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B 0630pe mTepaTypsl npeacTaBleHbl KIMHMYECKUii ()eHOTUI M TeHOTHII, ATOreHe3, MOYeYHbIii MPOTHO3 HAC/EACTBEHHOro Hedpo-
THYECKOT0 CHHAPOMA W30JIMPOBAHHOI M CHHIPOMAJIBHOI ¢ IKCTpapeHAIbHOI MaHudectanueii ¢popm y nereii. OcBeleHbl Kim-
HUKO-T€HeTHYECKHEe OCOOEHHOCTH HACJEACTBEHHOTO CTEPOMIYYBCTBHTEJILHOIO M CTEPOHAPE3NCTEHTHOr0 HepPOTHYECKOTO CHH-
JIpoMa y JieTeii, 00yCJIOBJIEHHOr0 MYTAIUSIMA T€HOB, KOJMPYIOIIMX OCHOBHbIE KOMIIOHEHTHI IleJIeBOii Anadparmpl, rJOMepyisipHOi
0a3abHONl MeMOpaHbI, CTPYKTYPHbIe U (YHKIMOHANbHbIE (eNKH moaonuTa. /lanHble JUTEpPATYpbl AEMOHCTPHPYIOT HeOJIaronpu-
STHDI TIOYeYHbIil MPOTHO3 Yy JAeTeil C HACJIEACTBEHHbIM CTEPOHAPE3NCTEHTHBIM HehpOTHYECKUM CHHIPOMOM C (hOKAIbHO-CerMeH-
TAPHBIM IJIOMePYJIOCKIepo30M U UG (y3HbIM Me3aHIHAIBHBIM CKJIEPO30M, C KJIMHHYecKoil Manudecrauueii B Bo3pacte 0—17 ner,
NPOrpecCMPoOBaAHNEM B TEPMHUHAIBHYIO CTAIMIO MIOYEYHOI HeJ0CTaATOYHOCTH B Bo3pacTe 0,4—18 ser. 3amemaomas GyHKIMIO oYeK
Tepanus ¢ NPMMEHEeHNEM INATM32 ¥ TPAHCIUIAHTAIMHI MOYKH NMOBBIIIAET BbZKMBAEMOCTh M KA4€CTBO JKI3HH JIeTeil C HACJIeICTBEHHBIM
He()POTHIECKUM CHHIIPOMOM.
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The review of the literature presents the clinical phenotype and genotype pathogenesis, renal prognosis of isolated and extra-renal
manifestation form of hereditary nephrotic syndrome in children. The clinical and genetic features of hereditary steroid-sensitive and
steroid-resistant nephrotic syndrome in children caused by mutations of genes encoding the main components of the slit diaphragm,
glomerular basement membrane, structural and functional proteins of the podocyte are highlighted. Literature data demonstrate an
unfavorable renal prognosis in children with hereditary steroid-resistant nephrotic syndrome with focal segmental glomerulosclerosis
and diffuse mesangial sclerosis with clinical manifestation at the age of 0—17 years with progression to terminal renal failure at the age
of 0.4—18 years. Renal replacement therapy with dialysis and kidney transplantation improves the prognosis, survival, and quality
of life of children with hereditary nephrotic syndrome.
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AKTyaJ'[bHOCTL Mpo0JieMbl HACJIeZICTBEHHOTO Hedpo-
TUIECKOTO CHIPOMA y NeTell 00yCcIoBIeHa 0COOCH-
HOCTSIMU KIIMHUYECKOTO (peHOTHUTIIA U TeHOTHUTIIA, TTaToTe-
He3a, TEUEHUSI ¢ BHICOKUM PHUCKOM ITPOrpPeCCHpPOBAHUST
B TEPMUHAJIBHYIO CTaaWIO TOYEYHOU HEIOCTATOYHOCTHU
yXe B meTckoMm Bo3pacte [1—S8]. BrickazbiBaHue yue-
HBIX O TOM, YTO He(pUH HaYMHAET HOBYIO 3Py B ITOHU-
MaHUM TIaTOoTeHe3a TPOTEUMHYPUU TIPU BPOXICHHOM

© CaseHkoBa H.[., batpakos .., 2023

Anpec nnsi koppecnonsenumn: CapenkoBa Hanexnaa JIMutpueBHa — I.M.H.,
npod., 3aB. kadenpoit daxynprerckoii nexmarpun Cankr-IlerepOyprekoro
TOCYIapCTBEHHOTO MEIMaTPUUECKOTO MEAULIMHCKOTO YHUBEPCUTETA,

ORCID: 0000—0002—9415—4785

e-mail: Savenkova.n.spb@mail.ru

barpakos [lenuc Amutpuesuu — crymeHT VI kypca Cankr-IletepOyprckoro
roCyapCTBEHHOTO MeNMaTPUUECKOr0 MEAULIMHCKOTO YHUBEPCUTETA

194100 Canxkr-IlerepOypr, yi. JIutockas, 1. 2

He(POTHUUECKOM CHHApPOME «(hHUHCKOTO THUIIa», OCHO-
BaHO Ha JOKa3aTeJIbHBIX TeHETUYECKNX MCCIETOBAHUSIX
M. Kestila u coast. [9] (1998), BBISIBUBLIMX MYyTallUIO
reHa NPHSI. B pesynbrare TeHETMYECKUX HCCIIEI0-
BaHWII B TleIMaTpUIECKOW HeMPOJOTUU YCTaHOBJIECHBI
TEHOTHIT W (DEHOTHI M30JUPOBAHHOTO M C IKCTpape-
HaJIbHOM MaHMbecTauneil HepOoTUIeCKUX CUHIPOMOB
y TMeIuaTpuvecKux MalueHToB. MoJeKyaspHO-TeHe-
TUYECKUE WCCIENOBAHUSI BHISIBUJIM MYTalliM B TeHAaX,
KOIUPYIOIINX OCHOBHBIE KOMITOHEHTHI INEJIeBON maua-
¢parMbl, 6a3adbHOUW MeMOpaHbl KIYOOYKOB TTOYEK,
CTPYKTYpHBIE W (HDYHKIIMOHAIbHBIE OEJIKM TIOMOLINTA,
YTO TIO3BOJIUJIO YCTAHOBUTD TIATOTE€HE3 HACTIEICTBEHHOTO
HedpoTtnueckoro cuHapoma y nereir [1—8]. B menma-
TPUYECKOM JIUTepaType TPUBEACHBI XapaKTepUCTUKU
reHoTMna MW (eHOTHUIIa HaClIeICTBEHHOTO HehpoThye-
CKOTO CHHIPOMa, CTePOMIPE3UCTEHTHOTO C TUITMYHOM
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TUCTOJIOTHEN  (DOKATBbHO-CETMEHTAPHOTO  TJIOMEPYJIO-
cKilepo3a WM AudGy3HOTO Me3aHTHATbHOTO CKIIepo3a,
yKa3aH BO3pacT MallMeHTOB K MOMEHTY MaHM(beCcTalun
HAaCJIe[ICTBEHHOTO HE()POTUIECKOTO CHHAPOMA, KOTOPBIIA
cocraBnsier 0—17 yer, m BO3pacT NPOTPECCUPOBAHMUS
B TEPMUHAIBHYIO CTAIUIO TMMOYEYHON HEAOCTATOUHOCTH,
cocTtasystomuii 0,4 —18 jet [1-8].

Llens 0630pa — 0000IIEHNEe UMEIOIIIMXCS B JIUTEepa-
Type CBeAeHMI 00 0COOEHHOCTSIX TEHOTUITA Y KJIIMHUKO-
MOp(hOIOrMIecKoro (peHoTHa, rmaroreHesa, MOYeUHOTO
MPOTHO3a M30JIMPOBAHHOTO M CUHAPOMAIBHOTO Hehpo-
TUYECKOTO CUHJpOMA y JeTel.

