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PE®DEPAT

B 0630pe nutepaTtypbl NpeacTaBieHbl 3TUONOrns, KIIMHUKO-reHeTuYeckmne oCo6eHHOCTU BPOXAEHHOO Y UHDAHTUIBHOMO
HedpoTuyeckoro cuHagpoma (HC) y meten, kak n30NMpPOBaHHOrO, Tak U U C 3KCTpapeHanbHOM MaHudecTaumen. Bpox-
neHHbln HC (BHC) guarHocTupytoT y Aeteit ¢ MOMeHTa poxaeHns 0o 3 Mec, MHGaHTUbHbIA (MnageHyecknin) — ¢ 4 oo 12
Mec. OnuncaHbl KNIMHUKO-TeHeTU4YeCckne 0COOEHHOCTU HACNEACTBEHHbIX BAPUAHTOB BPOXAEHHOIO U MH@aHTunbHoro HC y
neteii, 00yCNOBNEHHbIX MyTaUMAMN FreHOB, KOAMPYIOLMX OCHOBHbIE KOMIMOHEHTLI LWeneBor anadparmMbl, rMoMepynsapHoii
6aszanbHoli MemMbpaHsbl, uMTockeneTa Hoxek nogounToB. R. Preston et al. (2019) cumTaloT, 4TO KNMHMYeckoe GeHOTMNNPO-
BaHME B COYETAHUM C LENEBbIM FEHETUYECKMM aHaNM30M 3P DEKTUBHO B ANArHOCTUKE CTEPOUA-PESNCTEHTHOIO BPOXAEH-
Horo n nHdanTunbHoro HC y geteri. B HacTosilLee BpeMS pEKOMEHAYIOT BbIMONIHEHNE MEHETUHYECKOro TECTMPOBAHUS [0
Havana MMMYHOCYNPECCUBHOW Tepanumn 1 Ao NpoBeaeHns 6noncum novykn. MyTaumMoHHbIA CKPUHUHT FeHOB nokasaH npu
HacneacTBEHHbIX BapuaHTax BpoxaeHHoro (NPHS1, NPHS2, WT1, LAMB2, PLCE1, LMX1B) n nHdaHtunsHoro (NPHS2,
NPHS1, WT1, PLCE1, TRPC6, ACTN4, ADCK4, COQ2, COQ6) HC y neTeir. HYactota ob6HapyxeHusa mytaumm NPHS1 ocTa-
€eTCs BbICOKOW cpean HedUHCKNX crydaeB BpoxaeHHoro HC. B mexayHapoaHoW npakTuke C Liefiblo paHHen AnarHoCTuKu
1 onpenenenns Tepannm ropMOHOPE3NCTEHTHOIO BPOXAEHHOIO U MHGaHTUNbHoro HC y aeTeit cnonb3yoT COBPEMEHHbIE
MEeTObl MyTaUMOHHOIO CKPUHMHIa. bruoncus noykn oTXoAMT Ha BTOPOW nnaH. MNprBeaeHa coBpeMeHHasa cTparterns Meau-
KaMEeHTO3HOW 1 paHHel 3aMecTUTeNIbHOM noveyHol Tepanun. BepgeHune pgeteii ¢ BHC duHckoro tmna npepgycmarpusaeTt
eXeJHEeBHble BHYTPUBEHHbIE UHPY3UM anbbymMuHa, paHHME OBYCTOPOHHIOW HE(PPIKTOMUIO, AMaNU3 U TPaHCMIaHTaLMO
MOYKN. 5-NeTHAS BbIKMBAEMOCTb NALUMEHTOB C BPOXAEHHBLIM N MHPaHTUNbHLIM HC nocne TpaHcnaaHTaumm noYyek cocTas-
nset 6onee 90 %, BbIXXMBAEMOCTb NoveyHoro annorpadta — 6onee 80 %.

KnioueBble cnoBa: BPOXAEHHbI U MHOAHTUIbHLIN HEDPOTUYECKUIA CUHAPOM, CTEepOoun-4yBCTBUTENbHbIN N CTEPOUA-
PE3UCTEHTHbI HEPPOTUYECKNIA CUHOPOM, FEHETUYECKOE NccneoBaHne, Tepanus, HOBOPOXAEHHbIE U TPYAHbIE AeTH
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ABSTRACT

In the literature review are presented the etiology, clinical and genetic features of congenital and infantile nephrotic syndrome
(NS) in children, as of isolated and with extra-renal manifestations. Congenital NS is diagnosed in children from birth to 3
months, infantile NS — from 4 to 12 months. Clinical and genetic features of hereditary variants of congenital and infantile NS
in children caused by mutations of genes encoding the main components of slit diaphragm, glomerular basement membrane
and the cytoskeleton of the podocyte feet are described. R. Preston et al (2019) believe that clinical phenotyping combined
with targeted genetic analysis is effective in diagnosing steroid-resistant congenital and infantile NS in children. Currently, ge-
netic testing is recommended before initiating immunosuppressive therapy and performing a biopsy of the kidney. Mutational
screening of genes is shown in hereditary variants of congenital (NPHS1, NPHS2, WT1, LAMB2, PLCE1, LMX1B) and infantile
(NPHS2, NPHS1,WT1, PLCE1, TRPC6, ACTN4, ADCK4, COQ2, COQ6) NS in children. The NPHS1 mutation detection rate re-
mains high amongst non—Finnis cases of congenital NS. In international practice, with the aim of early diagnosis and treatment
of steroid-resistant congenital and infantile NS in children, modern methods of mutational screening are used. Renal biopsy
fades into the background. The literature review presents a modern strategy of drug and early renal replacement therapy. Rec-

*CasenkoBa H./l. 194100, Poccust, Caukr-IletepOypr, JluToBckas, 1. 2.
Cankrt-IlerepOyprekuii rocynapcTBEHHBII e UaTpUYECKUA MEIUIIMHCKUI
YHHUBEpPCHTET, Kadeapa dakynsrerckoii neaunarpuu. Tein.: (812)4165286;
E-mail: Savenkova.n.spb@mail.ru. ORCID: 0000-0002-9415-4785

17



ISSN 1561-6274. Hedponorusa. 2019. Tom 23. Ne5

ISSN 1561-6274. Nephrology. 2019. Vol. 23. Ne5

ommendations for the management of Finnish-type congenital NS in children followed by many teams include daily albumin
infusions, early bilateral nephrectomy, dialysis, and transplantation. The 5-years survival of patients with congenital and infan-
tile nephrotic syndrome after kidney transplantation is more than 90 %, the survival rate of the renal allograft is more than 80 %.

Keywords: congenital and infantile nephrotic syndrome, steroid-resistant and steroid-sensitive nephrotic syndrome, genetic

research, therapy, newborns and infants
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AKTyaJIbHOCTh TPOOIEMBbl BPOXICHHOTO WM WH-
¢antunbHoro Hedporudyeckoro cuaapoma (HC) y
neteit 00yclioBiIeHa 0COOCHHOCTIMH 3THOJIOTUH, pa3-
BUTHSI BO BHYTPHUYTPOOHOM, HEOHATaJIbHOM U TPyI-
HOM TIEPHOJAX, CEPhE3HBIM MPOrHO30M TEUCHHS H
ucxona [1-7].

Lenpro 0630pa siBIsieTCs: 0000IIEHNE UMEIOIIUX-
Csl B IUTEpaType CBEACHUM O KIMHUKO-TeHETHUECKUX
0COOEHHOCTSIX BpOXAeHHOro 1 uHpanTuwisHoro HC
y HOBOPOXKJCHHBIX M TPYAHBIX AeTel. Y aereil mepso-
0 rojia )KU3HU NPUHATO BT Congenital/Bpoxk-
neHsbiil u Infantile/ nHpaHTUIBHBIN, MITaICHYSCKAN
HC [1-7]. Bpoxnennsiit HC (BHC) manugectupyer
y IIETeH ¢ pOXKACHUS JI0 3 MeC, UHPaHTHIBHBIN (MJa-
nenveckuit) HC (MHC) Bo3HuKaeT y rpyaHbIX AeTei
¢ 4 no 12 mec [1, 3—7]. Tako#t nonxof, CyIECTBYIO-
oM B MEXIYHApOAHOM TpakTHKE, ONpaBdaH, TaK
Kak y gereil ¢ BpoxaeHHBIM M HMH(aHTHIbHBIM HC
HaOMI0AaI0TCsl BHYTPUYTPOOHOE TIOpaKeHHUE, MpoTe-
uHypHus ¢ 21-i HeeaM recTalyy, KIIMHUYECKUE TPo-
SIBJICHUSL C POXJICHHS WM Ha MEPBOM TOAY KHM3HH,
HeOnaronpusTHoe Tedenue u ucxop [1-7]. [lpu HC y
neteii nepsoro roja xuzau ¢ BHC u MTHC mopdono-
THYECKUE U3MEHEHHsI KIacCUPUUUPYIOT KaK MUKPO-
KHCTO3 KaHAJIbIIEB, )OKATBHO-CETMEHTAPHBIH TIIOMe-
pynockiiepo3 (OCI'C), muddy3Hblil Me3aHTHATBHBIT
ckiepo3 (IAMC), munumaneHbie u3Menenus (MU),
peke MeMOpaHO3HBIE, ME3aHTHONPONU(epaTUBHEIE,
nucrasus [1-3, 5, 7, 8].

Bpoxnennsiii n undantunsasit HC y neteit mpo-
SIBIISIETCS.  M30JIMPOBAHHBIM CHMITOMOKOMILJIEKCOM,
Kak IepBUYHOE 3a0oseBaHHe COOCTBEHHO TIIOYEK,
n manudecranuedr HC u skcTpapeHaIbHBIX MPO-
SIBJICHHH B CTPYKType BPOXKICHHOTO WM MpPHOO-
pererHoro 3aboneBanus [1-5, 7-9]. [lo oTBery Ha
KOPTUKOCTEPOUJHYIO TE€PAIUIO BBIACISIIOT TOPMOHO-
YyBCTHUTEJIbHBIC, TOPMOHOPE3UCTEHTHBIC BapUaHTHI
BHC u UHC. V neteit ¢ HaclIeaCTBEHHBIM BPOXKICH-
HbIM U uH(paHTWIbHEIM HC ycraHaBnuBaroT yarie
crepougopesucrentnocts [1-3, 5, 7]. Crepoun-
pe3uctentHbll HacneAacTBeHHsldi BHC u MHC xa-
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paKTepu3yeTcs MEIUICHHBIM WA OBICTPBIM IPOTpeCc-
CHUPOBaHUEM B MOYECYHYIO HEJOCTATOYHOCTH, TPEOy-
IONIYI0 3aMeCTHTEIbHON ToueyHor Tepanuu (3I1T)
METOJIOM MEepUTOHEaNbHOTO nuanusza [1-3, 5, 7-9].

H. Jalanko, C. Holmberg (2016) [1] ¢ yd4erom
PE3yJIBTaTOB MOJIEKYISIPHO-TEHETUYECKOTO MCCIIe/0-
BaHUS MPEJICTABUIN KIACCU(PUKAIIIO BPOXKICHHOTO
HC y nereit (Tabm. 1).

