBEHHOCTEN TeYeHust
BHC douHckoro Tuna ¢ MmaHudecTaumeil B paHHeM HeoHaTalbHOM neproje.

BbiBofbL. Ha npumepe ykaszaHHOro cny4asi nokasaHa HeobX0AMMOCTb KOMMEKCHOro nogxoja K o6cnefoBaHuto aeteit ¢ BHC ans sepudoukaunm BapuaHToB
HO30710r MK, ONpeAeneHns NPOrHo3a 1 hOPMUPOBAHNSA TaKTUKIA NIEYEHNS.

lccnenoBaHme BbIMOMHEHO B COOTBETCTBUM C MPUHLMNAMK XenbCUHKCKON feknapauun. Ha npoBefeHne KIMHUKO-NapaknyHNYeCKNX UCCnes0BaHui Nony4eHo

MHOPMUPOBAHHOE cornacue poauTenen pebeHka.
ABTOpbI 329BNAOT 06 OTCYTCTBUM KOH(PANKTA UHTEPECOB.

KnioueBble €noBa: BpOX/EHHbI He(hPOTU4ECKUIA CUHAPOM, HOBOPOXKAEHHbIN, MOJIEKYNAPHO-TEHETUYECKOE UCCe0BaHMe.

BcTyn

BpoI[;KeHI/H‘/’I Hedporuanmii cuaapom (BHC) —
PiZIKiCHE CITaIkoBe 3aXBOPIOBAHHSA HUPOK,
sike 0OYMOBJIEHE TIOPYIIEHHSIM PO3BUTKY CTPYK-
TypHO-(DYHKITIOHATBHOT OJIMHNUII HUPOK-He(poHa
Ta XapaKTePU3YETbCS MACUBHOIO TilOMPOTEiHe-
Mi€ro, TpoTeinypie, AUdy3HUMU HaOPSKAMMU.
Bepudikamiss 3axBopioBaHHS MOXKJIWBA BiKe
BHYTPIIIHBOYTPOOHO Ha 15—21-My THzKHI recrarii
3a BU3HAYEHHAM piBHs Oinka ajbda-deronpore-
iHy B aMHIOTUYHIN PiJINHI 3 HACTYITHOIO MaHidec-
TaIli€I0 KJIHIYHUX MPOSBIB YIPOJOBXK IEPIINX
TPHOX MiCSIIiB KUTTS [3,5].

Kniniuno BHC Moke mposiBasTuca K
i3o/1b0BaHa ab0 cUHAPOMabHA (hOpMa 3 MYJIbTH-
cucteMHUMU o3Hakamu. Ha mizcrasi renetnyHoro
JOCJIDKEeHHST  BUALIAIOTh nepBuaHuiln BHC,
00yMOBJICHUI T€HHUMH MYTaIlliIMU B OJHOMY
3 m'aru renie (NPHS1, NPHS2, WT1, LAMB2,
PLCE1) a6o XpoMOCOMHUMHU aHOMAJIisIMH, i BTO-
PUHHUH, TIO TMOEIHYETLCA 3 IHIIMMHU 3aXBOPIO-
BaHHSIMH CHUCTEMHOTO ab0 HUPKOBOTO TeHe3y
[2,13]. 3okpema, Bropunnuii BHC moxke OyTu
HOB'I3aHUH i3 BHYTPIIIHBOYTPOOHUMHU iH(pEKILis-
ME (TOKCOIIa3MO3, KpacHyXa, repriecBipyctaa abo
IUTOMeraJoBipycHa iHdekiii, cudinic, cuaapom
Ha0yTOro iMyHOZE(DINNTY), CMAJKOBOK MATOJO-
riefo 0OMiHy PEYOBHH, Y TOMY YHCJIi XBOpoOaMu
HakonmyeHHd (MYKOBICIIUI03, IleJiaKis, Helpo-
BicIlepaJIbHUI TaHTJi03U/103), CHAJKOBUMU CUH-
apomamu (Lowe, Galloway—Mowat, Naik—Patel-
la Tomo), rimoTrpeo3om, rTeMOANHAMIYHIMU TTOPY-
meHHsIMEU (TPOMO03 HUPKOBUX BEH, TSIKKI BapiaH-
TU TeMOJIITUKO-ypeMiuHoro cunpomy) [10].

