9HMU 3adajikajbCcKkuii MeTUUMHCKUA BeCTHHK, Ne 2/2024

HAYYHBIE OB30PhbI,
NJIJIIOCTPUPOBAHHBIE KIIMHUYECKUM HABJIOAEHUEM

doi : 10.52485/19986173_2024_2_135
YK 626.61-002-053.2-056.7-037

! baraesa E.IL., ? Kanunuuna JL.P.,, 2 [lomyaesa T.B., 2 UanoBa H.II., ' Cymenko P.A, * [Lasickuna E.B.
HACJIEJICTBEHHBINA BPOXKJIEHHBIM HEOPOTUYECKH CUHJIPOM VY JIETEM:
OCOBEHHOCTHU TEYEHUSA, COBPEMEHHBIE IEPCIIEKTHUBBI U1 )KU3HU U 31OPOBbA
' @I'bOY BO «Humunckas cocyoapcmeennan meouyunckasn akaoemusn» Munzopaea Poccuu,
672000, 2. Yuma, yn. I'opvkozo, 39a;
2I'Y3 «Kpaesaa oemckaa knunuueckasa oonvhuya», 672027, 2. Yuma, yn. Hoeooynveapnasn, 20

Peztome. Kasxxcoomy neouampy-redpponozy HeO0OHOKPAMHO NPUXOOUMCS CMAIKUBAMbCA CO  CAYHAAMU
POodHCcOeHUs. Oemell C PAHHUMU 0eDIomamu Heghpomuueckoeo CUHOPOMA, KOMOpbIll, KaK NPasuio, Omiuiaemcs
MANCENLIM  MeYeHUEM, CMOUKUM NPOSPEeCcCUPOBaAHUeM CUMNIMOMOS, Pe3UCMEHMHOCMbI0 K CMAHOAPMHOU
UMMYHOCYRPECCUBHOU Mepanull, COMHUMENbHLIMU U, 4ACMO, HeOIA2ONPUAMHLIMU NPOSHO3AMU HA IHCU3Hb
u 300pogve, umo mpebyem NOCMOSHHO20 YCOBEPULEHCIMBOBAHUS UMEIOUUXCS NPOPeCcCUOHATbHBIX 3HAHULL
OUACHOCMUYECKUX U Mepanesmuyeckux Hasblkog. B cmamve npedcmaenen 0030p HayuHou aumepamypol
OMeYecmeenHbiX U 3apyOedCHbIX a8MOopos, NO3GONANWUL USMEHUMb npeocmasienue o 3a001e8aHul,
VAVUUWUMb UCXO0ObL, NPEOOCMABUMb UAHCHI DOILHOMY U €20 CeMbe 8 YCI0BUAX COBPEMEHHOU U CB0E8PEMEHHOU
OUACHOCMUKU U NPABUTLHO20 8b100pA cmpameuu 8e0eHUs NAYUeHmos.
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Summary. Every pediatrician-nephrologist repeatedly have to deal with cases of the birth of children
with early onset of nephrotic syndrome, which is characterized by a severe course, persistent progression of
symptoms, resistance to standard immunosuppressive therapy, questionable and, often, unfavorable prognoses
for life and health, which requires constant improvement of existing professional knowledge, diagnostic and
therapeutic skills. The article presents a review of the scientific literature of domestic and foreign authors,
which allows changing the perception of the disease, improving outcomes, giving chances to the patient and
his family in conditions of modern and timely diagnosis and the correct choice of patient management strategy.
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C npouuioro Beka BOIPOCHI, CBSI3aHHbIE C AMArHOCTUKOM U Tepanueit Hegporuueckoro cunapoma (HC) y nereid,
MPOJIOJDKAIOT BOJIHOBATH MEIUATPOB, HE(PPOIOroB U Bpauel pa3HbIX CIELUUATIBHOCTEN BCIIEACTBUE BBHICOKOTO
YPOBHSI 3a00J€Ba€MOCTH, BapuaOENbHOCTH MPUYMHHBIX (AKTOPOB, HUCXOIOB, MOpdonornyeckux ¢GopMm u
MPEICTABISIOT OJJHO U3 MEPBBIX MECT CPe/in BceX O0NIe3HEH MOUEBOM CUCTEMBI, PErYJISIPHO MOMOIHSAS KOTOPTY
NaIMEeHTOB ¢ XpoHuueckon 6onesnpto novek (XbII). HC, kak npaBuiio, siBiseTCs TSHKENOM IIoMepynonaTuei,
U, BHE 3aBUCUMOCTH OT 3THUOJIOTUH, TUCTOJIOIMUECKOT0 BapuaHTa, IaTOreHe3a, XapaKTepU3yeTcsl BEIPAKEHHON
nporennypueit 6oxee 50 mr/kr/cyt unum 2,5 r/cyt u 60see, runoNpoTeUHEMHUEH, THII0aNTEOyMUHEMHEH (MeHee
25 r/n), TunepAMNUAeMUe U MAaCCUBHBIMHM JMHAMHYHBIMU PBIXJIBIMH, BIUIOTH JI0 TIOJIOCTHBIX, OTeKaMu. B
IPOIIECCE 3BOJIIOLUU YUCIO CUMITOMOB HE()POTHUECKOTO CHHIPOMOKOMIUIEKCA YMEHBUIMIOCH M, COTJIACHO
COBpEMEHHBIM EBpOmneicKkMM KIMHMYECKHMM PpPEKOMEHJAIMAM, [ IOCTAHOBKHM JHMarHo3a JI0CTaTOYHO
TpPeX KPUTEPUEB: OTEKOB, MPOTEHHYPUU M THIONPOTEMHEMHU. B OCHOBE BPOXKIECHHOIO U MH(AHTUIBHOTO
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Hedpotuueckoro cuaapoma (BHC u MHC) taxxke nexuT motepst 6enka ¢ MOYOH, Jaie arpbOyMuHa, CHIKEHUE
OHKOTHYECKOTO JaBJICHUS KPOBH C IEPEXOJIOM KHUAKOCTH U3 KPOBSHOTO pycJia B TKAHU U IMOJIOCTH HA (DOHE OTHOM
U3 YCTAHOBJICHHBIX T€HETUYECKUX MYTAIlMi, OTBEYAIOIINX 3a COCTOSHIE CTPYKTYPHBIX KOMIOHEHTOB OEJIKOB,
OTBETCTBEHHBIX 3a Tporecc KiryooukoBor (rubrparuu [1]. C ydeToM M3BECTHBIX MPOSBICHUN 00BICHUMBI
BO3MOXKHBIE JKHM3HEyTpoxarouie coctosHus panHux (opm HC: nedpornueckuii kpu3, HedpoTHUECKUN
IIOK, POXKEMOoJ00Hasi SpUTEeMa, KMHUHOBBIM KpU3, TPOMOOTHYECKHE OCIOKHEHHS, OCTPOE MOBpEKICHUE
noyek. KoHeuHo e, CyIIecTBYIOT OTAeIbHas rpynna WHGEKIMOHHBIX OCIOKHEHUH BCJIEICTBUE BTOPUIHOTO
UMMYyHOAE(UIINTa, B TOM 4YHCIE€ Ha (OHE Tepamu IITIOKOKOPTUKOCTEPOHIaMHU, a TaKXKe IOCIeICTBUN
MEAMKAMEHTO3HOTO JedeHus: cuHapoMm MHWienko-Kymunra, crepounnsiii AualeT, sS3BEHHOE MOpakeHHeE
YKEITYAOYHO-KHUIIIEYHOTO TpakTa u ap. [2].