HacnepactBeHHbI M301MPOBaHHbIN HehPOTUYECKUNIA
CUHAPOM

Hegpomuueckuii cundopom 1-eo muna ecaedcmeue
mymauuii eena NPHS1. Ten NPHS1 (xpoMocoMHas JoKa-
mmzans — 19q13.12) xomupyer HedpuH — TJIaBHBIR
KOMITOHEHT IejeBoit mmacdparmel [1-9]. Bcmenctsue
myTtamuii reHa NPHSI Mmanundectupyer ayTroCOMHO-
peLeCCUBHBIN  HePPOTUYECKN CUHAPOM «(DUHCKOTO
TUMa» C BBIpAXXEHHBIMU OTEKaMU BIUIOTh IO Pa3BUTHUS
aHacapku, ¢ MOP(dOJOTUYECKON KapTUHOU (HOKaIbHO-
CerMEHTapHOTO  TJIoMepyJaockiaepo3a,  Auddy3Horo
Me3aHTHAJILHOTO CKJIepo3a, y AeTeii B Bo3pacte 0—10 jret
C TIPOTPECCUPOBAHNEM B TEPMUHAIBHYIO CTAIHMIO TTOYEY-
HOIf HEZOCTATOYHOCTH B BO3pacTe OoT 5 Mec nmo 15 et
[1—8]. Pexxe myraumu B 3TOM TeHE COIPOBOXIAIOTCS
MHWHUMAaJbHBIMA W3MEHEHUSIMU. 3amMelnaiomas (QyHK-
LIMIO TTOYEK Teparus ¢ TpUMEHEeHUEM TIepPUTOHEATbHOTO
IWav3a U TPpaHCIUTAHTALIMY TTOYKM YIYYIIaloT MPOrHO3
M KavyecTBO XU3HU Aereir. CorigacHO NAHHBIM JINTEpa-
TYpBbl TSTWIETHSST BBIDKMBAEMOCTb AeTeil ¢ HedpoTu-
YeCKMM CUHIPOMOM BciencTBue myrauuii reHa NPHS1
Tocje TpaHCIUIAaHTAlMKM TTOYKM Jocturaet 6osee 90%,
a TMocjie TpaHCIUTAaHTAllMM TTOYEYHOTO aJUTOTpaHCIUTaH-
tanTa — Gostee 80% [10, 11]. Peunaus HedpoTHIECKOTO
CUHIpOMa B TpaHCIUIaHTaTe OOYCIOBIEH 00pa3oBaHUEM
aHTuten K Hedpuny [3, 7, 12]. [loBTOpHbBIE TpaHCIIaH-
TallMK TTOYKH TPEOYIOTCST peIMITUEHTAM B MOJIOZIOM BO3-
pacre [3, 7, 12].

Hegpomuueckuii cundopom 2-eo muna ecaedcmeue
mymauvuii eena NPHS2. Ten NPHS2/PDCN, xapTtupo-
BaHHBI Ha Xpomocome 1q25.2, KonupyeT MOIOLUMH —
WHTETpajbHbIii  MeMOpaHHBIN 0elOoK, Y4YacTBYIOIIUIA
B CTPYKTYpHOW OpTraHM3allMu IIeJieBOi auadparmbl
1 LIMTOCKeJleTa HoxXeK momomurta [1—8, 13]. Myrauum
reHa PDCN OTBeTCTBEHHBI 3a pa3BUTHE y IETell ayTo-
COMHO-PEIIECCUBHOTO  He(PPOTUYECKOTO  CUHIpPOMA
TOPMOHOPE3NCTEHTHOTO ¢ (hOKaJIbHO-CETMEHTApHBIM
TJIOMEPYJIOCKIIEPO30M, AUMGY3HBIM — Me3aHTHaTbHBIM
CKJIEpO30M WJIM CTEPOMIOUYBCTBUTEILHOTO He(DPOTHU-
YECKOro CUHAPOMA ¢ MWUHHUMAJIBHBIMM W3MEHEHMSIMH.
Hedpornueckuit cunapoMm MaHudbecTupyer y AeTei
B Bo3pacte 0—10 JjeT, mporpeccupyer A0 TepMHHAIb-
HOI CTanuu MOYEeYHOW HEeI0CTaTOYHOCTU K 2—18 romam
[1—6]. OnucaHo pa3BUTHE PEUMINBOB HE(POTHUECKOTO
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cHHIpoMa y neTelt yepe3 1—4 roma mocje TpaHCIJIaHTa-
LIMU TIOYKU C BBISIBIEHUEM WJIM B OTCYTCTBUE AHTUTEI
K mogouuny [1, 2, 4—6].

Hegpomuueckuii cundpom 3-e0 muna ecaedcmeue
mymauuii eena PLCEI. Ten PLCE] xapTupoBaH Ha Xpo-
mocome 10g23.33, xommpyer dochomunazy C sricu-
JIOH-1, BKcIpeccMpoBaHHYI0 B momomurtax [1-8, 14].
dochponunaza C sncwioH-1 KaTaau3upyeTr TUAPOIN3
GochOMHO3UTUIOB ¢ OOpa3oBaHMEM WHO3UTONI-1,4,5-
Tpudocdara M AUACUIITIMIIEPOJA, KOTOpble WHUIIM-
UpYIOT pocT M IuddepeHINpPoBKY KieTok [1-—8, 14].
Bcenencrsue myraumn PLCE] B ieneBoii nuagpparMe 3Kc-
Mpeccus TMOAOLIMHA ¥ He(pprHA yMEHBIIAeTCs, YTO TIPU-
BoauUT K nporenHypuu [1—8, 14]. Bo3pact neteit K MaHM-
decTanmy ayTOCOMHO-PEIIECCUBHOTO HEe(MPOTUYECKOTO
cuHApoMa ¢ IU(MOY3HBIM Me3aHTHAIbHBIM CKJIEPO30M
uii  (poKaTbHO-CEeTMEHTAPHBIM  TJIOMEPYIOCKIIEPO30M
coctasisieT 0—8 et [4, 5, 14]. Hedporuueckuii cuHIpOM
C COXpaHHOM (hYHKIIMEH TTOYeK XapaKTepru3yeTcst YacTHY -
HOI1 4yBCTBUTEJIBHOCTHIO K UMMYHOCYITPECCUBHOM Tepa-
MU TIPETHNU30JI0HOM, IUKIOCTTOPUHOM WMJIU CTEPOMIIO-
PE3UCTEHTHOCTHIO C Pa3BUTHEM TEPMUHAIBHOM CTaguu
MOYEYHOM HEIOCTATOUHOCTH Y JIETeil B BO3pacTe OT 5 Mec
no 12 ner [4, 5, 14].

Hegpomuueckuii cundpom 4-eo muna ecaedcmeue
mymauuit eena WTI1. Mytanuu reHa WT'1 (reH-cyripeccop
OITyXOJIeil), pacroyiokeHHOro Ha xpoMocome 11pl3
U Koaupyoliero 6e1ok onyxonu Bunbmca (WT1 — Wilms
tumor protein 1), OTBETCTBEHHBI 32 pa3BUTHE AyTOCOMHO-
PEIeCCUBHOTO WJIM ayTOCOMHO-JIOMMHAHTHOTO Hedpo-
TUYECKUX CHHIPOMOB C MOPGOJOTMUECKON KapTUHOM
nud¢y3HOro Me3aHTMaJIbHOIO CKjepo3a 0e3 3KcTpa-
peHAbHBIX CUMIITOMOB Y HOBOPOXKIEHHBIX W TPYIHBIX
nmereit [1—8]. Creponmope3dnCTeHTHBIIT He@pOTUIECKMA
CUHIPOM TIPOTPECCUPYET B TEPMUHAIBHYIO CTaauio
MOYEYHOM HEAOCTATOUHOCTH Y IeTel B paHHEM M IITKOJTb-
HOM Bo3pacTe [1—8].

Hegpomuueckuii cundpom 5-eo0 muna ecaedcmeue
mymauuii eena LAMB2. Ten LAMB2, xapTupoBaHHBII
Ha xpomocome 3p21.31, koaupyer cyOeTaHLmIO B, TaMu-
HUHAa — KOMITOHEHTa 6a3aJIbHO MeMOpaHbI KITyOOYKOB
nouku [1—8]. Myraunu reHa LAMB2 oOGycnoBInBawT
pa3BUTHE ayTOCOMHO-PEIIECCUBHOTO HeMPOTUIECKOTO
cuHApoMa ¢ IU(MOY3HBIM Me3aHTHATbHBIM CKJIEPO30M
6e3 MaToJIOTUY OPTaHOB 3PEHMUS, XapaKTePHBIX TSI CUH-
npoma Pierson. HedpoTudeckuii cMHApOM AMArHOCTH-
pyloT y neteil B Bo3dpacte 0—6 jer, mporpeccupoBaHue
B TEPMUHAJIBHYIO CTagui0 TOYEYHON HEeTOCTAaTOYHO-
ctu — go 18 et [1-5].