3a ZaHUMH eIlifeMiOoJIOTIYHUX IOCIIIKEHb,
IOPIYHUN pPiBeHb 3aXBOPIOBAHOCTI cepejl 130Jb0-
Bannx ¢opm BHC xommBaetbcs B cepeiHbOMY
BiZ 2 o 7 Bumnazkis Ha 100 tuc. miteit. Ha croron-
Hi Hailbiapir BuBYeHHM 3anumiaetbest BHC
dincvkoro tuny (BHC DT), ynepie BusiBieHuii
y (biHCBKIN TOMyJIAIii, YacTOTa SKOTO CTAaHOBUTH
1:8200 ;xuBoHAPOKEHUX, X0Ua HOTO MOKHA BEPU-
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(ikyBatu B miTell pi3HOTO €THIYHOTO MOXOJKEH-
Ha [1,4].

Bpomxennit HeppornaHuii cMHAPOM (DiHCHKO-
ro tumy (tun 1) oOyMOBJIEHUI MyTallissMi TeHa
NPHS1 (Bugsnennii y 1994 p.) ta jsokamizyerbcs
B xpomocomi 19q13.1 [OMIM 2563000]. Ha cbo-
rogui onucano monay 180 myrariit (y Tomy uumcii
JIeJIeTist, MiceHC-, HOHCEHC-MYTaIlisl TOIO) IThOTO
reHa, siki BUSABJSAIOTH y 98% miteit ¢inchKkoi
nomnyJssinii iy 39-80% inmumx HarioHasbHOCTEN
[12]. Mexaniszm ycnaakyBanns BHC OT —
aBTOCOMHO-PEIIeCUBHUII.

I'ern NPHS1 koxye cunte3 TpancMeMOpaHHOTO
nporeiny HepuHy nogonurTamMu — Oika «3acTio-
KU-OJUCKaBKU»  TJOMEPYJsIpHOi  Oa3aibHOI
MeMOpaHu, siKa MEePEeNKO/KAE MOTPATLISTHHIO
6iska 3 KpoBi B ceuy. Myramis NPHS1 npusso-
JINTHh JI0 HECIPOMOKHOCTI MIJUHHOI AiadparMu
MOBHOIIHHO ¢yHKIioHyBaTH. OKpiM IHOTO,
Hedpur Gepe ydacTb y BHYTPIIIHBOKIITUHHUX
CUTHAJIBHUX TJIsIXaX, 30epirae (yHKIIOHATbHY
IIJTICHICTh TIOAOIUTIB. 3a pe3yJabTaTaMW MOp-
dostoriuHoro obcrexkeHHsT HUPOK y GionraTtax [5]
BUSBJLIOTh O3HAKN (PYHKITIOHATBHO HE3PIiInNX
K1yOOUKiB, 301/IbIIEHHS ME3€HTIalIbHOIO MATPUK-
Cy, PO3MUPEHHS KaHAJbINB, I1HTEPCTUIIIATHHOTO
$ibpo3y, Muby3HOrO Me3eHTIaTbHOTO CKJIEPO3Y,
MIiKPOKICTO3 TTPOKCUMATbHUX KaHAJBIIIB Y KOPTHU-
KO-MeJIyISAPHili 30Hi.

Ha cboroani pe3ysibTaTu TE€HETUYHOIO JTOCJTi-
JIUKEHHST € aJIbTePHATUBOIO Oi0TICiT HUPOK SIK CTaH-
MapTy MarHOCTUKY Ta BUOOPY TAKTUKU JIKYBAHHST
BHC y nireii [11].

Jlst BUOOPY TaKTUKK JIIKYBaHHS 1 MPOTHO3Y-
BaHHS [ly’Ke BaXJWBO BU3HAYWUTHU YYTJIUBICTDH
xBoporo 3 BHC o menukameHTO3HOI Teparrii.
BHC tumny 1 pesucreHTHUII 10 JiKyBaHHS CTE€PO-
IIHUMU TOPMOHAMU Ta IMYHOCYTIPECUBHOI Tepartii.
Cranpaprre gikyBanus BHC @OT koncepBaTuhe
Ta TepeBaKHO Ma€ CUMIITOMATHUYHUI XapakTep,
MoJisita€ B TMOCTIHHUX iHQY3igX i3 3aMiCHOIO
MEeTOI0 aJbOyMiHy, IIpU3HAYEHH] aHTHOAKTEPiajlh-
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HOI, aHTUKOATYJISTHTHOI Teparrii, KOPeKIIii eJIeKTPo-
JITHUX TIOPYIIIEHb, & TAKOK 3aCTOCYBaHHI IIperia-
pariB IMUTONOMIOHOI 321031 13 3aMiCHOI0 METOIO
(32 yMOBHM Ti/ITBEP/KEHHS JliarHO3Y TinoTupeos) [9].

