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B pe3ysisTare BceMUPHBIX FeHETHYECKHMX MCC/IeI0BAHMIA MoJTyueHa yHaaMeHTa bHas nHGOpMAaNUs 0 naToreHe3e ropMOHOPE3UCTEHT-
HOTO BPOXKIEHHOTO ¥ MH()AHTHIBHOTO He(hpoTHIECKOro CHHIpPOMA y JeTeii. MyTaluu reHOB, KOUPYIONIMX OCHOBHbIE KOMIIOHEHTbI
0a3aJIbHOIi MeMOPaHbI KJIyOOYKOB MOYKH, CTPYKTYPHbIE H (DYHKIMOHAJIbHbIE O€JIKM MOJOIMTA, OTBETCTBEHHBI 32 PA3BUTHE BPOXKIEH-
HOrO ¥ MH()AHTHILHOIO HePOTHYECKOTO CHHAPOMA C THIIMYHOI THCTOIOTUYECKOI KAPTHHO! 11(h(hy3HOro Me3aHrHAILHOTO CKJIepo3a
WK (POKAILHOCETMEHTAPHOTO LIOMEPY/IOCKIepo3a. B cOOTBETCTBHM ¢ HAYYHO OOOCHOBAHHON MEXKIYHAPOIHOW CTpaTerueil KJInHM-
yeckoe eHOTUNMPOBAHUE B COYETAHUM C II€JIeBbIM reHeTHYECKUM AHAJM30M SIBJISIOTCS CTAHIAPTOM JUATHOCTHKU HACJIEACTBEHHOIO
He()POTHYECKOTO CHHIPOMA Y JeTeil, KOTOPbIM PEKOMEHIYIOT BbIIOTHEHNE TeHETHYECKOr0 TECTUPOBAHMS 10 HAYAJIA TePANUH CTEPOH-
JIaMM ¥ 10 Ovoncum Noyku. PanHmii reHeTMYECKMiA IMArHo3 00ecneynBaeT NepcoHAIM3MPOBAHHDIIA MOIXO0/ K BHIOOPY Jie4eOHBbIX BO3-
JIefCTBUI C Y4eTOM 0COOEHHOCTEli reHOTHNA U (h)eHOTHNA BPOKIECHHOTO WIH HH()AHTIIHLHOIO He(POTHUECKOTO CHHIPOMA Y KOHKPET-
Horo pedenka. CoBpeMeHHasl CTpaTerns BeJeH!s TAKUX JeTeil MpeycMaTpuBaeT OCyecTBIeHHe KOHCEPBATUBHOI Tepanuu U paHHei
TPAHCILIAHTALMHM POJCTBEHHOI MOYKH NMPU JOCTIKeHMH Maccehl TeJa 10—15 kr (B 3TOM ciIyyae MOYKH YIAISIOT U TPAHCILIAHTHPYIOT
TIPH OJTHO¥ U TOii JKe onepanuu) Ju00 IBYCTOPOHHE! He(hPIKTOMUM OJTHOBPEMEHHO WIIH MOITANHO OJTHOI, 3aTeM BTOPOii NOYKHU U NePH-
TOHEAJILHOTO INAJIN3a, 3aTeM TPAHCILIAHTAIMM TIOYKH JeTsIM NpU aocTikeHun maccbl Tesia 10—15 kr. ITo aannbivM peructpa ESPN/
ERA-EDTA (2016), 5-1eTHsis BbDKMBAEMOCTb JieTeil ¢ BPOXKIEHHbIM He(hpOTHIECKMM CHHAPOMOM, 00YCJIOBJIEHHBIM MyTalMeil reHa
NPHS1, noclie TpaHCILIAHTAMHA NOYKH cocTaBisieT 91%, amnorpadra — 89%. IlyTn pemenns akTyas bHOIl IPOGIEMbI 0T€Y€CTBEHHOM
neMaTPUU: BHEAPEHHE B IPAKTHKY MEXK/IYHAPOIHOM CTPATErMH BeIeH!s IeTeil ¢ BPOXKIeHHbIM U MH(AHTUIBLHBIM He()POTHYECKUM CHH-
JIPOMOM C HOBBIMH BO3MOKHOCTSIMH FeHETHYECKOii IMATHOCTUKHU ¥ TePANNH, 3aMeniaiomeil ()YHKIHIO 0YeK, UHTeHCHUKAIMs TPaHC-
TUIAHTALMH TIOYKH U ee JI0OCTYIHOCTH, MPoBeIeHHe SNMUIeMUOIOTHIECKHX UCC/IeIOBAHMIT HACJIEICTBEHHOrO He(hPOTHIECKOro CHHPOMA.

Karouesvte caosa: 1ogopoxcoentvie u epyoHsle demu, 8pOACOCHHbLI U UHDAHMUNBHBLI HeDPOMUHECKUT CUHOPOM, eHOMUN-(DeHOMUN
Koppeasyuu, U30AUupo8aHHbsle u CUHOPOMAanbHble hopmbl, cmpameeus: 6e0eHUs.
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Due to the worldwide genetic research, the fundamental information was obtained regarding the pathogenesis of the hormone-re-
sistant congenital and infantile nephrotic syndrome in children. The mutations in the genes encoding the main components of the
basement membrane of the kidney glomeruli, structural and functional podocyte proteins are responsible for the development of the
congenital and infantile nephrotic syndrome with the typical histologic pattern of the diffuse mesangial sclerosis or focal segmental
glomerulosclerosis. In accordance with the evidence-based international strategy, the clinical phenotyping combined with the tar-
geted genetic analysis is the diagnosis standard for the hereditary nephrotic syndrome in children that are recommended to perform
the genetic analysis prior to start of the steroid therapy and prior to the kidney biopsy. The early genetic diagnosis assures the person-
alized approach to the choice of the therapies considering the genotype and phenotype specifics of the congenital or infantile nephrotic
syndrome in the particular child. The up-to-date strategy for the management of such children provides the carrying out of the con-
servative therapy and early transplantation of the related kidney when reaching 10-15 kg body weight (in this case, the kidneys are
removed and transplanted during the same surgery), or the bilateral nephrectomy simultaneously or one stepped, then the second
kidney and peritoneal dialysis, then kidney transplantation for the children reached 10-15 kg body weight. According to ESPN /
ERA-EDTA register (2016), the 5-year survival rate of the children with the congenital nephrotic syndrome caused by NPHS1 gene
mutation is 91% after kidney transplantation, 89% after allograft. The solutions for the pressing challenge of the domestic pediat-
rics are as the following: introduce the international strategy into the practice of the children management with the congenital and
infantile nephrotic syndrome with the new possibilities of the genetic diagnosis and therapy replacing the kidney function; enhance the
kidney transplantation and its availability; carry out the epidemiological studies of the hereditary nephrotic syndrome.

Key words: newborns and infants, congenital and infantile nephrotic syndrome, genotype/phenotype correlation, isolated and syn-
dromic forms, management strategies.
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Cagenxosa H./I. HacnencTBeHHbIN BPOXICHHBII U MHDAHTUILHBIN HeDPOTUUECKIIA CHHAPOM Y €Teli: CTpaTeryis BeICHHUS. ..

A:TyaJTI)HOCTL MpoOJIeMbI, OCBEIIIEHHO B HACTOSIIIIEH
TaTbe, OOYCJIOBJIeHa OCOOEHHOCTSIMM pPa3BUTHUS,
TEYEHUsT M MCXOAa W30JMPOBAHHBIX M CUHIPOMAJb-
HBIX (OpM HACIEACTBEHHOTO He(PPOTUUYECKOro CHUH-
poMa, B OOJIBIIMHCTBE CJIy4aeB TOPMOHOPE3UCTEHT-
HOTO Y HOBOPOXKJIEHHBIX U IpyaHbIX neteit [1—8]. BaxkHo
MPeACTaBUTh TleAuaTpaM HOBelIle AaHHbIe O (heHOTH-
MUYECKUX U TEHOTUTTMYECKUX OCOOEHHOCTSIX 3TUX (hOopM
3a00JIeBaHUSI, CTpATETUM BEIEHUS JeTeit C HOBBIMU BO3-
MOXHOCTSIMM ~ MOJIEKYJIIPHO-TEHETUYECKON  TMarHo-
CTUKMU U JICUCHUSI.

B nmennatpuyeckoii Heposorun 66T 000CHOBAHBI
TePMUHOJIOTUS U OTpeieJIeHUe BPOXKIEHHOTO U MHpaH-
TWIBHOTO HE(PPOTUUECKOTO CUHIPOMA Y HOBOPOXIEH-
HBIX U TPYIHBIX JeTeli HA OCHOBAaHWU TOTO, YTO CYIIIE-
CTBYET BHYTPUYTPOOHOE MopaxkeHue ¢ MaHubecTaluuei
He(ppOTUYECKOTO CUHAPOMA MOCTIE POXIACHUS, TSKEJI0e
TeUeHUE C OCJIIOXHEHUSIMU, BBICOKMI PUCK JeTajlb-
Horo ucxona. Hedporuueckuii cMHIpOM, BO3HUKIIUIA
y nereit B Bo3pacte 0—3 Mec, MPUHSTO CUUTATh BPO-
KIEeHHBIM, B 4—12 Mec — nHGpaHTUIbHBIM. KitmHuYeckn
BPOXIEHHBIN 1 MH(OAHTWIBHBIA HEDPOTUUECKUIT CUH-
JIPOM TIPOSIBJISIETCSI U30JMPOBAHHOM MU CUHAPOMAJb-
HOt (OpMOIt C MYJIBTUCUCTEMHBIMU TIPOSIBICHUSIMU
[1-=5, 7-9]. Tlo orBeTy Ha Tepamnuio MPEeIHU30JOHOM
TPaAUIIMOHHO  BBUICJISIIOT TOPMOHOYYBCTBUTEJIbHBII
1 TOPMOHOPE3UCTEHTHbBIN BPOXIEHHBIN U MH(MAHTUIb-
HBIA HeppoTtuueckuit cuHapom [1-5, 7—9]. Crepounno-
PE3UCTeHTHBIN HEDPOTUUECKUT CUHIPOM, BOZHUKIIUHN
Y HOBOPOXXJEHHBIX M TPYIHBIX I€TEH, 4aCTO MPOTPeccu -
pYeT B TMTOYEUYHYIO HEJOCTATOYHOCTh YXe B JIETCKOM BO3-
pacte [1, 4, 5, 7-9].