B nuteparype oOcyxmaerca MHOxecTBO Kiaccudukanuii HC c¢ yuetom sTHOmaroreHes3a (MEepBUYHBIMH,
BTOPUYHBIN, Ha (oHe HH(PEKINl, CUCTEMHBIX 3a00J€BaHMI COENMHUTENBHON TKaHH, OIyXOJIeH,
0ojne3He oOMeHa | Jp.), OCOOEHHOCTEH KIWHWYECKOTO TedeHus (moiHbid, HemomHbldi HC), cpokoB
MaHudecranuu, MOpQOJIOrHYecKUX BapHaHTOB B Cilydae HEOOXOJUMOCTH U BO3MOXKHOCTH TPOBEICHUS
ouworicun  (Me3aHTHOINpOIU(epaTUBHBINA, MeMOpPaHO3HO-TIpoaUdepaTUBHBIN, (POKAIBHO-CETMEHTAPHBIH, C
MUHUMAaJIbHBIMU W3MeHeHussMU ki1yboukoB (HCMU) u ap.), 4yBCTBUTENBHOCTH K TIIFOKOKOPTHKOCTEPOUTHON
tepanuu (ropmono uyBcTBUTENBHBIN ([ YHC), ropmonozaBucumsrii (I'3HC), ropmonopesuctentHsiil (CPHC)),
u npyrue. CienyeT OTMETUTS, YTO cpeu nanueHToB ¢ nepBudHbiM CPHC BeIienstoT n1Be Hanbonee mpobaeMHbIe
B IUTAHE JMATHOCTHKHU M TEPareBTUYECKON TaKTHUKU TPYIIIbI: BPOKICHHBIN (I€0IOTHPYET B TEUEHUE MEPBBIX
3 Mecsl1ieB KU3HU peOeHKa) U MH(GAHTHIBHBIN (Ie0ITUPYET B BO3pacTe MEXIy 3 U 7 Mecsnamu U 1 rogom
YKWU3HH) TUTTHI [3].

MHoroneTHrii MUpoBOM oOmnbIT HaOmoneHuit nereii ¢ BHC crabuiapbHO TOTYEpKUBAET PE3UCTECHTHOCTH
K CTaHJapTHOW Tepamuu IMpernapaTaMd HMMYHOCYIIPECCHPYIOIIETO JEWUCTBUSA, BBICOKYIO CKOPOCTh
nporpeccupoanus XbII u, 3aqactyto, HeOIaronpUATHBINA MPOrHO3 B OTHOLICHUH KU3HU U 3I0OPOBBS peOeHKa
[4, 5].

AKTHBHBIE TOUCKH T€HETHUECKIX BapUAHTOB, OTBETCTBEHHBIX 3a pa3BuTe HC y HOBOPOXACHHBIX U TPYIHBIX
JeTei, OMOXKWIA MPOYHBIN (yHIAMEHT 3HaHUNH 00 0COOEHHOCTAX MATOTEHETHUECKUX PEaKIuil, TeUeHUs U,
COOTBETCTBEHHO, BRIOOpA BEPHOM TAaKTUKH BEJCHUS MAIIMEHTOB C JaHHOU marosiorueit [6, 7]. Karanor Online
Mendelian Inheritance in Man (OMIM) pacnonaraer HoMepaMH, COOTBETCTBYIOIIMMHU (EHOTHIIAM M T€HaM,
MTOJIOMKH B KOTOPBIX Peau3yIoTCs paHHeH MaHudecTauel HepoTHIECKOTO CHHApOMaA y ieTel [8].

