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Bpomxennin HecppoTuynnii cusppom (BHC) — cnaakoBe 3aXBOPHOBAHHS, LU0 3yMOBIHOETLCA TEHHUMU MyTaLiMU il YCMA[KOBYETbCA 32 aBTOCOMHO-PELIECUBHIM
MeXaHi3MoM. 3[e6inbLIoro BiH MOB'A3aHUIA 3 TEHETUYHO ONOCEpPeaKOBaHUMY AeheKTamMu KOMMOHEHTIB FMOMepynsipHoro (instpauiiHoro 6ap'epy, 0co651BO
HehpuHY Ta MOAOLMTIB i3 TUMOBOK FICTOMOMYHOK KAPTUHOK AMMY3HOTO Me3eHrianbHOro Ckneposy abo (HOKanbHO-CErMEHTApHOr0 MOMEpYN0oCKIeposy.
Ha 0CHOBI reHeTM4HOr0 AOCTIMKEHHS BUAINSIOTh NepBuHHNA BHC, 3ymoBneHnit reHHumm myTauismi B ogHomy 3 n'atu rexis (NPHS1, NPHS2, WT1, LAMB2,
PLCE1) a60 XpOMOCOMHUMY aHOMAnisMK, | BTOPUHHWIA, NOEAHAHWUIA 3 IHLIMMI 3aXBOPHOBAHHSMU CUCTEMHOTO 260 HUPKOBOTO r'eHedy. ManidhecTauis cuHapomy
MOXINBA LLie B aHTeHaTanbHWiA Nepiod abo BNPOAOBXK MEPLUMX TPbOX MicsLiB XUTTA. KniHiyHo BHC nposiBnsieTbcs MacKBHOIO rinonpoTeiHemieto, npoTeiHypieto,
ndy3HUMKM Habpskamu. TakTuka nikysaHHs BHC nonsrae nepesaXKHo B CUMNTOMATUYHIl Tepanii, 30Kpema, y KOHTPOSKOBAHHI HABPAKOBOTO CUHAPOMY, MOX/IUBOI
a30TeMil, MapKepiB (PYHKLUi LMTONOAIOHOI 3a1031, @ TAKOX NONEPeKeHHI i NiKyBaHHI YCKNaAHeHb, Takux K iHdekuii Ta TpomM603un. MosnekynapHO-reHeTn4He
LOCNIIKEHHS € «30M10TUM» CTaHAAPTOM TEHOTUMYBAHHS LbOro 3axBoptoBaHHA. [Nepebir BHC HecnpusTnuBuiA y 38'A3Ky 3i LUBUAKUM PO3BUTKOM TepMiHANbHOI
CTagii XPOHIYHOI HUPKOBOI HEJ0CTATHOCTI.

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

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

BucHoBKW. Ha OCHOBI HaBeAeHOro BUMALKY MOKa3aHO HeOOXiAHICTb KOMMMEKCHOro MiAX0Ay [0 06CTexXeHHs fiTeit 3 BHC ans Bepudpikauii BapiaHTis Ho30m0ril,
BU3HA4€HHS MPOrHO3Y Ta (hOPMYBAHHS TAaKTUKM NiKYBaHHS.

[locnifKeHHs BUKOHAHO 3 AOTPUMAHHAM MPUHLMNIB Gi0ETUKW BIAMOBIAHO A0 [enbCiHCHKOI feknapalii. Ha npoBeaeHHs KNiHIKO-NapakmiHiYHUX AOCAImKeHb
OTPUMaHO iH(HOPMOBaHY 3rofly 6aTbKiB QUTUHU.

ABTOpU 3aBNAKOTL NPO BIACYTHICTb KOHMIKTY iHTEPECIB.