B pesynbraTe mpoBeneHHBIX BO MHOTHX CTpaHaX Mupa
TeHEeTUYECKMX UCCIIeOBaHWI MojlydeHa PyHIaMeHTalb-
Hasi uH(oOpMalLMsI O TaTOTeHe3e BPOXIEHHOro MHpaH-
TWIBHOTO He(ppOTUYECKOro CUHApoMa y aeTeil. Myra-
1IMM B TeHaX, KOAMWPYIOIIMX KOMIOHEHTbl Oa3albHOM
MeMOpaHbl KJIIyOOYKOB TOYKHU U IeJeBOi auacdparmsl,
CTPYKTYPHBbIE WK (PYHKIIMOHATbHbBIE OEJIKU MOIOLUTOB,
JIOKa3aHbl MPU TOPMOHOPE3UCTEHTHOM U TOPMOHOYYB-
CTBUTEJILHOM BPOXIACHHOM W WH(paHTUILHOM Hedpo-
TMYeckKoM cunHapome y neteit [1—10]. B katanore Online
Mendelian Inheritance in Man (OMIM) [3] npencras-
JIEHbI HOMepa, KOJAMPYIOIINE XapaKTepuCTUKU (eHOoTUMa
U TEHOB, MyTalluM KOTOPBIX BEIyT K Pa3BUTHUIO yKa3aH-
HBIX (hOopM 3a00JIeBaHUSI.

B HacTos1iee BpeMst U3BECTHO, UTO Y JIeTeil Hacen-
CTBEHHBI BPOXACHHBI HEMPOTUUECKUN CUHAPOM
B 75% ciydaeB OOYCJIOBJICH MYTallUsIMU B OTHOM W3 5
reHoB: NPHS1, NPHS2, WT1, LAMB2, PLCEI, nacan-
TWIbHBI He(POTUYECKUI CUHAPOM dvalle OOYCJIOBJIEH
MyTauusiMu B ogHoM u3 9 reHoB: NPHS2, NPHS1, WTI,
PLCE1, TRPC6, ACTN4, ADCK4, COQ2wn COQ6 [1, 2, 5,
7-9]. B0 nosoxkeHue B JaabHENIIIEM MOXKET ObITh TIEpe-
CMOTPEHO Ha OCHOBAaHUM PETMCTPOB MEXTYHAPOIHBIX
SMUIEMUOJIOTUYECKUX  UCCAeAOBAaHUN  HAaCJIeACTBEH-
HOTO He(pPOTHUYECKOTro cuHApoMa y aeteid. [1o maHHbIM

A. Trautmann u coasr., peructpa PodoNet (2015) [10],
npu obciaemoBaHuu 1655 gereit B 64% ciydaeB OBLI
YCTaHOBJIEH CTEPOUJIOPE3UCTEHTHBIN He(hPOTUIECKUI
CHHJIPOM B TepBbIe 5 JIET XXU3HU U B 6% — BpOXICHHBII
HedpoTnueckuit CcUHIpPOM. [eHEeTHYeCKUil CKPUHUHT,
MpoBeIeHHbIN y 1167 meteit ¢ HePOTUIECKUM CUHAPO-
MOM, BBISIBUI B 23,6% ciydaeB Mytaunu reHoB NPHS2
(138), WTI (48), NPHSI (41).

R. Preston u coast. (2019) [2], 0000IIMB JaHHBIE
JINTepaTypbl, TIPEACTABWIM XapaKTepUCTUKU (eHo-
TAMA ¥ TEHOTUIA M30JMUPOBAHHOTO M CUHIPOMAJIbLHOTO
HedpoTUUecKoro CHHAPOMa. ABTOPbl PEKOMEHIYIOT
KJIMHWYECKOoe (PeHOTUNMpOBaHWE M 1IEJEBOW TEeHETH-
YyecKMi aHaau3 ACTSM C 1eJIbI0 AUAarHOCTUKM Haclie.l-
CTBEHHOTO BPOXIEHHOTO U WH(AHTUILHOTO He(poTHU-
yeckoro cuHapoma. H. Jalanko, C. Holmberg (2016) [1]
Ha OCHOBaHWMW T€HETUYECKUX MCCEIOBAHUIN BBIICIUIN
TMEPBUYHBINA BPOXIAEHHBIM W BTOPUYHBIA BPOXKIECHHBINA
HedpoTUUeCKUl CUHIPOM, aCCOLMMPOBAHHBINA C BHY-
TPUYTPOOHBIMU UH(DEKIIUSIMU.

W3onuposaHHble ¢popMbl HacNe[CTBEHHOrO
BPOXAEHHOro U UHPaHTUNbHOIO HePPOTUYECKOro
cuHgpomay aerteit

Bpoocdennwviit  Heghpomuueckuit  cundpom  ecredcmeue
mymayuu eena NPHS 1. Mytauuu reHa NPHS 1, nokanuso-
BaHHOTO Ha XpomocoMe 19q13.1 u Koaupyroliero CuHTe3
HedpUHA TIOIOLUTAMM, OOYCJIOBJIMBAIOT pa3BUTUE ayTO-
COMHO-PEIIECCUBHOTO  BPOXIEHHOr0 He(hpPOTUYECKOro
cuHapoMa (tut 1) [1—6]. Knuandeckuii heHOTHI U MyTa-
uuu reHa NPHS BrniepBble ObUTA BBISIBJICHBI B (PUHCKOM
MOMYJISIIAY, TTIO3TOMY UCITOIb3YETCSl TEPMUHOJIOTHS «BPO-
JKIEHHBIM He(pPOTUYECKU CUHAPOM (UHCKOTO THUTIa»
[1—6]. Mytauun NPHS] 4acto BBISIBISIIOT TIpU Hedpo-
TUYECKOM CHHIPOME Y JeTell pa3IMYHOro 3THUYECKOTO
npoucxoxnaeHus [1-5, 9, 10]. DTu MyTrauum KIMHUYECKUA
MaHudecTupytoT y nereit B Bozpacre 0—10 jieT mogHbIM
He(POTUIECKUM CUHAPOMOM C TeMaTypueil U/WIn apTe-
puanbHoit runepteHsueit [1—5, 7—10]. XapakTepHo MOBbI-
IIeHWEe YPOBHST ajibha-(heTONpoTenHa B MaTEPUHCKOM
CBIBOPOTKE M aMHMOTHUYECKOM KUIKocTH Ha 19-—21-ii
Henene recraumu [1, 7, 8, 11]. ¥V mnoma ¢ 16—22 Hen
recTalii OOHAPYKUBAIOT U3MEHEHUS KITYOOUKOB TOYKH
W IWIaTalMio KaHAJIbLIeB, y IeTel TIPU CBETOONTUYECKOM
MMKPOCKOTTMY OMONTATOB BBISIBIISIOT YBEJIMYEHNE Me3aH-
TMaJIbHOTO MaTpHMKCa, paclIvpeHue KaHaJbleB, WHTEp-
CTULMANbHBIA  (ubpo3, nuddy3HbIH Me3aHTUATbHbBIN
CcKJIepo3 Wi (hOKaTbHOCEIMEHTAPHBIN TJIOMEepYJI0CKIIe-
po3, pexke MUHMMaJbHbIe M3MEHEHMS T10 3JIEKTPOHHOM
MMKPOCKOTUU, TIPU UMMYHHOTUCTOXUMUYIECKOM HCCIIe-
JIOBAaHUM — OTCYTCTBUE 3KCMpeccuu HedpuHa B IIelie-
Boii nuadparmel [1, 5, 7—9]. BpoxaeHHslit HeppoTHUue-
CKUI CUHAPOM (DMHCKOTO THUIIA Y JEeTel MPOrpeccupyeT
B TIOYEUHYIO HEIOCTAaTOYHOCTb B Bo3pacte oT 7 mec 1o 15
ner [1-5, 7-9].

Bpooicoennutit u ungpanmunvHolii Heghpomuueckuit CuH-
dpom ecaedcmeue mymauuu eena NPHS2 (uau PDCN).
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Ien PDCN xaptupoBaH Ha Xpomocome 1q25—q31,
KOAUPYET TONOUMH — WHTETpaJbHBIA MeMOpaHHBIN
0eJIoK, Y4YacTBYIOIIMI B CTPYKTYPHOW OpraHusaluu
1eJeBoi nrnadparmMbl ¥ IIUTOCKeIeTa HOXEK TOTOIUTA
[1-5]. Myrauuu reHa PDCN OTBEeTCTBEHHBI 3a pa3-
BUTHE Y HOBOPOXKAEHHBIX, TPYAHBIX AETEH U B3POCIBIX
U30JJMPOBAHHOTO HEe(POTUUECKOTO CHHIPOMA C ayTo-
COMHO-PELIECCUBHBIM TUIOM HacjeaoBaHus (Tum 2)
[1—-5]. TucTonornueckre AaHHBIC MPU MYyTAlUSIX TeHa
PDCN xapakTepu3ylT KakK MUWHUMaJIbHble H3MEHe-
HUS Win (POKaJIbHOCETMEHTAPHBIN IIOMEPYI0CKIIepO3
C PE3MCTEHTHOCTBIO K CTEPOMIHON Tepamnuu, PeaKo
C YYBCTBUTEJILHOCTHIO K Heit [4, 5, 7—9], ¢ nporpec-
CHpOBaHMEM B TOYEUYHYIO HEJOCTATOYHOCTh y ACTEi
B Bo3pacTte 2—5 et [4].

Bpoocdennviit  u  ungpanmuavHuill  Heghpomuueckuil
cundpom ecnedcmeue mymayuu eena PLCEI. Hedpo-
TUYECKUN cUHApPOM (TUMl 3) ¢ ayTOCOMHO-PELEeCCUB-
HBIM TUIIOM HacJieJoBaHUs O0YyCJIOBJIEH MyTallueil reHa
PLCEI, xaptupoBaHHoro Ha xpomocome 10gq23q24
u xomupytouiero ¢dochonumnazy C ancunon-1 [1-5,
12—14]. B pesynbrare MyTauumii yKa3aHHOTO TeHa
SKCIpeccust TOAOLMHA U HedpuHaA B IIEJIeBOM IHa-
(bparmMe ymeHbIIIaeTCsI, YTO MPUBOIMT y NETE B BO3-
pacte 0—8 JIeT K pa3BUTHIO MOJOLMTONATUN ¢ Hedpo-
TUYECKUM CUHAPOMOM ¢ AUMPOY3HBIM Me3aHTUATbHBIM
CKJIEPO30M WMJIM (DOKATbHOCETMEHTAPHBIM TJIOMEPYJIO-
CKJIEPO30M, PE3UCTEHTHOCTBIO K CTEPOMIHON Teparuu,
pa3BUTHEM TIOYEUYHON HEAOCTaTOYHOCTH B BO3pacTe
ot 5 Mec go 12 net [1, 4, 5]. Y OonbHBIX HeTeil n3peaka
OTMEYalOT MOJTHYIO YyBCTBUTEIBHOCTh K TepaIrvu Tpe-
HU30J0HOM M IIMKJIOCTIOPUHOM [5].