HacJuienctBeHHbIi BpOKIeHHBIH H HHPAHTHIIb-
HbII He()pOTHYECKUI CHHIPOM

B Hactosimee Bpemsi M3BECTEH IUPOKUH CIIEKTP
MyTallii TeHOB, OTBETCTBEHHBIX 3a pa3BUTHE Ha-
cieacreeHHOro BHC, kK KOTOPBIM OTHOCSITCS T€HBI He-
¢puna (NPHS1), momoumua (NPHS?2), B2-namunnna
(LAMB2), cynpeccopa omyxonmu Bmibsmca (WT1),
docdommmnazsl C sncunonl (PLCEL) u mp. [1, 2, 5-8,
10-14]. B xaranore OMIM [12] cucteMaTu3upoBaHbl

Tabnuua 1/ Table 1
Knaccudukauus BpoXxaeHHOro
HedpoTUyeckoro cuHgpoma [1]

Classification of Congenital Nephrotic
Syndrome (CNS) [1]

MepBuyHbIN BHC

HedpuH (NPHS1) mytaumsa reqa (NPHS1, BHC, nsonupoBah-
HbIi HC)

MopoumH (NPHS2) mytauus reHa (NPHS2, nsonmposaHHbiin HC)
®docodonmnnasa C ancunoH1 (PLCE1) mytaums reHa (NPHSS3,
M3011MpPOBaHHbIN HC)

leH cynpeccopa onyxonn Bunbmca (WT1) (Denys—Drash cuH-
LPOM, N30A1POBaHHbI HC)

NamuHnH-B2 (LAMB2 reHa mytauusi, cuHgpom Pierson, nso-
NMpoBaHHbIN HC)

NamunHnH-B3 (LAMB3 myTaums reHa, 0ynnesHbii annaepmonms )
MyTaunsa TpaHckpunumoHHbix daktopos1b (LMXB1) apTtpo-
octeooHmnxoamcnnasuns (Nail-Patella syndrome)

HedexT rena OCRL — cungpom Jloy/Lowe

Mytauuns rena ARHGDIA (RhoGDIA pedekT)

MyTauus B reHax MUTOXOHAPUASIbHBIX 9H3UMOB, OTBEYAOLLMX
3a cnHTe3 Q10 (COQ2, COQ6, ADCK4)

Cunpgpom Galloway—Mowat (MyTauus reHa Hem3BecTHa)

BropuuHbiii BHC

BpoxaeHHbI cudunnmnc

Tokconnaamos

Manspusa

LinTomeranoBupycHas nHdekums, kpacHyxa, renatnt B, BUY
CuctemMHasi kpacHasi BoslYaHka y matepu

HeoHaTanbHble aHTUTEeNa NPOTUB HENTPaNbHON aHAONENTUAA3bI
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TeHbI, OTBETCTBEHHBIEC 33 Pa3BUTHE HACIEACTBEHHOTO
BHC u UHC y nereii. Myraiu B reHax, KOIupyro-
IMX KOMIIOHEHTHI IIOMEpYJISIpHOW Oa3aibHOW MeM-
OpaHbl, IIEJICBOW JuadparMbl, CTPYKTYpPHBIC WIIH
(byHKIIMOHAIBHBIE OCJIKHU TIOIOINTA, YCTAaHABIMBAIOT
B OOJBIIMHCTBE CIy4aeB CTEPOUI-PE3UCTEHTHOTO
BHC u UHC y nereit, uneHTudUKAIMS 3TOTO MOHO-
IFeHHOro Jie)eKTa MO3BOJIMIIA TONYYUTh (yHIaMEH-
TalbHYyI HH(OpMarmio o narorenese [1, 2, 6-11, 13,
14]. A. Trautmann et al., PodoNet peructp (2015)
[13] u3 1655 neteii, BKITIOYCHHBIX B UCCIICAOBAHUE, CO
crepous-pesuctenTHrii HC ManugectupoBan B nep-
BbIe 5 JeT xu3Hu B 64 % cimyuaeB. BHC ycranosieH
B 6 %. MyTaloHHbIi CKpUHUHT 14 reHOB, IPOBECH-
HbIi1 y 1174 nereit, BeisBiI B 23,6 % reHeTHIECKUE 3a-
Oonesanus, yame myTtaruu NPHS2 (138), WT1 (48),
NPHSI (41).

B cBA3uM ¢ MOCTOSHHO PACTYIIMM YHCIOM MYyTa-
UMl TEHOB, KOIMPYIOIIUX OCHOBHBIE KOMITOHEHTHI
mieneBoi quadparmel 1 ['BM, mutockenera HOXeEK
MOJIOINTA, XapaKTepU3YIOUIMXCS BapruabeIbHOCTHIO
kimuandeckoro penoruna BHC u MHC y nereit, He-
(bpostorn 4acTo CTAJKUBAIOTCS C PA3MYHBIMHU TPY/-
HOCTSIMH JIMATHOCTUKH U jieueHus [1-3, 5—7]. ImeHHO
panHee BbIBIeHHE MyTauuil y aereit ¢ BHC u UHC
MO3BOJIAET MPUMEHATh AuddepeHIpOoBaHHbIN TO-
XOJI K JICUCHHUIO B Ka)K/IOM KOHKPETHOM CiIydae, JaeT
BO3MOKHOCTh M30€KaTh MPOBECHUS UMMYHOCYTIpeC-
CHBHOI1 Teparuu KOPTUKOCTEPOUIaMH U ITUTOCTATHKA-
MH, TEM CaMbIM MPeIOTBpaIaTh ee mooouHbIe A dek-
TBI, TIPOTHO3MPOBATh PEIMIUBHI 3a00JIEBaHUS TIOCIEe
TpaHcianTtanuu mouku [1-3, 5, 7]. ['eHernueckuit
muarno3 BHC u MHC mo3BonsieT TpoBECTH CKpHU-
HUHT U paHHEE BBIABICHHE COYETaHHOW IATOJIOTHU
(Mpu MONMMCHHAPOMANBHBIX (opMax ¢ BHEMOYCUHBI-
MU miposieieHusamMu) [1-3, 5-7]. B Hacrosmiee Bpems
pa3pabaThIBalOTCAd PEKOMEHAAINH, JEeTATU3UPYIOLIHe
WCTIOJIb30BaHNE MYTAIMOHHOTO CKPUHUHTA Y JAETeH co
creponn-pesucrenTHHIM BHC u MUHC [1, 2].

IlepBuYHBIl BpOXICHHbIH HeQpPOTHYCCKUIH
CHHIPOM

Bpoxnennsiit HC BcTpewaercss ¢ wacroroir 1-2
ciaydast Ha 100 000 mereit [1-3]. BHC mposiBnisietcs B
niepBbie 3 mec xu3HM B 75-100 % cirydaes, cBs3aH ¢
TeHETUYECKUMH MYTaIllUSIMH, KOTOpPbIE JIOKAJIN3YIOT-
¢ B ogHoMm u3 matu reHoB NPHS1, NPHS2, WTI,
LAMB?2, PLCE1 [1, 2, 5-7, 10, 11]. MyTtauust B reHe
NPHS1, xogupytomiem HeppHUH-TIaBHBIH KOMIIOHEHT
mIeIeBol auadparmMel, TpUBOAUT K pa3Butuio BHC
¢dunckoro tuma [1-3, 6, 7]. Mytamnuu rena NPHS1 ot-
BETCTBEHHBI 32 Pa3BUTHE ayTOCOMHO-PEIECCUBHOIO
BpoxieHHoro HC ¢unckoro Tuma, KOTOpBINA MPOSB-
nsiercst TsokensiM henoturnom HC ¢ MaccuBHOIM mpo-

TEUHYpHEeH, TOPMOHOPE3UCTEHTHOCTHIO, OCIOKHEHH-
SIMH, TIPOTPECCUPOBAHIEM B TEPMUHAIBHYIO CTaINIO
rmoveyHoi HepgocTaTtouHocT [1-3, 6, 7, 12—14]. Ya-
cToTa oOHapyKeHus y neteit mytanmii reHa NPHSI
ocTaeTcsi BRICOKOM cpenu HepuHckux ciydaes BHC
[2,5,10,12, 14, 15].

IlepBuYHBIH HHPAHTUIBHBIH HeppoTHYECKHUIT
CHHPOM

Mounorennsiit uHManTwbHEI HC, KOTOpHIH BO3-
HUKaeT y MJaAeHIEeB oT 4 mo 12 mec XKu3HH, Jaiie
cBs3aH ¢ MyTtanuei B rene NPHS2, xonupytorem mo-
normH [1-3, 11-13]. I'en NPHS2 xonupyet momommH-
MHTETpaIbHBIA MEMOpaHHBIN OeNIOK, Y4acTBYIOIINI B
CTPYKTYpPHOH OpraHu3alliy eseBoil nuadparmel, co-
e/IMHSCT KOMIIOHEHTHI IIeIeBOr JauadparMbl U IUTO-
ckenera HoxeK noforwra [ 11]. Mopdonorudeckn uH-
¢dantinbHeil HC y neteli mposiBisieTcss MUHAMAITbHBI-
Mu u3mMeHeHnsIMA Wit OCI'C, KITUHUYECKH TOIHBIM
WM HETIOJHBIM CHMITTOMOKOMIUIEKCOM, TOPMOHOUYB-
CTBHUTEJIBHOCTHIO MJIM TOPMOHOPE3UCTEHTHOCTHIO [1—
5, 11, 14]. Pa3nu4aior cTepoua-4yBCTBUTEIbHbBIE MU
CTEPOH/I-PE3UCTCHTHBIC BapUAHTBHl WH(DAHTUIEHOTO
HNHCy nereii. Crepoun-pesucrentusiii UHC obycnas-
JIMBAET CJIOKHOCTH JUATHOCTHKH U BEACHUS peOeHKa.
Myrtamuu rena NPHS2, xapTupoBaHHOro Ha Xpomo-
come 1g25-32, BBI3BIBAIOT ayTOCOMHO-PEIECCUBHYIO
dopmy cemeiinoro ®CI'C. MyTtanuu resa mojgoiuHa
MOTYT BBI3BIBaThH criopanudeckue ciaydan OCI'C, ko-
TOpBIE paHee CYUTAINCH IPUOOPETEHHBIMU 3a00IIeBa-
Husmu [1-3, 11-14].