Knto4oBi cnosa: BpoaKeHMin HePPOTUYHMIA CUHAPOM, HOBOHAPOKEHNIA, MOEKYNAPHO-TEHETUYHE JOCIKEHHS.
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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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BpoxaeHHbIn HedppoTryeckuit cuHapom (BHC) — HacnencTBeHHoe 3a601eBaHue, KOTOpoe 06YCNaBnnUBaeTCs FreHHbIMI MyTaLWsMU U HACNeAyeTcs N0 ayTOCOMHO-
PELeCCMBHOMY MexaHu3My. B GONbLUMHCTBE CMy4aeB OH CBA3aH C FeHETUYecKMMM edeKTamin KOMMOHEHTOB MMOMEPYNSAPHOr0 (hUMbTPALNOHHOTO 6apbepa,
0CO6eHHO HedpuHA 1 MOAOLMTOB C TUMMYHOW TUCTONOrMYECKOM KapTWHOW ANGY3HOro Me3eHrianbHOro Cckneposa Wnn (hoKanbHO-CerMeHTapHoro
T1I0MepyNocKepo3a. Ha 0CHOBaHNUN FeHETUYECKOrO NCCEA0BAHIS BbIAENSAIOT NepBuyHbIA BHC, 06yCNOBNEHHBIN FeHHbIMI MyTaLMsMIA B OAHOM W3 NSATU FEHOB
(NPHS1, NPHS2, WT1, LAMB2, PLCE1) nu6o XpOMOCOMHbIMI aHOMaMAMMW, W BTOPWUYHbIA, COYETAKOLLMIACA C APYrMN 3a60NMEBaHNSMI CUCTEMHOrO
UNK NOYeYHOro reHesa. MaHudpectaums CMHAPOMA BO3MOXHA €LLe B aHTEHATaNbHbIA MEPUOA WM B TEYEHWe MepPBbIX TPEX MEeCALEB XXWU3HW. KnuHU4ecku
BHC nposBnseTcs MacCMBHOW rMMONPOTENHEMUEN, MPOTENHYpUel, AN Y3HbIMIA OTeKami. TakTuKa e4eHus BPOXAEHHOrO HedpoTU4EeCKOro CUHAPOMA
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3aKJTH04aeTCA MPenMyLLECTBEHHO B CUMMTOMATWYECKOA Tepamui, a WMEHHO: KOHTPONe OTEYHOrO CMHAPOMA, BO3MOXHONA a30TeMWn, MapkepoB (OYHKLuM
LUMTOBUAHO Kenesbl, NPeLynpexaeHni u Ne4eHnn 0CNOXHEHUIA, TakNX Kak MHAeKUMn 1 TpoM603bl.  MonekynspHO-reHeTU4eckoe MCCnefoBaHne sBseTcs
«30/10TbIM» CTAHAAPTOM FEHOTUMNPOBAHUA JAaHHOrO 3abonesaHus. TeveHne BHC HebnarompusTHoe B CBA3N C ObICTPbIM Pa3BUTMEM TEPMUHAMLHOW CTaguu
XPOHUYECKON NOYEYHOI He0CTaTOYHOCTU.

Llenb — pacumputb 3HaHWs Bpaqei-neanatpoB W HEOHATONOrOB NO MOBOAY KIMHWUKO-NApakNMHUYECKUX W NaTOMOPGONOrN4ECKNX OCOOEHHOCTEN TeYeHns
BHC chuHckoro Tna B HeoOHaTanbHOM BO3pacTe.

MpescTaBneH KIMHUYECKNA CAy4Yaid ¢ ONUCAHUEM KNWHWUKO-NApakNMHUYECKMX, NaTOMOPIONOrMYeCcKNX 1 MOMEKYNAPHO-TeHEeTUYECKUX 0COBEHHOCTEN TeyeHust
BHC chuHckoro Tna ¢ maHudhecTaumei B paHHeM HeoHaTanbHOM Nepuoge.

BbiBogbl. Ha npumepe ykasaHHOro cry4asi nokasaHa HeobXOLUMOCTb KOMMEKCHOro NoAxoda K o6cnefosaHuio aeteit ¢ BHC ans Bepudpmkaumm BapuaHToB
HO30/10r MK, ONpeAeneHns NPorHo3a u HOPMMPOBAHIA TAKTUKI NEYEHNS.

/ccnepoBaHue BbINOMHEHO B COOTBETCTBMM C MPUHLMNAMI XeNbCUHKCKON feknapauun. Ha npoBefieHne KNMHNKO-NapaknHUYecKMX NCCneaoBaHuii Nony4eHo

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

Knio4eBble €10Ba: BPOXEHHbIA HE(hPOTUYECKUIA CUHLPOM, HOBOPOXXAEHHbIN, MOJEKYNIAPHO-TEHETUYECKOE NCCe0BaHue.

Bctyn

pomxkennii Heppornunuii cungpom (BHC) —

piiKicHE CIIaJIKOBe 3aXBOPIOBAHHS HUPOK,
sike 0OYMOBJIEHE TIOPYIIEHHSIM PO3BUTKY CTPYK-
TypHO-(YHKITIOHAJIBHOT OJMHUTI HUPOK-He(DPOHA
Ta XapaKTepU3YETbCS MACHUBHOIO TillONPOTEiHe-
Mi€ro, mpoTeinypieto, AUdY3HUMU HaOPSAKAMMU.
Bepudikariiss 3axBopioBaHHS MOXKJIWBA BKe
BHYTPIilTHBOYTPOOHO Ha 15—21-My THzKHI recTarii
3a BU3HAYEHHSIM PiBHsI OijKa asbha-deronpore-
iHY B aMHIOTWUYHIN PiIUHI 3 HACTYITHOIO MaHidec-
Talli€l0 KJIHIYHUX MPOSBIB YIPOJOBXK IepPIInX
TPHOX MIiCSIIiB KUTTS [3,5].