[Ticsist mocsirHeHHs Baru 7 Kr GiJIbIITCTh HMallieH-
TiB moTpebyiorTh ABOGIUHOI HedpeKToMii s
MONEPE/IKEHHST MACUBHOI ITPOTETHYPIi Ta PO3BUT-
Ky HUPKOBOI HEJIOCTATHOCTI. 32 YMOBH JIOCSTHEH-
Hs Baru 9—10 Kr mpoBOAATh paHHIO TPaHCILJIAHTA-
Iif0 HUPOK, 1110 301JIBIIYE MIAHCH HA CIIPUSTIUBUAN
IIPOTHO3, OJTHAK MOKJUBUI PO3BUTOK MOCTTPAHC-
mranraiiinoro peruaupy. Ilepebir BHC He-
CHPUATINBUN Y 3B'SI3KY 31 HNIBUJIKUM PO3BUTKOM
TEePMiHAJIBHOI CTa/lii XPOHIYHOI HUPKOBOI HEIO-
cTaTHoCTi [6].

Mema nociigkeHHss — Ha IPUKJIA/II KITHIYHOTO
BUIIAQ/IKY 3 BJIACHOI IIPAKTUKK PO3IIUPUTH 3HAHHS
JIIKapiB-TIe[iaTPiB Ta HEOHATOJIOTIB MIO/I0 KJIIHIKO-
HAPAKTIHIYHUX 1 TAaTOMOPMOIOTIYHIX 0COOIUBO-
creii mepebiry BHC DT y HeonaTasbHOMY BiIli.

[ocaizkeHHsd BUKOHAHO 3 JIOTPUMAHHIM
HPUHIKINB 6ioeTHKK BianosigHo 10 I'eabcincbkoi
Jeksapaitii. Ha mpoBejieHHsT BCiX KJIiHIKO-TIapa-
KJTHIYHUX JIOCTiKeHb OTpUMaHO iH(MOPMOBaHY
3rojty OaTbKiB JUTHHU.

KniHiyHvia BUNapok

Xnonuux M., naponuscsi B YepHiBenbkomy
0bslacHOMY TlepuHaTaaIbHOMY IeHTpi Bix I Barit-
HOCTI, siKa 1epebiraia Ha TJIi TOCTPOI pecIipaTop-
HOI BipycHOI iH(exIlii B MaTepi 3 TilmepTepMiero
y 30 TIZKHIB, XPOHIYHOTO TTi€sT0HehPUTY (3 MTPUBO-
Jly SIKOTO BariTHa OTpUMyBaja IedTpiakcoH) Ta
GaraToBO/Is. 3a IAHUMHU YJIbTPA3BYKOBOTO JOCJTi-
ukenns (Y 3/1) y repmini rectarii 30—31 TrzkaeHb
BUSABJICHO IT€J0EKTA31l0 HUPOK Ta O3HAKW BHY-
TPIHBOYTPOOHOTO iH(bIKyBaHHS 1I0/a. [eHeano-
T4 anaMHe3 00T KeHn: CIaKOBICTh T10 JIiHil
Marepi — CepIrieBO-Cy/IMHHA MaTOJIOTisT, OPOHXI-
aJibHa acTMa, 10 JIiHii OaTbKa — OHKOMATOJIOTIS.
ITosioru I, mpupoHiM 1ISIXOM, Y TePMiHi TecTarlii
34 TWXKHI y 3B'A3Ky 3 IlepeldacHUM PO3PUBOM
wiigHuX 006040HOK (6e3BOAHUIT HPOMIKOK —
48 romun). Ilig wac moJsoTiB y MaTepi crocTepira-
JIOCST TI/IBUIIIEHHST TeMIIepaTypu 10 cyodedpuiib-
HuX 1udp. XJIOMYMK HapPOAWBCS 3 Macolo Tijia
2200 rpam, moBxkuHoio Tiia — 47 cMm. OiliHka
3a 1mKasow Anrap — 7—7 b6aiis.