Hegpomuueckuit cundpom 6-20 muna ecaedcmeue
mymayuit eena PTPRO. Ten PTPRO, xpomocomHas
Jokanmzaumsi — 12pl2.3, Koaupyer peuenTtop THUPO-
suHnpoTenHdocdaraszsl O (Protein Tyrosine Phospha-
tase Receptor Type O). Peuenrtop Genka Tupo3nHbpoC-
daraszel O numeHTUOUIUPOBAH KaK TpaHCMeMOpaHHBIN
0eI0K, JOKaJIM30BaHHBIM B HOXKaxX MOAOUMTOB [1—8].
F. Ozaltin u coasrt. (2011) [15] y 3 cubcoB co crepoumo-
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Casenkosa H /., bampakos J[.JI. HacnenctBeHHbII HE(POTUUECKUIT CUHAPOM Y [IeTeii: 0COOEHHOCTH KIIMHUYECKOro (heHOTHIA M TeHOTUIIA, TATOTeHE3a. .

PE3UCTEHTHBIM HE(PPOTUYECKUM CUHIPOMOM, POIMB-
IIUXCS OT KPOBHOPOJCTBEHHBIX TYPELIKUX POAUTENCH,
O0HApYXWJIKM TOMO3UTOTHYIO MyTauuio B reHe PTPRO.
Crapimmii cubc ¢ Hambosiee TSKeJbIM HepPOTUYEeCKUM
CUHIPOMOM, C MOYEUYHON HEOOCTATOYHOCTBIO, MOJyJYaB-
WA 3aMenIalonyo QYHKINIO MOYeK Teparuio ¢ Tpu-
MEHEeHWEeM Iuajn3a M TpaHCIUTAHTAllUU TIOYKU, WMEI
2 myrtaiuu: B reHe PTPRO B TOMO3UTOTHOM COCTOSTHUM
U TeTepo3uroTHbiii BapuaHT B reHe PDCN (R229Q).
VY nereii ¢ myrauueii reHa PTPRO B Bo3pacte 5—14 ner
MaHNGECTUPYEeT ayTOCOMHO-PEIeCCUBHBIN He(ppOTH-
YECKUI CUHAPOM C (hOKATbHO-CETMEHTAPHBIM TJIOMeE-
PYJIOCKJIEPO30M, TMPOTPECCUPYIOLIUI B TEPMUHAIbHYIO
CTaIMIo TIOYEYHOI HemocTaTouHoCTH 10 18 jet [1-8, 15].

Hegpomuueckuii cundpom 7-e0 muna ecaedcmeue
mymauuit eena DGKE. Hedporuueckuii cuHIApoM 7-TO
tuna (NPHS7) u npeapacnofioXeHHOCTb K aTUIHUY-
HOMY T€MOJIMTUKO-YPEMUUYECKOMY CUHIPOMY 7-TO THUIIa
(AHUS7) o0ycnoBiaeHbl TOMO3UTOTHOW WJIM TETePO3M-
roTHoi Mytauueii B reHe DGKE, KapTupoBaHHOM Ha Xpo-
mocoMe 1722 [1]. Myranuu reHa DGKE OTBETCTBEHHBI
3a pa3BUTHE TIPOTEUHYPUU WU HEePPOTUIECKOTO CHH-
nopomMa ¢ MeMmOpaHOIpoandepaTUBHBIM IJIOMEPYJIO-
Hedputom (6e3 omnoxkenuii C3), pexe (dokaabHO-cer-
MEHTapHBIM TJIOMEPYJIOCKJIEpO30M y JIeTeii B BO3pacTte
1—17 ner ¢ mporpeccMpoBaHMEM B TOYEYHYIO HEIO-
crtaTouyHOCTh B 2—18 Jet [1, 16]. Hedporuueckuii cuH-
JIPOM C ayTOCOMHO-PELECCUBHBIM TUTIOM HaCJIeI0BaHUS
y JAeTeil XapaKTepu3yeTcsl CTEPOUIHOMN pe3UCTEHTHOCTHIO
WJIM HETIOJTHOM peMUCCUel B pe3yJibTaTe UMMYHOCYTpec-
cuBHOHM Tepanmuu. TpaHCIUTAaHTAIUS TIOYKHW YIIy4dlIaeT
MOYEYHBII MPOrHO3 U BBIKMUBAEMOCTH aeteii [1, 16].

Hegpomuueckuit cunopom 8-eo muna ecredcmeue
mymayuu eena ARHGDIA. Ten ARHGDIA, xaptupoBaH-
Hblil Ha 17q25.3, konupyeT Rho-GDP unruburop-ansha
[1—8]. MyTaiuu reHa MpUBOIAT K HAPYIIEHUIO aKTUHO-
Boro nmTockenera rmogouutos [1—8]. I.R. Gupta u coaBr.
(2013) [17] uperTMDULIMPOBATN TOMO3UTOTHYIO MyTalIMIO
B reHe ARHGDIA y cectep, poXIEHHBIX OT KPOBHOPO/I-
CTBEHHBIX TMAKUCTAHCKUX pOOUTeNieil. Y 00enx meBouYeK
Pa3BUJICS TSDKENBIN BPOXKIECHHBINA HEMPOTUUSCKUI CHH-
npoM ¢ T Py3HBIM Me3aHTHATBHBIM CKJIEPO30M, Y OJTHOM
U3 HUX KOHCTAaTMPOBAH JIETAJbHBIA MCXOd. AyTOCOMHO-
pelieccUBHasK MTOIOIUTOIATHS CO CTEPOUIOPE3UCTEHTHRIM
He(pPOTUYECKUM CUHAPOMOM C 1 dy3HBIM Me3aHTUATb-
HBIM CKJIEPO30M MJIU (POKATBHO-CErMEHTAPHBIM TJIOMEpY-
JIOCKJIEPO30M MaHM(EeCTUPYET Y AeTeil B BO3pacTe OT 6 Hell
10 3 JIET ¢ TIPOrpecCUPOBAaHUEM B TEPMUHAIBHYIO YPEMUIO
B JeTCKOM Bo3pacte [1-8, 17].

Hegpomuueckuit cunopom 9-e0 muna ecredcmeue
mymayuii eena ADCK4 (COQS8B). Terepo- u romMo3u-
rotHble Mytauuu reHa ADCK4 (COQ&8B), kapTupoBaH-
Horo Ha 19ql13.2, mpuUBOIAT K HapylIEHUIO OMOCUHTE3a
u pepunury kosHsuma Q,; (CoQ, ), KOTopblil ABIAETCS
KOMIIOHEHTOM JTbIXaTeJIbHOW 1LIEM MUTOXOHAPUIA TTOI0-
uTapHbIX Kietok [1—8, 18, 19]. Myrauu rena ADCK4
00yCIOBIMBAIOT pa3BUTHE y AeTeit B Bo3pacte 0—12 mec

MHTOXOHIPUATLHON  TTOOOLMTONATUM C  ayTOCOMHO-
periecCUBHBIM HE(POTUIECKUM CUHAPOMOM C (DOKATBHO-
CEerMEHTapHbIM TJIOMEPYJIOCKJIEPO30M WU AUPEPY3HBIM
Me3aHTMaJIbHbIM CKJIEPO30M 0e3 3KCTpapeHalbHbIX MpO-
SIBJIEHWI, TAKUX KaK MBIIIeYHasT TUTTOTOHUSI, HEBPOJIOTU -
YecKre paccTpoiCTBa, TYTOYXOCTb, C IPOTPECCUPOBAHUEM
0 TEPMUHAJBHON CTaguy TOYEYHON HEeI0CTaTOYHO-
CTH, TpeOylolleil aWanv3a W TpaHCIUIAHTAIUW TTOYKHA
B 1—18 ner [1-8, 18—20]. S. Ashraf u coasr. (2013) [18]
coobmmm o 15 manveHTax U3 8§ HEPOICTBEHHBIX ceMei
¢ HavyaJioM He(poTUYECKOro cMHIpoma B Bo3pacte oT ()
no 20 ner. F. Wang u coaBr. (2017) [19] oGHapyxwuiu
mytanuto B reHe ADCK4y 120 neteit (0—17 net) co cTepo-
MIOPE3UCTEHTHBIM He(PPOTUUECKIUM CUHIPOMOM B 6,67%.
M. Atmaca u coant. (2017) [20] onucanu MyTalnuu
reHa ADCK4 y monpocTKOB ¢ TPOTEMHYpUEH M Toued-
HOIl HEeIOCTaTOYHOCThI0. HedpoTuyeckuii  cuHIpOM,
PE3UCTEHTHBINI K Tepanmuy CTEPOMAAMM, MPOTPECCHUPYET
JI0 TEPMMHAJIBHOM CTaAVM TIOYEUHON HEIOCTATOYHOCTH,
MpU KOTOPOIl TpeOyeTcsT TpaHCIIaHTaIMs ToyeK. Tepa-
nus TIperapaTaMyu KO3H3uMa Q) TIPUBOMNT K KIIMHUYeE-
CKOMY YJIYYIIEHUIO Y JeTeil ¢ TMOJOLMTONaTUe BCIeI-
ctBue myTtauyu reHa ADCK4 (6,19, 20].