Bpoxcoennwiit u ungpanmuavhblli Heghpomuueckuil cumH-
dpom ecaedcmeue mymauuu eena CD2AP. Ten CD2AP
KapTUpOBaH Ha XpomocoMme 6pl2.3, KommpyeT acco-
nurpoBaHHblii ¢ CD2 mpoTenH, 3KCIpeccupoBaHHBIN
B mesieBoit auagparme. Myranuu reHa CD2A P npuBoast
K HapylIeHUIO ee CTPYKTYpbl U pyHKmuU [1-5]. V nereit
JUarHOCTUPYIOT ~ayTOCOMHO-PEIECCUBHBIN  TOPMOHO-
PEe3MCTEeHTHBIN BPOXIEHHBIN M MHDAHTUIbHBIN Hehpo-
TUYECKUI CUHAPOM C (hOKaIbHOCETMEHTAPHBIM TJIOMeE-
PYAOCKIIEPO30M, UCXOAOM B TIOUEYHYIO HETOCTATOYHOCTh
1o 3-JeTHero Bo3pacTa [2—5].

Bpoxcoennwiit u ungpanmuavhblli Heghpomuueckuil cumH-
dpom ecaedcmeue mymayuu eeva LMXIB. Ten LMXIB
KapTUpoBaH Ha XxpoMocoMme 9q34, KomupyeT MpOTeUH
LmxlIb [2—5]. Okcnpeccus moyeuHoro LmxIb Bbipa-
’)KeHa B TIOJOIWTAX, BCIEACTBUE MYTAllUM pa3BUBAETCS
MOJOLIMTOIIATASL C W30JUPOBAHHBIM He(hPOTHUECKUM
CUHIPOMOM ayTOCOMHO-IOMWHAHTHOTO THUIIA HACJEI0-
BaHus [4, 5, 15]. O. Boyer u coasnrt. (2013) [4, 15] yka-
3ayid Ha myTtanuio reHa LMXIB (p.R249Q) y nauueHTOB
¢ HePOTUIECKUM CHHAPOMOM C (hOKaJTbHOCETMEHTApP-
HBIM TJIOMepyJiockepo3oM. Y. Harita u coasr. (2017), N.
Andeen u coast. (2018) [16, 17] BLISBUJIM MyTalluy reHa
LMXIB y nereii 1 B3pOCJIbIX C U30JIMPOBAaHHBIM Hedpo-
TUYECKUM CHHAPOMOM ¢  (hOKaJTbHOCETMEHTapHBIM

Ob30Pbl JINTEPATYPbI

TJIOMEPYJIOCKIIEPO30M 0e3 KIMHUYECKUX TTPOSIBICHUIA
OCTEOOHMXOIUCITIA3WM, XapaKTePHBIX IS CUHIPOMa
HoTTel-HankoneHHuKa (nail-patella syndrome).

Bpooicoennuiii u unganmunvublii Heghpomuueckuii cuH-
dpom ecnedcmeue mymauuu eena CRB2. Ten CRB2, xap-
TUPOBaHHBIE Ha Xxpomocome 9q33.3, komupyeT Ipo-
teuH Crumbs homolog protein 2, 3KcnpeccCUpoOBaHHbIM
B 1iesieBoit auadparme [1—5, 18]. Myrauuu 3toro reHa
BBI3BIBAIOT ~ ayTOCOMHO-PELECCUBHBIA  BPOXICHHBIN
1 UHGpaHTWIbHBINA HEDPOTUUECKUI CUHIPOM C (hOKaTb-
HOCErMEHTapHBIM TJIOMEPYJI0CKIEPO30M, PE3UCTEHTHBIN
K TIpeIHn30JI0HoTeparuu [1-5, 18].

Bpoxcdennuiit u ungpanmunvuolli Hegppomuueckuil cuH-
dpom ecaedcmeue mymayuu eena MYOIE. AyTocOMHO-
peleCCUBHBIN HeDPOTUYECKUIN CHUHAPOM C (hOKaTb-
HOCETMEHTapHBIM TJIOMEPYJIOCKIEPO30M  BCIIEACTBUE
myTaiiuu reHa M YO 1E, kKapTUpOBaHHOTO Ha XpOMOCOME
15q 22 un xonmupytoniero muo3uH 1E, manudectupyer
y neteil B Bo3pacte oT 2 mec a0 9 ner [1—4]. Hedpo-
TUYECKUH CUHIPOM TOPMOHOPE3UCTEHTEH, WCXOJ
B IMOYEYHYIO HEJIOCTATOYHOCTh HAOIIOMaeTCS B BO3pacTe
1—6 et [1-4].

Bpooicoennniii u unganmunvublii Heghpomuueckuii cuH-
dpom ecaedcmeue mymayuu eena TRPC6. Ten TRPC6,
JIOKaJIM30BaHHBI Ha Xxpomocome 11q21—q22, KonupyeT
MEePEXOIHBIN peLenTop MNoTeHIManbHoro KaHama C6
B 1eneBoit auadparme u nogouurtax [1—5]. Myranuu
reHa TRPC6 OTBETCTBEHHBI 3a pa3BUTHE AyTOCOMHO-
JOMUHAHTHOTO TOPMOHOPE3UCTEHTHOTO HeMpoTude-
CKOTO CMHIpoMa ¢ (hOKaIbHOCETMEHTAaPHBIM TJTIOMEPYJIO-
CKJIEPO30M, MaHU(MECTUPYIONIETO Yy NeTeil B BO3pacTe
0—18 et [4, 5]. Ucxon 3T0i1 hopMbl 3a00€BaHUS B TEP-
MWHAJTbHYIO CTaIUIO MOYEYHOM HETOCTATOYHOCTH IPO-
WCXOIUT B paHHEM U JOIIKOJBHOM Bo3pacTe [4].

Bpooicoennniit u ungpanmunvublii Heghpomuueckuii cuH-
dpom  ecaedcmeue mymayuu eena ARHGDIA. Hedpo-
TUYECKUI cUHApoM (TuUm 8) y aeTeil oOyCIOBIeH ayTo-
COMHO-pelieccuBHOi ~ MyTtauueit reHa ARHGDIA,
KapTHpOBaHHOTO Ha xpoMocoMe 17q25.3 u Koaupyro-
mero Rho-GDIA-anbdha-unrudbutop [1-5]. Dra myra-
LIVST TIPUBOAMT K HAPYIIEHUI0 aKTUHOBOTO IIUTOCKEJIETa
nogouuToB [1—5]. CTeponaope3ucTeHTHBIN He(poTHUIEe-
CKHUii CUHAPOM ¢ TU(h@PY3HBIM Me3aHTHATbHBIM CKJIepO-
30M MJIM (POKATbHOCETMEHTaPHBIM TJIOMEPYIOCKIIEPO30M
MPOTPEeCCUpyeT B MOYEUYHYIO HEIOCTATOUHOCTh y AeTei
B Bo3pacTte oT 3 Mec 1o 3 yet [1, 4, 5], pexxe oTMedaioT
YACTUYHYIO YYBCTBUTEJIBHOCTh K T€paAIrUM TMPeIHU30JI0-
HOM WJIM IIUKJIOCITOPUHOM [2, 5].

Bpooicoennviit. 1 ungpanmunvhbii  Heghpomuueckuii
cundpom ecnedcmeue mymayuu eena WT. Ten WTI —
cympeccop onyxoiun BuiibMca, KapTMpOBaHHBIN Ha XpoO-
mocome 11pl3, komupyer Oeynok omyxonu BuiabMmca
(Wilm’s Tumor Protein) [1-5]. Myrauuu sToro reHa
OTBETCTBEHHBI 3a Pa3BUTHE Yy HOBOPOXIECHHBIX U TPYI-
HBIX JeTeil W30JUPOBAHHBIX (HhOPM HEePPOTUIECKOTO
cuHapoma (tur 4) ¢ 1nddy3HBIM Me3aHTUAJIbHBIM CKJIe-
pPO30M M ayTOCOMHO-PELECCUBHBIM WM ayTOCOMHO-
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JIOMUHAHTHBIM HacjienoBaHuem [2—5]. Hedporuueckuit
CUHIIPOM XapaKTepU3YIOTCSI TOPMOHOPE3UCTEHTHOCTHIO
U YCXOJIOM B TTOYEYHYIO HEAOCTATOUHOCTD JTNOO UyBCTBU-
TEJTBHOCTBIO K TEPAITUM U BEIXOIIOM B peMuccHio [2—5].

Bpooicoennuiii u unpanmunvublii Heghpomuueckuii cuH-
dpom ecaedcmeue mymavuu eena LAMB2. V3onupoBaH-
HBII HedpoTUUecKUit CUMHAPOM (TUI 5) ¢ ayTOCOMHO-
perieCCMBHBIM TUITOM HaclleIOBaHUS Y eTel 00YCITOBIeH
MyTauuei reHa LAM B2, KapTUpOBaHHOTO Ha XpOMOCOME
3p21 1 Koaupyoiero KOMIOHEeHT 0a3aabHO MeMOpaHbI
Kiayobouka Oera-2-namuHuH [1-5]. Hedpornueckuii
cuHApOM ¢ AUGh@Y3HBIM Me3aHTHAJbHBIM CKJIEPO30M
i (pOKaTbHOCETMEHTAPHBIM  TJIOMEPYIOCKIIEPO30M
MpoTeKaeT 6e3 aHOMaJInii TJ1a3a, XapaKTepHbIX ST CUH-
npoma Pierson, mcxom B TOYEYHYIO HEIOCTATOUHOCTH
Habmopaercs B Bo3pacte 0—20 et [4, 5].

Hnpanmunvubiiit Heghpomuueckuii cuHdpom ecaedcmeue
mymavuu eena EMP2. Ten EMP2 xkapTupoBaH Ha XpOMO-
come 16pl3, KommpyeT SIMUTEIUATbHBIA MeMOpaHHBIN
MPOTeVH 2-TO TUIA, 3KCIPECCUPOBAHHBI B HOXKAaxX
nogounutoB [2—35]. BceneactBue myraumu reHa EMP2
y JieTeid MaHUMECTUPYET ayTOCOMHO-PEIIeCCUBHBIN Hed-
pornueckuii cuHapoM (tur 10) ¢ coxpaHHO# GyHKUMEH
MOYeK, YaCTO PEIUANBUPYIOIINI, TOPMOHOUYBCTBUTEb-
HBII ¢ UICXOIOM B PEMHCCHIO, peXKe CTEPONIOPE3UCTEHT-
HBII C peMHuCcCcUell B pe3ysbrare Tepanuu nukiodocda-
HOM [2-35].