Bo Bropoii monoBuHe 2022 roga B Poccum 3aBepiieH macmTaOHBIA HayYHBIM TPOEKT, MCCICTYFOITHI
cnekTp reHetrudeckux npuanH HHC, B kotopsiii Bomu 250 aeteit ¢ BpokaeHHbIM W nH(paHTIbHEIM HC.
N3yuaemas xoropra OOJBHBIX 3aHsIa MEPBOE MECTO B PETUCTPE MALMEHTOB C MoponuTonaTusmMu (podonet.
org), Mpy 3TOM BIEpPBHIE OIMCaHA TEHETHYECKas XapaKTepUCTHKa JeTel, mpoxkuBaroumx B Poccuiickoit
Oenepanuu, 1EMOHCTPUPYIOLIAs CIEKTP U YACTOTy HYKJIEOTHIHBIX BapuaHTOB, BbI3bIBatonmx HC u ero
benoxonuu. [IpoBeaeHa Koppemsaius MOMTyYeHHBIX MyTallui, KOIUPYIOMINX OCJNKH BaXKHEHIIeH CTPYKTypHOI
COCTABIISIONIEH TIIOMEPYISIPHOTO (PUIBTpa — MOJOLNTA, C OMUCAHHBIMU AKCTPAPEHAIBHBIMU MPOSBICHUSMHU.
B otnuune ot octansHbX popMm HC nokazaHo HeympaBiseMoe U CTPEMUTENbHOE yracaHue (UiIbTpaluoOHHON
(GYHKIMH MTOYEK B CUTYyalMsaX Ae0roTa ero B MepHoAax HOBOPOXKIESHHOCTH U MilajeHuecTBa. [lomumo storo,
BBISIBJIEHBI 0COOCHHOCTH YyBCTBUTEIbHOCTH K MMYHHOCYITPECCUBHOU TEPAaNTUi HHTUOUTOpaMHU KaJIbIIMHEHpHHA
IpHU KIMHUYEeCKOW MaHudecTanuu 3a0oeBaHUs B BO3pacTe crapiie | roma, u, 4YT0 0COOEHHO HWHTEPECHO,
OTpe/ieNICHbl BApUAaHThl MyTalllil T€HOB, OTBETCTBEHHBIX 3a pa3BuTHe HC B TpaHCIIIaHTHPOBAaHHOW MOYKE Y
PELUMIUEHTHOTO MarueHTa [9].

BaxxHO OTMETHTB, YTO BPOXKJIEHHBIH W MHPAHTHUIBHBIN HEPPOTUYECKHUI CUHAPOM MOTYT MPOSIBIATHCS KaK
M30JINPOBAHHO, TaK M B COCTaBE PEIKUX NeHETHUECKNX CUHApPOMOB. Tak, Hampumep, cunapom Jloy (Lowe),
IpU KOTOPOM, Hapsly ¢ MPOTEHHYpHEl HEe(POTUUECKOTO YPOBHS, UMEET MECTO 00s3aTelbHOe MOpakeHue
a3 (karapakra, HHUCTarM, MHUKpPO(TambMus, MHUKPOKOpHUSA, OHK30(TadbMusi, TJIayKoMa), IEHTpaIbHON
HEpBHOU cucTeMbl (MeTabonuyeckas sHIedanIonaTs, aHOMAalus Pa3BUTHS OEJIOro BellecTBa TOJIOBHOTO
MO3ra), CHI’)KEHUE MBIIIEYHOM MacChl, CHMITOMBI cuHApoMOoKoMIUiekca dDankonu. Creayonmm 1mo 4acTore
apnsercs cuHapoM J[puuca-Jlpama (Denys—Drash), nacmemyemblii 1mo ayToCOMHO-TOMHUHAaTHOMY THITY,
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xapakrepusyromuiics coueranueM HC ¢ myxckum ncesnorepmadpoautiuzmMoM u Hegpobiaactomoii. He menee
M3BECTHBIM siBisieTcss cuHapoMm Haiin-Tlaremna (Nail-Patella), mposiBisironuiicss mogHBIM HEDPOTHUECKUM
CHUHIPOMOM, TUOO U30JIMPOBAHHON MPOTENHYpHUEH, reMaTypruel B COYeTaHUH ¢ apTPOOHUXO00CTEOIUCIIIA3Uei
C TUIMO- WM arula3ueil HaaKOJeHHHKA, NUCTpodueld HOTTeBHIX IJIACTHH, TUMEPOCTO3aMH Ha TpeOHIX
MOJIB3/IOIIHBIX KOCTEH, aHOMaJIMsIMH opraHa 3peHus (Karapakrta, raykoma). OmucaHbl eie He OIUH JIeCATOK
TeHETUYECKUX CHHIPOMOB, B paMKaxX KOTOPBIX B 003aTeILHOM MOPSJIKE IPUCYTCTBYET MOTHBINA MU HEMOTHBIN
HedpoTudeckuii curapom [10—12].