Kainiuno BHC wMoxke mposBasTucs sk
i3osboBaHa abo cUHApPOMaIbHA (hOpMa 3 MYJIbTH-
cucteMHuMU o3Hakamu. Ha mizicrasi reneTnuHoro
JNOCJipKeHHS  BUAIAIOTh nepunauin  BHC,
00OYMOBJIEHUH T€HHUMHU MYTAlliIMU B OJHOMY
3 m'atu redis (NPHS1, NPHS2, WT1, LAMB2,
PLCE1) abo XpOMOCOMHUME aHOMAJIisIMH, 1 BTO-
PUHHUIA, 1110 TOEAHYETHCS 3 IHIIUMU 3aXBOPIO-
BAHHSIMU CHCTEMHOTO ab0 HUPKOBOTO TeHe3y
[2,13]. 3okpema, Bropunnuii BHC wmoxke OyTu
HOB'sI3aHWi 13 BHYTPIITHBOYTPOOHUMHU TH(EKITist-
MU (TOKCOILIa3MO3, KpacHyxa, reprecBipyctaa abo
uTOMeTanoBipycHa iHdexii, cudimic, cuHAPOM
HaOyTOro iMyHOZE(DINUTY), CMaJKOBOK MATOJIO-
riefo 0OMiHy PEYOBWH, Y TOMY YMCJIi XBOpoOaMu
HakonmyeHHd (MYKOBICITU/I03, IleJIiaKis, HeHpo-
BiCIlepaTbHUM TaHTJIIO3U/03), CHAJKOBUMU CUH-
apomamu (Lowe, Galloway—Mowat, Naik—Patel-
la Tommo), rimoTrpeo3om, reMoANHAMIYHIMU TIOPY-
meHHsAMU (TPoMO03 HUPKOBUX BEH, TSIKKI BapiaH-
TH TeMOJIITUKO-ypeMiuHoro cunazipomy) [10].

3a ZaHUMU eIigeMiOoJOriYHUX TOCIIIKEeHb,
MOPIYHUI PiBEeHb 3aXBOPIOBAHOCTI cepejl i30b0-
Bannx ¢opm BHC konmmBaeTbca B cepeiHbOMY
Bin 2 no 7 sumankis Ha 100 Tuc. miteit. Ha croron-
Hi Haiibispm BuBYeHuM 3anumniaerbesi BHC
dincvkoro tuny (BHC DT), ynepiie BusiBieHmit
y (biHCBKIN TOMyJIAIlil, YacToTa SKOTO CTAHOBUTH
1:8200 ;xnBOHAPOKEHUX, X0UYa TOTO MOKHA BEPH-
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dbikyBatu B [iTeli pi3HOTO €THIYHOTO MOXO/KEH-
ua [1,4].

Bpomkennit HehpoTnuHuil cuHAPOM (HDiHCHKO-
ro Tumy (tumn 1) oOyMOBJIEHUI MyTallisIMU TeHa
NPHS1 (Bugsnennit y 1994 p.) ta nokamnizyerbes
B xpomocomi 19q13.1 [OMIM 2563000]. Ha cpo-
rojui onucano monaj 180 myramiit (y Tomy aucii
JleJiettist, MiceHC-, HOHCEHC-MYTallisl TOI0) 11hOTO
reHa, siKi BUSBJSIOTH y 98% miteit (inchKoi
nonyssaiii iy 39-80% iHmuX HalioHaJIbHOCTEN
[12]. Mexanism ycnaakyBanus BHC OT —
aBTOCOMHO-PEIeCUBHU.

I'er NPHS1 komaye cunTE3 TpaHCMEMOPAHHOTO
nporeiny HepuHY MOAOIMTAMKU — OijIKa «3acTiO-
KU-OJIMCKaBKU»  TJIOMepYJsipHOI  GazasbHOI
MeMOpaHu, siKa MEePeIiKOKAE TOTPANJISTHHIO
6inka 3 kpoBi B ceuy. Myramis NPHS1 npusso-
JIUTH JI0 HECTPOMOKHOCTI TIJIMHHOI jAiacdhparMu
MOBHOTIHHO dyHKIioHyBaTh. OKpIM IIHOTO,
HedpuH Gepe ydacTb y BHYTPINTHBOKTITUHHUX
CUTHAJIBHUX TIIsIXaX, 30epirae (yHKIIOHAIbHY
IIJTICHICTh TIOMONMUTIB. 3a pe3yabTaTaMu MOp-
dosoriuHoro obcrekeHHsT HUPOK y GionraTax 5]
BUSBJISIIOTh O3HAKU (PYHKITIOHATBHO HE3PIiINX
KJ1yOOUKiB, 301/IbIIEHHS ME3eHTIaJIbHOIO MAaTPUK-
Cy, PO3IMUPEHHS KaHAJbIB, IHTEPCTUITIATHHOTO
(hibpo3y, Muby3HOr0 Me3eHTIaJIbHOTO CKJIEpPO3Y,
MiKPOKICTO3 TTPOKCUMAJIBHUX KaHAJBIIB Y KOPTHU-
KO-MeyJISIpHili 30Hi.