Bpooicoennuiii u ungpanmunvublii Heghpomuueckuii cuH-
dpom ecaedcmeue mymayuu eena TBCIDSB. Myranuu
reHa TBCIDS&B, xaptupoBaHHoro Ha Xq22.3, o0yc/oOB-
JINBAIOT pa3BuTHEe HedpoTtuueckoro cuHapoma (tum 20)
¢ X-CIEMJIEHHBIM pPEeLleCCUBHBIM TUTIOM HaCJeIOBaHUS
[3, 19]. G. Dorval u coaBt. (2019) [19] BbIsIBUIM B OAHOM
ceMbe Y 3 HOBOPOXKIEHHBIX U TPYIHBIX AT TOPMOHO-
PE3UCTEHTHBIN He(PPOTUIECKUN CUHAPOM ¢ (DOKATbHO-
CEerMEeHTapHBIM TJIOMEPYJIOCKIEPO30M BCJIEICTBHE MyTa-
LIMY JAHHOTO TeHa.

CuHppomManbHbie GopMbl HACNIEeACTBEHHOr0
BPOXAEHHOro u UHPaHTUIbHOrO HeppPOTUYECKOro
cuHppomay aeten

Bpooicoennuiii u unganmunvublii Heghpomuueckuii cuH-
dpom npu cundpome Denys—Drash eciedcmeue mymauuu
WTI. P. Denys u coanrt. (1967) [20], A. Drash u coaBr.
(1970) [21] omucanu cUHAPOM, BKIHOYAIOIIUN Hedpo-
TUYECKUII CUHIpPOM, HedpobsacToMy, MYXCKOH TCeB-
norepmMadpoauTusM.  AccolManuio  HedpoTUueckoro
cuHapoma ¢ TUG@Y3HBIM ME3aHTHATBHBIM CKJIEPO30M,
omyxoJiblo Bunbmca (amMOpuoHanibHast HedpobiacToma)
U MYXCKUM TICEBIOTEPMADPOIUTUIMOM XapaKTEePU3YIOT
kak cuHapoMm Denys—Drash ¢ ayrocoMHO-mOMMHAHT-
HBIM TUTIOM HacjenoBaHus [1—5, 22—26]. Myrtaumus reHa
WTI, nokanuzoBaHHOTrO Ha xpomocoMme 11p13 u konupy-
folero 6e0K onmyxonu BuibMmca, OTBeTCTBEHHA 3a pa3-
Butre cuHapoma Denys—Drash [15]. R. Habib, T. Bois
(1973) [22] BrepBble yKazaiu Ha TUMEOY3HBIH Me3aHTH-
aJTbHBIN CKJIepO3 KaK Ha OTYETIWBBIM THI MOPGhOIOTHU-

YECKMX M3MEHEHMI, MPUBOIMIIMI K IOYEYHOI HeIo-
CTATOYHOCTU TIPU M30JMPOBAHHOM HEe(PPOTUIECKOM
CUHIpPOME WIM B CTPYKType cuHiapoma Denys—Drash
y nmeteit. [IporenHypust UM HeDPOTUUECKUI CUHIPOM,
MaHudecTupyloue y nereid B Bozpacre ot 0 mo 10 Jer,
PE3UCTEHTHBI K CTEPOUAHON Tepanmu U TPOrpecCUpyioT
B TOYEYHYI0 HEJIOCTAaTOYHOCTh B Bo3pacte (0—15 jer
[1-5, 22-25].

Bpooicoennniit u unganmuavhblil Heghpomuueckuil cuH-
dpom y demeii npu cundpome Frasier ecnedcmeue mymayuu
eena WTI. Accouuaiiusi He(pOTUYECKOTO CHHApPOMa
1 ToHamobjacToMbl Obla ommcaHa S. Frasier (1964)
[1-5]. AyrocomHo-penieccuBHbIii cuHapoM Frasier
obOycnopyieH myratueii reHa WT1 [3—5]. Y HoBopoxIeH-
HBIX U TPYIHBIX JeTell TUarHOCTUPYIOT He(POTUUECKUIA
CUHIPOM C MOpP(OJIOrMYecKoll KapTUHOUN (oKalbHO-
CEerMEHTapHOTO TJIOMEPYJIOCKIIepO3a W TOHATO00IACTOMY,
MPOTrpeccUpoBaHre B MOYEUHYIO HETOCTATOYHOCTh MPO-
UCXOIUT B Bo3pacte 5—7 et [4, 5, 24—-27].

Bpooicoennniit u unganmuavhblil Heghpomuueckuil cuH-
dpom npu cundpome Pierson ecredcmeue mymayuu eeHa
LAMB2. M. Pierson (1963) ormcan HepoTUIECKUIT CUH-
JIPOM B COUETaHUU C aHOMaJIUsIMU T71a3a [ 1—5]. Myrauuu
reHa LAMBZ2, nokanu3oBaHHOTO Ha Xpomocome 3p21,
KOIUPYIOIIEro 6eta-2-JaMUHUH, TTPUBOISIT K pa3BUTHIO
HedpoTtnueckoro cuHapoma (tum 5) y gereit [1-5, 27,
28]. B HopMe aKcIpeccust TTouyeyHoro 0eTa-2-1aMUHIHA
BbIpakeHa B 0Oa3aibHON MeMOpaHe KJIyOOUYKOB TTOYKH,
OKYJISIPHOTO — B MHTPAOKYJISIPHBIX MBIIIAX; B PE3yJIb-
TaTe MYTallMd pa3BUBAETCS TUIOTUIA3Usl IMIMAPHBIX
W 3paykKoBBIX MBI [5]. AyTOCOMHO-pEeleCCUBHBIN
cuHapom Pierson y mereit xapaktepusyercsl COueTaHHOM
MaToJIOTUEH TToUeK U T1a3 (MUKPOKOPUSI, 3aHUI JTEHTHU -
KOHYC, KaTapakTa, aHOMaJIUX XPYCTaIMKa W POTOBMIIBI)
[1=5]. Crepoumope3ncTeHTHbINT HEe(POTUYECKUIT CHUH-
IpoM ¢ (hOKaTbHOCETMEHTAPHBIM TJIOMEPYJIOCKIEPO30M
MPOTPeCCUpyeT B TOUECYHYIO HETOCTATOYHOCTh B paHHEM
M JTOILIKOJBHOM Bo3pacTte [1-5, 27, 28].

Bpooicoennniit u unganmuavhblil Heghpomuueckuil cuH-
dpom npu cundpome Lowe ecredcmeue mymauuu eeHa
OCRLI. Hedpornueckuii cuHIpoM c (poKalbHOCET-
MEHTapHBIM TJIOMEPYJIOCKJIEPO30M TIpU X-CLEIJIEHHOM
peliecCCMBHOM cHHApoMe Lowe y Majlb4MKOB BCTpeE-
yaercst penko [1-5, 24]. Cunapom Lowe o0ycioBiieH
mytanueit rena OCRL I, kaptupoBaHHoro Ha Xq25—q26
u  Komupywouiero dochatuauanHo3uTo-4,5-6udoc-
dar-5-docdarazy, >sKCMpeccUpyrollyocss B arrmapare
Tonbmxu [1-3, 24]. CuHAPOM BKIIIOYAET MATOJIOTHIO IJ1a3
(HucTarm, MukpodTanibmMus, 3K30(hTaTbMUSI, MUKPOKO-
pusi, KatapakTa, riiaykoMma), roJJOBHOTO Mo3ra (Metabo-
JIn4YecKas sHIedaaonaTs, aHoOMaJauu 6eJIoro BellecTBa,
YMCTBEHHAs! OTCTAJIOCTh, MBIIIIEYHAsI TUTIOTOHUSI ), TIOUEK
B BuIe cuHApoMa MaHKOHM (TJIIOKO3YpHsl, TUTIEPAMUHO-
aluaypusi, MeTaboIMYecKuii auuao3, runodocdaremus,
docharypus, KalablIUypus, paxuT) ¢ MPOTEUHYpUEH
WA He(POTUYECKUM CUHAPOMOM C (POKaTbHOCETMEH-
TapHbBIM IJIOMepyJiockiaepo3om [1, 2, 24].
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Bpoxcoennwiit u ungpanmuavhblli Heghpomuueckuil cumH-
dpom ecnedcmeue mymauuu 6 eewax LAMB3, ITGB4,
ITGA3, CDI151. AyTOCOMHO-pelleCCUBHBINI  Hedpo-
TUYECKUIl CUHAPOM C KapTUHOW Aud@y3HOro mesaH-
rMajJbHOTO CKJepo3a WM  (hOKaJTbHOCETMEHTAPHOTO
TJIOMEpYJIOCKJIepo3a B acColMallMd C TMPOSIBIEHUSIMU
OyJUIe3HOTO 3IUAEPMOJIN3a, OHUXOAUCTPO(PUM, HEHpo-
CEHCOPHOI TYTOYXOCTH U JIPYTYMX aHOMAaJWii (paciieJnHa
MSITKOTO Heba, aHKWJIOTJIOCCUSI) OOYCJIOBJIEH MyTalluei
TeHOB, KOIWPYIOIINX KOMITOHEHTBI 0a3ajJbHOW MeM-
OpaHBbl KJIyOOUYKOB MOYkd W nepmbl [1—4]. OnucaHbl
MyTaiuu B 4 reHax: LAM B3, KapTUpOBaHHOTO Ha XpPOMO-
come 1q 32.2 u komupytoiero 6eta-3-naMmuHuH; [TGA3,
KapTUpOBaHHOTO Ha xpomocoMe 18qll, Komupylomero
a3 unterpuH; ITGB4, kapTupoBaHHOrO Ha XpOMOCOME
17925.1 u xonupytouero 6eta-4-unrerpun; CD151, kap-
TUPOBAaHHOTO Ha xpomocoMe 11pl5.5 m Kommpyromiero
terpacrmtanuH TM4 [1—4]. Hedporuueckuit cuHapom
¢ OYJUIe3HBIM 3 TTUIEPMOJIM30M BCJICCTBUE MYyTallMY FeHa
LAMB3 mporpeccupyeT B TIOYEUHYIO HEIOCTaTOYHOCTb
y nereil B Bo3pacte oT 5 mec a0 2 jet [1, 4]. B Hamem
HaOJIIOIeHUN Y cMOCOB (MabuuK 7 JIET U eBoYKa 4 JieT)
C KIMHUYECKUMU (peHOTUNIaMKU MH(MAHTUIBHOTO Hedpo-
TUYECKOTO CUHAPOMA, OHUXOIUCTPOGUH, OYIIIE3HOTO
SMUIEPMOJIN3a, HEMPOCEHCOPHOI TYTOYXOCTH (BKIIHOYAsT
Y JI€BOYKU PaCIIEIMHY MSITKOTO He0a M aHKUJIOTJIOCCUIO)
BciencTBue Myrtaiuu reHa CDI5] umenach coxpaHHast
dbyHKk1MS TIOUEK [29].