Onpagy micas HApOIKEHHS 3arajbHUl CTaH
JIMTUHU PO3IIHEHO SK CEPe/iHbOI TSIXKKOCTI, IO
3YMOBJIEHO CHHPOMOM IepebpasibHOl Jernpecii,
HaOpsikamu (0cOOJIMBO BUPAKEHUM Ha CTETHAX),
3pUTYBaHHAM IIiJl Yac IPUKJAJAHHS /10 Ipy/eil.
Y1pomoBsk nepinoi 100w cTaH AUTHHE OYB 3 Hera-
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TUBHOIO IMTHAMIKOIO 32 PaXyHOK MOSIBY JINXAJTbHUX
pO3JIajliB, HEBPOJIOTIYHOI CUMIITOMATUKUA (HApO-
CTaHHS TIMOTOHII Ta TimopedJekcii), TOCUIeHHS
HAOPSIKOBOTO CUH/IPOMY, 3HUKEHHSI HY TPUTHBHO-
ro crarycy. Ilicist 1oo6CTeReHHsT 3 ypaxyBaHHIM
aHaMHe3y Ta KJIHIYHOI KapTUHU BCTAHOBJIEHO
nmiarno3 «Panuill HeoHATaJTbHUN CEICUcC, Mmepio
CeNTUKOMIEMIil: — TIHEBMOHIS, MieToHedpUT,
YCKJIQJIHEHUN SIBUIIAMU  TIOJIIOPTAHHOI  HEJl0-
CTAaTHOCTI 3 YPa’KeHHAM [IMXaJbHOI CHUCTEMH,
nuryHKoBo-kKuinkoBoro tpakty. BHC DT (rimo-
MpoTeiHeMis, MacuBHA TPOTEIHYPid, TJIIOKO3Y-
pis1)? Toctpa HEMpKOBa HemocTaTHiCTh (31 30e-
PEXEHHSAM a30TBUMIIBHOI (DYHKINI HUPOK).
[Tonicepo3ut: rigponepukapa, mnepudepudHi
Habpsiku». Tepmin recrarii — 34 THKHI.

Jixyeannsa. Pecnipatopna mniaTpumka, indy-
3ifiHa Tepamisi i3 3aCTOCYBaHHSIM YaCTKOBOTO
MapeHTepaIbHOTO XapuyBaHHS 3 BBEJCHHSIM
anpOyMiny, aHTHOaKTepiajbHa, 3aMicHa Teparis
3 MapeHTepaIbHUM BBEIEHHIM IMYHOTJIOOYTiHiB,
110 JIaJI0 3MOTY cTabiTi3yBaTh CTaH JUTHHM 1 JJIsT
MO0OCTEKEHHS Ta JIKYBAaHHS MEPEBECTH JUTHHY
IO BiJI/IiJIeHHsT IHTEHCUBHOI Tepallii HOBOHAPOJIKe-
nux KHIT «YepniBenbka ob6sacHa JUTSYa KIIHIY-
Ha JIKapHSI».

3araJbHUN CTaH JUTUHU HAa MOMEHT TOCIIiTa-
Jgizarmii M0 BigAiJIeHHS IHTEHCHUBHOI Tepaitii
HOBOHAPO/IZKEHUX PO3I[IHEHO SIK TSKKUI 32 paxy-
HOK JIMXQJIbHUX PO3Ja/liB (JuXajbHa HEI0CTaT-
HicTh 1-2-TO crymnens ), aupy3HOro HaOPSAKOBOTO
cuHzApoMy. Bipomos:k nepebyBaHHS y BifIiaeHH]
MiATBEP/KEHO CUMITOMOKOMILJIEKC HE(DPOTUIHO-
TO CHUHJIPOMY: TirepripoTeiHeMia (piBeHb 3arajib-
Horo Oinka — Bix 11,3 mo 30,1 r/m; HOpma —
60-80 r/n), piBenb anpbyminy — Bix 13,2
no 20,2 v/n (Hopma — 38-54 r/i), 30iblIEHHS
PiBHSI XOJieCTepUHY B CHUPOBaTIi KpPOBI
Bix 2,3 mo 599 wmmosab/n  (HOpMa
1,3-5,2 mmoutb /1), Tpuriinepuais — Bix 1,33 10
3,38 mmoub/a (Hopma — 0—1,7 mmoub/1). B ana-
JIi3i cedl pPiBeHb MNPOTEiHYpPil KOJUBABCA Bij
0,99 r/n 10 4,917 r/71, muTOMa IMiIBHICTH 30€pira-
gacg Ha piBai 1006—1010, rmoko3ypist — Bix 6,0
no 111 mm/am’. EslekTpostiThi OpyIeHHs He BU-
asyeno. Ilix yac ob6cresxennss Ha TORCH-indek-
1ii (ImUToMeTanoBipycHa iH(MEKITIS, TOKCOTLIA3MO3,
reprieTudHa iHQEKIisd) BUSBIEHO HeraTUBHI
pesyabTaTh. /[y BUKIIOUEHHST CUCTEMHUX 3aXBO-
pIOBaHb BU3HAUYEHO piBeHb BMICTY B CHPOBATIl
kpoBi /IHK nBocmipasbHOi, aHTUTIJ IMYHOTJIO-
OyminiB kimacy G, MOKa3HUKU SIKOTO CTaHOBWJIN
0,05 MO/mn (nosutuBnuii — >46,0 MO /mi).
[Tix yac oOCTeKEHHS TaKOK BUSIBJIEHO O3HAKU
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KNIHIYHUA BUNALOK