Hegpomuueckuit cunopom 10-e0 muna ecredcmeue
mymayuu eena EMP2. Ten EMP2, kapTupoBaHHBII Ha XpoO-
MocoMe 16pl13.13, KoaupyeT SMUTETUATBHBIA MeMOpaH-
HbII1 OeJIOK 2-TO THMa, KOTOPbIN JIOKATM30BaH B HOXKAX
TMOIOIMTOB U SHAOTEMANTBHBIX KJIETKAX Kamnwuisgpa KiTy-
0OoYKa M yJacTBYeT B KJIeTOUHOM rpomdepanyu [1]. ['omo-
3UTOTHBIE MyTalluK B reHe EMP2 o0ycloBIMBAIOT Y AeTeid
pa3BUTHE ayTOCOMHO-PELIECCUBHOTO WJIM ayTOCOMHO-
JOMWHAHTHOTO CTEPOMIOUYBCTBUTEILHOTO WJIM CTEPOU-
JI03aBUCMMOTO HEe(PPOTUIECKOTO CUHIPOMA C COXpaH-
Hoil dyHkuwmeit mouek [1—8, 21, 22]. H.Y. Gee u coaBr.
(2014) [21] coobumnu o mytaimu reHa EMP2 'y 4 neteit
13 3 HEPOIACTBEHHBIX ceMell ¢ He(pOTUIECKUM CHHIPO-
MOM, BO3HMKIIIMM B Bo3pacte 0—3 nieT. ¥ cubcoB (Majib-
YUKHU) C YaCTO PEUMAVBUPYIOIIMM CTEPOUI03aBUCUMOM
He(pPOTUYECKUM CHHIPOMOM B pe3yjbTaTe Teparun
nukiodochaMuIoM JTOCTUTHYTA peMuccust, B 20-JleTHeM
Bo3pacTte (QYHKIIMSI TOYEK COXpPaHHA.

Hegpomuueckuii  cunopom  16-c0  muna  écaed-
cmeue mymauuu eena KANK2. Ten KANK2 xaprtupo-
BaH Ha 19pl3.2, komupyeT crnupaaibHO-CITUPATbHbBIN
JOMEH W aHKUPWHOBBIA ITOBTOPSIIONINICS JTOMEH,
JIOKaJM30BaHHbIE B TONOLMTApHbIX KieTkax. KANK2
M30JINPYET KOAKTHUBATOPbI CTEPOMIHBIX PELETTOPOB,
takne kak SRC1 u NCOA1 [1-8, 22—24]. B pe3ynb-
TaTe MyTallMM TeHa MaHU(MECTUPYeT TOIOLUTOIATUS
C TOPMOYYBCTBUTEIBHBIM HE(MPOTUYECKUM CUHAPO-
MOM U coxpaHHol ¢yHkumeit mouyek. H.Y. Gee u coaBr.
(2015) [24] nmarHocTpoBaau HEPPOTUUECKUIT CUHIPOM
¢ MUHUMAJTbHBIMU U3MEHEHUSIMU, C COXPAaHHOM (DyHK-
el ToYeK BCIEACTBME TOMO3UTOTHON MyTallMM TeHa
KANK2 y 3 neteit u3 2 HEpOJICTBEHHBIX CEMEil C MaHU-
¢decrarueii B Bo3pacte oT 2 10 3 yet. Y 2 cubcoB, pox-
JEHHBIX OT apaOCKMX POACTBEHHBIX pomuTeseit, Hedpo-
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TUYECKUI CUHIPOM XapaKTepU30BaJCSI CTEPOUITHOU
YYBCTBUTEJBHOCTHIO, ¥ peOeHKa eBpOINeHCKOro mpouc-
XOXKIIEHUST CTEPOUIHON 3aBUCUMOCTBIO.

Hegpomuueckuii cundpom 20-e0 muna ecaedcmeue
mymavuu eena TBCIDSB. Ten TBCIDSB, xapTupoBaH
Ha Xq22.3. TBCID&B oGHapyxXeH B MOJOLMTAX, B3au-
monerictByeT ¢ RABI1B, perynupyer Be3uKyJasipHbIi
TPaHCIIOPT He(pUHA TTOCPEICTBOM Tiepeaadyd CUTHAJIOB
RABI11 [1, 4, 5, 25]. G. Dorval u coast. (2019) [25] onu-
canu y 3 nereil u3 OHOI CEMbU CTEPOUIOPE3UCTEHTHBIM
He(POTUUYECKUI CUHAPOM ¢ (hOKaIbHO-CETMEHTAPHBIM
TJIOMEPYJIOCKIEPO30M ¢ X-CIEIIEHHBIM PelleCCUBHBIM
TUTIOM HACJIeTOBaHUS BCJIEICTBUE TOMO- 1 T€TEPO3UTOT-
Hoit MyTaumu. CTeponIope3ncTeHTHRIN He(pOTUIeCKUIA
CUHIPOM MaHU(ECTUPYET Y HOBOPOKIEHHBIX U TPYIHBIX
JIeTeil, TIPOTPeCCUpPyeT B TEPMUHAIBHYIO CTAINIO MOYEY-
HOIf HEIOCTaTOYHOCTH B IETCKOM Bo3pacre [1, 4, 5, 25].

Hegpomuueckuii  cundpom  ecredcmeue  mymayuii
eena CRB2. Ten CRB2 xaptupoBaH Ha 9q33.3, komu-
pyer Crumbs TpoTenH-2 KOMITJIEKca MOJISIPHOCTH, DKC-
MpeCCUpPOBaHHBIN B 1ejeBoil auacdparme [1-8, 26].
Bcnencteue yrpaTthl (DYHKIMM MYTUPOBAaHHOTO IPO-
TeWHa-2 HapylmalTcs CTPYKTypa W (YHKIUS Iele-
Boli nnacdparmel. Y neTeit B Bo3pacte oT 9 Mec 10 6 jer
MaHUMeCTUpyeT C ayTOCOMHO-PELIECCUBHBIM TUIIOM
HacyienoBaHUs He(POTUUYECKUIT CUMHIPOM C (OKaJbHO-
CErMEHTApHBIM TJIOMEPYJIOCKJIEPO30M U CTEPOMITHOM
PE3UCTEHTHOCTBIO, TIPOTPECCUPYET B TMOYEUHYIO HEIO-
CTaTOYHOCTH B IETCKOM Bo3pacTe [1—8, 26].

Hegpomuueckuii cundpom ecaedcmeue mymauuii eena
CD2AP. Ten CD2AP ¢ XpOMOCOMHOW JjoKaln3amuei
Ha 6pl2.3 KOAMpYeT BSKCIPECCUPOBAHHBINA B IIEIEBOM
nuapparme C2-accOlLMMPOBAHHBIN TMPOTEUH, HEo0-
XOOUMBIN JUISI COeNVMHEHMST HepWHA C IIUTOCKEIETOM
MOIOLINTA, BCIEACTBUE MYTAllMM HapyllaTtcs ee CTPYK-
Typa u QyHkuusa [1—8]. AyTocOMHO-pelecCUBHBII
U ayTOCOMHO-TOMUHAHTHBI He(POTHUUECKUI CUHIPOM
¢ (hoKaTbHO-CErMEHTapHbBIM TJIOMEPYIOCKIEPO30M, 00Y-
cioBieHHbI MmyTtauuit reHa CD2AP, maHudectupylo-
muii y aeteit 0—5 e, aBisieTcsl CTepONIOPEe3UCTEHTHBIM
C TIPOTPEeCCUPOBaHNEM B TEPMUHAIBHYIO CTAIHIO TTOYEY-
HOIf HEIOCTAaTOYHOCTH B Bo3pacte 3—7 et [1—8].