Bpoxcoennwiit u ungpanmuavhblli Heghpomuueckuil cumn-
dpom npu cundpome Galloway—Mowat écaedcmeue myma-
yuu 6 eenax WDR73, TP53RK. AyToCOMHO-PelleCCUBHBIN
cuHapom Galloway—Mowat oOyciioBieH MyTaluei reHa
reHa WDR73, xkonupytoiero nporenH WD40 [1-5, 30].
CuHIpOM BKITIOUaeT He(POTUUECKUIT CUHIPOM, MUKPO-
nedannio, auadparMalbHYl0 TPbBIXKY, TMOPOKU YIIHBIX
pakoBMH, T71a3 1 yepemna [1—5, 24, 30]. Iucronornueckue
M3MEHEHUsl TMoYeK Kiaccuuuupyor Kak auddy3Hblii
ME3aHTHaJIbHBIN  CKJIepo3 WK (hOKaTbHOCEeTMEHTap-
HBII TJIOMEpYJIOCKIIEpO3, peXe MUHUMAaTbHble H3Me-
HeHust [1—5]. Mcxon B TepMHUHAJIBHYIO CTAJUIO TTOYEY-
HOI HEIOCTAaTOYHOCTU KOHCTAaTUPYIOT B BospacTe 0—6
et [4]. Hedpornyeckmii cMHIAPOM ¢ MHUHUMAaJIbHBIMU
U3MEHEHUSIM SIBJISIETCSI TOPMOHOUYBCTBUTEJIbHBIM [24].
H.S. Hyun u coasrt. (2018) [31] oOHapyXuin roMo3u-
rotHyto Mmytaiuio reHa 7P53RK y 3 cubcoB, MMEBIINX
(beHOTUTIBI BPOXKIEHHOTO HE(DPOTUYECKOTO CUHAPOMA,
MUKpolleau 1 MUKPOTHATHM, C JIETATbHBIM MCXOIOM
B HEOHATaJIbHOM TEPUOJIe U TPYAHOTO BO3pacTe.

Bpoxcoennwiit v ungpanmunvublit  Heghpomuueckuil
cunopom npu Oducnaazuu Schimke ecaedcmeue myma-
yuu eena SMARCALI. Ten SMARCALI, xapTupoBaH-
HBIIE Ha XpomocoMe 2q34—q36, xommupyer SWI/SFN-
MaTPUKC-aCCOIIMMPOBAHHBIN TIpoTeuH [3—5]. Myranuu
reHa SMARCALI mipuBOIST K pPa3BUTHUIO WMMYHHOTO
neduunTa, KOCTHOM OMCIUTa3UM U HedPOTUIECKOTO
cuHapoma, onmcaHHbIX R. Schimke (1974) [1-5]. Ayto-
COMHO-PEILIECCUBHBIN CUHIPOM KIMHWYECKU TIPOSIBIISI-

Ob30Pbl JINTEPATYPbI

ercsl CroHIMIoANMGU3apHON TUCTIIa3uei, HepoTude-
CKUM CUHIPOMOM, T-KJIETOYHBIM WMMYHOIEMUILIMTOM,
HepeOpadbHOM WIeMUe W HEBPOJOTUYECKMMU Hapy-
mweHusiMu  [1-5, 24]. TopMOHOpPE3UCTEHTHBIN Hehpo-
TUYECKUI CUHIAPOM C (HOKATbHOCETMEHTAPHBIM TJIO-
MEpYJIOCKJIEPO30M Y AETei MpPOrpeccupyeT B MOYEUHYIO
HEAO0CTAaTOYHOCThL B paHHEM Bo3pacTte [4].

Hupanmunvubiiit neghpomuueckuii cunopom npu Nail —
Patella cundpome 6caedcmeue mymauuu eena LMXIB.
Mytauuu reHa LMXIB, KapTUpOBaHHOTO Ha XpPOMO-
come 9q34 1 KOIMPYIOIIEro TPaHCKPUTIIMOHHBIN (hakTop
Lmx1b, obycnoBiuBaloT narosoruto KosiareHa IV tumna
C HapylIeHHeM CTPYKTYphl 6a3ajbHOW MeMOpaHbI KITy-
OOUYKOB TTOYKHM, a TaKKe HaIKOJEHHWKA, KOCTEe M Tjia3
[1=5, 15, 32]. ApTpOOHMXOOCTEOAMCILIa3Usl C ayTo-
COMHO-JIOMUHAHTHBIM THUITIOM HAacJIeAOBaHUs XapaKTe-
puU3yeTcsl TMIO- WM arja3ueil HanKoJeHHUKa, TUIO-
ruiazueit u nuctpodueit Horreit, KOCTHBIMU BBIPOCTaMU
Ha TpeOHSIX TMOAB3IOIIHBIX KOCTEM, aHOMAaIUSIMU TJia3
(kaTapakra, Tjaykoma), TaTojorueil rmodek (Hedpo-
TUYECKUII CUHAPOM WJIM TIPOTeUHYpUsi, reMatypusi) [4,
5, 24-26, 32]. Y aerteit ¢ CHHAPOMOM HOTTel-HAIKOIEeH-
HuKa B 25—50% nuarHoCTUPYIOT HePPOTUIECKUI CUH-
JIPOM C MWHHUMAJIBbHBIMM U3MEHEHMSIMM WM (hOKallb-
HOCErMEHTapHbIM TJIOMEPYJOCKIEPO30M C OTJIOKEHUEM
Gubpui KoyutareHa [4, 5, 24]. Pa3zsutue TepMuHaIbHOM
CTaJIK TTIOYEYHOM HEAOCTATOUHOCTHU Y TTAIIMEHTOB B IET-
CKOM BO3pacTe KOHCTaTUPYIOT B 5—15% ciydaes [4, 5].

Bpooicoennviit. 1 ungpanmuavhbii  Heghpomuueckuii
cunopom ecaedcmeue mymayuu eeva SGPLI. Myrta-
uuu reHa SGPLI, XapTUpOBaHHOTO Ha XpOMOCOME
10922, OTBETCTBEHHBI 3a pa3BUTHE Y HOBOPOXIEHHBIX
W TPYIHBIX JETeil ayTOCOMHO-PELIeCCUBHOTO TOPMOHO-
PE3UCTEHTHOTO HedpOTUYECKOro cuHapoma (tum 14)
C CHHApOMaTbHON MaHUdecTalmeil (HaAMOUYeYHUKO-
Basg HEIOCTAaTOYHOCTh, KaJblM(PUKALMI HaIImodey-
HUKOB, TUITOTOHAIW3M, MXTHO3, Tiyxorta) [3, 33-36].
Hedpornuecknit cuHapom ¢ (doKaabHOCETMEHTAPHBIM
TJIOMEPYJIOCKIEPO30M  WIM JIUPDY3HBIM Me3aHTUaTb-
HBIM CKJIEPO30M U 3KCTpapeHaJIbHON MaHUbecTaluei
MPOrpeccupyeT B MOUYEYHYIO HEIOCTaTOYHOCTh [3, 24,
33-36]. A.R. Janecke m coaBt. (2017) [33] BBIABWIN
myTauuto reHa SGPL1 y neteit ¢ HeppOTUUECKUM CUH-
IPOMOM M KalbIM(pUKaLME HAAIIOUYeYHUKOB. S. Lovric
u coaBt. (2017) [34] o6Hapyxunu myTtauuu reHa SGPL 1
y JmeTeil ¢ He(POTUYECKUM CUHIPOMOM U TOYEHUHOIM
HEIOCTATOYHOCThIO, ACCOIMUPOBAHHBIM C WXTHO30M,
HaAIMOYeYHNKOBOW HEIOCTATOYHOCTBIO, HeNpOCceHCop-
Hoit ryxotoit. R. Prasad u coast. (2017) [35] omnpene-
JIMJIA MYTallMM 3TOTO TeHa y JeTeill ¢ HepPOTUIECKUM
CUHIPOMOM, KalbIU(UKaLel HaAMOYeUHUKOB U HaJ-
MMOYEYHUKOBOM HEIOCTATOUHOCTHIO.

W3 mpenctaBaeHHBIX JAHHBIX CIIEAYET, YTO MOHO-
TeHHbIE M30JIMPOBAHHBIE WU CUHIPOMAaTbHBIE (POPMBI
He(pPOTUUYECKOTO  CUHIpPOMA Yy  HOBOPOXIEHHBIX
W TPYIHBIX JIeTel XapaKTepu3yloTcs (heHOTUTMUECKOM
BapuabeIbHOCTBIO, B OOJIBITMHCTBE CIy4aeB TOPMOHO-

POCCUVICKVI BECTHUK MEPUHATOJIOMN U MEANATPUM, 2020; 65:(6)

16

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2020; 65:(6)



Cagenxosa H./I. HacnencTBeHHbIN BPOXICHHBII U MHDAHTUILHBIN HeDPOTUUECKIIA CHHAPOM Y €Teli: CTpaTeryis BeICHHUS. ..

PE3UCTEHTHOCTHIO, KaK IpPaBWIO, TUIWYHOM TMCTO-
JIOTUYECKON KapTUHOU AU(h@PY3HOrO0 Me3aHTHaIbHOTO
cKJIepo3a WiIn (HhOKaTbHOCETMEHTAPHOTO TJIOMEpYJI0-
ckiepo3sa [1-5].

Crtparterus BegeHus HacnencTBeHHOro
BPOXAEHHOro U UHPAHTUIIbHOTO HePPOTUHECKOrO
CUHppomMmay [eTen ¢ HOBbIMU BO3MOXHOCTSMU
ANarHoOCTUKU U ie4eHuq

B mpouiom Beke y meTeii ¢ BpOXKIEHHBIM M MH(DaH-
TWJIBHBIM HEOPOTUYECKUM CUHIPOMOM THCTOJIOTHYE-
CKOe MccieoBaHre OMOIMTATOB MOYKH IITUPOKO MCITOJb-
30BaJIOCh B TIPAKTHKE M OLEHUBAJIOCh KaK BaKHEHIITUIA
IMATHOCTUYECKUI W TIPOTrHOCTUYECKMNI KpuTepuii [7—9,
22]. Knaccudukaiuy BpoXIeHHOTO U MHMAHTUIBHOTO
He(POTUUECKOTO CUHIPOMAa CTPOMIIMCH Ha OCHOBE KITU-
HUYECKUX 1 MOP(OIOTUYECKNX JaHHBIX [1, 7—9, 22, 24].