N30MpoBaHHBI BpPOAKACHHBIA U HHPAHTUIb-
HbIi HepoTHYECKHI CUMHAPOM

Bpoxkaennblii HeppoTuyeckuii cMHAPOM (uH-
CKOI'0 THUMAa

Bpoxnaennsiii HC ¢unckoro tumna (MIM 256300)
Obu1 orrcad B ®unnsHauu [1, 3, 15]. Tum Hacnenosa-
HUS ayTOCOMHO-PELIECCUBHBIN. MyTanuu resa, Joka-
JTU30BaHHOTO Ha XpoMocome 19q13.1, mpuBomsT K paz-
Butrio BHC ¢unckoro tuna [1, 3, 5-13]. M. Kestila
et al. [6] omucanu HoBBIN TeH NPHS1, xomupyromnuit
HepHH, JI0Ka3any HapylleHue CHHTe3a HedpHHa TI0-
JonuTaMu BesteAacTBue Mytanuu rena NPHS1. B na-
cTosiiee BpeMs M3BeCTHO Oonee 250 MyTtanuil reHa
NPHSI1 [1-3, 5-8]. IIpu 21eKTpOHHOI MHUKPOCKOITHH
MMMYHOTHCTOXMMHUYECKOE HCCIIeIOBaHNE OHONTATOB
yCTaHaBJIMBAET OTCYTCTBHE JKCIpeccHH HeppuHA B
ieneBoit quadparme, punaMeHThl Auad)parMbl HE BH-
syanusupytorcs [1-3, 6, 7]. 3aboneBanue mposSBISCTCS
noabM HC, ¢ remarypueii B iepBbIe THH WK HENleNn
Tocyie pOXKJICHUS. YCTaHABIUBAIOT Y OEpeMEHHbIX Ma-
Tepel recTo3, IpekIeBpEMEHHBIE POIbI, y TUIOA MPO-
TEMHYPUIO, BHICOKUH ypOBEHb aiib(a-heTonporenHa
B MATEPUHCKON KPOBH U aMHUOTHYECKOM >KHUIKOCTH,
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[IPU POXKJICHUN peOeHKa OOIBIITYIO OTEUHYIO TUIAIIEHTY
(macca ee gocruraer 25-50 % macchl Terna HOBOPOXK-
JICHHOTO), OKpallleHHbIe MEKOHHEM OKOJIOIIIOAHBIE
BOJIbI, BBIPQ)KEHHBIE OTEKH HOBOPOXKJIEHHOTO BCIIE-
ctBue nporeuHypun 10-20 1/1 ¥ rUnoasTL0yMUHEMUN
[1-7]. Bpoxnennsiii HC ¢uHcKoro THma y aerei siB-
nsiercst crepoui-pesuctentHsM [ 1-4, 7]. BHC Benen-
ctBre MmyTanuu rena NPHS1 B paznuysbIx nmomyssimum-
AX 7ieTeil mpeo0iiaaeT, MpPoTeKaeT TSKEI0 ¢ OCIOKHE-
HUSIMH, UMEET BBICOKHH PHCK JIETaJIbHBIX UCXOMOB |1,
2,5-7,10, 14, 15].

BpoxkaeHHblii HeppoTudeckuii CHHAPOM (ppaH-
1Y3CKOI0 THNA

Bpoxnennsiit HC ¢paniry3ckoro tuma c u3o-
mupoBanHbeM  JIMC, OMIM 600995, mnepemaercs
ayTOCOMHO-PEIIECCUBHO M ayTOCOMHO-TOMHHAHTHO
[1-5, 7, 9]. B 1973 1. R. Habib, E. Bois yka3anu Ha
muddy3HbI MezaHrnabHbIN ckiepo3 (JIMC) kak Ha
OTYCTJIMBBIA TUIT MOP(OIOTHYECKUX M3MEHEHHH TpH
BHC u UHC y neteit, ObIcTpO IPUBOAALIHIA K ITOYEY-
HBI HefocTaTouHOCTH [4, 9]. Y mereit ¢ m30mMpoBaH-
vbM JIMC ommmcanst myTartuu rena WT1 [2]. Berssie-
uel myTtanmu resa PLCE1 npu uzomuposanaom BHC
nmi MHC ¢ JIMC [16-19]. [TonHBIi WX HEMTOIHBII
cumnromokoMiuiekec BHC ¢ IMC nuaraocTupyroT mo-
cie poxaenus pedenka g0 12 wen. [Ipu BHC ¢ IMC
MIPOTEHHYPHS CYIIECTBYET ¢ 21-if Hemenu recranuu, B
ormurie or BHC ¢unckoro tuna anbha-heronporenn
HE MOBBIIIEH B MAaTEPUHCKOM KPOBU M AMHUOTHYECKON
KUJKOCTH, TUTAIEHTa MPU POXKICHUU peOeHKa He
oteunas [1, 3, 6, 7, 9]. Ilpu MuUKpockonuy OGMONTATOB
BeLBILTIOT JIMC, a 3arem U II00alIbHBIA CKIIepo3 6e3
KJIeTouHOH nponmdepanu [9, 16]. Bpoxnennsiit HC
¢ IMC y nereit ¢ BHC u MHC xapaxrepusyercs pe-
3MCTEHTHOCTBIO K MPEAHU30JIOHOTEPATINH, Pa3BUTHEM
MOYEYHOM HEJOCTATOYHOCTH.

Hedporuveckunii CMHAPOM IPH MYTAallMU I'€Ha
PLCE1 (NPHS3)

Myranus rera NPHS3 (PLCE1 — docdomnuma-
361 C sncunonl) [16-19] obycnaBiuBaer pa3BUTHE
BpoXkaeHHOTO U UH(anTuisHOro HC, B OCHOBE KO-
toporo jexut JJMC. Yka3eIBaroT Ha TO, YTO Y YaCTH
neteid mytanuus PLCE] mpotekaer 6ecciMITOMHO.
OTO0 03HAyYaeT, YTO eIle MPEICTOUT BBIJCINUTH TeHBI —
MO (UKATOPHI, B3aMMOJICHCTBHE KOTOPHIX MPHBO-
muT K passutuio oo IMC, mu6o ®CIC [2, 16-19].
MexaHu3MBbl, BCIEICTBUE KOTOPHIX MYyTaIlMH TeHa
PLCE1 Be3pBator HC, akTuBHO M3yd4aroTcs. Ycra-
HoBieHo, 9yTo PLCE] skcmpeccupyeTcst B pa3BUBaio-
LIUXCS U 3pEIIbIX MOJIOIUTAX, B PE3YJIbTaTe MyTaluu
9TOTO TeHa IKCIPECCHs MOA0NINHA U HedpHHA B IIIe-
neBoil muadparme ymensbmaercs [17, 19]. V mereit
C JJAHHOW MyTalueil BBISBISIIOT MOP(OIOTHUECKYIO
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kaptuHy JAMC, npeaHn30I0HOTEpanus B COYCTAaHUT
C MHTMOUTOpaMU KalblIMHEHPHUHA JaeT MOJI0KUTEb-
HBIH 2 dexT [17].

HacaencrBeHHbIil BpOXkACHHBIA M HH(paH-
TWIbHbIH HepoTHYECKHII CHHAPOM, ACCOLMUPO-
BaHHBIH € IKCTPapeHAJIbLHBIMHU NMPOSABICHUAMH

Hedporuyecknii cunapom npu Denys—Drash
CHHJpOMe

Hedponarus npu omyxonu Bunbmca y HOBOpoXk-
JICHHBIX ¥ TPYAHBIX AETell MpOTeKaeT B BUAE M30JIH-
POBaHHOHN MPOTEHHYPHUH, HENoJaHoro u mnonxHoro HC
[1-4,9,20-23]. P. Denys et al. (1967) [22] u A. Drash
et al. (1970) [23] ommcanu XapaKTepHBI CHMIITOMO-
komriekc HC-cunnmpoma u Hedpodnactomel. Couera-
uue HC ¢ JIMC, onyxonu BunsMmca (3MOproHambHas
HedpobIacToMa) U MYIKCKOTO TIceBaorepmadpomm-
THU3Ma xapakrtepusyercs kak Denys—Drash syndrome
(OMIM 194080) [1-5, 9, 22, 23]. Ilpu cunapome De-
nys—Drash oOHapyxeHna mytanus rena WT1, okasu-
30BaHHOTO Ha Xpomocome 11p13 [1, 2, 5]. Knunamue-
ckas MaHugecranus Hedponaruu npu Denys—Drash
CHHJIpOME OYeHb BapHaleslbHa: MPOTEUHYPHS C POXK-
nennst wim BHC (14 %), nadantunsaeiit HC (41 %),
MCXOJ1 B TEPMUHAIBHYIO IOYEUHYIO HEJJOCTaTOUHOCTh
Kk 1-3 rogam (27 %) [1-5, 9, 20-23]. BHC u UHC y
neteit mpu cuaapome Denys—Drash xapakrepusyercs
CTepOUI-PE3UCTEHTHOCTHIO, ITUTOCTATUKOPE3UCTEHT-
HOCThIO [9]. LlemecooOpa3HOCTh MpoBEACHUS OHOII-
CUM TIOYKHM B JIaHHOM CIIyyae COMHHTENIbHA, BBUAY
MMEIOIIEHCs] OMAacCHOCTH KOHTaMWHAIMK TIPHUIIETaro-
IIMX 37I0POBBIX TKAHEH U INCCEMHHAITUH OITyXOJIEBbIX
KJIETOK 10 OpraHu3My peOeHka ¢ (popMHUpOBaHHEM
MeTacTarndecKkux ovaros [1, 9].

K. Nishi et al. (2019) [21] cpaBHWIN TOYCUHYIO
BbDKHMBaeMoCTh 1o Kaplan—Meier aHamu3y cpoku
MIPOrPECCUPOBAHMS B IOYEUHYIO HEIO0CTaTOYHOCTH
y neteil mpu HeoHaTtanbHoM Denys—Drash cunapo-
Me u BHC ¢unckoro tumna, koropasi cocraBuia 6 u
910 nHE# cOOTBETCTBEHHO.

R. Habib et al. (1990, 1993) BrnepBbic mokaszaiu
pe3yibTarhl YCIEIIHOW MOYE€YHOW TpaHCIUIaHTaIluu
netsim ¢ cuaapoMoM Denys—Drash. B karamuese jie-
TeH, MOMyYMBIINX TPAHCIUIAHTAIUIO TIOYKH, PELUIH-
BOB HE ycTaHoBJeHO [9, 20].

BpoxkaeHHbIii 1 MHPAHTWIBHBIA HedpoTHUe-
cKkMii cuHapoM npu cunapome Frasier

AyTocoMHoO-penieccuBHbIN cuHapom Frasier (MIM
136680) xapakTepu3yeTcsl COYETAaHHEM MY KCKOTO
nicenorepmadpoauTi3Ma, ronanodmactombl 1 HC ¢
OCI'C, MeIeHHO MPOTPECCUPYIOIIETO B MOYCUHYIO
HemocTarouHocTh [1, 2, 5, 24-26]. Ilpu curmpome
Frasier oGnapyxena mytamust rera WT1 [24-26].
Cunnpom Frasier xapakTepu3yercsl IIIOMepyJIonaTruei
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¢ nmporeunypueit wm HC, ¢ Moponoruyeckoit kapTu-
ot ®CI'C. CunapoM MposIBISETCS M30JIMPOBAHHON
nporennypueit wmu HC y gereil B rpyaHoM, paHHEM
WIN JOIMIKOIEHOM Bo3pacte [1-3, 26]. Teuenue 3a-
OoJsieBaHMs ¢ MeUIEHHBIM (POPMHUPOBAHUEM XPOHUYE-
CKOI1 00JIe3HM ToYeK. PeruanBel y mamyeHToB mocie
TPaHCIUIAHTAILIUY TIOYKH HE onucansl [1-3, 25].