W3omupoBannbie popmel HC — BpokaeHHBIH M WHOAHTWIBHBIA BapUaHTBl SBISIFOTCS OMNPEIEIICHHO
CJIOKHBIMH B TUTaHE BBIOOpA SMIIMPHUUECKON U MOAAEpKUBAOLIeii Tepanui. B coBpeMeHHOM neanaTpruieckoit
Hedponorun n3yuensl MmyTaruu B reHax: NPHS1, NPHS2, WT1, LAMB2, PLCEI [1, 2, 5, 7], sBasrommxcs
npuunHHBIMU B pazsutuu BHC u MHC, npudeM 60nbmuHCTBO 60mbHBIX (75% ciydaeB) UMEIOT MOJIOMKH B
NPHS1 u NPHS2, kotopble 00ecrieunBarOT CHHTE3 OSJIKOB He(pHHA U MTOIOIIMHA, TPEACTABIISIFOITNX OCHOBHBIC
CTPYKTYPHI 1IeTIeBOM AradparMbl MOAOIMUTOB U OTBEUAIOIIUX TaKXKE 3a MOJHOIIEHHOCThH IIUTOCKENIETa HOXKEK
MTOJIOITMTOB, aKTHBHO YYACTBYIOIIHUX B Mpolecce ¢pu3nogoruueckoi ¢punprpanuu o6enxos [9, 10, 17]. B 2015
rofly B MicciienoBaHuu, cocrosimeM u3 1655 nereit co CPHC, y 6% auarnoctupoBan BpoxaeHHbid HC, a u3
BCEX T€HETUYECKU MJICHTU(UIIMPOBAHHBIX ManueHTOB B 23% ciydasx BbisgBIeHa MyTanus B reHe NPHS2,
KapTupoBaHHOM Ha Xxpomocome 1q25—q31 (A. Trautmann u coaBr.). ' ucTomornyeckuii BapuaHt, 00OHApYKCHHBIN
MIpY aHaJlM3€e MPUKU3HEHHOTO MCCIIeIOBaHUS TKAaHU MOYKU MpH JaHHOM Bapuante HC, oxapakTepu3oBaH Kak
(hokampHOCETMEHTAPHBIN IToMepyockiepo3 [10].

HaTteppurtopuu EBponsi u eBponetickoit yactu Poccun uarnie octansubix opm HC, nebrotupyromero ao 1 roxa,
PETUCTPUPYETCS «BPOXKIACHHBIN HEPPOTUUECKUM CUHIPOM (PUHCKOTO THIIay», BIEPBbIE JUArHOCTUPOBAHHBIN Y
netei-huHHOB. AMepuKaHCKUM ucciieqoBareneM XanbmanoM (N. Hallman) u rpymimoit yuensix emie B 1956 rony
BIIEPBBIE BHIIBUHYTA BEPCHs O TEHETUUECKOM COCTaBIsAoIIeH 3a0oneBanus, u emie 0omnee 40 j1eT moHaa00MI0Ch
Y4YEHOMY U3 HaIlMOHAJIHHOTO HHCTUTYTA 0OLIECTBEHHOTO 3ApaBooxpanenust Marjo Kestila u ero xonneram amns
nnentudukanuu mytaruu rena NPHS1 Ha xpomocome 19, npeacraBieHHoro 29 sk30HaMU M KOAHPYOITUM
TpaHCMeMOpaHHBIH TPOTEHH He(puHA, KaK HCTOYHHWKA BO3HUKHOBEHHUS BPOXKICHHOTO HE(PPOTHYECKOTO
cuHapoMa. Y ((MHHOB M3BECTHBI BCETO 1B My Taliu: Fin-major (HapyIIeHue Mociae10BaTeIbHOCTH AMUHOKUCIIOT
B ’Kk30He 2) u Fin-minor (aenenus B 3x30He 26). [Ipu 3TOM yTpaTa movyeyHsix GyHKIUH y peOeHKa BEpOsSTHA
y>Ke B MJIaJIeH4eCcTBe 100 B paHHEM IIKOJIHLHOM Bo3pacTe. lHTepeceH ¢akT, 4To, HeCMOTPs Ha YPE3BBIYANHYIO
PENKOCTh He(PPOTUYECKOTO CUHAPOMA (DUHCKOTO THIIA Y JIUI] IPYTHX HAllMOHAIBHOCTEH, pa3HOOOpa3ue Ipyrux
myTanui reHa NPHS1 gocturaer 60 [8, 10].

I'en LAMB2, kaptupoBaHHOBIH Ha Xpomocome 3p21 (Tum 5) W KOAMPYIOMWKA KOMIIOHEHT 0a3ajibHOM
MeMOpaHbI K1yOouka OeTa-2-JTaMHUHUH, B ciiy4ae JedeKkTa BhI3bIBACT BPOXKICHHBIM CTEPOUTOPEXUCTEHTHBIN
HC cunapom ¢ nuddy3HbIM Me3aHTHATBHBIM CKIIEPO30M WU (POKATEHOCErMEHTAPHBIM TIIOMEPYI0CKIEPO30M
Y UCXOIOM B TIOYEYHYIO HEJJOCTATOYHOCTH 710 20 JIeTHEro Bo3pacrTa.

Hpyroit Bapumant HC, Hacimeayemblii 1O ayTOCOMHO-PEIIECCUBHOMY THIY, Pa3BUBIIMIICA BCIIEICTBUE
mytainuu B reHe PLCE1 (xpomocoma 10q23q24), oTBevaromiero 3a CHHTe3 OEJKOB IMOJIOIMHA U HedpHHA B
mieneBoil auadparme (Tunm 3), THCTONOTUYECKU MPEICTABISET INIOMEPYIONaTHI0 C ME3aHTHAlbHBIM MU
(hoKaTbHOCETMEHTAPHBIM CKJIEPO30M KAIMMUTSIPOB KIIyOOUYKa U PaHHEH MOYeUHON HeTocTarouHOCThIO [10].

Ycranosnenue auarnosa uzonupoanHoro BHC npu BeIsiBIEHHH MPU3HAKOB HEPPOTHUECKOTO CHHIpOMA
y MalMeHTOB /10 3 MECAILEB HE BBI3BIBAECT TPYAHOCTEH, OJHAKO MACHTU(UKAILIMA T€HETUYECKOrO BapHaHTa
COCTAaBIISIET OIpENEJICHHYI0 MPOOIeMy, CBA3aHHYIO C TEPPUTOPUATBLHBIMU BO3MOXXHOCTSAMH U CKOPOCTBIO
MoNTyueHus pe3ynbTaToB. He Tak JaBHO MPH BBISBICHUH CTEPOUIOPE3UCTEHTHOCTH Y A€TEH IPyJHOTO U PAHHETO
BO3pacTa B 00S3aTEIILHOM MOPSAKE MPOBOAMIACH HE(PpOOUOTCHS, IPU ITOM PE3YJIBTaThl THCTOIOTUYECKOTO
UCCIIEIOBAHUS CTAOMIBHO JEMOHCTPUPOBAIHM KapTHHY (OKAIbHOCEIMEHTApHOTO TIIOMEpYIocKiepo3a Judo
muddy3HOrO Me3aHTHAIIBHOTO cKiiepo3a [13, 14. 15].