B mHactostiiee Bpemst cepur  MOP(HOIOTMIECKUX
WCCNeOBaHU TIPM  HACJIEACTBEHHBIX (hopMax BpO-
KIEHHOTO W WH(MAHTUIBHOTO HeMPOTUYECKOTO CHUH-
NpoMa y JIeTell, Pe3UCTEHTHBIX K CTEPOUIHON Teparuu,
JIEMOHCTPUPYIOT TUITMYHYIO TMCTOJOTUYECKYIO KapTUHY
I dY3HOTO Me3aHTUATBLHOTO CKIIepo3a I (hOKaTbHO-
cerMeHTapHoro rioMmepyJiockieposa [1—5, 10]. Cospe-
MeHHas Kiaccu@uKamus ¢ y9eTOM FreHeTUUIeCKUX UCCie-
JIOBAaHUI XapaKTepu3yeT (PeHOTHUIT Y TEHOTUTT YKa3aHHBIX
¢dopm 3aboneBaHus y aereit [1].

H. Jalanko u C. Holmberg (2016) [1], R. Preston
u coasT. (2019) [2], O. Boyer u coaBrt. (2016) [4], S. Weber
(2016) [5] yka3bIBalOoT Ha BapuabeJbHOCTb (PEHOTHUIIOB
HaCJIeACTBEHHOTO BPOXIESHHOTO M MH(PaHTUIIBHOTO He(-
POTUYECKOTO CUHApPOMAa (M30JIMPOBAHHOTO W CHHAPO-
MaJIbHOTO) y JeTel MPU OTHOTUITHON TMCTOJOTUYECKOM
KapThHe (HOKaTbHOCETMEHTAPHOTO TJIOMEPYIOCKIepo3a
win  audEPy3HOTO Me3aHTHaIbHOTO CKJIepo3a, PeaKo
MWHUMAaJBHBIX U3MEHEHMIT. ABTOPUTETHBIE YIeHBIE CUM-
TaloT, UTO ITOYEeYHast GMOTICHSI He PACKPBIBAECT STUOJIOTUIO
¥ maToreHe3 3aboneBanus [1, 2, 4—8].

B cBs13u ¢ oOHaApy:KeHHEM TUITUYHON TUCTOJOTHYE-
CKOIl KapTWUHBI (hOKATBHOCETMEHTAPHOTO TJIOMEPYJIO-
ckiepo3a win ITud@y3HOTO Me3aHTHATbHOTO CKJIepo3a
MPU TOPMOHOPE3UCTEHTHOM HE(PPOTUIECKOM CUHIPOME
CYUTAIOT, YTO PE3yIbTaThl TEHETUYECKOTO TECTUPOBAHUS
HCKITIOYAIOT HEOOXOAUMOCTh OUOTICUM TTOYKH B TMAarHO-
CTUYECKUX W TIPOTHOCTUYECKUX IIEISIX Y HOBOPOXKIECH-
HBIX ¥ TpyaHbIX aeteit [1, 2]. [Inst ycTaHOBIEHUS] 3THO-
JIOTMM M TIaTOTeHe3a BPOXIECHHOTO M MHMaHTUILHOTO
He(POTUUECKOTO CUHApPOMA y IeTell TOJIbKO TeHeTHYe-
CKOE€ UCCJIeIOBAaHUE CITY>KUT MEeTOI0M BhiOopa [1, 2].

R. Preston u coaBt. (2019) [2] peKOMEHIYIOT OeTIM
CO CTEpOMAOPE3UCTEHTHBIM HE(DPOTUYECKUM CHHIPO-
MOM TIPOBOIUTH T€HETUYECKOE TECTUPOBAHUE METOIOM
MapajieTbHOTO CEKBEHUPOBAHUST TyTeM TPUMEHEHUS
CEKBEHUPOBAHUS HOBOTO TIOKOJEeHUs (next-genera-
tion sequencing, NGS). Eciau BbICOKO MpOU3BOIUTEb-
HBI METON TapaJlJIeIbHOTO CEKBEHUPOBAHUST TOCTY-
MeH, cleayeT WCIOJIb30BaTh TaHedb TE€HOB, MyTalluu

KOTOPBIX SIBJISIIOTCS ¢ HauboJjiee pacnpoCTpaHEHHBIMU
MOHOT€HHBIMU TIPUYMHAMM  CTEPOUIOPE3UCTEHTHOTO
Hedportnueckoro cuHnpoma — NPHS2, NPHS1, WTI,
LAMB2, PLCE1, TRPC6, ACTN4, INF2, ADCK4, COQ2
u COQ6, LMXIB, APOLI [2]. Ecau texnonorus NGS
HENOCTyIMHA, CKPUHUHT TE€HOB MPOBOMAT IJIsI KaXIou
BO3pACTHOM TPYIIIbI: Y JIeTell ¢ BPOXIEHHBIM Hehpo-
TUYECKUM CUHIPOMOM PEKOMEHIYIOT aHalu3 6 TeHOB
NPHSI1, NPHS2, WTI1, LAMB2, PLCEl, LMX1B;y neteit
¢ WH(MAHTUIBHBIM HEe(DPOTUYECKUM CHUHAPOMOM — 9
reHoB — NPHS2, NPHS1, WTI1, PLCE1, TRPC6, ACTN4,
ADCK4, COQ2 n COQ6; y moapocTkoB — reHoB NPHS2,
TRPC6, ACTN4, INF2, ADCK4, WTI [2]. DTHOC M TUCTO-
JIOTUYECKUE HAXOAKU OINpEeaessioT TPenuMyIeCTBeH-
HBII CKPUHUHT OTpe/ieJIeHHbIX TeHOB [2]. KnmmHuueckoe
(eHOTUTIMPOBAaHWE B COYETAHUU C LIEJIEBbIM TEHETU-
YeCKMM aHajM30M CJIYy>KaT CTaHAapTOM AUarHOCTUKU
HACJIEACTBEHHOTO He(POTUUECKOTO CUHApPOMA y NETeH,
MO3BOJISIOT KIMHUIIMCTAM C YYeTOM KOHKPETHOTO (heHO-
TUTA U TEHOTHUIIA OLUEHUTDb U MPEATOI0XKUTh BEPOSITHBII
OTBET Ha CTEPOUIHYIO MY LIUTOCTATUYECKYIO Teparuio,
MPOTHO3MPOBATh CKOPOCTh IPOrPecCUpOBaHUsI B Tep-
MUWHAJIBHYIO CTaUI0 TTIOYEUHON HEIOCTATOUHOCTHU, PUCK
peuuaMBa Tocje TpaHCIulaHTauuy nouku [1, 2]. BoisB-
JIEHUE BBIIIEONMMCAHHBIX MyTallUil y IeTeli ¢ HeppoTruye-
CKHUM CUHIPOMOM TpPeOYeT MEeIUKO-TeHETUYECKOTO KOH-
CYJITUPOBaHUS CEMEN.

MeTtonbl TepcoOHANIM3UPOBAHHON MEIULIMHBI B JIET-
CKOIl He(dpoJoruu 1aroT BO3ZMOXHOCTDH BBISIBUTH MOJIE-
KyJISPHO-TEHETUYECKUE OCHOBBI Pa3BUTHS HACJIEICTBEH-
HBIX OOJIe3HEl TOYeK, OINPEeAeTUTh CTPATEeruio BEASHUS
OOJIBHBIX JIeTeli, Tepanuio 1 mporHo3 [27]. PaHHuii reHe-
TUYECKMI AuarHo3 obecreuyuBaeT MepcoHaIu3MpOBaH-
HBIH TTOXO/1 K BHIOOPY JIeueOHBIX BO3AEHUCTBUIA C yUIEeTOM
0COOEHHOCTEl reHoTuna U (peHoTumna HePOTUIEeCKOro
CUHIpOMa Y KOHKpeTHoro pebeHka [2]. M3omaupoBaH-
Hble (POPMBI BPOXKIEHHOTO WIM WH(PAHTWIBHOTO Hed-
POTUYECKOTO CHUHApOMA Yy JIeTEl XapaKTepu3yloTCs
PE3UCTEHTHOCTBHIO K CTEPOMIHON Tepanuu, MO3TOMY
MpU TIOJYYEHUU pe3ysibraTa TeHeTUUeCKOro TecTa, IMOJ-
TBEPXKIAIOLIETO MYTAlIMIO TeHa, PEKOMEHIYIOT OTMe-
HSITh CTEPOMIHYIO TEPATUIO B OTCYTCTBUE KIIMHUUECKOTO
addekTa, yUMThIBasE BHICOKUI PUCK MOOOYHBIX 3PdeK-
TOB CTEpPOUIOB Yy HOBOPOXICHHBIX W TPYAHBIX IeTel
[1, 2, 4, 5]. YacTMuHYIO U TOJHYIO YYBCTBUTEJIbHOCTH
K CTEPOWJHON W IUTOCTATUYECKON (LIMKIOCTIOPUHOM)
Teparnuy OTMeYaroT y IeTeil ¢ He)pOTUIECKUM CUHIIPO-
MoM Bcienctsue myrauuii reHoB WT1, NPHS2, PLCE],
TRPC6, EMP2; B Takux ciydasx JIedeHUe MPOIOJIKAIOT
o pemuccun [1, 2, 5].

H. Jalanko u C. Holmberg (2016) [1] mpencraBuin
BelleHWEe JNeTeil ¢ TIEPBMYHBIM BPOXIEHHBIM Hehpo-
TUYECKUM CHUHAPOMOM. sl JieyeHus: BPOXKIEHHOTO
HedpoTnueckoro cuHapomMa (UHCKOTO THUTIA Yy JeTel
3TU aBTOPbl PEKOMEHIYIOT KOPPEKIUIO TUIOATbOyMU-
HEMUU U OTEYHOTO CUHIpPOMA, OOECMEeYUTb BbICOKO-
kanopuiiHyto auety (130 kkau/kr/ cyT) ¢ aaekBaTHbIM
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MUTAHUEM, IS TIPaBUJIBHOTO KOPMJIEHUSI YCTaHOBUTH
HA30TacTPaJbHbIN 30H/ WIX TaCTPOCTOMY. 3aMECTUTE T b-
Hasl Tepanusi METOOM TPAHCIJIAHTALUU TIOYKU OCYIIe-
CTBJISIETCSI IETSIM TIPY TOCTHXKeHUM Macchl Teta 10—15 K

Jns  KOppeKIMM TUMoabOYMUHEMUU UM TUIIOBO-
JIEMUH, OTEKOB, IO MHEHUIO YKa3aHHbBIX aBTOPOB, AETIM
¢ HedpPOTMUECKUM CHUHIPOMOM HA3HAYaAlOT BHYTPU-
BeHHBbIe KareJdbHble MHMY3nu 20% annOymMuHa, 3aTeM
B KOHIIE — CTpyiHOe BBeneHue ¢ypoceMuaa/aa3mkca
(0,5 mr/kr), BHavyanme 3 nByxdacoBble wHpy3um 20%
aTbOyMMHA TIpU TSDKEJION TUIOATbOYMUHEMUU U THUTIO-
BojieMun (no3a 1—5 MJI/KT) U yepe3 HEeCKOJIbKO Helesb
OIHY mecThdacoByo WHYy3uio (1o 15—20 mu/kr/6 4,
3—4 r/xr /cyt). Cienyer OTMETUTh, YTO MPEIHU30J0HO-
Tepanuio He Ha3HavyaloT JAETSIM C MEePBUYHBIM BPOXIECH-
HbIM Hedporuueckum cuHapomom [1]. B.C. Reynods
u coanT. (2015) [37] neTsiMm ¢ HePPOTUUECKUM CUHIPO-
MOM TIPOBOAST BHYTpHMBeHHBbIe WMHMY3uu 20% anboy-
MMHa B 103¢ OT 6 10 1,5 r/Kr/cyT B TeueHue 6 uiam 2—3 4,
MPU  JIOCTVKEHWM YPOBHSI allbOyMUHA B CBHIBOPOTKU
>30 r/n1 mepexomsT Ha aJbTePHUPYIONIIUN  pPeXUM
(4epes IeHb) Un Kaxjable 72 4.