BpoxkaeHHbIi He()pOTHYECKHII CHHAPOM IpH
Pierson cunapome

Cunppom, onucannslii Pierson B 1963 rony (MIM
609049), ¢ ayTOCOMHO-PEIIECCUBHBIM THIIOM HacJie-
nmoBaHust obOycnoeneH myrtammein LAMB2 [1, 2, 5,
27-32]. Cunzapom xapakTepu3yeTcs INa3HbIMU aHOMa-
usiMA (MEKPOKOPYS, 38 JTHUN JIGHTUKOHYC, KaTapakTa,
Mopa’keHNe CKJIEPHl U CETYATKH) U MAaToJI0THel MoueK
(Bpoxnennsiit HC ¢ IMC, TyOynspHOIl MUKPOKHCTO3-
HOHW TpaHc(opMaluel, ¢ MporpeccupoBacM B Movey-
HYI0 HEJOCTaTO4YHOCTh) [2, 5, 27-32]. I'eneTnueckoe
HCCTIeZIOBaHUE MIPU CHHApOME Pierson BBISBISET My-
taruu reaa LAMB2, nokann30BaHHOTO Ha XpOMOCO-
Me 3pl4-p22, xonupyromiero B2 laminin wm LMX1B
[27-32]. Monekyna JaMHHUHA SIBISICTCS KOMITOHCH-
toM I'BM, cetyarku, a Takke 6a3aIbHOTO JIMCTKA BHY-
TPUIVIA3HBIX MBI U HEHPOMYCKYISIPHOTO CHHArca
ma3 [29, 30]. ['mcromornueckoe HccleaoBaHUe OHO-
NITaToB MOYKH Yy Aereil ycranaBmmBaer [IMC, OCI'C
[2, 5, 27-31]. MyTalMoHHBIN CKPUHHUHT y TAIIUEHTOB
rokazan myTauuu rera LAMB2, y KoTOpbIX pa3BuII-
cst BHC, xapakrepusytomuiics @CI'C [30]. Curapom
Pierson y neteii xapaxkrepusyercsi IpOTEHHYpUEH WiIn
BHC c nporpeccupoBanueM B OYEUHYIO HEJOCTATOY-
HOCTb B T€UEHHE TIEPBOT0 roja KU3HH.

Bpoxkaennblii  HedpoTHMYeCKMd  CHHAPOM
Beiencreue myranuu reia ARHGDIA (RhoGDIA
nedeKr)

Crepoun-pesucrentasrii BHC ¢ JIMC wm ©CI'C
y JieTeit 00ycIoBieH ayTOCOMHO-PELeCCUBHON MyTa-
nueii rena rena ARHGDIA, kogupytomero Rho-GDP
HHTUOHUTOP anb(da, 4To MPUBOAUT K HAPYIICHHUIO aK-
TUHOBOTO ITUTOCKENETa MOMOIUTOB [2, 5]. Y B3poc-
JBIX TaLMEHTOB cO cTepoua-pesuctenTHeiM HC ¢
OCI'C BBIABISAIOT ayTOCOMHO-JJOMHHAHTHYIO MyTa-
nuto rena ARHGAP24, xonupyromero Rho-GTPase-
aKTUBaropa mnporenHa 24 [2].

NudpanTnibHbiii HeGpoOTHYECKUH CHHAPOM C
OyJLUIe3HBIM 3MHUIEPMOJIH30M BCJEACTBHE MYTa-
uuu B renax LAMB3 unu ITGB4, ITGA3, CD151

Crepoun-pesucrentusiii. BHC wm HWHC ¢
ayTOCOMHO-PEIIECCUBHBIM THIIOM HAacJeJOBaHUA B
accoluanuy ¢ OyJJIe3HBIM JMUAECPMOIIU30M, OHUXO-
TUCTPOHUECH U TIIYyXOTOTOM OOYCIIOBICH MYTaIlUSIMHU
resoB LAMB3 uwm ITGB4, ITGA3, CD151, komu-
pytoumx koMmnoneHTsl ' BM (amunun B3, nHTerpHHa

p4, a3, CD151-anTurena) [1, 2, 5, 12]. Mopdosoru-
YecKHe M3MEHEHHs Tpu cTepou-pesnctenTHoM BHC
nwm MHC knaccudumnupyrot kak @CI'C ¢ nmporpeccu-
pOBaHMEM B MMOYEYHYIO HEAOCTATOYHOCTS [2, 5].

B namem nabGiromeHWHM OBYX CHOCOB (MAaJBIHK C
HC u neBouka ¢ mepCHUCTHPYIOMICH MPOTCHHYpPUECH)
C ayTOCOMHO-PEIIECCUBHOI HedpomaTueil B accomua-
UK ¢ OYJIJIC3HBIM MUICPMOIIU30M, OHUXOAUCTPOPH-
eil (B BHJE IMOJHOTTEBOTO THIIEPKEPaTo3a) M ITyXO-
TOM BhLABIeHA myTarus reHa CB151 (OMIM 60243)
[12]. V mabmromaembix cubcoB (6 u 3 JeT) cTepou-
PE3UCTEHTHBIN U IIUTOCTATUKO-PE3UCTCHTHBIN HH(paH-
trbHBINH HC ¢ @CI'C u coxpanHol (GyHKIHEH MMOYEK.

Hedporuyecknii cHHAPOM @IpH apTPOOCTEO
onuxoaucmiaazum — Nail — Patella syndrome

Hacnencteennas onmxoocteomucruiazus  (MIM
161200) ¢ ayTocOMHO-TOMUHAHTHBIM THUIIOM HacJIeI0-
BaHMS XapaKTepPHU3yeTCsl TUIOIIa3uel WM aruia3uen
HA/IKOJICHHOM JaIieuku (OJHOCTOPOHHEH HITH JIBYCTO-
poHHEl), runoriasueil U aucTpodueil HOrTel, KocT-
HBIMH BBIPOCTaMH Ha TPEOHSX MOAB3IOUIHBIX KOCTEH,
[JIa3HBIMU AHOMATMSAMH (TJIayKOMa), TIaTOJIOTHEHN TIoueK
[1-5, 12]. TunwgHBIMYA SBISIFOTCS TUCTLIACTUICCKHUE U
TUTOTUIACTUYECKHE M3MEHEHHsI HOTTEell MajblieB, OT-
CYTCTBHE HOITEH Ha OONBIIMX mMajbIlax. MyTarms
rena LMX1B, kaptupoBanHoro Ha xpomocome 9q34,
oOyClaBIMBaeT MaToJOTMI0 KOoJUlareHa W HapylleHHe
ctpyktypsl I'BM [1, 2, 5, 12, 34]. Onucano 6onee 180
TeTepo3UToTHBIX MyTarmii reHa rena LMXI1B [5, 33,
34]. Ilatonmorus MO4YEK y HOBOPOXIEHHBIX W JeTel
rpyaHoro Bospacta ¢ Nail — Patella cuapomom xapax-
TepU3yeTcs aCHUMITOMATUYECKOM remarypuei, Ipo-
TEUHYpHUEH WIN NPOTEUHYPUEN C Pa3BUTUEM CTEPOUJI-
pesucrentHoro HC, nmporpeccupyromero B Mo4eqHyIo
HemoCcTatouHOCTh [1-5, 34]. [lpu mMukpockommu Omo-
naroB ooHapyxkusatotr @CI'C [2, 5], npu 2neKTpoHHON
MHUKpPOCKOIINH BBISBIISIIOT OTJIOXKEHHHS KOJTareHa Ha
I'BM, ne3opranmszaruro mofaouToB [ 5, 34]. O. Boyer et
al. (2013), Y. Harita et al. (2017) [33, 34] npencTaBiis-
IOT HACJIEACTBEHHBIC (POPMBI U30JMPOBAHHONW HE(PpO-
naruu/miomepysionariu ¢ ®CI'C BenencTBrue MyTaiun
rena LMXI1B 6e3 KIMHUYECKHUX TMPOSBICHUI apTpo-
OCTEOOHMXO/IUCIIIa3HH.

Bpoxnennblii 1 uHpanTHILHBLIA HC npu cuH-
apome Galloway — Mowat

Acconuarus BpoxaeHHoi mukpouedanuu u HC y
2 cubcoB onrcana 1968 1., CHHAPOM MOTYYWIT Ha3Ba-
Hue Galloway — Mowat ¢ ayTOCOMHO-PEIIECCUBHBIM
turioM HacienoBanus [1-4, 32, 33, 35]. E. Colin et
al. (2014) npu cunapome Galloway—Mowat moka3a-
nu myTaruio rera WDR 73 [2, 35]. Cuanpom BKITIO-
gaer HC, BpokaeHHyI0 MUKpoledanuio, aHoMalIuu
pa3BUTHS TOJOBHOTO MO3ra, IuaparMaibHYIO TPhI-
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Ky, TIOPOKH YIIHBIX PAaKOBHH, IV1a3 U yepena [4, 32,
33, 35]. PazButne HC nuarHoCTHpyIOT Yy HOBOPOXK-
JEHHBIX U JeTel paHHero Bo3pacrta. Pe3ynprarsl uc-
ClIeZIoBaHUsl OMONTATOB TMOYKH IMOKA3bIBAIOT ME3aH-
rHallbHble U3MEHEHUS, YBeTNYEeHNE ME3aHT HaJIbHOTO
MaTpUKca, MUHUMalbHbIC W3MeHeHws, JMC wmu
OCI'C [14,6, 12, 35].

BpoxkaeHHbIi M1 MHPAHTWIBHBINH HedpoTHUe-
ckuii cunapom npu Schimke immunoosseous-dys-
plasia

UmmynokoctHast mucioiazus  Schimke (OMIM
242900) c ayToCOMHO-PEIIECCUBHBIM THIIOM HACTIE10-
BaHMS POSIBISICTCS CIIOHAMIOAH(U3APHON TUCTLIA-
3ueil, mporeunypueii, pazsutueM HC u T-ki1eTouHbIM
nMMyHOe(bUIMTOM, HIepeOpaTbHBIMU WH(pAPKTaMH,
nurmeHTarueit koxu [1-3, 38]. Ha accommaruro rop-
moHope3uctentHoro HC u cnonaunosnuduzapHon
JUCTIIA31H, TUM(OTICHNN y JeTel yKa3bIBaloT MHO-
rue aBTophl [1-3, 5]. 'en SMARCL1 kapTupoBaHn Ha
xpomocome 2q35, kogupyer SMARCA mpoteun [1,
2,5]. HC ¢ ©CI'C, acconmupoBaHHbIH CO CIOHTUI0D-
nupu3apHON TUCTUIa3ueH, CTePOHI-PE3UCTEHTHBIN C
[IPOrPECCUPOBAHUEM B ITOYEYHYIO HEAOCTATOUHOCTD.

MuToXOHApPHAIbHbIE paccTpoiicTBa

Cnydaun crepouna-pesucrentnoro HC y nmereit ¢
BHEMOYECYHBIMU TIOJMCUHIPOMAIBHBIMU  TIPOSIBIIE-
HUSMH Yallle BCETO BO3HMKAIOT BCJIEICTBHE MYyTa-
UH B TeHAX, KOAUPYIOMHKX siaepHbie Oenku — WTH,
LMX1B, SMARCL1, WDR73, 6enku 'bM u Kom-
moHeHThl aaresnn — LAMB2, ITGA3, ITGB4, kom-
IMOHEHTHI aKTHHOBOTO IUTOCKenera — MY X9 [2, 5].
MyTanuu B reHax, KOAUPYIOUUX JHU30COMaJIbHBIE U
mutoxoHapuaibHbie 0enkun COQ2, COQ6, PDSS2,
MTTLI1, ADCK4, nposiBisitoTes y AeTeH TPYIHOTO U
crapiero Bo3pacta ¢ HC, Mopdonornieckn kiaccu-
¢urupyembim kak @CI'C, pe3uCcTeHTHBIM K CTEPOHI-
HO¥ Tepamuu [1, 2, 5].

JluarHocTHKa HACJIeICTBEHHOT0 BPOKIEHHOIO
U MHPAHTWIBHOIO He()POTHYECKOr0 CHHAPOMA Y
aereit

[pu Tsoxensix hopmax BHC y HOBOpOXKI€HHOTO
JTUArHOCTHPYIOT CHMIITOMOKOMIIJIEKC: BBIpaKEHHBIE
nepudepruveckue M TOJIOCTHBIE OTEKH, MPOTCHUHY-
pust 6omee >10-100 r/n 1 runmoanLOyMUHEMHST MEHEE
<10-15 r/n [1]. [Toueunas QyHKIUS OCTaeTCS HOP-
MaJIbHOHM B MEpBbIE MeCSIbI Ku3Hu y neteit ¢ BHC.
YpoBHU apTepuaiIbHOTO JABIECHUS Y HOBOPOXKICH-
HbIX ¢ HC MOTyT OBITH HU3KHUMH U3-3a THIIONIPOTEH-
HEMUHU WIM TOBBIIICHHBIMH, €CIIU To4YeyHas HeJlo-
CTaTOYHOCTh yKe MpHUcyTcTByeT [1-3, 7].