Hegpomuueckuii cundpom écaedcmeue mymauuu eeHa
PAX2. Ten PAX2 xaptupoBaH Ha xpomocome 10q24.31,
konupyet Paired box mporemn 2 [1—8]. A. Vivante
u coast. (2019) [27] BeisiBUIM MyTaliuu reHa PAX2y neteii
u3 57 ceMeil co CTepouaApe3n3TEHTHBIM HE(PPOTUUECKUM
CUHIPOMOM B 5,2%. ABTOPBI BBISIBUJIM TE€TEPO3UTOTHBIE
MyTaluu B TeHe PAX2 y neteii ¢ ayTOCOMHO-TOMWHAHT-
HBIM HeMPOTUYECKUM CHHAPOM ¢ (HOKaIbHO-CETMEH-
TapHBIM TJIIOMepYI0cKIepo3oM. CTepoOnIope3NCTEHTHBIM
He@pOTUUECKNIT CUHIPOM BCIencTBUEe MyTauun PAX2
y neteil MaHudecTupyeT B Bo3pacte 7—18 neT, mporpec-
cHpyeT B TepMUHaIbHY10 ypemuio B 18—30 net [1-8, 27].

Hegpomuueckuii cundpom ecaedcmeue mymauuii eena
TRPC6. Ten TRPC6, noxanusoBaHHbIi Ha 11g22.1,
KOIWUPYET TIEPEXOOHBIN peLeNnTop IMOTeHIIMAIBHOTO

Ob30Pbl JINTEPATYPbI

kaHajia C6, KOTOpBIi 3KCIPECCUPOBaAH B IIEIEBOM AUa-
dparme u mogountax [1—8]. Myrauuu reHa TRPC6 o06y-
CJIOBJIMBAIOT PAa3BUTHE TOAOIMTONATUU C ayTOCOMHO-
JOMUHAHTHBIM TUTIOM HacJIeAOBaHUs y JeTel B BO3pacTe
ot 0 mo 18 mer. KnmHnyeckm xapakrepusyeTcs Hedpo-
TUYECKUM CUHAPOMOM C TeMaTypuel, apTepuaibHOI
TUTIEPTeH3Me ¢ (POKaTbHO-CETMEHTAPHBIM TJIOMEPYJIO-
CKJIEPO30M, CTEPOUTHON PE3NCTEHTHOCTBIO, TTPOTPECCH-
pPOBAHMEM B KOHEUHYIO CTaAWI0 XPOHWUYECKOU OOJIe3HU
oJeK y neteii B Bo3pacte 2—18 net [1-8].

Hegpomuueckuii cundpom écaedcmeue mymayuii eeHa
MYOIE. Ten MYOIE ¢ XpOMOCOMHOW JOKaJu3amuei
Ha 15g22.22 xonupyetr Muo3uH 1E, KoTopheiii yyacTByeT
B OpPraHM3allii aKTMHOBOTO IIUTOCKEJETa HOXEK TOMI0-
mutoB [1—8]. OOycnoBienHas myrtaunueit reHa MYOIE
ayTOCOMHO-PEIECCUBHAST TIOAOIUTONATUSI ¢ HedDPOTHU-
YEeCKUM CHUHIPOMOM C (POKaJTbHO-CerMEHTAapHBIM TJIO-
MepYJIOCKIEpO30M MaHUMECTUPYET y AeTell B BO3pacTe
or 2 Mec n1o 9 ner [1-8]. Hedpornueckuii cuHapom
XapaKTepu3yeTcsl TOPMOHOPE3UCTEHTHOCTHIO WIIM YyB-
CTBUTEJIBHOCTBIO K IIUKJIOCIIOPUHY C TMPOrpeccUpoBa-
HUEM B TEPMHUHAJIbHYIO CTAIMIO TTIOUEYHON HETOCTATOU-
HOCTH y AeTeit B Bo3pacte 6—13 net [1, 4, 5].

Hegpomuueckuii cundpom écaedcmeue mymayuii eeHa
ACTN4. AyTOCOMHO-IOMWHAHTHBI HeDpPOTUYECKUI
cuHIpoM BcirencTBre myranuu reHa ACTN4, xaptupo-
BaHHOTO Ha 19q13.2, Kogupyolero a-akTuH-4 B MOJI0-
uTax, MaHuecTupyer y nereit B Bo3pacte 3—13 Jer.
Myrammun reHa ACTN4 oOyclIOBIUBAIOT CEMEHYIO
ayTOCOMHO-JIOMWHAHTHYIO TIOJOIUTONATHIO C MPOTEU-
Hypueil win He(pOTUIECKUM CUHIPOMOM C (PoKaJIbHO-
CerMEeHTapHBIM TJIOMEPYJIOCKIEPO30M, PE3UCTEHTHBIM
K CTEpOUIHOM Teparnuu, ¢ TPOrpecCUPOBAHUEM B TEPMU-
HaJIbHYIO CTAAWIO TTOYEYHON HETOCTATOYHOCTH Y JeTei
B Bo3pacte 6—18 net [1-8].

Hegpomuueckuii cundpom écaedcmeue mymayuu eeHa
ARHGAP24. Ten ARHGAP24 xapTupoBaH Ha XpOMO-
come 4q21.2—q21.3, konupyeT 6es10K 24, aKTUBUPYIOIIUIA
Rho-GTPase, akcnipeccupoBaHHBII B TTogomuTax [1—8].
Myranun rena ARHGAP24 oTBeTCTBEHHBI 3a pa3BUTHE
CeMEeHOTO (POKATBbHO-CErMEHTAPHOTO TIIOMEPYJIOCKIIEe-
po3a ¢ ayTOCOMHO-TOMUHAHTHBIM TUTIOM HaCJIeIOBaHUSI.
Myranus rena RHGAP24 ontucana y mpobaHia U3 CeMbU
CO CTEepOUAOPE3UCTEHTHBIM HE(DPOTUYECKUM CHHAPO-
MOM ¢ (hOKaJIbHO-CETMEHTAPHBIM TJIOMEPYIOCKIEPO30M,
MPOTPECCUPYIONINM B TEPMUHAJIBHYIO CTAIUIO TTOYEUHOM
HeA0CTaTOYHOCTHU B Bo3pacTte 20 et [1].

Hegpomuueckuii cundpom écaedcmeue mymayuu eeHa
ANLN. Ten ANLN nokamu3oBaH Ha 7pl4.2, xomupyer
F-akTnH-cBs3bIBatoNNil 0EJIOK aHWJIMH, 9KCIIPECCHPO-
BaHHBIN B KJIETKaX IMOJOLIMTOB M KaHaJblieB. MyTanuu
reHa ANLN OTBETCTBEHHBI 3a pa3BUTHE AyTOCOMHO-
JOMUHAHTHOTO  CTEPOUAOPE3UCTEHTHOTO  He(pOoTH-
YEeCKOTro CHUHApPOMa ¢ (hOKAIbHO-CETMEHTApHBIM TJIO-
MepYJIOCKIIEpO30M y JeTeil B Bo3pacTe moclie 9 JeT
¢ MPOTPECCUPOBAaHUEM B TEPMUHAIBHYIO CTAIMIO TTOYEY-
HOI HemocTaTogHOCTH 10 18 et [1—8].
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Casenkosa H /., bampakos J[.JI. HacnenctBeHHbII HE(POTUUECKUIT CUHAPOM Y [IeTeii: 0COOEHHOCTH KIIMHUYECKOro (heHOTHIA M TeHOTUIIA, TATOTeHE3a. .

Hegpomuueckuii cundopom écaedcmeue mymayuu eeHa
SYNPO. Ten SYNPO ¢ XpOMOCOMHOM JIOKaJu3alueit
Ha 5q33.1 KkogupyeT CMHANTOMOANH, KOTOPbIN 3KCIpec-
cupoBaH B moponuTax. Myramum reHa OOyCJIOBIMBAIOT
pa3BUTHE ayTOCOMHO-IOMWHAHTHOM TOIOIUTONATUN
¢ He(pPOTUYECKUM CUHIPOMOM ¢ (hOKaIbHO-CETMEH-
TapHBIM TJIOMEPYJIOCKIEPO30M M TMPOrpecCUpOBaHUEM
B TEPMUHAJIBHYIO CTaIWI0 TOYEYHON HEIOCTATOUHOCTU
y MeauaTpuuecKux U B3pOC/bIX MalueHToB [ 1—8§].