CornacHo noctanosniennto [IpaButensctBa PO ot 10.12.2018 Ne 1506 «O IIporpamme rocyaapCTBEHHBIX
rapaHTHi OECIUIATHOTO OKa3aHMs TpaKJaHaM MEIUIMHCKON momomu Ha 2021 roa W Ha TUIAHOBBIN MEPHOT
2021 u 2022 roael», netsMm ¢ panHed manudectarmuein HC mpemocraBnsercs OecriaTHash BO3MOXXHOCTH
MIPOXOXKACHHUST MOJIEKYJISIPHO-TEHETUYECKOTO HCCIEeIOBaHUs C YCIOBHEM €ro peajau3aluu JI0 Hadala
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MMMYHOCYIIPECCUBHON Tepanvuu M MNPWKU3HEHHOTO HCCIeN0BaHUs TKaHU Tmouku [16]. KiunHuueckoe
(GbeHOTUIIMPOBaHNE U IIeJICHANPABICHHOE TeHETHMYECKOEe TECTHPOBAaHHE B COBPEMEHHOM MeAHaTpHUuecKoit
HE(POJOTUU CUUTAETCS «30JO0THIM CTAaHIAPTOM» AMArHOCTUKHM HacneactBeHHoro HC y nereil cornacHo
Hay4yHO 00OCHOBaHHOW MEXIyHapOaHOU cTpareruu BenaeHus nanueHToB ¢ BHC. R. Preston u coasr. (2019)
PEKOMEHAYIOT JAETAM CO CTEPOMAOPE3UCTEHTHBIM HE(PPOTUUYECKUM CHHIPOMOM IPOBOAUTH T'€HETHUYECKOE
TECTUPOBAHHUE METOAOM IMapajieIbHOTO CEKBEHHWPOBAaHUS MyTeM MPHUMEHEHHS CEKBEHHPOBAHMS HOBOTO
nokosieHus (next-generation sequencing, NGS) [12]. Eciu meTon napasmieabHOrO CeKBEHUPOBAHUS peajieH B
MPAKTHUYECKOM 1eATeIbHOCTH, TO IPUMEHSIOT ITaHeNb TeHOB C BEPOSATHBIMU MOHOTeHHBIMU (hakTopamu CPHC —
NPHS2, NPHS1, WT1, LAMB2, PLCEI1, TRPC6, ACTN4, INF2, ADCK4, COQ2 u COQ6, LMX1B, APOL1
[11, 17]. Ecnu xe npeactaBineHHas TexHosorusa NGS HeBO3MO)KHA, TO MOAXOJ K JTMATHOCTHUKE MEHSAETCS B
CTOPOHY CKPHUHUHTOBOTO HCCIIEZIOBaHUS T€HOB IS Ka)KJOW BO3pAacTHOI rpynmbl. B cimyudae momo3peHus y
pebeHKa BpOXKIEHHOTO HEPPOTHYECKOTO CHHIPOMAa PEKOMEHJIOBAaHO 0O0s3aTeNbHOE HCCIIEAOBAHUE TPYIIIbI
redoB: NPHS1, NPHS2, WT1, LAMB2, PLCE1, LMXI1B, a npu nogo3peHuu y MilaJieHIIeB Ha HH()DAHTHIIbHBIN
HC npenmonoxxurenbHbIi M3ydaeTcss MHOW Habop «BHHOBHBIX» reHoB: NPHS2, NPHSI1, WTI1, PLCEI,
TRPC6, ACTN4, ADCK4, COQ2 u COQ6, a noapoctku ¢ HC npoBepsroTcst Ha nojgHoneHHOCT, NPHS?2,
TRPC6, ACTN4, INF2, ADCK4, WT1 [2]. OTHHUeCcKHEe HaXOAKU ¥ UMEIOIIHECS JaHHbIE MOP(OIOTHIECKON
KapTHUHBI He(puTa CyKalT CHEKTp MpEeArnoiaraéMblXx MyTalUuil U OMNpeNessioT MpPeruMYyIIeCTBEHHBIN
CKPUHHHT OIpeaeNeHHbIX reHoB. [Ipu ompeneneHnn KOHKPETHOTO (PEHOTHNA U TEHOTHIA IMPE/ICTaBISAETCs
BO3MOKHBIM OIICHKA U MPEIOI0KEHNE BEPOSITHOTO OTBETA HA CTEPOUIHYIO UM LIUTOCTATUYECKYIO TepaIuIo,
MIPOTHO3HPOBAHUE CKOPOCTH MPOTPECCUPOBAHMSI CHUKEHHUS (YHKIUH IMOYEK 10 CTaJAuU TePMUHAIBHON
MOYEUHOM HEJIOCTATOYHOCTH U JaKe PUCKa PEIHIMBa MaTOJOTHYECKOTO IMpollecca Mociie TPaHCIUIAHTalun
nouku [2, 10].