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

Jlist BUOOPY TaKTUKHU JIIKYBaHHS i TPOTHO3Y-
BaHHS [JyKe Ba)XJMBO BU3HAYUTU YYTJIUBICTH
xBoporo 3 BHC no mennkameHTO3HOI Teparrii.
BHC tumy 1 pesucteHTHUIA 10 JIKYBaHHS CTEPO-
ITHUMU TOPMOHAMU Ta IMYHOCYTIPECUBHOI Teparlii.
Cranpaprae gikyBanist BHC @OT komncepBatubhe
Ta IepPeBa)KHO Ma€ CUMIITOMATUYHUI Xapakrep,
MOJISITA€ B TMOCTIHHUX iH(Y3igX 13 3aMiCHOIO
METOI0 abOyMiHY, IIpU3HAYEHH] aHTHOAKTEPiajIb-

73



HOI, aHTUKOATYJITHTHOI Tepalrii, 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 Halli€H-
TiB morpebyoTh aBoOIUHOI HedpekTOMil s
TTOTNePe/I>KeHHsI MACUBHOI MTPOTETHYPIil Ta PO3BUT-
Ky HUPKOBOI HEJIOCTATHOCTI. 3a YMOBU JIOCSITHEH-
Hs1 Baru 9—10 KT mpoBoOAATh paHHIO TpaHCILJIaHTa-
II10 HUPOK, 0 30iIbIIYE MAHCH HA CIPUSTINBUAN
IIPOTHO3, OJTHAK MOKJINBHUI PO3BUTOK MOCTTPAHC-
mranraiiinoro peruausy. Ilepebir BHC He-
CHPUATIUBUN y 3B'SI3KY 31 MIBUJIKUM PO3BUTKOM
TEPMiHAJIBHOI CTa/lii XPOHIYHOI HUPKOBOI HEO-
craTHOCTi [6].

Mema nociigKkeHHs — Ha MPUKJIAAl KIIHIYHOTO
BUITQ/IKY 3 BJIACHOI MIPAKTUKHU PO3MIUPUTH 3HAHHS
JIiKapiB-TIe[iaTPiB Ta HEOHATOJIOTIB MO0 KJIIHIKO-
HapakJiHIYHUX 1 TaTOMOPMOJIOTIYHUX 0COOIIBO-
creii epebiry BHC DT y HeonaTasibHOMY Billi.

[locaijzkeHHd BWKOHAHO 3 JOTPUMAHHAM
HPUHINIIB 6ioeTUKK BiAnosigHo 10 I'ebCciHChKOT
neksapaitii. Ha mpoBefieHHsI BCiX KJIIHIKO-TIapa-
KJHIYHUX JIOCTIKEHb OTPUMaHO iH(OPMOBaHY
3rojy OaTbKiB JUTHHU.

KniniyHunin BUNapok

Xnonuux M., Haponuscsi B YepHiBenibkomMy
obsracHOMY TlepuHaTaJIbHOMY IleHTpi Bix I Barit-
HOCTI, sika 1epebirajia Ha TJIi TOCTPOI pecHipaTop-
HOI BipycHOI iH(eKIlii B MaTepi 3 TilmepTepMiero
y 30 TIZKHIB, XPOHIYHOTO TMi€T0HehPUTY (3 TPUBO-
JIy SKOTO BariTHa OTpUMyBaja 1edTpiakCoH) Ta
GaraToBO/Is. 3a JIAHUMHU YJIbTPA3BYKOBOTO JOCJIi-
jukenns (Y 3/1) y repwmini recrartii 30—31 TrskieHb
BUSBJICHO TI€JI0EKTa3il0 HUPOK Ta O3HAKU BHY-
TPIHBOYTPOOHOTO iH(piIKyBaHHs 1I0/1a. ['eHeaso-
TYHNA aHaMHe3 00T KeHUI: CIIaKOBICTD T10 JIiHil
Marepi — CepIeBO-CyINHHA TATOJIOTisT, OPOHXI-
aJIbHa acTMa, T0 JiHil 6aThbKa — OHKOIATOJIOTI.
[Tosioru I, mpupoaHiM 1IJIIXOM, Y TEPMiHi TecTallii
34 TuxHI y 3B'S3KY 3 IepeuyacHUM PO3PUBOM
wiigHuX 00040HOK (6E3BOAHMIT HMPOMIKOK —
48 romun). Ilig gac mosioriB y MaTepi criocrepira-
JIOCST T/IBUTIIEHHST TeMIIepaTypu 10 cyoheOpuib-
HuX 1mudp. XJIOMYUK HapOAWUBCS 3 Macolo Tijia
2200 rtpam, mosxkuHOIO Tisa — 47 cm. Oiinka
3a 1Kaion Anrap — 7—7 6aris.