Hegpomuueckuii cunopom écaedcmeue mymayuu eeHa
LMXIB. Y. Harita u coast. (2017) [28] u N.K. Andeen
un coaBt. (2018) [29] BbisiBUAM MyTanuu reHa LMXIB
y JeTeil ¢ ayTOCOMHO-AOMUHAHTHBIM He(hpPOTUYECKUM
CUHIPOMOM C (hOKAJIBHO-CETMEHTAPHBIM TJIOMEPYJIO-
CKJIepo30M 0e3 KCTpapeHATbHBIX KIWMHUYECKUX TPU-
3HakoB nail—patella cunmpoma [1, 28, 29]. Bospacrt
MeaUaTPUIECKUX MallMeHTOB K MOMEHTY MaHU(ecTaluu
HedpoTUUecKoro cuHapoma cocrapisieT 5—18 ner, Bo3-
pacT ucxoma B TEpPMUHAIbHYIO CTAIUIO MOYSYHON HElOo-
cratouHoctn — 18—28 net [1, 4, 5].

HacnepnctBeHHbI CUHAPOMAIbHbIN
He(dPpPOTUYECKNIA CUHOPOM

Hegpomuueckuii cundpom ¢ enasnvimu amomarusmu
ecaedcmeue mymayuu eena FATI. Ten FATI ¢ xpomo-
coMHOI Jokanuzaumeit Ha 4q35.2 komupyer FATI-
ATUTTMYHBIN KaIXepUH, 9KCIIPECCUPOBAHHBIN B IIEJIEBOM
nuradparme u mogouurax [1—6]. Beaencrsue ayrocoMHO-
perieccuBHOM MyTauuu reHa FATI Hapymaetcs (QyHK-
LUs TTOJOLIMTOB U IeyieBoi nudparmsr [1, 4, 5, 30, 31].
H.Y. Gee u coanrt. (2016) [30] B uccienoBanuu 4 cemeit
nokazanu mytaiuu FATI, KOTOopble BbBI3BIBAIOT ayTO-
COMHO-PEIIECCUBHBIN He(POTUUECKUIT CUHIPOM C TeMa-
Typuel, 3KTa3ulo KaHajblieB, HEBPOJOTUYECKME Topa-
xxeHus. F. Fabretti u coaBt. (2021) [31] onucanu criekTp
FATI-acconnmpoBaHHOI 00JIe3HU C BLISIBJICHMEM HOBBIX
MyTaluii y 4 mauueHToB u3 3 cemeil (roMO3UTOTHBIE —
y 3, CJIOXHBIE TeTepPO3UTOTHBIE MHUCCEHC-BapUAHThI —
y 1). ABTOpbl OXapakTepu3oBaiud oQTaIbMOJIOTHYE-
ckuit peHoTUIT (TITO3, MUKpOGTATbMUS, KepaTomaTusl,
Kos000Ma) B COYETAaHMU TOYEUYHBIM (peHoTUroM (TIpo-
TeuHypusi, HedpoTudyeckuili cuHApoM ¢ aubdy3HBIM
Me3aHTHAIbHBIM CKJIEPO30M, TUITOAMCIUIA3UsI, XPOHU-
yeckasi 00Jie3Hb MOYeK, Tpedylollasi auanausa y aereit
B Bo3pacte 7—9 net) [31]. Manudecraius ayTocCOMHO-
pelieCCUBHOM HedpomnaThiu ¢ HePPOTUIECKUM CHHIPO-
MOM ¢ (hOKaJIbHO-CErMEHTAPHBIM TJIOMEPYJIOCKIIEPO30M
i TUPOY3HBIM Me3aHTHATBHBIM CKJIEPO30M Y JIeTeld
B accolMaluy ¢ o(pTaTbMOJOTUYECKUMU M HEBPOJIOTH-
YeCKUMU aHOMAJTUSIMU YCTaHOBJIEHA B Bo3pacte 2—6 JieT,
MpOTpecCUpoBaHe B TEPMUHAJIBHYIO YpEMHIO —
B 7—14 et [1-8, 30, 31].

Hegpomuueckuit cundpom 14-e0 muna c eunoeonadus-
MOM, 2AYXOMOIl, Kaivyugukayueil HAONOYEHHUKOE8 BCAe0-
cmeue mymayuu eena SGPLI. ToMo- M reTepo3uroTHasi
mytauun reHa SGPLI, nokamuzoBaHHoro Ha 10q22.1,
Komupymomiero  cuHrosnH-1-docdatimasy,  oTBeT-

CTBEHHBI 3a pa3BUTHE BPOXIEHHOTO He(HPOTUIECKOTO
¢ (oKaTbHO-CETMEHTApHBIM  TJIOMEPYJIOCKIEPO30M
wi 1ud¢y3HBIM Me3aHTUAIbHBIM CKJIEPO30M C ayTo-
COMHO-PEIIECCUBHBIM THUITOM HACJIEIOBAHMS Y HOBOPOXK-
JNEHHBIX JIeTeil B accOlMallU ¢ KalbUu(puKauein Haj-
MOYEYHUKOB M HAATNOYEYHUKOBOM HEMOCTATOYHOCTHIO,
TUTIOTOHAN3MOM, TJTYXOTOM UJIU ¢ UXTUO30M M HAITIOYey -
HUKOBOI HemocTtaTrouHOCThIO [1—5, 32—34]. A.R. Janecke
n coanT. (2017) [32] omucanu mytanmio reHa SGPLI
Y HOBOPOXIEHHBIX JIeTell ¢ HePOTUUECKUM CUHIPOMOM
¥ KaJibluduKayein HaanodyeuyHukoB. S. Lovric u coaBr.
(2017) [33], R. Prasad u coaBr. (2017) [34] BbIsIBUIM MyTa-
uto reHa SGPL 1y neteit ¢ BpOXIeHHBIM He(hPOTUUECKUM
CUHIPOMOM C IU(MGhY3HBIM Me3aHTHATbHBIM CKIEPO30M
W TIPOTPECCUPYIOLIEH TTOYEYHOM HEITOCTaTOYHOCTHIO,
aCCOIMUPOBAHHBIMM C KaJbIUMUKALIMEH HaIITOYeYHU-
KOB, HAATNOYEYHUKOBOM HEIOCTATOYHOCTBIO, HEHPOCEH-
COPHOM TJIyXOTOI, UXTMO30M. BBICOKWI pUCK JIeTaTbHOTO
MCXOMIa Y HOBOPOXIEHHBIX U TPYIHBIX IETei ¢ He(hpOTH-
YECKUM CUHAPOMOM OOYCJIOBIIEH pa3BUTHEM TPOMOOTHYE-
CKUX OCJIOXXHEHU I, HAIITOYEYHUKOBOW 1 TTOYEYHOM HeT0-
cratrouHocTtH [1-5, 32—34].

Hegpomuueckuii cundpom 5-20 muna npu cunopome
Pierson ecaedocmseue mymayuu eena LAMB2. Ten LAMB2
C IUTOTeHEeTUYeCcKol joKanuzamueir Ha 3p21.31 konm-
pyeT cyobeauHUIly OeTa-2 JIaMMHUHA — KOMIIOHEHT
Oa3aJbHOII MeMOpaHBI, CeTyaTKu, 0a3ajJlbHOIO JIMCTKa
BHYTPMTJIA3HBIX MBIIII U HEWUPOMYCKYJISIPDHOTO CHHArca
a3 [1-8, 35, 36]. Myrauuu B reHe MpUBOIAT K pas-
BUTHIO ayTOCOMHO-PELECCUBHOTO cHHApoMa Pierson
(OMIM#609049 — microcoria-congenital nephrotic
syndrome). JlaHHbIEe JUTEpaTyphl YKa3bIBalOT Ha Bapu-
abGeIbHOCTh TMOYEUHBIX, TJIA3HBIX W HEBPOJIOTUYECKUX
¢eHOTUIIOB, CBsI3aHHBIX ¢ MyTauusimu LAMB2 y nereii
[2—8, 35, 36]. Cunapom Pierson BciieacTBHe MyTaLUid
reHa LAM B2 xapakTepu3yeTcsl BDOXKIEHHO MaToJioruei
ry1a3 (HUCTarM, MUKPOKOPWS, 3aHUIM JJEeHTUKOHYC, KaTa-
pakTa, aHOMaJIMU CKJIEPHl U CETYaTKM, CTEHO3 HOCOCTIE3-
HOTO TIPOTOKAa), HEPBHOM CUCTEeMBI (MBIIIEUHAs] TUIIO-
TOHMSI, peTpolepedensipHasl Kucra, ruapoledanus).
Hedpornueckuii cunapom ¢ aucddy3HbIM Me3aHTUAb-
HBIM CKJIEpO30M MaHMdecTupyeT y JeTeil B BO3pacTte
0—6 Jner, mporpeccupyeT B TTOUEYHYIO HETOCTATOYHOCTD
B Bo3pacrte ot 3 Mec 1o 20 net [1-8, 35, 36].