[Tporennypusi, ipuBonsIas K rMnoaTb0yMUHEMUH,
TUTIOBOJIEMUN, TUTEep(PUOPMHOTEHEMUM, TUTIEPIUTINA-
NIeMUU U CHUXXEHUIO YpoBHsST aHTUTpoMmOuHa I11 y nereit
C BPOXJIEHHBIM HEe(PPOTUYECKUM CUHIPOMOM, OOYCIOB-
JIUBAET Pa3BUTHE apTePUATIbHBIX U BEHO3HBIX TPOMOO-
30B, YTO SIBJISIETCSI TIOKAa3aHUEM K MPOdUIaKTUYECKON
MpoTuBOTpOoMOOTHMYEeCKOi Tepanuu [1, 7, 24, 25, 39].
H. Jalanko u C. Holmberg (2016) [1] aeTssm ¢ BpoxkaeH-
HbIM HedpoTrnyeckuMm cuHapomoM (NPHS1) nasznauator
BapdapuH HaTpusi B Bo3pacte 3—4 Henelb, KOTOPBIi
OTMEHSIIOT Tepel XUPYPruuecKMMM BMeIlaTebCTBaMU
u BHyTpUBeHHO BBOAAT aHTUTpoMOuMH III (50 ME/kr).
HetsiMm ¢ HePPOTUUECKUM CUHAPOMOM, UMEIOIIUM CHU-
xeHue aHtutpoMmOuHa Il B KpoBM BcieacTBue morepu
€ro ¢ Mo4Yoii, 0OOCHOBaHa BHYTPUBEHHass WHQY3Us
antutpomouna I1I [1, 25, 30]. s npodunakTuku Tpom-
0OTUYECKUX OCIOXHEHUI TaKUM JETSIM Mbl Ha3zHauyaeM
HU3KOMOJIEKYJISIpHbIE TerapuHbl [24, 25].

H. Jalanko u C. Holmberg (2016) [1] mnsa cHike-
HUs TIPOTEMHYPUU JIETSIM C BPOXIEHHBIM HedpoThie-
CKMM CHUHIPOMOM OOOCHOBBIBAIOT MPUMEHEHUE WHIU-
OMTOpPOB  aHTHOTEH3MHMpeBpaliawliero  @epmMeHTa
(AII®) u wHmomertanmHa. UuHTHOUTOP AIID (KamTo-
MpWJI) Ha3HAvaloT B 103 1—5 MI/Kr/CyT, B OTCYTCTBHUE
addekra yepe3 HECKOJIbKO HeleNb JeueHUsl J0OaBSIOT
Oi0KaToOphl pelenTopoB K aHruoTeH3uHy Il (io3apran
0,4—1,3 Mr/kr/cyt ) moj KOHTposieM (PYHKIHMU MOYEK
U ypoBHSI Kasusi B KposH [1, 7]. Ecnu netu ¢ HedpoTrue-
CKUM CUHAPOMOM BcJiefcTBUE MyTauuii reHoB NPHSI
i NPHS2 He oTBeuyaloT Ha 3Ty Teparnuio, TO pEKOMEH-
nytoT uHaoMmerauuH 1—5 mr/kr/cyt [1, 7]. B.C. Reynods
u coaBT. (2015) [37] npuMEeHSIIOT UHAOMETALIMH B MEHb-
weit goze 0,7—1,8 mr/kr/cyr. Mbl He Ha3HauYaeM UHIO-
METalH NIeTSIM C BPOXJIEHHBIM HEe(POTUYECKHUM CUH-
JIPOMOM C YYE€TOM ero 1mooouHbIX apdexkTos [24, 25].

Ob30Pbl JINTEPATYPbI

VY nereii ¢ BpoXKIeHHBIM HE(PPOTUUECKUM CUHIPOMOM
OBICTPO Pa3BUBAETCSl TUIOTUPEO3, MOITOMY IMOKa3aHa
Tepanust TAPOKCUHOM 110 6,25—12,5 MKT/cyT yTpoM (KOH-
Tposib ypoBHs T,, T,, THPEOTPONHOrO rOPMOHA B KPOBK)
[1, 7, 8, 24, 37]. Anst mpodmIakKTUKU OaKTepuaTIbHbIX
uHGpEKIUH aeTsIM ¢ He(GPOTUYECKUM CHHIPOMOM,
MOJIOCTHBIMU OTEKaMM Ha3HauyalT aHTUOAKTEepHabHYIO
tepanuio. MHby3un uMMyHOTIO0Y/JIMHA BHYTPUBEHHO
MoKa3aHbl C 1eJbl0 TMPODUIAKTUKNA U JIeYeHUs] OakTe-
puagbHBIX M BUpYcHbIX MHpekuuii [1]. HoBopoxneH-
HBIM M TPYAHBIM ACTSIM C HEPPOTUUECKUM CUHIPOMOM
HeoOxoanMbl BbicoKoaHepreTudeckast (130 kkay/Kr/cyT)
un OenkoBas (3—4 r/Kr/cyr) nuera, Ha3HaueHWE BUTa-
muHa D, (1000 ME/cyr), kambuus (500—1000 mr/cyr),
marHus (50 mr/cyT) u Kanus [1].

C 1eablo CHUXEHMST TIPOTEMHYPUM M YaCTOTHI BHY-
TPUBEHHBIX WHQPY3Uil anbOyMuHa B KPYIHBIX Teaua-
TPUUECKMX LIEHTPAX OCYIIECTBISIETCS BeIeHUE JeTeil
C BpPOXIEHHBIM HEMPOTUUECKUM CHUHIPOMOM, MME0-
IIMX COXpaHHYI (YHKIIMIO MOYeK; BelAeHHUE OOJbHBIX
JeTeil mpenycMaTpuBaeT MPEeBEeHTUBHYIO He(GPIKTOMUIO
W TIEpUTOHEATbHBIN IHAIN3, 3aTeM TpaHCIUIAaHTAILIUIO
nouku [1, 7, 8]. Karerep nisi mepuToHeaJbHOTO IMa-
JIN3a yCTaHaBIMBAIOT 3a 2 Hefd 10 HedpakTtomuu [1, 7, 8].
Hetsam ¢ HePOTUUECKUM CUHIPOMOM, OOYCIOBICHHBIM
myTauusiMu reHa NPHS1, 000CHOBBIBAIOT MPOBEICHNE
JIBYCTOPOHHEN He(PIKTOMUU U TEPUTOHEATBHOTO Jara-
JIM3a WIM TeMOoJuain3a Mpu JTOCTHKEHUM Macchl Tena 7
KI, paHHEW TpaHCIUIAHTALMU TIOYKU MPU JOCTHUKEHUU
maccel Tenta 9—10 kr [1, 7, 8]. ITo H. Jalanko u C. Holm-
berg (2016) [1] cTpaTerust BeneHUs AeTell C BPOKIECHHBIM
Hedpornueckum cuHapomoMm (NPHS1) 3akmiovaercs
B eXeIHEBHBIX BHYTPMBEHHBIX MHGY3usax 20% anb0y-
MMWHA M Jla3UKCa, BBITIOJIHEHUW OJHO- WU JBYCTOPOH-
Helt He(PIKTOMUY U TEePUTOHEATbHOTO auain3a, paH-
Hell TpaHCIJIaHTallUM TIOYKW TIPYU TOCTHMXXKEHUUW MacChl
tena 10—15 k. Bospact nereii ¢ ykazaHHbIM 3a0oJieBa-
HUEM Ha MOMEHT OJIHOCTOPOHHEI He(PIKTOMUU BapbU-
pyet oT 4 no 11 mec, Bo3pacT K MOMEHTY JBYCTOPOHHEH
HeDPIKTOMUM U MIEPUTOHEATTBHOTO auajin3a — OT 3 Mec
o 7—16 mec [1, 7, 39—43].

B nutepatype npopoiikaercsi odbcyxneHue BOMpo-
coB  2(MEOEKTUBHOCTU KOHCEPBATUBHOW Teparuw,
11€J1eCO00Pa3HOCTU  OJHOCTOPOHHEN HedpPIKTOMUHU,
MoKa3aHWN K JBYCTOPOHHEW HEDPIKTOMUU U TEPHU-
TOHEAJIbHOMY JMalu3y y JeTeil ¢ HeppOoTUYECKUM
CUHJPOMOM, MMEIOIINX COXpaHHYI (YHKIMIO TToYeK
[1, 7, 8, 39, 40]. B psne KpymHBbIX NeauaTpUIeCKUX
LIEHTPOB TPAaKTUKYIOT 0o0jiee KOHCEpBaTMBHOE Bele-
HUE TaKuX JeTeil: coueTaHWe BHYTPUBEHHBIX MH(DY3UT
20% anbOyMHHa M aHTUIIPOTEMHYPUIECKOTO JIEUSHUS
(maruburoper AP u/wiM WHIOMETAIIMH), OIXHO-
CTOPOHHIOIO HE(MPIKTOMUIO C 1IEJIbI0 YMEHbIICHUS
MPOTEMHYPUU M KOJMYECTBA BHYTPUBEHHBIX WHG}Y-
3Uil abOyMUHA; IUaIU3 HaUMHAIOT TIPOBOAUTD AETSIM
IpHU pa3BUTUU IMMOYeUyHO HemoctaTouHocTH [38, 40].
DTO apryMeHTUPOBAHO T€M, YTO TPU KOHCEPBAaTUBHOM
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MOAX0/e K BEAEHUIO OOTbHBIX AETeil MOXHO COXPAaHUTh
(GYHKIIMIO MOYEK M MPOJIMTh BpeMsl 10 Havaja jaua-
JIn3a, KOHCEPBATUBHOE BeJeHUE CUuTaloT 3(h(HEKTUB-
HBIM MeToaoM [38, 40].