Onpasgy micas HapOKEeHHS 3arajJbHUM CTaH
JIUTUHU PO3IIHEHO K CEepPeJHbOI TSIKKOCTI, M0
3YMOBJIEHO CHHIPOMOM IlepebpasibHoi Jerpecii,
HaOpsikamu (0COOJIMBO BUPAKEHUM Ha CTETHAX),
3pUTYBaHHAM IIiJI Yac IPUKJIAJAHHS /10 TPyeil.
Y1posoBik mepiioi 1001 cTaH JUTHHU OYB 3 Hera-
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THUBHOIO IMHAMIKOIO 32 PaXyHOK MOSIBU 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 HeoHATATbHUU CEICUcC, Mepiof
CEeNTUKOMIEMIil: — TIHEBMOHIS, Mi€TO0HEDPUT,
VCKJQJHEHUN SBUIIAMU TIOJIOPTAaHHOI He/0-
CTATHOCTI 3 Ypa’keHHAM JMXaJbHOI CUCTEMH,
HIyHKOBO-KuIKoBoro Tpakty. BHC DT (rino-
MpoTeiHeMisl, MacUBHA TPOTEIHYPisd, TJIIOKO3Y-
pist)? Toctpa HEUpKOBa HemocTaTHiCTh (31 30e-
pPEXEHHSAM a30TBUMITBHOI (DYHKINI HUPOK).
[Tomicepo3ut: Ttigponepukapia, mnepudepudHi
Habpsiku». Tepmin recrarii — 34 THKHI.

Jlixyeannsa. PecniipatopHa migTpuMKa, iHdy-
3ifiHa Tepamisg i3 3aCTOCYBaHHSIM YaCTKOBOTO
MapeHTepaJbHOTO XapuyBaHHSA 3 BBEIECHHAM
anpOyMmiHy, anTuOakTepiajbHa, 3aMicHa Teparis
3 TApeHTePATbHUM BBEIEHHSIM IMyHOTIOOYTiHiB,
IO /IaJI0 3MOTY CTabimi3yBaTu CTaH AUTUHY 1 JJIsT
J00OCTEKEHHST Ta JIKYBAaHHS MEPEBECTH JUTHHY
J10 BiJI/IiJIEHHS iIHTEHCUBHOI Tepallii HOBOHAPOJIKe-
nux KHII «YepHisenpka obacHa [uTs4a KIiHid-
Ha JIKapHI».

3araJbHUN CTaH IAUTUHU HA MOMEHT TOCTIiTa-
Jizamii 0 BiAAiJeHHs IHTEHCHUBHOI Teparii
HOBOHAPO/PKEHUX PO3IIHEHO SK TSKKUIN 3a paxy-
HOK [IUXQJIbHUX PO3Ja/liB ([uXaJbHa HEI0CTaT-
HicTb 1-2-10 crynens), Audy3HOro HaOPSIKOBOIO
cuHapoMy. Biponos:x nepebyBanHs y BigaiaeHH]
MiATBEP/PKEHO CUMIITOMOKOMILJIEKC HE(DPOTUIHO-
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
pPiBHSI XOJiIeCTEpPUHY B CHPOBaTIli KPOBI
Bix 2,3 mo 599 wmmoab/n  (HOpMa
1,3-5,2 mmouib/ ), Tpuriinepuais — Bix 1,33 10
3,38 mmoub/a1 (Hopma — 0—1,7 mmoub /). B ana-
JIi3i cedi piBeHb MPOTEIHYPil KOJUBABCA Bif
0,99 r/x1 o 4,917 r/x1, muroMa HJIbHICTH 36epira-
gacg Ha piBai 1006—1010, rmoko3ypist — Bix 6,0
no 111 mm/nm’. EslekTpostiTHi TIOpyIeHHs He BU-
spieHo. ITix yac obcrexenns nva TORCH-indek-
1ii (TTuToMeTanoBipycHa iH(EKITis, TOKCOTIa3MOo3,
repreTruyHa iH(MEKIig) BUABIEHO HeTraTUBHI
pesyabTaTh. [lJig BUKIIOYEHHST CHCTEMHUX 3aXBO-
pIOBaHb BW3HAUYEHO pPiBeHb BMICTY B CHUPOBATIL
kpoBi /IHK nBocmipasbHOi, aHTUTIJ iMYHOTJIO-
OyuiniB kmacy G, MOKa3HUKM SIKOTO CTAHOBHUJIN
0,05 MO/mn (nosutuBHUil — >46,0 MO /mi).
[lin yac oOCTEKEeHHd TaKOK BUSBJEHO O3HAKHU
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KNIHIYHUA BUNALOK

Tabruys
AnHamika noka3HukiB nepudepunyHoi 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-
UuTKH, r/n| 6iH, /N |untn, r/n| pepHi,% | pepHi, % | dinn, % | uutn, % | umtn, % | uutk, In TpoLMTIB,
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 TIUTOMOIIOHOT 321031 TIOKA3aB

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

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

3a pe3yJabTaTaMl MOJIEKYJISPHO-TEHETUYHOTO
JIOCJTTI/KeHHsT BUsIBIeHo /Bi myTattii rera NPHST,
sokpema Bapiant ¢.2053G>T (p.Gly685Cys)
ta ¢.2746G>A (p.Ala916Thr) y romosurorHomy
crai, 1o niareepauio xiarao3 BHC OT. Moue-
KyJISIPHO-TeHeTHYHe 00CTeKeHHsI B 000X OaThKiB
BUsABUJIO /BI MyTarlii rena NPHS1, 3okpema Bapi-
aut ¢.2053G>T (p.Gly685Cys) ta ¢.2746G>A
(p.Ala916Thr) y rereposurornomy crasi.