TakTuka BeneHus peOEHKA 10 MOMEHTa IMOJNyYeHHUs pPe3yiIbTaTOB TE€HETHUYECKHMX TECTOB CBOIUTCS K
00€CIeueHnIo aJeKBaTHOTO BOJHO-NIUTHEBOTO pEeXHMa C PETryIspHON ero KOppeKIuei B 3aBUCUMOCTH OT
Iype3a MPEeIIIeCTBYIONINX CYTOK M CTEMEHU BBIPAKEHHOCTH OTEYHOTO CHHAPOMA, TaKKe OpraHu3aluu
MTOJIHOIIEHHOTO TMHTAaHUSI C BBICOKOW KaJOpHHHOCTHIO (He MeHee 130 Kkai/Kr/cyT.) (Ipu HEOOXOIUMOCTH
yCTaHaBIIMBAETCs HAa30racTpasibHbIM 30H7I). C 3aMecTUTENbHOW WENbI0 ISl MPOQPHUIAKTUKH TPOMOO30B,
TUIMOBOJIEMUYECKOTO KpH3a M JIPYTHX CEPbE3HBIX OCIOKHEHHI OOOCHOBaHBI PETYJSpHbIE BHYTPHUBEHHBIC
KanenbHble HHPy3un 20% anp0yMuHa U3 pacdeTa 5 MII/KT C MOCIeyOIIUM CTPYHHBIM BBeJIeHHEM pypoceMuaa/
nazukca (0,5-1 mr/kr). OnHako NpU yKe CBEPUIMBIIMXCS OCIOKHEHUSX MPU THKENON THIoaib0yMUHEMUN
Y TUIOBOJIEMUU PEKUM U JI03UPOBAHUA aTbOyMHHA YBEIMUYUBAETCS A0 1—5 MII/KT ABYXKpaTHO B TeYCHHE 2
4acoB, 3aT€M Yepe3 HECKOJIbKO HeZlellb OHOKPATHO B TeueHue 6 yacoB u3 pacuera 15-20 mi/kr B TedeHue 6
yacoB. [IpennoxeHsl 1 Ipyrue cXeMbl MpUMEHEHHS anbOyMuHOB [14, 16].

Taxoke ¢ 1enp0 TPOGUIAKTUKA TPOMOO30B, OCOOEHHO MpH THNEepHUOPUHOTEHEMUH, THIEPIUITUIEMUH,
CHIDKEHHUs1 ypoBHSI aHTHUTpomOuHa III, compoBokIaromux runoaasbO0yMHHEMHIO, TOCe 3 HeAenb >KU3HU
pebeHKa HCToNb3yIoT BaphapiH HaTpus, a B cliyyae He0OOXOTUMOCTH MPOBEACHUS KAKOro-IM00 MHBa3UBHOTO
BMeENIaTeIbCTBA, HAIIPUMEpP, YCTAHOBKU MEPUOTEHEATbHOTO KaTeTepa, 3aMEHSI0T Ha BBEJICHUE aHTUTPOMOUHA
IIT w3 pacuera 50 ME/kr. IlaToreHeTHYeCKH OMpaBIaHO MPUMEHEHHE HHU3KOMOJICKYJSIPHBIX TeapHHOB B
CpeAHUX BO3PACTHBIX JO3UPOBKax [3, 4, 7].

C aHTUNIPOTEMHYPUUECKON 1IeJbI0 B paMKaX He(PpPOMpPOTEKTHBHOW Tepanuu MalMeHTaM C BPOXKJIEHHBIM
HEe(POTUYECKUM CHHIPOMOM HCIOIB3YIOT UHTMOUTOPHI aHTHOTEH3WHITPEBpaIatoniero GepMeHTa: KanTopH
B no3e 105 mr/kr/cyT, sHananpwi u3 pacuera 0,1-0,5 mr/kr, a mpu orcyTcTBuu 3¢ dekra uepes 2-3 Hemenu
JICYCHHMS TOOABJISAIOT OJIOKATOPBI pelenTOpoB K aHTnoTeH3uHY 11 — no3apran 0,4—1,3 Mr/kr/cyT. B | mepopaibHOE
MPUMEHEHHUE TOJI KOHTpoJieM (YHKIUU TOYEK W YpPOBHS Kaliusi CHIBOPOTKM KPOBU U JIPYTHE CapTaHBI.
NHmomeTanuH, paHee MCHOIb3YeMbIH Y OONbHBIX ¢ aHoMaidbHbIMH TeHamu NPHS1 m NPHS2 B kadectse
aNbTEPHATUBHON Tepanuu, HE OMpaBdal OXHUAAHUN B IJIaHe OXuAaeMol 3(()EKTUBHOCTH M BO3MOXKHBIX
HEeXeNnaTeabHbIX MOOOYHBIX peakuuid [10].

C ydeToM pe3ynbTaTOB MHOTOJIETHUX HCCIIEOBAHUHN, IETAM C BPOXKIECHHBIM HE(POTUYECKUM CHHAPOMOM,
KaK U B CiIy4ae BhIpaKeHHOU runoanbOymuHemMu mpu Apyrux popmax HC mpoBonsar repanuio L-TupokcuHoM
mo 6,25-12,5 MKI/CyT. yTpOM IO/ KOHTPOJIEM IOKa3arejeld TOPMOHOB IIUTOBUIHOM JKEJIe3bl, MMOCKOJIBKY B
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KOPOTKHE CPOKH BCJIEJCTBHE BBIPAXKEHHOW TUIONPOTEMHEMUU OOOCHOBAHHO pAa3BUBAETCS BTOPUYHBIN
runiotupeos [10, 13].