Hegpomuueckuii cundpom écaedcmeue mymayuu eeHa
WTI npu cundpome Denys—Drash. Mytaiumn rena WTI,
KaptupoBaHHoro Ha 11pl3 u Koaupyoliero 6e10K ory-
xom BunbMmca 1-ro Tuma, oOyCIOBIMBAIOT pa3BUTHE
C ayTOCOMHO-IOMWHAHTHBIM THUIIOM HacJie[IOBaHUS
He(hpOTHUECKOTO CUHAPOMA ¢ M PY3HBIM Me3aHTHAITb-
HBIM CKJIEpO30M U 3MOpPMOHAJIbHON HedpoOIacTOMBEI,
nicesnorepMacdponuTusma y nereid B Bozpacte 0—10 net
[1-8, 37]. BpoxkneHHbII U MHPAHTWIBHBINA HehpPOTHU-
YecKMil CHHAPOM C reMarypueil u/wuivd apTepuaabHOI
TUTIEPTEH3MEN XapaKTepu3yeTcss CTEPOUTHON pe3u-
CTEHTHOCTBIO C TIPOTPECCUPOBAHUEM B TEPMUHAIBHYIO
CTaarIoO TIOYEYHON HEAOCTaTOYHOCTH Y JeTell B BO3pacTe
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0—15 ner [1-8, 37]. lo TpaHCIUIAaHTAIIUM TIOYKHU IOETIM
¢ cunapomoM Denys—Drash ¢ yuerom HehpoO1acTOMbI
PEeKOMEHIYIOT ABYCTOPOHHIOIO HedpakToMuio [38].

Heghpomuueckuii cundpom ecaedcmeue mymauuu eena
WTI npu cundpome Frasier. Ilpy ayToOCOMHO-pELIECCUB-
HoMm cuHnpome Frasier BoisiBneHa myraumsi reHa WTI
[1—8]. Cunapom Frasier xapakrepusyercs (heHOTUIIOM
MY3KCKOTO TIceBIorepMadpoanTr3Ma, roHam00J1acTOMBI
U CTEPOMIOPE3UCTEHTHOTO HEePPOTUIECKOTO  CHUH-
Ipoma ¢ (OKaJTbHO-CETMEHTAPHBIM TJIOMEPYJIOCKIEPO-
30M, MaHUMECTUPYIOIINX Y AeTeil B Bo3pacTe OoT 7 Mec
1o 18 jeT, ¢ MporHo30M pa3BUTHUS TEPMUHATBHON CTaaNN
MMOYEeUHOM HeAOCTATOYHOCTH B Bo3pacte 5— 35 net [1-5].
Jlo TpaHCIUTaHTAIlMK TIOYKU AeTsIM ¢ cuHapomoMm Frasier
C Yy4eTOM TOHamo0JaCTOMBI PEKOMEHIYIOT IBYCTOPOH-
HIOIO TOHagosKTOMMIO [38].

Hegpomuueckuit cunopom npu cunopome Gallo-
way—Mowat ecaedcmeue mymauyuu eena WDR73. T'en
WDR73, nokamuzoBaHHBI Ha 15q25.2, komupyer
WDR40-koMIuieKc TpOTEeMHOB, yY4aCTBYIOIIUX B pery-
JISIIAW KJIETOYHOTO IIMKJIa TIOJOLMTOB, CUHTe3a OeJ-
KOB B TOJOBHOM Mo3re u mouykax [1—8]. Myramunm
reHa WDR73 OTBeTCTBEHHBI 3a pa3BUTHE CHHApPOMA
Galloway—Mowat, xapakTepu3ylolIerocss TOpPMOHO-
PE3UCTEHTHBIM HEDPOTUIECKUM CUHAPOMOM C MUHU-
MaJIbHBIMU U3MEHEHUSIMU, (POKaJTbHO-CETMEHTapHBIM
TJIOMEPYIOCKIEPO30M, ITUMOY3HBIM Me3aHTUaIbHBIM
CKJIEPO30M, BPOXICHHOW MUKpoledanueit, aHoMaln-
SIMHA TOJIOBHOTO MO3Ta, YIITHBIX paKOBUH U TJa3, IHa-
dparmManbHOl TpbIKEel y meTeil B Bo3pacTe 0—13 et
C TIpOTPECCUPOBAaHUEM B TEPMUHAJIBHYIO YPEMUIO
B 10—18 net [1-8, 39, 40].

Hegpomuueckuii cundpom npu cunopome Hoemeii—Haoko-
nenuuka (nail—patella) ecaedcmeue mymayuu eena LMXIB.
Myrauuu rena LMX1B, kaptupoBaHHoro Ha 9q34, Koaupy-
foriero Lmx1b-TpaHCKpUNTallMOHHBIN (haKTOp, OOYCIOB-
JIMBAIOT TIaTojiornio KojutareHa IV tuma 6azanbHOil MeM-
OpaHbl KJIYOOYKOB TIOYEK, HAJKOJIEHHUKA, KOCTei, Ija3
[1—8]. HacnencTtBeHHass OHMXOOCTEOMUCILIA3USI C ayTO-
COMHO-TOMHWHAHTHBIM TUTTOM HaCJIEIOBAHUS XapaKTepU3y-
€TCs1 TUTIOTITIA3Uel WY arla3uell HaaAKOJEHHOW Yallleuyku
(OMHOCTOPOHHE WM  JIBYyCTOPOHHEN), THUIOIUIa3ueit
u aucTpodueil HOrTel, OTCYTCTBMEM HOTITe Ha OOJIbIINX
MajibliaX, KOCTHBIMU BBIPOCTAMU Ha TPEOHSIX MOIB3IOII-
HBIX KOcTel, raykomoti [1—8, 41, 42]. B Bo3pacre 0—13 ner
y JeTeil MaHMGECTUPYIOT MPOTEUHYPUS W TeMaTypus,
WM CTEPOUIOPE3UCTEHTHBI HEMPOTUUECKUI CHUHIPOM
¢ (hOKaJIbHO-CETMEHTapHBIM TJIOMEPYJIOCKIIEPO30M, TIPO-
IPECCUPYIOIINI B TEPMUHATBHYIO TTOUEUHYIO HETOCTATOU-
HOCTB B IETCKOM Bo3pacTe [1—8, 41, 42].

Hegpomuueckuii cundpom npu UMMYHHOKOCMHOIU
ducnaazuu Schimke ecaedcmeue mymavyuu eena SMAR-
CALI. Ten SMARCALI, xaptupoBaHHBIi Ha 2q35,
KOIMpYeT SW1/SFN-MaTpuKc-acCcoOlMMpOBaHHbBII
AKTMH3aBUCUMBIM PETyJIsATOp XpOMaTWHA MoaceMeii-
crBa a-like-1 [1-8, 43]. UMMyHOKOCTHasI OMCILIa3Us
Schimke BcnenctBue mytauuu reHa SMARCAL — pen-
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Kasi ayTOCOMHO-pelieCCUBHAsT 60JIe3Hb, XapaKTepHu3y-
folIascs y neTeil CIoHAMIOANMU(U3apHON TUCTIIa3ueit,
T-xKJIeTOYHBIM UMMYHOIE(MUIIUTOM U JIMMQDOTICHUEH,
PELIMANBUPYIOIIUMU  MHMEKIUSIMU, LiepedpalbHOMI
WiIeMueii, MUTPEeHenoJ00HO! TOJIOBHOH 0O0JIbIO, TTHUT-
MEHTHBIM HEBYCOM, CTEPOMIOPE3UCTEHTHBIM Hedpo-
TUYECKUM CHUHAPOMOM ¢ (hOKaJIbHO-CErMEeHTapHBIM
riaomepyiockiaepo3om [1—8]. A. Castellano-Marti-
nez u coanT. (2021) [44] cooOMIN O KIMHUYECKOM
HaOMIOMeHNM WMMMYHOKOCTHO#W nucrra3zum Schimke
¢ romo3urotHoi myrauueit rena SMARCALI y cectep
C HHM3KMM POCTOM, JWCIUIa3Weil Ta300eapeHHOro
cycTaBa, HeppOTUIECKUM CUMHAPOMOM [44]. Y neBouku
6 JIeT TMarHOCTUPOBAHBI PE3UCTEHTHBIM K MMMYHOCY-
MPeCCUBHOM Tepanuu He(pOTUIECKUIM CUHIPOM, apTe-
puanbHasi TUTIEPTEH3US, TPOTPECCUPYIONIast TToYeaHast
HEIOCTAaTOUYHOCTh, YTO TOTPeOOBajo Tepanmuu aua-
mm3oM. B 5 et y ee cectphl MaHM(pECTUPOBAII CTEPO-
UIPE3UCTEHTHBI HeDPOTUYECKUI CUHAPOM C HOP-
MaJIbHBIMU apTepuaJbHbIM HaBJIeHUEM W (YHKIIMEH
noyek. Y neteit ¢ MMMYHOKOCTHOM IMCILJIa3Mel B BO3-
pacte 0—12 et maHudeCcTUPYEeT CTEPOUTOPE3UCTEHT-
HBIT He(POTUYECKUI CUHAPOM C (hOKaJIbHO-CErMeH-
TapHBIM  TJIOMEPYJIOCKIEPO30M, TPOTPECCUPYIONINIA
0 TEPMUHAITBHOM CTAgUM MMOYEYHOU HETOCTATOUHO-
ctu B 3—18 et [1, 4, 5, 43, 44].