Mopdonoruveckoe ncciejoBaHne

I'ucronmoruueckoe uccienoBaHNe OUONTATOB MOY-
KM MCTOPUYECKH MCTIONB30BaJIOCh B KAYeCTBE KIIFOUe-
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BOTO IMarHOCTUYECKOTO M MPOrHOCTUYECKOTO KpUTe-
pust ais getel ¢ co crepoua-pesuctenTsiM HC, HO
COBpEMEHHbBIE JaHHBIE ITOKA3bIBAIOT THCTOJOTUYE-
CKYIO T€TepOreHHOCTh, Pe3yNbTaThl OMONICHH MOTYT HE
KOppEJIMpoBaTh C TeHETHYECKHUMHU pe3yiasraramu [1,
2]. Ilo >TuM mpUYUHAM B CITydyasX NEpBUYHON pe3u-
crentHocTH HC K creponsam ObICTpOoe TeHETHYECKoe
TECTHPOBAaHHE MOXKET YCTPaHUTh HEOOXOJMMOCTH B
OHorcUy TIOYKM B JTUArHOCTHUYECKUX LensxX. [ enern-
YEeCKO€ TeCTHPOBAHME SIBISETCA MEHEE HMHBAa3WBHBIM
metonoM auarHoctukd BHC, uyro nmeeTr ocoboe 3Ha-
YEeHHUE y IeTeH, Il KOTOPBIX TeHeTHYeCcKast 3THOIOT U
Hambosee BeposTHa [1, 2, 7]. Tonpko B ciydae HEmo-
CTYIMHOCTH OBICTPOTO TEHETHYECKOTO TEeCTHPOBAHHUS
pe3ysbTaThl OMONICHHN TTOYKH MOTYT HAallPaBUTh KIINHU-
IUCcTa K Haubosee BEpOSTHOMY T'€HETHYECKOMY JHa-
THO3Y, HO yalie Bcero mpu HacienctBeHHomM BHC y
pebenka ooHapyxusatoT JJMC nm OCI'C, mo otBeTy
Ha TIPEIHU30JIOHOTEPANIUI0 TOPMOHOPE3UCTEHTHBIE.
Jlo Guoncun 1nenecoobpasHo BBITOJHUTH MYTaIHOH-
HBIN aHaM3 JuIa onpeneneHHsix reHoB (WT1, PAX6,
LAMB2, NPHS1, NPHS2, NPHS3) [2].

B Hacrosiiee Bpems aBTOPHTETHBIE y4YeHbIE yKa-
3bIBAIOT HA TO, YTO TIOUEYHAast OHOTICHS HE PacKphIBaeT
stuonoruto BHC y nereii [1, 2, 5, 7]. [enernueckue
JeeKThl MOTYT BBI3BIBATH HECKOJIBKO THUIIOB IJIOMEPY-
JSIPHBIX TopakeHui, yame Takux kak OCI'C, JIMC,
9TH PE3yJBTaThl COBMAMAOT y MHOTUX Aereit ¢ BHC
[2]. Kpome Toro, HermmomepyisipHblE MpPU3HAKH (JIU-
JaTanys KaHalbleB, MHTEPCTHIMANBHBIN (QUOpo3 u
BOCIIAJIeHNe) oTMedaroT mpu Beex ¢gopmax BHC [2].
BrrsiBnieHne BhIpaKeHHOCTH IVIOMEPYJISIPHOTO CKIIEPO-
32 U MHTEPCTUIUAIBLHOTO (HHOpO3a MOXKET TTOMOYb B
oneHke crparernu jedenus naereit ¢ BHC. C npyroit
CTOPOHBI — yYaCTKHU TIOPAKEHHS SIBJISIFOTCS] 04arOBBIMH,
pe3yasTaThl OMOIICHN MOTYT BBOAWUTH B 3a0ITyXK/IeHNE
[2]. [TosTOMY [UIsSI TOUHOM AWATHOCTHKU BPOXKICHHOTO
1 uHpanTHiabHOro HC TOJIBKO reHeTHYeCKHid aHalu3
SIBIISICTCST METOOM BbIOOpa [1, 2]. AHanm3 MyTanuit
NPHS1 u NPHS2 ompaBnan y Bcex nanuentoB ¢ BHC
[1, 2]. Ecnu B 3TUX TeHax HEe OOHApyXEeHO MyTallui
WM €CIH KIMHUYECKHE TaHHbIE TOBOPST O MyTallUsIX
B reHe WT1 wm LAMB2, To peKOMEHIYIOT aHAIH3
9THX TCHOB B TeHETUYECKUX JlabopaTtopusix [2]. [Ipena-
TaJlbHas IUArHOCTHKA B CEMBSX C U3BECTHBIM PHUCKOM
pasButusi BHC nmomkHa OCHOBBIBAaThCS Ha TE€HETHYE-
CKOM TECTHPOBAaHUH, KOTHa 3TO Bo3MoxHO [1, 2, 5, 7].
B ciyuae oTcyTCTBUSI CEMEMHOIr0 aHaMHe3a WM €CIIU
MmyTaimu y peberka ¢ BHC He BbIsIBICHBI, reHEeTHYE-
CKO€ TECTUPOBAHME SIBISICTCS CIOKHOM 3ajadeid, mo-
CKONbKY cekBeHnpoBaHue reHoB NPHS1 (29 sk30H0B)
u NPHS2 (8 5k30HO0B) 3aHUMaeT MHOTO BPEMEHH H, KaK
MIPaBUJIO, HEBO3MO)KHO B KOPOTKHUE CPOKH [2].
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BHC ¢wunckoro Tuma ¢ myranueit NPHS1 moxHO
[0/I03peBaTh BHYTPUYTPOOHO HA OCHOBAHWUU TTOBBI-
IICHHBIX YPOBHEH alib(ha-PpeTOnpoTerHa B MAaTCPHH-
CKOH CBIBOPOTKE M aMHHUOTHUYECKOH KUJKOCTU. Ecin
KOHIIEHTpanusi anb(pa-GeronporenHa B OKOJIOILION-
HBIX BOJIaX OUY€Hb BBICOKA 1 YIIBTPa3ByKOBOE HCCIIE0-
BaHUE HE BBISBIISET MMOPOKH PA3BUTHSA y TUIOAA, TO Be-
posiTHBEIM narHo3om siBisiercss BHC ¢unckoro tumna
NPHSI1. Ognako reTepo3uroTHBIC dMOpHUOHATHHBIC
Hocutenu mytanuii rerka NPHS1 moryt umerts Bpe-
MEHHO TOBBINICHHBIE YPOBHH aib(a-(eronporenHa
B aMHUOTHUYECKOH KUJKOCTH M MATEPUHCKON CBHIBO-
pPOTKE, C y4eTOM A3TOr0 PEKOMEHIYEeTCsl TOBTOPHOE
nsMepenue anbda-peronporenHa B aMHUOTHUYECKOM
kugkocTr 110 20-i Hemenn OEpeMEHHOCTH B CITydasix
C BBICOKUMH YpOBHSMH alibda-dperonporenna [1, 7].

I'eneTnyeckoe ucciaeroBaHue

Crnenyer 0cob0 MOTYEPKHYTH, YTO MEPBOCTEIEH-
HOoe aumarHoctudeckoe 3Hadenune npu BHC u MHC
y JeTeil MMeeT MOJIEKYISIPHO-TeHEeTHYeCKOe HCCiie-
JIOBaHKE, a METOJl OMOICHUU MOYKH C MOCIETYIOIIM
MOPQOIOrHIECKUM, SIIEKTPOHHO-MHKPOCKOTTNYECKUM
HCCIIeIOBaHUEM TIOyYEeHHOTO MaTepHaja YXOOWT Ha
BTOpo#t 1wiad [1, 2]. R. Preston et al. (2019) [2] yxka-
3BIBAIOT HA TO, YTO TE€HETHYECKOE HCCIIEIOBAHUE TIPU
BHC u MHC umMeeT BakHOE KIMHUYECKOE 3HAYEHHUE.
ITpu BHC u MHC renetnyeckoe TeCTUPOBAHUE JOIDK-
HO OBITH BBITIOJIHEHO JI0 Ha4ajda MMMYHOCYIPECCHB-
HOW Tepanuu W TpOBEJCHUs OWOICUH TMOYKH. |eHe-
TUYECKOE TCCTHPOBAHNE HEOOXOMUMO TIPU TIPUHATHU
pelIeHnid B OTHOIIEHUH 11e7IeCO00pa3HOCTH MIPOBeIe-
HUsL OMOTICUM TIOYKH, WHTCHCHUBHOCTH M TIPOJOJIKU-
TEJIFHOCTH MMMYHOCYTIPECCHU U TIpeATpaHCIIaHTa-
IMOHHON Teparmuu [1, 2]. OTpunaTensHbId pe3yabTaT
HE UCKJII0YaeT TeHeTHIeCKoe 3a001eBaHIe, TOCKOIBbKY
MYyTaIMHd MOTYT OBITh MPOITYIICHBI, B 3aBUCUMOCTH OT
HCII0JIb3yEMOM METOAOJIOTHY U aHaiu3a. Takxe MyTa-
[IMST MOYKET MPUCYTCTBOBATH B T€HE, HE OXBATHIBACMOM
BEIOpaHHBIM TecToM [2]. MyTalMOHHBIA CKPHHUHT
JOJDKEH OBITh TOCTYIHBIM VIS TTAIUEHTOB C MEPBUY-
HeIMH opMamu ctepoup-pesucrentHoro HC. Ha-
JTUYYe BHEMOYCUHBIX MPOSBICHUN, YKAa3bIBAIONINX Ha
TeHEeTHYECKU CHHIPOM, JeaeT IIeJIeco00pa3HbIM
CKPUHHHT CBSI3aHHBIX C HIM T'€HOB [2].

R. Preston et al. (2019) [2] pekoMeHayIOT MyTa-
UOHHBIA CKPUHUHT cTepounopesucrenTnoro HC y
JeTell Kak MEeTo[| MapauleIbHOTO CEKBEHHPOBAHHUS
Ha maHesie next-generation sequencing (NGS) [2].
(pucynok). R. Preston et al. (2019) [2] cuuTator,
YTO KIMHWYECKOoe (CHOTUMHUPOBAHUE B COUCTAHUH
C IIEJICBBIM TCHETHUYCCKUM aHAIM30M 3(PPEKTUBHO
B AMarHoctuke crpounopesucrenTHoro HC y nereit
[2]. DTOT MeTO/ TTO3BOJISIECT KIMHUIIUCTAM OIICHUTD U

MPETIONOKUTH BEPOIATHBIN OTBET HA HMMYHOCYTIPEC-
CHUBHYIO TEpaIuio, CKOPOCTh MPOrPECCUPOBAHHUS IO
TEPMHUHAIBHON MOYEYHOM HENOCTAaTOYHOCTH M PUCK
peluanBa Mocie TPaHCIUIAHTAIINH.