AHTUOMOTUKOTPANUIO HA3HAYAIOT C IeNbl0 MPO(QUIAKTUKA U JICUCHUS OXHUAAEMbIX OaKTepuaIbHBIX
OCIJIO)KHEHUH C YYETOM pa3BUBAIOIIMXCS MAaTOTC€HETUYECKUX Peaklui, U BRIOOp aHTUMHUKPOOHOTO Mpemnapara
TPaJAUIIMOHHO OCHOBAH Ha MPEIoJIaraéMoi €ro UyBCTBUTEILHOCTH U BIIOCIIEACTBHUHU MTOJTYYEHHBIX PE3YyIbTaTOB
0aKTepuONOTUYECKUX aHAN30B. BHyTpuBeHHbIE HHDY3UH HIMMYHOTIIOOYTHHOB JOTOJTHUTEIHHO UCIIONB3YIOT
I TPO(UIAKTUKY U JieueHusl OaKTepHalbHBIX U BUPYCHBIX MH(EKINI U BTOPHUUHBIX UMMYHOIE(UIIUTHBIX
cocrosiHui [15].

B Beaymmx mneauarpuueckux IHeHTpax OonbHbIM BpoxaeHHbIM HC mpoBoAuTCs NpeBeHTHWBHAs OIHO-
WIN JBYCTOPOHHSSI HEPPIKTOMHS U MEPUTOHEANbHBIN U3, C MOCIEAYIoIeld MOAr0OTOBKOW OONIBHOTO K
TpPaHCIUIAHTAIIUU TOYKU MO TOCTIKEHHUI0 Macchl Tena 10-15 k1, a xatetep uisi IEPUTOHEATLHOTO JAMAN3a
YCTaHABIIMBAIOT 3a 2 Heaenu 10 Hedpakromuu [10, 13, 15].

[mroKoKOpTHKOCTEPOUIBI HE SBISIOTCS MpenapaTaMu epBOro BEIOOpa MpH JIeueHUU peObeHKa C BPOXKACHHBIM
He(POTUYECKUM CUHAPOMOM B oTiinyme oT ocTtanbHbIX (hopM HC. [1aTrorenernueckn 000CHOBAaHbI B KaueCTBE
[IUTOCTAaTUYECKON Tepanmuy Mpenaparbl HMUKIOCIOPHUH U TAaKPOJIUMYC C YYETOM HX B3aUMOJACUCTBUSA C
IUTO30JIbHBIM OenikoM nMmyHOprmnHOM (FKBP12), momaBnenus ero akTHBHOCTH U CHIEIU(UUECKOMN CBS3H C
KalbIUHEBPUHOM. JJocTarouHo 3(h(peKTUBHBIM MTPHU HEKOTOPBIX cTeponaope3ncTeHTHBIX popmax HC npossunu
cebs puUTyKcuMad U ero aHaJlorH, Apyrye Mpenaparsl, BIUSIONINE HA TEeHETHUYECKYIO MPelpacioiokeHHOCTh
[6, 9].

[IporHo3 BpoxkeHHOTO MH(PAHTUIILHOTO HEPPOTHUECKOTO CHHAPOMAa BECbMa CEPbE3HBIMN, 1 JTUIIb B OTAETBHBIX
CIIy4asiX BO3MOXXHO JTIOCTHKEHUE YACTHUYHOM, TeM 0oJiee MOTHOM peMHucCcHur, Hen30ekKHbI JIeTaabHbIe HCXO/IbI
ot ocnokHeHuit HC u morepu QyHKunu nmovyek. XpoHU3AIMsI MMaTOIOTHUECKOro Mpoliecca 3aKOHOMEpPHA, a B
clly4ae TPaHCIUIAHTallMU He UCKIIF0YEHO BO30OHOBIIEHE O0IE3HN B HOBOM OpPIaHe, YTO BHIHYKJIAET POBOIUTH
MOBTOpHBIE mepecagkd. C ydeToM pe3ylbTaToB PETUCTpa JeTel ¢ BPOXKACHHBIMH M HH(DAHTUIHLHBIMU
Bapuantamu HC ESPN/ ERA-EDTA (2016), nanbomnee OinaronpusiTHbIC pPe3ybTaThbl Teparuy MOJYyYCHBI Y
MalKUeHTOB — HocuTenel MyTanTHOro reHa NPHS1, u 5-neTHsq BBKMBaeMOCTh y HUX NIOCJIE TPaHCIUIaHTAuU
nouku pocruraet 91% [10].

Wtak, 0CHOBHBIM 3B€HOM B BEJICHUH JIeTEl C BPOXKICHHBIMU M MH(PAHTUIBLHBIMU (hopMaMu HEDPOTHUECKOTO
CHUHJpOMa SIBISIETCS YCTAHOBKAa PAHHETO T€HETHYECKOro AMarHo3a, 4yTo oOecreunBaeT WHAMBHUAYabHbII
U TPaMOTHBIM IMOJIXOJ K JIEYEHHIO KOHKPETHOTO PeOEHKa C Y4eTOM T€HOTUIUYECKUX U (DEHOTHIMHYECKHX
0COOEHHOCTEH.

Oco0eHHO 10 MOMEHTAa HIEHTU(UKALIUN STHOJIOTHYECKOTO (DaKTOpa, C YIETOM BBICOKOM PE3UCTEHTHOCTH K
cranaaptHoi Tepanuu HC, raBHOI 1eNbI0 BeJICHHUS TaKUX MAIMEHTOB SBISETCS MPOPUIAKTHKA U JICUCHUE
OCIIO)KHEHUH, aJileKBaTHas TOCUHIPOMHAs Teparusl.