Y mporieci JiKyBaHHS JIJIsT KOPEKIGI rirmoanboy-
MiHeMii, rimoBosieMii Ta HaOPSIKOBOIO CHHIPOMY
IIPoOBeJIeH0 HeoxHopasosi iHdysii: 20% posunny
anpOyminy B 031 1 1/Kr/moby BIPOIOBK
3—4 ronmuH; Mg 3MEHIIEHHS PiBHA TPOTEiHypii
MPU3HAYEHO HTI0ITOP aHTIOTEH3MHIIEPETBOPIOIOYO-
ro ¢epmenty (karmrornpui y m03i 0,2 Mr/kr/mnody),
i3 3aMiCHOI0O Tepali€ln UTUHA OTPUMYBaja
L-tupokcun y 1031 2 MKr/kr/mo0y. BpaxoByoun
HasBHICTh aCOIHOBAHOTO IMYHOAEMITTUTHOTO
CTaHy, JUTHHI TPU3HAYEHO KOMOIHOBaHY aHTH-
GakTepiaJbHy Tepamilo Ta IMyHOTJIOOYJiHM
(6ioBeH MOHO) /17t BHYTPIlITHBOBEHHOTO BBEIEHHST
B 1103i 200 mr/Kkr/mo0y. BpaxoByroun HapocTaHHs
AHEMIYHOTO CUHIPOMY, AUTUHI OIHOPA30BO 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 nepebyBanust 8 KHIT
«YepniBenpka objacHa AMTsYa KJiHIYHA JiKap-
Hs1» HaBeJIEHO B TAOJIUIII.
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ITicaig crabimisanii crany auTuHy Bikom 27 1i6
TepeBe/IeHO /10 BiJIiJIeHHd TATOJIOTiT HOBOHAPO-
JUKEHUX. 3araJbHUM CTaH JUTUHUW Y BiJUIiJIEHH]
3aJIMIIABCST TSKKUM 32 PaxXyHOK 3arajibHOHAODSI-
KOBOT'O CUH/IPOMY, 3 IE€pPeBaKHOIO JIOKAJi3aIli€l0
Ha o6/yui Ta HUKHIX KiHiBkax (puc.). Criocre-
pirasnucst GJiiCTh MKIPHUX TTOKPUBIB, 3HUKEHHST
TYpPropy Ta eJacTHYHOCTi TKanui. 30epiramacs
3arajbHa TIiMOTOHis, Tinmopedekcisa. [utuna
BUTOJIOBYBAJIacs TPyAbMU. Y BiJUIIJIEHH]I TPOIOB-
JKEHO Tepamiio i/l KJIIHIKO-TIapaKJiHIYHUM MOHI-
TOPUHTOM.

[l y3ro/isKeHHS TaKTUKHY JiKyBaHHS TPOBeJIe-
HO OHJIAH KOHCUJIyM i3 YJIEHOM-KOPECIIOH-
nentoMm Hamionanbnol akazemil  MeaumyHUX
Hayk Ykpainu, [Ipe3usentom acoriarii HeoHATO-
JIoTiB YKpainu, 3aciayKeHuM JlikapeM Y KpaiHu,
3aCTYITHUKOM JIMPEKTOPA 3 TepUHATAIbHOI Me/u-
uuHu Y «I"ctutyT negiatpii, akyiepersa i TiHe-
koJiorii imeni axagemika O.M. Jlyk'sHoBoi
HAMH ¥Ykpainus» a.mea.H., npod. 3HaMEHCHKOIO
T.K. Kriiniyauii BUNAJOK TPOKOHCYJIHTOBAHO
[IpesunenTom Acortiamii HedpoJsoriB YKpainu,
KepiBHUKOM Biainy autgdoi nedposorii Y
«lacturyr wedposorii  HAMH  Ykpaian»,
n.meLH., pod. barmacaposoio 1.B. Ocmamounuii
diaznos — «PanHiil HeOHATAIBHUIA CEIICHUC, TEPIOjL

Puc. Habpsikn HUXKHIX KiHLiBOK
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CEeIITUKOIIEMIil: THIMHUI MEHIHTIT, HeOHaTaJibHA
iH(deKIis CedyoBUBIHUX MIJIAXiB, ITHEBMOHISI.
BHC ODT. l'nokcuuno-imemiuHa eHiedasonaris,
IT cramig, cuHAPOM TPUTHIYEHHS IEHTPAJBHOI
HEepBOBOI cucTeMU. PaHHS aHeMis HEeIOHOIIEeHUX,
TSOKKOTO CTYTIEHS, epUTpoIrioeTuH3amexHa. TpaH-
3UTOPHUM TimoTupeol. Jlucmnaasis KyJabIIoBUX
cyrio6iB. Heponotenicts — 34 THKHI».