Tabnuuys
AuHamika nokasHukiB nepudepuydHoi KPOBi HOBOHAPOAXKEHOro 3 BPOA>KEeHUM HeppPOTUYHUM CUHAPOMOM 4
LWBnpkictb
fara Eputpo- Fe!\norno- Jleiko- I'Ianuq!(osp Cermel_-noa- Eqsvmo- Jlimcpo- | MoHo- | Tpombo- | ocigaHHs epu-
uuTK, r/n| 6iH, r/n |uuTn, r/n| pepHi,% | pepHi, % | dinun, % | uutn, % |umuTn, % | uutk, INn TpouumrTiB,
mm/roa
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

TPAH3UTOPHOTO TimoTupeo3y. Tak, aHami3 Kposi
Ha BMICT FOPMOHIB IIUTOMOAIOHOT 3a/1031 MTOKa3aB

Take: BMICT THPEOTPOITHOTO TOPMOHA  —
7,6 Mk Mo/man (Hopma — 0,3-4,0 mx Mo/mur),
piBeHb THPOKCUHY BiJIBHOTO — 7,2 TIMOJIb/J

(nopma — 9,0-20,0 mmosb /1), TPUHOATUPOHIHY —
0,9 umoub /1 (mopma — 1,2—-3,2 amounn/ir). Ilig vac
Y 3]1 HUPOK BUSIBJIEHO TaKi 3MiHU: 00MABI HUPKU
36ibIIeHI B po3Mipax i3 MifIBUINEHO €XOTeHHi-
CTIO TIAPEHXIMU Ta 3HMKEHOI KOPTHKO-MeyJIsip-
HOIO InDepeHTIialli€o; MegI0eKTasis 3iBa.

3a pesyabTaTaM¥u MOJIEKYJISPHO-TEHETUYHOTO
NOCITKeH s BUsABJIeHO /Bi MyTartii rena NPHST,
s3okpema Bapiant ¢.2053G>T (p.Gly685Cys)
ta ¢.2746G>A (p.Ala916Thr) y romosurorHomy
crani, mo miarsepanio aiarno3 BHC MT. Moue-
KYJISIPHO-TeHeTUYHe 00CTeKeHHsI B 060X GaThKiB
BusBUIIO ABI MyTarlii rena NPHS1, sokpema Bapi-
aut ¢.2053G>T (p.Gly685Cys) Tta ¢.2746G>A
(p.Ala916Thr) y rereposurorHoMy cTaHi.