HedpoTnueckunii CHHAPOM ¢ IJIyXOTOil BCJIEACTBUE
myTtammii reHa COQ6. TlepBuuHbIi 1eDUIIUT KOIH3UMA
Q,, BCIENCTBUE TETEPO3UTOTHOW MM TOMO3MTOTHOM
myTanuu B reHe COQ6, nokanu3oBaHHOM Ha 14q24.3,
MaHudectupyer y neteir 0—6 JeT HehpOTUIECKUM
CUHAPOMOM ¢ (DOKaJbHO-CETMEHTAPHBIM TJIOMEPYJIO-
ckiiepo3oM win auG@y3HBIM Me3aHTHUaJIbHBIM CKJIe-
pO30M, HEUPOCEHCOPHOM TJIYXOTOM C ayTOCOMHO-
pelleCCUBHBIM THIIOM HacjenoBaHust [1—8, 45—48].
CoQ6 — aBuH3aBUCUMAasi MOHOOKCHUI€Ha3a, Heo0-
xopumas [1yisi GMoCcHMHTE3a KopepMeHTa Q  — nepeHoc-
YMKa B AbIXaTeJbHOM 1lenu mutoxoHapuii. S.F. Heeringa
u coanT. (2011) [45] onucanu ¢deHOTUN HehpOTUYE-
CKOTO CHMHApPOMa C (DOKATbHO-CErMEHTAPHBIM TJIOMEPY-
JIOCKJIepO30M WiIr IU(P@Y3HBIM Me3aHTUAIbHBIM CKJIe-
pPO30M B accolMallMid C CEHCOHEBPAJbHOMN TIYyXOTOM,
pexe CyaoporaMu, MBIIIEYHOM TUTTOTOHUEN W TTOJNOP-
TaHHOW HEI0CTaTOYHOCTHIO Y IeTeil B BO3pacTe OT 2 Mec
10 6 JIeT ¢ UCXOIOM B TEPMUHAJBHYIO YPEMUIO B BO3-
pacte oT 3 Mec 1o 9 set [45]. E. Park u coaBt. (2017) [46]
BeIIBUJIM MyTauuu reHa COQ6 y 6 nmereil ¢ IIyXxoToi
U CTePOUIOPE3UCTEHTHBIM HEMPOTUUECKUM CUHIPO-
MOM C (OKaJIbHO-CErMEHTapHBIM TJIOMEPYIOCKIEPO-
30M, TIPOTPECCHUPYIONIUM B TEPMUHAILHYIO YPEMUIO
yepe3 15—47 mec or Havana MaHMdecTauu. ABTOPBI
COOOLIMIIM, YTO TepArnusi KOIH3UMOM Q, apdpekTrBHA
y neteit. S. Yavuz u coast. (2017) [47] noka3zanu Bapu-
abenrpbHOCTh TeHoTMNa COQI0—6 W KIMHUYECKOTO
(beHoTHMIIa, OTBETA Ha TEPANMUIO KOSH3UMOM Q, 'y Opara
u cecTpbl. TpaHcIIaHTaLMS TIOYKM Y AETel yJydllaeT
nporHo3 [47, 48].
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Casenkosa H /., bampakos J[.JI. HacnenctBeHHbII HE(POTUUECKUIT CUHAPOM Y [IeTeii: 0COOEHHOCTH KIIMHUYECKOro (heHOTHIA M TeHOTUIIA, TATOTeHE3a. .

HedpoTtnyeckuii cuHapom ¢ 0ynnesHbim
anNuaepMonnu3oM n ounxogucTtpoduein scnepcreme
myTauum reHoB LAMB3, ITGB4, ITGA3, CD151

CTepouiope3ucTeHTHbI HePPOTUUYECKUil CUHIPOM
¢ (okalbHO-CETMEHTApHBIM  TJIOMEPYJIOCKIIEPO30M
win aud@y3HbIM Me3aHTHUATbHBIM CKJIEPO30M B acco-
MaluyM ¢ OYyJ/UIe3HBIM MPEeTUOMATbHBIM 3MUACPMOJIH-
30M (BOJIIBIPU B lamina lucida — B 6a3ajibHOI MeMOpaHe
KOXW) W/Wiu oHMXonuctpodueit, HEUpPOCEHCOPHOM
TJIyXOTOM, JABYCTOPOHHUM CTEHO30M CJIE3HBIX IPOTO-
KOB, MHTEPCTUIIMAJIbHON OOJIE3HBIO JIETKUX U APYTUMU
aHoOMaJIMsIMKU  (AHKUJIOTJIOCCHUSI, pacllieJIMHa MSTKOTO
Heba) 0oOycioBjIeH MyTalUUsIMU 4 TE€HOB, KOIUPYIOIIUX
KOMITOHEHTHI 0a3ajbHOI MeMOpaHbl KIyOOYKOB ITOYKU:
LAMB3, noxanm3oBaHHOTO Ha 1q 32.2 M KOAMPYIOLIETO
B3 laminin; ITGA3, nokanuzoBaHHoro Ha 17q21.33
U KOAupylollero cyocraHiuio uHterpuH-o3; [ITGB4,
KapTupoBaHHOTO Ha 17q25.1 u Koaupyloliero cyocraH-
uuto uHterpuH-p4; CD151, kaptupoBaHHoro Ha 11p15.5
1 Komgupytomiero terpacnanud TM4 [1-5, 8]. bonesnb
HacjiemyeTrcsl TI0  ayTOCOMHO-PELIECCUBHOMY  THITY.
CTepouiope3ucTeHTHbI ~ HE(PPOTUUECKUN  CUHIPOM
BcienctBue myrtauuit reHoB LAMB3, ITGB4, ITGA3,
CDI151 manudectupyer y nereii 0,4—5 ner, mporpec-
CUpYET 10 TePMUHAJIbHOW CTaauM TOYEYHOW HeaoCTa-
TouHOCTA B Bo3pacte 2—10 jer [1-5]. Hamu ommcano
KaTaMHECTUYecKoe HalmoneHue cubcoB (MajbuuK
U IeBOYKA) C MH(MPAHTUIBHBIM HE(PPOTUUECKUM CUHIPO-
MOM ¢ (hOKaJIbHO-CErMEHTAPHBIM TJIOMEPYJIOCKIIEPO30M
U remMaTtypueit, coxpaHHOH (pyHKIIMei moyek, HelpoceH-
COPHOI TJIyXOTOW, OHUXOAMCTpOdUEH KUCTEW W CTOTI,
OYyJUIE3HBIM BITUAEPMOJIU30M, OOYCIIOBJIEHHBIX TOMO3M-
rotHoit mytanueii reHa CB151 [48].

Takum oOpa3om, B pesysibTaTe MOJIEKYJISIpHO-TEHEe-
TUYECKUX MCCIIEIOBAHUI YCTAaHOBJEHBI MyTallul T€HOB,
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