Y Binti 1,5 MicsIis 7151 TOIJIBINOTO JIIKYBaHHST
JIUTUHY TIEPEBEJIEHO JI0 CTIelliali3oBaHOTO Hedpo-
JIOTIYHOTO Bi/I/ILIEHHS MiChKOI AUTAYOI KJIIHIYHOI
JlikapHi B M. YepHiBiii.

HesBaxxaioun Ha KOMIIJIEKC TTPOBEICHUX 3aX0-
[iB, Ha TJi PI3KOTO IOTIpIIEHHS CTaHy y BiIi
S MicsI1iB 6 [HiB 1€l BUTAI0K 3aKiHUNBCS JIETAIBHO.

[Tix gac aBrorcii Tijia BUSBJIEHO TaKi TATOMOP-
dosoriudi MaKpOCKOITYHI 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 TIOpyTIIeHn — Kopa MUPOoKa,
npeJcTaBjieHa MHOXMHHUMHU — MiKpPOKiCTaMMu.
HupxoBi vaiiieykn po3mimpeHi.

[Tix yac MiIKPOCKOITIYHOTO MOCJI/PKEHHS CEK-
MIHHOTO MaTepiasxy TaToMOpPdOJOTidyHI 3MiHT
HUPOK TIPe/ICTaBJIeHl 3MiHAMW y BUIJISI/II TIOB-
HOKPOB'S CY/IH, CTa3y, CJAAJKy, arperailii epuTpo-
IUTIB. Y CyAMHAX MIiKPOIMPKYJSITOPHOTO pycia
BUSIBJIEHO TiaJliHOBi, (biOPUHOBI, €pUTPOIMTAPHI
TPOMOH, JPIGHOBOTHUIIEB] KDOBOBUJIUBH, TiATiHO-
Bo-KpamejbHa AUCTPOdiss emiTesiio 3BUBUCTUX
KaHAJIbI[IB, MIKPOKICTO3 KaHAJIbINB 13 pajiapHuM
PO3HIMPEHHAM BiJl KallCyJau J0 IOKCTaMelyJIspHO1
souu. Emiteniii xict KyGiuHMiA e03uHOMDINIBHUIA,
3 €03MHOMITbHUMM TiaJiHOBUMU KPAILJISIMU.
HasBui deranbhi kaybouxu, apibui aprepii 3
MTOTOBIIEHOIO CTiHKO10. Boruuinesuii iHTepcTH-
mittawit Gibpos, BorHUIEBi JiMGbOITHOKIITHHHI
iHDiabTPaTH.

Ha ocHoBi BuIleHaBeleHOTO BCTAHOBJEHO
OCTATOYHUI  TATOJIOTOAHATOMIUHUN  J[iarHO3.
Ocnosnuii — «BHC DT 3 aBTrocomHO-pelie-
CUBHUM TUTIOM YCHAJKyBaHHS, TIepBUHHA (hOpMa,
TOPMOHOPE3UCTEHTHUN». Yexnaonenns
«ITomiopranna HeBiAMOBIAHICTh (32 KJIIHIYHUMUI
nannmn). JIB3-curapom: MHOXKWHHI HaBKOJIOCY-
JVUHHI KPOBOBUJIUBU TMiJ] TIJIEBPOIO JIeTEHIB Ta
eriKap/ioM, y TIediHIli, HaHUPHUKAX, HUPKaX, HaB-
KOJIOHUPKOBIH KUPOBIHl KITITKOBUHI, i/l CJAN30BY
000JIOHKY TIJTYHKA, CEPO3HY 0O0JIOHKY KHUIIEYH-
Ka, M'siKi 0O0JIOHKH TOJIOBHOTO MO3KY; 3aITyCTiHHST
IIOPOKHUH Ceplid Ta MariCTpaJIbHUX CY/IMH; CTas3,
CJIAJIZK €PUTPOIMTIB, (DiOPUHOBI Ta €PUTPOIIMTAPHI
TPOMOU B CyZIMHAX MIKPOIUPKYJISITOPHOTO PYCJIa;
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3arajibHe BEHO3He TTIOBHOKPOB'SI BHYTPIllIHIX opra-
HiB. [Toctpa BoruuiieBa emdizema JIETEHIB.
Habpsxk nerenis. BorHuiesi aucresiekTasu jere-
HiB. /lucTpodiuni 3MiHUM BHYTPINIHIX OpraHiB.
Habpsik peyoBMHM TOJOBHOTO MO3KY Ta #Oro
M'KUX 0060s0HOK. [lepuBeHTpUKYJIsipHA Oijare-
pajibHa JIEMKOMAJISIisT PEYOBUHU TOJIOBHOTO MO3KY.
Acrur (150 mur), rigporniepukapy (3 mur). Anacapka.
Axnunentanbaa iHBomonist tumycy IIT cT.».
Cynymmnii — «Bpo/rkena Bajia pO3BUTKY CEYOBU-
JJIBHOI cucTeMu: ABOOIUHA TienoeKTasis. BousH-
Ka JiBoro sgeuka. [lymkoBa knma. AneMist epuTpo-
MMOETUH3AJMeKHA TSXKKOTO CTyINeHs (3a KJIiHIYHU-
mu gaanMn). bescumnromua 6akrepiypist (3a KJri-
HIYHUMU JIAHUMU ) ».