Y mporieci JKyBaHHS JIJIsT KOPEKILT rinmoanboy-
MiHeMii, rimoBoJsieMii Ta HaOPSIKOBOTO CUHIPOMY
POBEIEHO HeoAHOpas3oBi iHGy3il: 20% po3unny
anpOyminy B 1031 1 r/Kr/moGy  BIIPOTOBIK
3—4 TomuH; Ny 3MEHIIEHHS PiBHSA TPOTEiHypii
[PU3HAYEHO THIIGITOP aHTIOTEH3UHITEPETBOPIOIOYO-
ro ¢epmenty (karrornpui y g03i 0,2 Mr/Kr/mooy),
i3 3aMiCcHOI0O Tepami€ln JAWTUHA OTpPUMYyBaja
L-tupokcun y 103i 2 MKr/kr/moby. BpaxoByioun
HasIBHICTh aCOIIHOBAHOTO IMYHOAEMITUTHOTO
CTaHy, JUTHHI TPU3HAYEHO KOMOIHOBAHY aHTH-
GakTepiaJbHy Tepamilo Ta IMyHOTJIOOYJiHU
(6ioBEH MOHO) JIJIsT BHY TPIIIIHHOBEHHOTO BBE/IEHHSI
B 103i 200 mr/Kkr/mo0y. BpaxoByroun HapocTaHHSs
AHEeMiIYHOTO CHHJIPOMY, ITUTHHI OJHOPA30BO ITIPO-
BeJIeHO TpaHC(hy3ito epUTPOIUTAPHOT Macu B 00'€-
Mi 10 MJI/KT Ta IPU3HAYEHO ePUTPOIIOETUH Y /1031
2000 MO xoxHi 7 1i6 10 TOCSTHEHHS MIECTHMI-
CA4HOTrO BiKy. /I[MHAMiKy 3MiH MOKAa3HUKIB 3arajib-
HOTO aHaJIi3y KpoBsi mij yac nmepebysanus B KHIT
«YepniBenpka objacHa AWTsSYa KJiHIYHA JiKap-
Hs» HaBeIEHO B TaOJIUIII.
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ITicais crabimizamii crany guTuHy Bikom 27 1i0
NepeBe/IeHO /10 BiJUIiJIEHHS TATOJIOrT HOBOHAPO-
JUKeHWX. 3araJibHUi CTaH AUTWHW Y BiAisIeHH]
3JTUIIABCST TSDKKUM 32 PAXYHOK 3arajbHOHAODSI-
KOBOT'O CHH/IPOMY, 3 IE€PEeBaKHOIO JIOKaJi3alli€to
Ha 00Jmyui Ta HUKHIX KiHiliBKax (puc.). Criocre-
pirayucst GJIiicTh MIKIPHUX MOKPUBIB, 3HUKEHHS
TYPropy Ta eJacTUYHOCTI TKaHwWH. 36epiramacs
3arajibHa TiMOTOHidA, TinopedJiekcig. JutnHa
BUTOJIOBYBAJacs TPy/AbMH. Y BiJIiJIeHHI TPOIOB-
JKEHO Tepamiio i/l KJAIHIKO-TIapaKJIiHIYHUM MOHi-
TOPUHTOM.

Jlnst y3romskeHHs TaKTUKY JIIKYBaHHS TTPOBeJIe-
HO OHJAMH KOHCUJIyM 13 YJIEHOM-KOPECIIOH-
nentoM HanionanbHol —akajgeMil MeAMYHUX
Hayk Ykpainu, [IpesugenTom acoriaiii HeoOHATO-
JIOTIB YKpainu, 3acIy;KeHuM JiikapeM YKpainu,
3aCTYITHUKOM JIMPEKTOPA 3 TepUHATAIbHOI Me/u-
nunu Y «Incruryt nemiatpii, akyiepersa i rine-
koJiorii imeni axazemika O.M. Jlyk'snosoi
HAMH ¥Ykpainn» a.men.H., pod. 3HaMEHCHKOIO
T.K. Kainiyeuii BUMAJ0K MPOKOHCYJIbTOBAHO
[IpesunenTom Acortiatii HedposoriB Ykpainwu,
KepiBHUKOM Bifjiny autgdoi nHedposorii Y
«lncturyr wedposorii  HAMH  VYkpainuy,
n.meH., npod. barmacaposoio 1.B. Ocmamounuii
diazno3 — «PanHiii HeOHaTAJIbHUI CEIICHC, TEPIOJ

Puc. Habpsaku HUKHIX KiHLIBOK
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CEeIITUKOMIEMIl: THIMHWUI MEHIHTIT, HeOHaTaJbHa
IHQEKIiA CeYOBUBIIHNX IIJISXiB, TTHEBMOHIS.
BHC ODT. l'inokcuuno-inemiuna eHiedasomnaris,
IT crazgis, cuHApPOM NPUTHIYEHHS IEHTPaJIbHOI
HEepPBOBOI cUcTeMU. PaHHA aHeMisd HeIOHOIIEeHUX,
TSKKOTO CTYTIEHS, EPUTPOTIOeTUH3aIeKHA. Tpan-
3UTOPHUN Tinmotupeos. Jlucmiasis KyJbITOBUX
cyrso6iB. HemoHomenicTs — 34 THXKHI».

Y Bini 1,5 Micsiis 17151 TOAABIIOTO JIIKYBaHHS
JINTUHY TIEPEBEIEHO JI0 CIIeliani3oBaHOTO Hedpo-
JIOTTYHOTO BiJI/IIJIEHHI MiChKOI IUTSAYOI KJIIHIYHOL
JlikapHi B M. HepHiBIii.

HesBaxkatoun Ha KOMILJIEKC ITPOBE/IEHUX 3aX0-
JliB, HA TJIi PI3KOTO TIOTIpPIIEHHS CTaHy y Bill
S MicsiriB 6 THIB 11eil BUTIAIOK 3aKiHYUBCST JIETAIBHO.