CoBpeMeHHasl cTpaTerusi Tepanuu BPOK/IAeH-
HOT0 ¥ HHPAHTWIILHOTO He(PPOTHUECKOTO CHH/IPO-
May aereit

Mounorennsiit BHC u MUHC y pmereii vame pesu-
CTCHTHBI K TEPallK CTEPOUIaMH, TIOCIIE TIOTyYCHHS
MOJIOKUTEILHOTO PEe3yJbTara TeHETHUECKOro TecTa
HEOOXOJIMIMO PacCMOTPETh BOIMPOC O MPEKpaIIeHUH
MPEHNU30JIOHOTEPAIIMY, €CITH HE OBUIO IMOJIYYEHO
KIMHUYECKoro 3ddekra, Takum o0pa3oM, 3aluinas
MAIMEHTOB OT MOOOYHBIX 3(PQEKTOB TAKOTrO Jieue-
Husa [1-3]. OmHako B jHTEpaType WMEIOTCS aH-
HBIE O YaCTHYHOM OTBETEC Ha CTEPOMIbI, TEPAITHIO
[UKJIOCTIOPUHOM-UHTUOUTOPaM  KaJblIMHEHPHHA Y
MAIMEHTOB CO Crenu(UIecKUMU MYTaIMsSIMU T€HOB
WTI1, NPHS2, PLCE1. B Takux ciay4dasx COBETYIOT
MPOJIOJDKEHUE TEPAITHH JI0 JOCTHKEHHS KIIMHIYECKO-
ro ynyumenuns [1-3].

Hens teparmmn BHC y nereii B TeueHHE MEPBHIX
HEJeNIb U MECSIICB YCTAHOBIICHHS IMArHO3a COCTOUT
B TOM, 4TOOBI KOHTPOJHMPOBATh OTEUHBIH CHHAPOM,
NPEIOTBPATUTh OCJIOKHEHHS, TaKue KaK BTOPHYHAS
UHQEKIHs U TPOMOO3bl, 00ECIIEUUTh ONTHMATBHOE
MATaHUe JJIs1 HOPMAaJLHOTO pocTa U pa3BuTus [1, 7].
B OonbimuHCTBE CciydaeB TPAHCIUIAHTALUS TMOYKH
SIBJISICTCSl €IMHCTBEHHBIM METOJIOM JICUCHUSI IIPH Ha-
cnencreennoM BHC u UHC y nereii [ 1, 7].

H. Jalanko, C. Holmberg (2016) [1] o6ocHOBBIBa-
IOT CTPATETHI0 TEeparuy JIeTel ¢ TePBHUYHBIM BPOXK-
JIEHHBIM HE(PPOTUICCKUM CHHIApOMOM (Tabi. 2).

Bonpias morepst 6eska ¢ MOUOH IMEET pelaroliee
3HAUCHHE IS IPUHSATHS TEPAIIEBTUYCCKUX PEIICHUH.
[Mocrosianas nporennypust 6onee > 10—-100 /1 Hews-
0CKHO MPUBOJUT K TSDKEJIOW THHUITOATE0yMUHEMUH,
THITOTIPOTEUHEMHH, ONACHOMY JIJISl )KU3HU THIIOBO-
JIEMHYECKOMY KpH3y (TIPEeIIoKy), TPOMOOTHYECKUM
OCIIO)KHEHUSIM, UMMYHOJIC(UIIUTY U Pa3BUTHIO WH-
dbexuuii [1-7].

[Toka3aHbl BHYTPUBEHHO KalleIbHO HH(Y3UH allb-
OyMHHa C WCIIONb30BAHUEM LIEHTPAIBbHBIX BEHO3HBIX
KaTeTepoB C IENbI0 KOPPEKIMU THIT0ATb0yMUHEMIH 1
THIIOBOJIEMHH, OTEKOB. TaKTHKa JICUCHHS 3aKIIIOYacT-
cs B MH(y3UM BHYTpHBEHHO KamnenbHO 20 % pacTBo-
pa anpOymMHHa, 3aTeM B KOHIIE BBeJcHUE (pypoceMuia/
nasukca (0,5 mr/kr). H. Jalanko, C. Holmberg (2016)
[1] pexomeHayIOT IPOBOIUTD B Havajie TPU 2-4aCOBBIX
uHpy3un (HauanpHas no03a 1-5 M1 / Kr Ha HHQY3UIO)
U yepe3 HECKOJIBKO HeZlesb TIPOIOIKaTh B BUJIE OJTHOM
6-uacoBoit uHdy3un B TeueHne Houn (10 15-20 mi /
KI/ KXyt HOYb, 3—4 T / Kr anbOymuna) [1].
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PucyHok. MyTaLMOHHBIN CKPUHWHI Y OeTeN C U30NMPOBaHHbLIM CTepona-pe3ncteHTHbIM HC. ECnuv BbICOKO NPON3BOANTENBbHBIN METOS,
napannenbHoro cekBeHnpoBaHus (NGS-TexHOnormsa) oocTyneH, CKPUHUHE AOJIKEH MCMNOb30BaTb FEHHYIO MaHeb, BKOYas, HO He
orpaHunumnBasi, Hanbosee pacnpocTpaHeHHble MOHOreHHble NpuynHbl CPHC. Ecnu TexHonorns NGS HegoCTymnHa, reHbl MOFyT CKPUHN-
poBaTbCS B YNCNOBOM MOPSAKE A5t KaXA0N BO3PACTHOM rpynmnbl. STHOC U M’MCTONOMMYECKMNE HAXOAKN TPEDYIOT MPENMYLLECTBEHHbI
CKPUHWUHT onpeaeneHHbix reHos no R. Preston et al. (2019) [2]. BHC — BpoxaeHHbI HedpoTuiecknin cuHapom; MHC — nHpaHTUnbHbIN
HedppPOTUYECKMIA CUHAPOM.

Figure. Mutational screening in children with isolated SRNS. If next-generation sequencing (NGS) technology is accessible, screening
should utilise a gene panel including, but not limited to, the most common monogenic causes of SRNS. If NGS technology is inac-
cessible, genes should be screened in numerical order of frequency per age group. Ethnicity and histological findings should trigger
preferential screening of certain genes. From R. Preston et al (2019) [2]. Legend: CNS-congenital nephrotic syndrome; INS—infantile

nephrotic syndrome.

B.C. Reynolds et al. (2015) gersam ¢ BHC nHa3na-
4aroT HHQY3UU BHYTPUBEHHO KanenabHo 20 % pacTBo-
pa ansOymuHa B 103e oT 6 10 1,5 r/Kr/cyT nponomku-
TENBHOCTBIO 6 U WK 2—3 4, IPH JOCTUKEHNUU YPOBHS
anpOymuHa chIBOpoTKM > 30r/nm yactoty MHQY3Mi
20 % anbOyMUHA CHHIKAIOT, TIEPEXOsl Ha allbTepPHU-
pyrommii (depe3 1eHb) UIU Kaxabple 72 4 peKUM BBe-
neHust [36].

[IpoTenHypuss NPUBOIUT K TSKEIOH THIOaIbOy-
MuHemuu, aeduuury anrurpombuna III, pazButuio
TpoMOoTHUeCKuX ocnoxHeHuid y aereil ¢ BHC u
HHC [1, 4, 37]. l'unoansO0yMuHEMUs1, TUITOBOJIEMHUS,
nedunut anturpomoOuna Il y nereit ¢ BHC o06o-
CHOBBIBAIOT MPOBEACHUE MPOTHBOTPOMOOTHYECKOM
tepanuu [1, 4, 37]. [Nanuents ¢ HC gunckoro tuma
(BcnencrBue myTtamuu rema NPHS1) ycnemno ne-
yarcsi BappapruHOM Harpus B Bo3pacte 3—4 nex [1].

24

Ilepen XupyprudecKUMH WU COCYAUCTBIMM IIPO-
uenypamu BaphapuH NPEKpalaloT ¥ BHYTPUBEHHO
KanesnbHo BBOIAT antutpomOuH 111 (50 ME/kr) [1].
Hersim ¢ BHC, umeromuM BBIpaKSHHBIN ASQUIAT
antutpomOuna III BciexcTBue morepu ero ¢ Mo-
40ii, 000CHOBaHA BHYTPHBEHHO KareJbHO MH(Y3HS
anturpomOuna-IIl [1, 37]. Mbl Ha3Ha4aeM JeTsIM C
HC nns npodumnakTuki TpoMOOTHYECKUX OCIIOXKHE-
HUI HU3KOMOJIEKYJISIpHbIE renapuHsl [4].

Cuwuratot, uto y HekoTopsIx fereir ¢ BHC moxer
OBITH TOCTUTHYTO CHMKEHHE 3KCKpelUUHu OelKa MpH
UCIIOJIb30BAaHUM KOMOWHAIMKM WHTUOMTOPOB aHTHO-
TeH3uHInpespamaromero gepmenta (AIlD) u ungo-
MetanuHa [1,3]. AHTHIIpOTEeMHypHUecKas Tepanus
BkItoyaeT uHruOuTop AIl® kantompun 1-5 mr/kr/
CYT B TEYCHHE HECKOJIbKHX HeNIelb, €clu 3PQeKT
CHIDKEHHUS TPOTEHHYPUHU UYepe3 HECKOJIIBKO HEJElNb
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HE TIOJY4EeH, TO J00aBISIOT OJIOKATOPhl aHIMOTECH3H-
uH Il — penentopos (no3apran 0,4—1,3 Mr/kr/cyT ) ¢
00s13aTeIbHBIM KOHTPOJIEeM (QYKIUHU MMOYEK M KajHs
[1, 3]. Aetu ¢ HC BcnenctBue mytanuu NPHS1 wn
NPHS?2 He orBevaroT Ha 3Ty Tepanuio. B pedpakrep-
HeIx cinydyasx BHC aBropel mpuberaror K Tepanuu
uHaomeTarmaoM 1-5 mr/kr/cyT [1, 3]. B.C. Reynolds
et al. (2015) nersam ¢ BHC Ha3HauaroT HHIOMETAlMH
B MeHbIei o3e 0,7—1,8 mr/kr/cyT [36]. Mbl He ipu-
OeraeM K Ha3HAYCHHIO WHAOMETAIIMHA HOBOPOXKACH-
HbIM U MiaeHam ¢ BHC u BeipakeHHBIMH OT€KaMu
C YYETOM ero MoBPEKAAIOIIEro JISHCTBHS Ha CIU3U-
CTYIO O0OJIOUKY KENYyIOYHO-KHIICYHOTO TPaKTa, 3a-
JEPKKY KHUJIKOCTH M JJIEKTPOJIUTOB, Pa3BUTHS Kepa-
TOTIATHH M PETUHOTATHH (BCIIEACTBHUE OTIIOKEHUS €TO
MeTa0OJIMTOB B CETUATKE M POTOBHILE). B muTeparype
HaM He BCTPETHJIOCH paboT, YKa3bIBAIOIIMX Ha IPH-
menenue rnpu BHC y nerell MmeHee omacHbIX Celek-
TUBHBIX HHTHOUTOPOB LKKI0OKcUreHassl L{OI-2.