S. Dufek u coast.,, ESPN Dialysis Working Group
(2018) [38] onybamMKOBaIM pe3yabTaThl CPABHUTEIBHOTO
WUCCIeAOBAHUSI TEUYEHUSI M ucXola He(ppPOTUUYECKOTO
cuHapoMa y 25 nereit ¢ myrauusimu NPHS1, nonsepr-
IIUXCS JTBYCTOpOHHEl HedpakTomuu, m y 17 nereit,
MOJIyYaroluX KOHCEPBATUBHYIO Teparnuio. YacToTa pas-
BUTUS CENTUIECKUX WU TPOMOOTUIECKUX OCTOKHEHUIA
ObLTa cOMOCTaBMMa MEXIy CPaBHMBAaeMbIMU TPYITTIIAMU.
Bospact nereit Ha MOMEHT ABYCTOPOHHMX He(pPIKTO-
MUt 1 guanusa coctaBua 7—16 mec. [Ipu okoHUYaTe N b-
HOM HaboneHnu (cpenHuii Bo3pact 34 mec) y 20 (80%)
u3 25 ngereii ¢ HeppaKTOMUEH ObLIa BHITIOJHEHA TPaHC-
TUIAHTaIMSl TIOYKWU, Y OJHOTO HACTYIMWI JieTaJbHbIN
ucxon. B rpymme koHcepBaTuBHOUN Tepamum 9 (53%)
nereit ¢ He(POTUUECKUM CHUHAPOMOM HE HYXIAIuCh
B nmuanu3se, 4 (24%) OblIa BBHITTOTHEHA TPAHCIIIAHTAIIHST
MOYKU, B 2 clydasix KOHCTaTUPOBAH JIETaTbHBIN UCXO/I.
ABTODPBI CYUTAIOT, YTO MHIMBUIYATbHBIN TTOIXOM C TN -
TeJbHBIM KOHCEPBAaTUBHBIM BeIeHUEM JeTeil (BPOKIeH-
HBII He(pOTUIECKUI CUHAPOM Tipu MyTauusix NPHST),
UMEIOIIUX COXPaHHYI (QYHKIMIO TIOYeK, TMO3BOJISIET
MPOJJIUTH BpeMs 10 Haualia Auajinia, OCyIleCTBUTD yia-
JIeHWE M TpaHCIUIAaHTAIMI0 TMOYKU B Mpollecce OTHOM
onepannu [38].

Y. Hamasaki u coast. (2018) [40] u3yyunu kaTamHe3
14 nmereii ¢ BpOXIEHHBIM HE(PPOTUIECKUM CHUHIPOMOM,
KOTOpPbIM OBbUIM TMPOBEACHBI 3aMECTUTENIbHAsI Teparusi
nuanu3omM B Bospacte 2,4t1,3 roma m METOIOM TpaHC-
IUTAaHTALIMU TTOYKY B Bo3pacte 5,2+2,0 roga. Cpok HaOm0-
JIIeHUs TIocje TpaHCIIaHTaluu coctaBui 14,3+8,9 roma.
V 2 nauueHTOB MocJie TpaHCIJIAHTALIMU TTOYKU BbISIBIEHA
MPOTEeUHYpHUsi, OTHOMY TIpOBeJCHA ITOBTOpHAsl TpaHC-
TUTAaHTAllUSI, Y BTOPOTO JOCTUTHYTA ITOJHAST PEMUCCUSI
rocJjie UMMYHOCYyTpeccuBHO Teparuu [40].

B coBpeMmeHHOIT cTpareruu BeneHUs JIeTeil C BpO-
KIEHHBIM ~ He(POTUYECKUM CUHIPOMOM  BBIIEJICHBI
JIBa HarlpaBJIeHUs: KOHCepBaTUBHAs Teparusi U paHHSIS
TpaHCIJIAaHTAIMsI TIOYKW TPU TOCTHXXKEHWM MacChl Tesa
10—15 K1, B 3TOM cjiyyae TIOUYKM yIaJsOT U TpaHCILJIaH-
TUPYIOT JIETSM B TIpOlecce OIHOM orepauuu; BBITOJ-
HEHME JBYCTOPOHHEW HEePPIKTOMUM OIHOBPEMEHHO
WJIM TIO3TAITHO OJHOM, 3aTeM BTOpPOW, U TIepUTOHEATb-
HOTO ain3a, TpaHCTUTAaHTALIMY TTOYKH TTPU JOCTUKEHU N
maccel Tena 10—15 xr [1, 4, 7, 38—41, 43]. TpancmiaH-
TalMsl POICTBEHHON IMOYKU TpU3HAHA 3(PEHEKTUBHBIM
METOIOM 3aMEeCTUTEJIbHON TOYeYHO Tepanuu y aeTei
C HaCJIEZICTBEHHBIM HEe(POTUYECKUM CUHAPOMOM, TIPO-
IrPECCUPYIOIIMM B TEPMUHAJIBHYIO CTauI0 TOYEYHOM
HepocTtaToyHocTH [1, 7, 8, 38—43].

VYV nereit ¢ He(pOTUUYECKUM CUHAPOMOM, BbI3BaH-
HeIM MyTamusmu NPHSI, B 25% ciydyaeB oOHapy-
JKMBAlOT TIOCTTPAHCIUIAHTAHTHBIA  pelUIMB  BCJEI-
cTBMEe 0Opa3oBaHMWs aHTUTeN K Hedpuny [1,7, 8, 41];

peruanB BCICACTBUE 00pa3oBaHUS aHTUTENT K TTOIO-
WHY TIpU HeDPOTUIECKOM CHUHApPOME, OOYCIOBIICH-
HoM wMyrtanusMu NPHS2, naGmopaercss peako [5].
Pemmuccuio mocTTpaHCIIIAHTAHTHOTO peluanBa Hedpo-
TUYECKOTO CUHIPOMA Yy JIeTel JOCTUTAIOT B PEe3ybTaTe
Tepanuu TutazMadepe3oM, PUTYKCUMaboM (aHTUTeNa
K TOBEPXHOCTHOMY aHTUreHy B-numdoiutor CD20)
[1, 5,41, 42]. CyiiecTByeT BHICOKMII pUCK HEMMMYHHBIX
MOBpEeXJAEHUI MoYyeuyHoro ajaorpadra y gerein [44].
PasButme xpoHmdueckoir Hedporatum amiorpadra
y PEIIUTIMEHTa OCTaeTCs aKTyaIbHOM MTPoOIeMoif Tieara-
TpUYeCcKOl TpaHCIUIaHTONOTHH [1, 9, 38—44].

Hannwie T. Holttd u coaBt. (2016) [43] nemMoHCTpH-
PYIOT COTIOCTaBUMOCTh S-JIETHE! BBDKMBAEMOCTH TIOCTIC
TpaHcTUIaHTaIuu mMovku (91%) 1 moyeyHoro amnorpadra
(89%) y neteit ¢ BpOKIEHHBIM HE(PPOTHMUECKUM CUHIPO-
moM (mytaumu NPHST) u CAKUT — (congenital anoma-
lies of the kidney and urinary tract, BpoxJeHHbIe aHOMa-
JIUY TIOYEeK M MOYEBBIBOSIIITUX TTyTEiT) CHHIPOMOM.

3akniovyeHue

B pesynbrate reHeTUYECKUX UCCIIEIOBAHUI TTOJTydeHa
¢dyHIaMeHTaabHast THGOpPMalIYs O TTaTOTeHe3e OOJIbIIUH-
CTBa CJlydyaeB TOPMOHOPE3WCTEHTHOTO W30JMPOBAHHOTO
WJIA CUHIPOMAJIBHOTO BPOXAEHHOTO W WH(pAHTUIBHOTO
HedpoTUUeCcKOro cuHIpoma y nereit. JlokasaHbl MyTa-
LIMY TEHOB, KOJMPYIOIIMX OCHOBHbIE KOMITOHEHTHI I1IeJIe-
Boil nuadparMbl UM OazajibHO MeMOpaHbl KIyOOYKOB
MOYKU, CTPYKTYpHbIE U (DYHKIIMOHAJIbHbIE OCJKU T0/10-
1IMTa, KOTOpPbIE OTBETCTBEHHBI 3a pPa3BUTHE BPOXICH-
HOTO U WH(MAHTWIBHOTO HE(PPOTUUYECKOTO CUHIpPOMa
C TUIMWYHOW TUCTOJIOTMYECKON KapTWHON auddy3Horo
MEe3aHTMaJIbHOTO CKJIepo3a Wi (POKaTbHOCETMEHTApPHOTO
rIoMepysiockiepo3a. B cooTBeTcTBUU ¢ COBpeMEHHOM
MEXIYHApOJIHOW CTpaTerneil KJIMmHu4eckoe (heHOTUITU-
pOBaHUE B COYETAHUU C LI€JIEBBIM T€HETUUECKUM aHaJli-
30M SIBJISIIOTCSl CTAHAAPTOM JIMArHOCTMKM HACJEICTBEH-
HOTO BPOXIEHHOTO UM WH(pAHTUIBHOTO He(PPOTUIECKOTO
cuHApoMa y nereit. JleTsaM peKOMEeHIYIOT BBITIOJIHEHUE
TeHETUYECKOTO TECTUPOBAHUS IO Havyajla UMMYHOCYIIpEC-
CUBHOI Tepanuu u 1o Ouoricuu nouku. Cremayer ocobo
OTMETUTh, YTO B COOTBETCTBUM C TTOCTaHOBJIeHMEM [Ipa-
putenbetBa PO or 10.12.2018 Nel506 «O Ilporpamme
TOCyIapCTBEHHBIX TapaHTUI1 OECIJIaTHOrO OKa3aHUS Tpa-
KIaHaM MeIUIIMHCKOM rmomornu Ha 2019 ron 1 Ha rutaHo-
BbIit iepuon 2020 1 2021 rogoB», NeTsiM ¢ He(pOTUUECKUM
CUHIPOMOM TapaHTUPOBAHO MOJIEKYJISIPHO-TEHETUYECKOE
ncciaenoBanue [45].

Ilytu pemieHMs1 pacCCMOTPEHHOR B CTaThe aKTyallb-
HOl TIpoOJieMbl OTEUYECTBEHHON TIeMaTpUM: BHEIpE-
HUE B MPAKTUKY MEXIyHapOJHOI CTpaTerMu BeIeHUS
JeTeil ¢ BPOXIEHHBIM M MH(pAHTWILHBIM HedpoTHuye-
CKMUM CHUHIPOMOM C MCITOJIb30BAaHMEM HOBBIX METO/IOB
MOJIEKYJIIPHO-TEHETUYECKOM AUAarHOCTUKM U Teparuu,
3aMelaronieid  (pyHKUMIO TI04YeK, WHTeHCUDUKALIUS
TPaHCIJIAHTALIMU TIOYKU 1 €€ JOCTYITHOCTH, TIPOBEIeHNE
AMUAEMUOJOTMYECKUX UCCIETOBAHUIA.
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