[1lix yac aBToIICii TijIa BUSBIEHO TaKi TaTOMOP-
(hostoriuHi MaKpPOCKOIUHI 3MiHU HUPOK: HUPKHU
301JIbIIIEHUX PO3MIpIB 5,6x3,7x3,4 cM KOXHa,
KarcyJja 3HiMa€eThCs JIETKO, TTIOBEPXHS HUPOK IJ1a/l-
Ka, ¢opma 30epeskeHa, Cipo-)KOBTOTO KOJIbOPY.
Ha po3pisi MasitoHOK MOpyIIeHni — Kopa IUPoKa,
npejcTaBjieHa MHOXWUHHUMHU  MIKPOKICTaMU.
HupkoBi yaiiieyku po3mupeHi.

[Tix yac MiKpPOCKOITIYHOTO MOCTI/PKEHHS CEK-
MifHOTO MaTepiasy TaToMOP(hOJOTiYHI 3MiHA
HUPOK TIPE/CTaBJeHl 3MiHAMU y BUTIJISI T10B-
HOKPOB'd CY/IVH, CTa3y, CJAAJKY, arperailii epuTpo-
UTIB. Y CyAnHAX MIKPOIMPKYJSTOPHOTO pPycia
BUSIBJIEHO TiasliHOBi, (biOPMHOBI, epUTPOIMTAPHI
TpoMOM, PiGHOBOTHUIIEBI KPOBOBUJIMBH, TialiHO-
BO-KparejbHa AUCTPOdis emiTesiio 3BUBUCTUX
KaHaJIbI[iB, MiKPOKICTO3 KaHAJbINB i3 pajiapHUM
PO3IIMPEHHAM Bijl KarcyJau /10 IOKCTaMeay IsPHO1
30HU. Emitemiii KicT KyGiuHMiT €03uHOMIIBHNII,
3 e03WHOMITbHUMU TiaJiHOBUMH KpaIJISIMHU.
Hagsui deranbui kiaybouku, apibHi aprepii 3
MOTOBIEHOIO CTiHKOI0. Boruuiiesuii iHTEepcTH-
mittawit Gibpos, BorHUIeBi JTiMGbOITHOKIITHHHI

iHbLIBTPATH.
Ha ocHoBi BuIlleHaBemLeHOTO BCTAHOBJIEHO
OCTATOYHUM TaTOJOTOAHATOMIUHMI  JiarHO3.

Ocnosnuii — «BHC @OT 3 aBTocomHo-perie-
CUBHHMM THUTIOM YCHAJIKyBaHHH, TIepBUHHA (HOpMa,
TOPMOHOPE3UCTEHTHU . Yeknaonenns
«ITomopranHa HeEBIAMOBIHICT (32 KITHIYHUMU
nanumu). JIB3-cunapom: MHOKMHHI HaBKOJIOCY-
JWHHI KPOBOBWJIMBM IIi/l IJIEBPOIO JIETE€HIB Ta
eriKap/ioM, y TeviHIli, HaIHUPHUKaX, HUPKaX, HaB-
KOJIOHUPKOBIH KUPOBIHN KIITKOBUHI, IMi/i CJAU30BY
060JIOHKY TILTYHKA, CEPO3HY 0OOJOHKY KUIIEYHNU-
Ka, M'siki 0G0JIOHKY TOJIOBHOTO MO3KY; 3aITyCTiHHS
MOPOKHUH Ceplis Ta MariCTpaibHUX CY/IWUH; CTas3,
CJIaJIZK ePUTPOINTIB, (DiOPUHOBI Ta €PUTPOIMTAPHI
TPOMOU B CyAMHAX MiKPOIUPKYJISTOPHOTO PYCJIa;
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3arajibHe BeHO3HE TIOBHOKPOB'SI BHYTPIllIHIX Opra-
HiB. locTtpa BorummeBa emdizemMa JieTeHiB.
Habpsik serenis. Boruuinesi gucrenekrasu Jjere-
HiB. [/luctpodiuni 3MiHM BHYTPIIIHIX OpPTaHIB.
Habpsik pe4oBHHM TOJOBHOTO MO3KY Ta #Oro
M'sIKuX 0060/10HOK. IlepuBeHTpuKy/IsipHa Oijare-
pajbHa JIEMKOMAJIAIiS PEYOBUHU TOJIOBHOTO MO3KY.
Actmt (150 mur), rizportepukaps (3 mur). Anacapka.
AxnunentanpHa iHBOJOIIA TuUMycy 11T cT.».
Cynymmniu — «BpojkeHa Bajia pO3BUTKY CEUOBU-
JiIbHOI cucTeMu: ABoOiUHa TienoekTasist. BousH-
Ka JiBoro sieuka. IlynkoBa kuma. AneMis epuTpo-
MOETUH3AJIeKHA TSXKKOTO CTyIeHs (3a KJIHIYHU-
mu ganumn). bescummnromua 6akrepiypist (3a KJri-
HIYHUMU JIAHUMUA ) ».