OOroBopeHHs

Kniniuno Bposkennit HepoTUIHUN CUHAPOM
(biHCBKOTO THUITY TIpE/NCTaBICHUN XapaKTePHUM
CUMIITOMOKOMIIJIEKCOM: BHUCOKUM PiBHEM TIpPOTe-
iHypii (1o 20 1/1), 3 KOJTUBAHHSMU 1[bOTO TTOKA3-
HUKa, TinonporeineMieto (menrie 10 r/i), rinep-
JIniIeMi€lo, Ika MOKe HapOCTaTH TIij] 4ac mporpe-
CyBaHHsS XBOPOOH, 1 HAOpSKaMK a 10 PO3BUTKY
aHacapku. B aHamHesi iTaM i3 11i€10 MaTOJ0TiE
MpuUTaMaHHi BKa3iBKM Ha 30iJbIIEHHS Mach
mranerTu (6u3bko 25—50% Bix Macu Tijla HOBO-
HapOJ/)KEHOT0), HU3bKY Macy Tija IIpu Hapo-
[UKeHHI, IMOTaHUII alleTUT, KBOJIICTh. 3a3BUuail
HOBOHAPOZKeHMIT Mae (eHOTHIIOBI 0COOJIMBOCTI,
30KpeMa, HeBEJUKUH 3 HU3bKUM MiCTKOM HicC, PO3-
mupeni Tim'suka [10]. Cepen inmmx o3Hak
MOJKYTh BiZIMi4aThCsi TPOMOOTHUYHI YCKJIQTHEHHST
BHACJIZIOK TOPYIIEHHS PIBHOBAarm Mix 3TOp-
TQJIBHOIO Ta MPOTU3TOPTAIBHOIO CHUCTEMaMU
reMocTasy. 3HUKeHHS OHKOTMYHOTO THUCKY Ta
€JIEKTPOJIITHI TOPYIIEHHS CYITPOBOKYIOTHCS
nedinuToM 06'eMy IUPKYJIIOOYOT KPOBi, 10
MOrJINGJII0E MOPYIIEHHST MiKPOIIMPKYJISIIIii Ta peo-
JIOTIUHI BJIACTUBOCTI KPOBi. Y 3B'SI3Ky 3 BTPATOIO
iMmyHoro0yJIiHiB, dakropis Komiuiementy B i D,
Yy XBOPHUX BIIMIiYa€THCS MiJABUINECHA CIIPUNHATIN-
BicTh 10 OakTepiasbHUX iH(MEKIINA 3 PO3BUTKOM
cercucy [11]. YHacmifiok BTpaTH TUPEOiTHUX
TOPMOHIB i3 ce4er0 MOXKJUBUN PO3ZBUTOK KJIIHIY-
HUX O3HAK TilIOTHPEO3Y, M0 HOTPeOYE KOHTPOIIO
MapKepiB PYHKIIOHYBaHHS MIMTONOAIOHOT 3271031
[10]. Came BumeHaBeeHUI CUMTITOMOKOMILTIEKC
criocTepiraBcs B HOBOHAPO/KEHOTO Ta CTaB KJIIO-
YOBUM Y Bepu(ikailii KIIHITHOTO iarHo3Yy.

BucHoBku
HaBeneni nmani miaTBepKYyIOTh, 110 KJIHIYHA
kaptuaa BHC moxe dopmyBartucs 1ie BHYTpili-
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HBOYTPOOHO Ta MaHi(heCTyBaTH TMiCIS HAPOIKEH-
HS CYKYIHICTIO TaKWX KJIHIYHUX KJIIOUYOBUX
O3HaK: TIMONPOTEiHEeMid, MacUBHA TPOTEIHYPid,
HAOPSIKK Ta TieprinigeMist, siki MOKYTh HapoCTa-
TH B pasi nporpecyBants xopodu. Came 1ieit cum-
MITOMOKOMILJIEKC CTaB KJIIOYOBUM y BCTAHOBJIEHHI
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