BenencrTBue npoTenHypun U pa3BUTHUS THITOAIIb-
OyMMHEMHUHU Y HOBOPOXKIEHHBIX U TPYAHBIX AeTei
¢ HC wacto naGmromaeTcsi HU3KHH YPOBEHb CBIBO-
POTOYHOTO THPOKCHH-CBSI3BIBAIONIETO IJIO0YIMHA,
O0IIero TUPOKCHHA, KOHLEHTPALUs KOTOPBIX KOp-
penupyeT ¢ nporenHypueil. TupeoTponHslii TOpMOH
(TTT') B xpoBu HOBOpOXkAeHHBIX ¢ HC HOpMaIbHBIH
B TIepBbIE HEJENHU JKW3HHU, 3aTeM IMOBBIIIAETCS, B Te-
YeHHE HECKOJIbKHUX HEJeNb pPa3BHUBAETCS TUIIOTHpE-
03. THPOKCHH Ha3HAYaIOT HOBOPOXKACHHBIM JIETAM C
BHC yrtpom 1o 6,25-12,5 MKr/cyT 1moji KOHTpoJIeM
ypoBHs T4, TTI' B kpoBH.

M3-3a cHmKEHHUS B KPOBU OOIIEro Oeika W ajb-
OymuHa, UMMyHOIIOOynuHa IgG, KOMIIOHEHTOB CH-
CTeMbI KOMIUIEMEHTA, HCIONb30BaHUS TOCTOSHHBIX
BHYTpHUBEHHBIX KareTepoB fetu ¢ BHC moasepskeHb!
OakTepratbHBIM HHPEKIUSIM, Pa3BUTHIO cericuca. Pe-
KOMEHIyeMoe TPOQUIAKTHIECKOE TPUMEHEHNE aHTHU-
onorukoB aerssM ¢ BHC He momoraer u BBI3BIBAET
TOJIBKO PE3UCTEHTHOCTh ITAMMOB MUKPOOPTaHU3MOB
[1, 3]. IIpodunakTuyeckoe MCHONL30BAHUE BHYTPH-
BEHHOH MH(Y3UU UMMYHOITIOOYTHHA MOYKET CHU3UTh
4acToTy OaKkTepHaIbHBIX U BUPYCHBIX MH(eKuii. [1a-
peHTepajbHas aHTHOAKTepUallbHasl Tepanus JOJDKHA
OBITh HaYaTa HE3AMEUIUTENIBHO MPH OaKTepHUaTbHON
nHdekun. B Tsoxenbix cnyyasx BHC y gereii moka-
3aHbl MHQY3UH UMMYHOIIOOYJIHMHA B KOMOWHAIMH C
AHTUOMOTHKAMH, YTO JAeT MOJIOKUTEIBHBIN OTBET PU
centuieckor uadekuuu [1, 3, 7].

Hetu ¢ TsoxkensiM BHC mommkHBI TIOTyYaTh BHICO-
kodHepreTrdeckyo (130 Kkai / KT B JIeHb) ¥ OCIIKOBYIO
(3-4 r / kr B 1eHb) queTy (TPyAHOE MOJIOKO M MOJIOU-
HBIE CMECH, a TaKXKe JIOTIOTHATENIHHBIN OCJIOK JaeTcsl B
BHUjic OEJIKOBOTO MPOAYKTa Ha OCHOBE KazeuHa) [1,3].

Tabnuua 2 / Table 2
BepneHue peteii ¢ nepBUYHbLIM BPOXAEHHbIM
HedpoTnyeckum cuHgpomom [1]

Management of infants with primary Congenital
Nephrotic Syndrome [1]

MapeHTepasnbHoe 3ameLleHne 6enka

MHdy3nn BHYTpMBEHHO KanesbHo 20 % anbbymuHa no mepe
Heo6x0aMMOCTHU
Joaunposka 3—4 r/kr/cyT npu Tsxenom HC

1-3 nHDY3MN/CyT (OHEM I HOYbIO)

®dypocemunp, (0,5 Mr/kr) BHYTPMBEHHO B KOHLLE UHDY3UN alb-
OymMuHa
Heobxoanm kaTeTep ans ryooKnx BeH

Mutanne

vnepkanopuitHas gueta (130 kkan/kr/neHb)

[o6agka 6enka (4 r/kr/neHb)

Job6aska nMnuaos

MynbTBUTaAMUHBI

Jlo6aBku KanbLMsa 1 MarHms (kanus)

HasoracTtpanbHbIl 30HA, UM racTpocToMa A9 NPaBUiIbHOIo
KOPMIEHUS
MeamkameHTO3HOe neveHne

AHTUKOArynsaHTbl (BapdapuH, BHYTPMBEHHO MHDY3NSA aHTU-
TpombuHa — ATIII)
L-TnpokcuH

MapeHTepanbHO aHTUBNOTUKKM NpY BakTepranbHON MHEKLMN,
VMMYHOT00YNHBI

AHTMNPOTENHYpPUYECKNE NpenapaTsbl (MHrMbuTop AMNd, 6noka-
TOP aHrMoTeH3nHa ll-peuenTtopa, NHAOMETALMH)

Hunanna

TepMuHanbHasa noYye4yHas HegoCTaTOYHOCTb

Mocne HedpPaKTOMUM — TpaHCNNAHTaALNS

TpaHcnnaHTaumsa

Jo Hayana / nocne guanusa

Mepecaaka noykun npu JOcTUxXeHnn maccel Tena > 10-15 kr

Hern nonyyator Butamun D, (1000 ME/cyT) n kab-
it (500—1000 mr/menn), maranii (50 MI/neHb) U Ka-
JIUH ¢ pas3aenbHBIM TpreMoM. EskenHeBHoe moTpediie-
HHUE BoIbI cocTaBimsieT y aereit ¢ BHC 100-130 mur/kr
[1,3].

Benenne nereit ¢ BHC sBnsercs cnoxHOM 3a1a-
yeit. [IpeBeHTHBHAS HE(PIKTOMHSI M TIEPHUTOHEAIb-
HEIH quanmm3 netsMm ¢ BHC ¢ 1ienpio CHIKEHUS Tpo-
TenHypHuH U 10361 20 % anp0ymMuHa U1 BHYTPUBEH-
HBIX HH(Y3UH akTUBHO oOcyxkmaetcs [1, 3, 7, 38].

Asroputernbivu yaensiMu C. Holmberg et al. [1,
3, 7] mBa mecATHICTHS Haszalm MPEIIOKESHO IPOBO-
muth netsm ¢ BHC (NPHS1) ¢unckoro trma nByTo-
POHHIOIO HE(PIKTOMHIO U JAUATH3 TIPH JOCTHKECHUN
Macchl Teja 7 KI, paHHEH TpaHCIUIAHTallud TIOYKHU
Mpu JOCTHXKEeHUU Macchl Tena 10 xr. B Hacrosiiee
BpeMs puHCKHEe yueHbIe [1, 3, 7] peKOMEHIYIOT TaK-
TuKy Jedenus aeteir ¢ BHC, koropas 3akirogaeTcs
B €)KEHEBHBIX BHYTPUBEHHBIX HHY3max 20 % amb-
OyMHHa, TIPOBEICHUN IBYCTOPOHHEH He(pIKTOMUH
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u neputoHeanpHoro auanuza (I1/1) ¢ menpro panHei
[TOYEYHON TPAHCIUIAHTALIMH TPHU TOCTIKEHUH MacCChl
tenma 10—15 kr [1].

C 1enpIo CHMKEHHUS MOTeph OeNlka 1 4aCTOTHI BHY-
TpuBeHHBIX MH(DY3Mii anpOymuHa H. Jalanko, C. Hol-
mberg (2016) netsim ¢ BHC (NPHS1) dunHCcKoro Tumna
OCYIIECTBIISIIOT OJIHOCTOPOHHIOK HEPPIKTOMHUIO, T10-
Jarasi, 9To nepecajika Mouyku MOXKET OBITh OTIOKEeHa
JI0 MOCTHXKEeHHsS mMacchl Tena 10—15 kr, wim naBycTo-
POHHIOIO HE(QPIKTOMHIO U IMOCTOSHHBINA TEPUTOHE-
aNbHBIN AMaTu3, TPAHCIUIAHTALMIO TOYKHU TPU J0-
cTKkeHnn mMaccel Tena 10—15 kr [1].

B mnacrosiee Bpemss H. Jalanko, C. Holmberg
(2016) [1] oOOCHOBBIBAIOT MPOBEACHHUE TPAHCILIAH-
Taruu mouku netsM ¢ BHC, mveromuMm maccy Tena
10-15 k1, HO emie ACCATH JIET Ha3aJ aBTOPHI YKa3bl-
BaJIM, YTO TIOYEYHAs TpaHCIuaHTamms aetsm ¢ BHC
(NPHS1) BO3MOXHa Tpu JOCTHKEHHH Macchl Tela
9 xr [3]. Ilo maHHBIM JUTEPATYpPHI, BO3PACT JACTEH C
BHC (NPHS1) Ha MOMEHT OJJHOCTOPOHHEH HeppIK-
tomuu coctaBisieT 4—11 mec (NPHS1), Bo3pact mereit
K MOMEHTY JIBYyCTOPOHHEH HEQPIKTOMHH M JUAIH3a
BappupyeT oT 1,5-3 [35] mo 7-16 mec [1, 35, 38].

Jpyrue UeHTpBl OCYIIECTBISIOT KOHCEPBAaTHB-
HBIM monxon Kk BeneHuio aereit ¢ BHC u coxpannoit
(byHKIIHEH TOoYeK, KOTOPBIH coueTaeT BHYTPHBEHHBIE
nH}y3uK anpO0yMUHA U aHTUIIPOTEHHYPUYECKOE Jieue-
uue (Onokaropel AIID u uHIOMETAIMH) /WK OIHO-
CTOPOHHIOI0 HE(PIKTOMHUIO C IEJBI0 yYMEHBIICHHS
MIPOTEHHYPHUH U KOJTUYECTBA BHYTPUBEHHBIX HH(Y3UH
anp0yMHHa, Hayana MepUTOHEAbHOIO Iualin3a Mpu
Ppa3BUTHH MTOYCUHOU HemocTaToqHOCTH [38]. [eiicTBu-
TEJIbHO, MCIIONB3Ysl KOHCEPBATUBHBINA MOAXO/ K BeJe-
uuto aereit ¢ BHC, MOXHO coxpaHHUTh (PYHKIIUIO TI0-
YeK M TPOIJIUTh BpeMs 10 Hadana auanu3a. OqHako
penkocts BHC ¢uHCKOrO THIA y JeTeil 3aTpymHsaeT
MIPOBE/ICHNE CPABHUTEIBHBIX KIMHUYECKUX HCCIIEIO0-
BaHUN (PPEKTUBHOCTH OIHOCTOPOHHEH WIIM JBYCTO-
POHHEH HE(POIKTOMUH U KOHCEPBATHUBHOM TEparuu.