OOroBopeHHs

Krinigno Bpopkennii HehpOTUIHUN CUHIPOM
(incbKOTO THUTY TIpencTaBIeHUI XapaKTePHUM
CUMIITOMOKOMILJIEKCOM: BUCOKHUM PiBHEM TMpOTe-
inypii (1o 20 r/i1), 3 KOTMBAHHSIMU 1IbOTO TTOKA3-
HUKa, rinomnporeineMicio (Menmie 10 t/i), rinep-
JImizieMi€lo, sSIka MOsKe HapoCTaTHU TIijl 4ac Imporpe-
cyBaHHSI XBOPOOH, i HAOPsIKaMU aK 0 PO3BUTKY
aHacapku. B aHamHesi JiiTaM i3 11i€10 MaTOJIOTIE
npuTaMaHHi BKa3iBKM Ha 301JIbIIEHHS Macu
wrarerTn (613bK0 25—-50% Big Macu Tijia HOBO-
HapoJ/’KEHOI0), HM3bKy Macy TijJa IpU Hapo-
JUKEHHI, IIOTaHUI alleTUT, KBOJICTh. 3a3BUYail
HOBOHAPOKEHMIT Ma€ (PeHOTUIIOBI 0COOJMBOCTI,
30KpeMa, HeBEJIMKUI 3 HU3bKUM MiCTKOM HiC, PO3-
mupeni Tim'guka [10]. Cepem iHmuX o03HAK
MOXKYTh BifiMi9aTHCs] TPOMOOTHUYHI YCKJIaHEHHST
BHACJTI/IOK TIOPYIIEHHS PIBHOBAru Mix 3TOp-
TQJbHOIO Ta IPOTU3TOPTAJBHOIO CHCTEMaMU
reMocTasy. 3HUKeHHS OHKOTUYHOIO THUCKY Ta
€JIEKTPOJIITHI TOPYHIEHHSI CYIPOBOJKYIOTHCS
nedinuToM 006'€éMy LUPKYJII0I0Y0i KPOBi, 110
HOrJINOJII0E TIOPYIIEHHST MiKPOIIMPKYJISIIIii Ta peo-
JIOTIYHI BJIACTUBOCTI KPOBi. Y 3B'SI3KYy 3 BTPATOIO
iMmyHor100y 1iHIB, (hakTopiB KoMIuieMenTy B i D,
Yy XBOPUX BIJIMIYA€THCA TiJBUIICHA CIIPUAHATIN-
BicTh 10 OaxTepiasbHUX iH(bEKIN 3 PO3BUTKOM
cericucy [11]. YHacxifok BTpatu TUPEOiTHUX
TOPMOHIB i3 ce4yer0 MOXKJIWBUN PO3BUTOK KJIIHIU-
HUX O3HAK TilIOTHUPEO3Y, M0 MOTPeby€e KOHTPOJIIO
MapKepiB (PyHKIIOHYBaHHS IIIUTONOAIOGHOT 3271031
[10]. Came BueHaBe/ieHUN CUMIITOMOKOMILIEKC
criocTepiraBcsi B HOBOHAPOXKEHOTO Ta CTaB KJIIO-
YOBUM Y Bepudikailii KITIHIYHOTO iarHo3Yy.

BucHoeku
Hageneni nmani miaTBEp/KYIOTh, M0 KJIHIYHA
kaptTuHa BHC moske dopmyBaThcs 111e BHYTPIlIl-
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HBOYTPOOHO Ta MaHi(hecTyBaTH MICIs HAPOKEH-
Hsl CYKYITHICTIO TaKUX KJIHIYHUX KJIOUYOBUX
O3HaK: TIMOMNPOTEiHEeMisd, MacUBHA TPOTEIHYPis,
HaOPSIKM Ta TilepIrimnigeMist, siki MOKYTh HapoCTa-
TH B pasi mporpecyBanHs xBopobu. Came 11eii cum-
MITOMOKOMILJIEKC CTaB KJIIOYOBUM y BCTAaHOBJIEHHI
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