JIBycTropoHHHE HEPPIKTOMHU C TOCIEAYIOMINM
JUAJIA30M, ITOYEYHOW TPAHCIUIAHTALMEH IPaKTHKY-
IOTCS B KPYIHBIX MEIUATPUUCCKUX IIEHTPAX, OTHAKO
S. Dufek et al. [38] cumTaroT, YTO KOHCEPBATHBHOE
nedeHne MoxeT ObITh d(pdextnBaBIM MeToioM BHC y
nereir. OmyonukoBansl S. Dufek et al., the European
Society for Paediatric Nephrology Dialysis Working
Group [38] pe3yasraThl CPaBHUTEIHHOTO HCCIICIOBA-
uus BHC (NPHS1) y 25 nereit, moaBeprinmxcs ABY-
CTOpOHHEH HepIKTOMUH, U Yy 17 AeTeH, MOy aromx
KOHCEpPBaTHBHYIO Tepanuio. KoiandyecTBo cenTryecKkux
WA TPOMOOTHUYECKUX AMH30/I0B OBLIM COMOCTaBUMBI
MeX/y CpaBHUBAaeMbIMH TpymramMu. Bo3pact neteit Ha
MOMEHT JIBYCTOPOHHUX HE(PPIKTOMHUN M TUaU3a CO-
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craBwi 7—16 mec. [Ipu okoHYaTEIEHOM HAOIIONCHUH
(cpenmumii Bo3pact 34 mec) u3 25 y 20 (80%) nereit
¢ He(hpIKTOMUEH BBITIOJIHEHA TPAHCILIAHTAIHS TIOYKH,
Yy OIHOIO — JeTajbHbIA MCXxol. B rpymmne xoHcepsa-
TUBHOH Tepanun 9 (53 %) neteii 6bun Oe3 Auanuza, 4
(24 %) — BBINOMHEHA TPAHCIUIAHTALIUS MTOYKH, B IBYX
ClIydasix KOHCTATHPOBAaH JIETANbHBIA HCXO7. ABTOPHI
3aKJTFOYAIOT, MHIUBHYaTbHBINA TTOIXO C JUTUTEEHBIM
KOHCEPBaTUBHBIM JIEUEHHEM MOXKET OBITh pa3syMHOU
aJbTepPHATHBOM /10 Hayalla IBYCTOPOHHUX HEe(PIKTO-
MU U 1Ualn3a, TOYEYHON TPAHCIUIAHTALIUK Y JIETEH C
BHC (NPHS1). ABTOpBI cUnTatoT, HECOOXOMUMBI JAJTh-
HEHIIe MPOCIIEKTUBHBIE UCCIIEOBAHUS I OIIpese-
JICHUsI TIOKa3aHui K HedpIkromuu. Bompoc o Tom,
SIBJISICTCSL JIM OJHOCTOPOHHSS He(p3IKTOMUS dPPeK-
TUBHOM 1151 neteit ¢ BHC, KoTopbie 0CTaroTCs ¢ BBIpa-
JKeHHOW CHUMITTOMATHKOM, WX CIIEAYeT TaKUM JIETAM
MEPEXOJUTh K JIBYCTOPOHHEW HepIKTOMUH, TpeOyeT
nanbpHenero m3ydenus [38]. M3BecTHO, 9TO y AeTeit ¢
BHC nocnie ogHOCTOpOHHEH HEPPIKTOMUH BOZHHKAET
HapylIeHHUE TIOYeYHOU QPYHKIMY B €IMHCTBEHHOH 110Y-
K€ C MPOrpecCUpoBaHUEM, TPEOYIOUIMM MpPOBEICHHUS
MIEPUTOHEATILHOTO AUATH3A.

B coBpeMeHHOI cTparerud 3aMecTUTEIbHOM I0-
yeyHoil Tepanuu netsm ¢ BHC cymectBytor 2 Ha-
MIpaBJEHUs: KOHCEpPBaTUBHAs Tepamust W paHHAA
TpaHCIUIAaHTAlUA TIOYKU TPH JOCTH)KEHHH Mac-
cel Tena 9—15 kr, B 3TOM cilydae MOYKH yHAAJSIOT U
TpaHcmantupytor aeram ¢ BHC npu ognoit u Toit
JKe OTlepaliy; MPOBEACHNUE JBYCTOPOHHEW He(pIK-
TOMHH OJTHOMOMEHTHO (WUJIA TIO9TAIHO OTHOM, 3aTeM
BTOPOH MOYKH) U TIEPUTOHEATLHOTO AUATN3a, I0YeU-
HOW TpPaHCIUTAaHTAIMH TIPU JOCTH)KEHUH MacChl Tela
10-15kr [1, 3, 7, 38-42].

TpaHcIaHTaIus MOYKHU cTajia O0IIeTIpU3HAHHBIM
METOJIOM Teparuu ajist 6onpimmHcTBa nereit ¢ BHC u
HNHC [1, 2, 7,9, 38-42]. Penugus HC B Tpancmian-
TaTe BCTPEYAETCs PENIKO, Y HEKOTOPHIX JieTell ¢ puH-
ckuM tunioMm BHC (NPHS1) nocne tpancnnantanun
BbIpa0aThIBAIOTCS aHTHTEA K He(hpuHy. JIeueHue pe-
nuauea HC mocsie TpaHcIiaHTay y AeTe IUTOCTa-
TUKaMU U 11azmadepe3om, pUTyKCUMaOOM MTPUBOAUT
K pemuccun [1, 2, 7, 39-42]. PazsuTtre Hedhponaruu
noyeyHoro aiorpadra y nereit ¢ BHC u MHC siB-
JIIeTCs cephe3Hon mpodieMoit. JleTn ¢ HacaenCTBEeH-
HBIM MOHOTEHHBIM CTepoH-pe3ucTeHTHHIM BHC
UMEIOT OoJiee HU3KYIO0 YacTOTy PEHUAMBOB IOCIIE
TpaHcIUIaHTanuu mouku [ 1, 3, 7, 13, 39-42]. Peunnu-
Bbl HC mocrie TpaHCIUTaHTalluU TIOYKH YCTaHOBIICHBI
B 25,8 % y merteii Oe3 reHeTHIECKOTO 3a00JIeBaHMsI, B
4,5 % y nereii ¢ HacnenctsenusiM HC [13].

OnyGnuKoBaHbl PE3yJAbTaThl YCIHEIIHOM TpaHc-
mwia"Tanuu noyku perunuentam ¢ BHC u MHC [9,
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13, 38-42]. Y. Hamasaki et al. (2018) [41] mpen-
craBuiu katamues 14 nereit ¢ BHC, xotopsim mpo-
BOJIMJIACH 3aMECTUTENIbHAS TOYCYHAs Teparus aua-
mu3oM B 2,4+1,3 roma, TpaHCIIAaHTAIUS MMOYKH — B
5,2£2,0 roma. CpenHuii CpoK HAOMIOMEHUS ICTCH
rmocje TpaHciianTanuu coctaBui 14,3+8.9 roma. ¥V
JIBYX IMalMCHTOB TOCJIE TPAHCIUIAHTAIMK MTOYKH Ha-
Omrofaiachk PEIUIUBHUPYIONIAs MPOTCHHYPHS, OIHO-
My — ObLIa IIPOBE/ICHA MIOBTOPHAs TPaHCILIAHTALIMS,
y BTOPOr0 — JIOCTHTHYTa IIOJIHAS PEMHCCHUS IOCIIe
MHTEHCUBHON MMMYHOCYTIPECCUBHOM Tepanuu [41].

[To pe3ynbraram uccienaosanus T. Holttd, M. Bon-
thuis, K. Van Stralen et al., ESPN/ERA-EDTA (2016)
[42], y nereii c BHC (NPHS1) u CAKUT-cunnpomom
COMOCTAaBUMBI  5-JICTHsISI  BBDKHMBACMOCTh  IOCIIC
Tpancmantaunu (91 %) U BBDKMBAEMOCTh TOYEYU-
Horo ayutorpadra (89 %). [To maHHBIM JUTEpaTypHI,
5-netHsis BeDKABaeMocTh nanuentoB ¢ BHC u MHC
rocJie TpaHCIUTaHTaluu cocrtasiser 6onee 90 %, a
BBDKHMBAaEMOCTb IOYEUHOT0 ayiorpadra — 6osee 80 %
[1, 3, 7, 40]. Bropast TpaHCIUTAHTAIHSI TIOYKHU ETIM
¢ BHC u MHC Heuns0exxHa, Korma AETH CTAHOBSITCS
6omee B3pocubiMu [1-3, 7].

SAKJTHOMEHUE

Knunuko-reneTnyeckne OCOOCHHOCTH Hacles-
CTBEHHOT'O BPOXJICHHOTO W MH()aHTHIHLHOTO HEpO-
THUYECKOTO CHUHJIpOMa y JeTell 00yCIIOBJICHBI MyTa-
LMSMHU T€HOB, KOAUPYIOIINX OCHOBHBIE KOMIIOHEHTHI
mieneBol  uadparmbl, ITIOMEpYISIpHON 0a3aibHOI
MeMOpaHBbl, IUTOCKEIeTa HOXKEK MojgonuTa. B Mex-
JlyYHAPOJIHOM NPAKTUKE C LIEJIbI0 PAHHEW JUAarHOCTHU-
KH U OTIpeAeNICHHs TePalTui TOPMOHOPE3UCTEHTHOTO
BPOXKICHHOTO W HMH(GAHTWIBHOTO HE(QPOTHYECKOTO
CHUHJIpOMA y JIeTeil peKOMEHIYIOT BBIMOJIHEHHUE Te-
HETHYECKOTO0 TECTUPOBAaHUS A0 Hayala HUMMYHOCY-
MIPECCUBHON Tepanuu M JI0 TPOBEACHUS OUOICUU
MOYKW. MyTallMOHHBIN CKPUHUHT T€HOB TIOKa3aH Mpu
HaCJIeJICTBEHHBIX BapHaHTax BpoxaeHHoro (NPHSI,
NPHS2, WT1, LAMB2, PLCE1, LMX1B) u uadan-
tunsHOTO (NPHS2, NPHS1, WT1, PLCEI1, TRPCS6,
ACTN4, ADCK4, COQ2, COQ6) HehpoTHIECKOTO
cuHapoma y aereil. Hactora oOHapyKeHHUSI MyTalluu
NPHS1 ocraercst BeICOKOM cpenu HE(PUHCKUX CITy-
gaeB BHC. B MexmyHapomHON TIPAaKTHKE C IETBIO
paHHe TUArHOCTHKHU M OMpEIeNIeHUs] Tepanuu rop-
MOHOPE3UCTEHTHOTO BPOXKJCHHOTO U WH(AHTHIIBHO-
ro He(POTUYECKOTO CHHJIPOMA Y JIETel MCIONb3YIOT
COBpEMEHHBIE METOABl MYTAIlMOHHOTO CKPWHUHTA,
OHOICHS MTOYKH OTXOIUT HAa BTOPOH TIIaH.

B coBpeMeHHOI cTpaTeruu 3aMeCTUTENIbHOW MO-
geynoit tepanuu aetsiMm ¢ BHC u MHC cymectBytoT
2 HampaBleHHUS: KOHCEpBaTWBHAas Tepanus U paH-

HSS TPAHCIIAHTALMS MOYKU MPH JTOCTIKEHUH Mac-
cel Tena 9—15 kr, B 3TOM cilydae MOYKH yHAAJSIOT U
TpaHcmantupytor aetam ¢ BHC npu ognoit u Toit
JKe OTepaliy; MPOBEJACHNUE JIBYCTOPOHHEW He(pIK-
TOMHH OJTHOMOMEHTHO (WJIA TIO9TAIHO OTHOM, 3aTeM
BTOPOH MOYKH) U IEPUTOHEATLHOTO AUATN3a, [0Yed-
HOW TpPaHCIUTAaHTAIUH TIPU JOCTH)KEHHUH MacChl Tena
10—15 kr. MccnenoBanus IeMOHCTPUPYIOT S-TIECTHIOO
BBIKHMBAaEMOCTD MAIEHTOB C BPOJKICHHBIM U HH(]aH-
THWJIBHBIM HE()POTUIESCKUM CHHAPOMOM TOCIIE TI0Yey-
HOU TpaHciulantauuu o6onee 90 %, BBDKUBAEMOCTb
nmouevHoro atorpagra — 6osee 80 %.
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