Ham xnuHMueckuii cioyyalt J€MOHCTpUPYET BPOXKICHHBIM HEPPOTHUYECKH CHHIPOM BCIEICTBUE
rereporenHoit mytanuu rena WT. T'en WT1 — cynpeccop onyxonu Buibmca, KapTUpOBaHHBIN HA XpOMOCOME
11p13, xogupyet Oenmox omyxoiau Bumbmca (Wilm’s Tumor Protein), BhI3bIBa€T MOMHUMO H30JHMPOBAHHOTO
BpoxkaenHoro HC 4 tuna Frasier cunapom, Meacham cunapoM. MyTanuu 3TOT0 T€Ha OTBETCTBEHHBI 3a
pa3BUTHE Y HOBOPOXKJIEHHBIX U TPYAHBIX JIeTeH M30IMPOBaHHBIX (opM HedpoTuyeckoro cuHapoma (Tum 4)
¢ nupdy3HBIM Me3aHTHaJIbHBIM CKJIEPO30M W ayTOCOMHO-PELIECCUBHBIM WU ayTOCOMHO-JIOMHHAHTHBIM
HacinenoBaHnueM. HedpoTudeckuit CHHAPOM XapaKTEpPHU3YIOTCS TOPMOHOPE3HCTEHTHOCTHIO U HCXOAOM B
MOYEUHYI0 HEJOCTATOYHOCTD U, YPE3BbIUAHHO PENIKO, UYyBCTBUTEIBHOCTHIO K TEPANIUU U BBIXOJOM B PEMUCCHIO
[10, 16].

Erop C., pogwmics 19.08.23 1. ot 2-i 6epeMeHHOCTH, 2-X OBICTPBIX POAOB Ha CpoKe 39 Henemb (mepBhIid peOSHOK
3mopoB). bepemeHnHoCcTh mpoTekana Ha (oHe ymepeHHOU mpedkiaammcuu, XDIIH, cyOkoMmmeHCMpoBaHHON
(GbOpMBI, XPOHUYECKOW TUIIOKCUH TUI0/AA, MAOBOIMS, TMIIEPTOHHYECKOH Oone3Hu 1 CT., KOHTPOIHpyeMoit
aprepuanbHoi runepreHsuu, puck 3. BAPC: OOO, remonnHaMuuecKd He3HAYMMBbIA. bpoHxuanbHas actMa,
pemuccua JIHO. PacnpocTpaHeHHBIH OCTEOXOHIpPO3 ¢ mpeumyinecTBeHHbIM mnopaxenuem IIIOII, BHe
ob6octpenus. Muonus ciraboii crenenu. [IMMOB (mopomoBoe n3nuTre oKoNomIoaHbIX Boa). DITA (anuaypansHas
aHecte3us). Pa3pbiB mpomexxHocT 1 CT. YilnBaHue pas3phiBa.
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Ha 3 cytku xu3HM y peOeHKa MOSBWINCH JbIXaTelIbHbIE HAPYIICHHs, 1O JaHHBIM BBITUCKA OBICTPO
KynupoBaiuch Ha (oHe KuciopopoTepanuu. Beimucansl nomoi Ha 4-e¢ cyTku. Haxomuics Ha rpyaHOM
BCKapMIIMBAaHUU, TPY/Ib COCANl aKTUBHO, HE CPBITHBAJL.

[Tocne momydeHuss pe3ylbTAaTOB pPACHIMPEHHOTO HEOHATATbHOTO CKPUHUHTA MPEINOJI0KEHO HaIUYue
HACJIEICTBEHHON MaTOJIOTMH OOMEHa BEIIeCTB (HapylleHue KapHUTUHOBOTO OOMEHA), B CBSI3U C YEM C LEIbI0
n000ce10BaHus 3aIUIaHUPOBAaHA TOCITUTAIM3AIIHS B OT/IEICHHE TATOJIOT UK HOBOPOXKIEHHBIX M HEZOHOIIIEHHBIX
nerer B tuiaHoBoM nopsiike 04.09.23 1.

C poxkieHrsl MaMa OTMeYaJia MacTO3HOCTh BEK, B IMHAMUKE MMOCTENEeHHO HapacTaronryto. C31.08.23 . Mmanbuuk
cTan 6eCrOKOWHBIM, CTYJ y4acTUJICS 10 8 pa3, IEHUCTOTO XapaKTepa, CO CINU3bI0, peOEHOK 0TKa3ajcs OT TPY/IH,
MOSIBUJIMCH OOWIIbHBIE CPBITMBAHUS, MO3bIBBI HA PBOTY, OTEYHBI CHHAPOM MPOIOIKANl MPOTPECCHPOBATH.
[Tennarpom HampasieH B . Uuty. [Ipu ocMoTpe B OTAENEHUH MaTtojaoruv HOBOpOIeHHBIX ['Y3 «Kpaeas
JeTcKasi KIMHUYecKasi OONBbHUIIA»: COCTOSTHUE TSKENIOE 32 CYET BBIPAXKEHHBIX AJIEKTPOJIUTHBIX HApYIICHUH,
OTEYHOTO CHUHAPOMA, HEBPOJIOTUYECKOW CUMIITOMAaTHKH, B CBSI3U C UM MEPEBEICH B OT/ICIICHUE peaHuMAaIuu
U MHTEHCUBHOHN Tepamuu HoBopoxkaeHHbIX (OPUTH) ykazanHoro crammonapa. TsKecTb COCTOSHUS MpU
MOCTYIUIEHUH OOYCIIOBJI€HAa OTEYHBIM CHHIPOMOM, MOJHOW aHypHel, HEBPOJOTHUeCcKol cumnTomarukoil. K
KOHIIy 2 HEJleH JKU3HHU peOeHKa MOSBUINCH U MPOrPECCUPOBAIN CUMITOMBI OCTPOTO MOBPEXKICHHS MOYEK
(kpeatuauH — 440 MKMONB/1, MoueBMHA — A0 31 MMoOab/n, kamuii — mo 7,3 mmoinb/n). [lo pesymbratam
oOcienoBaHusl MPHU MOCTYIUICHUH: B TEMOTpaMMe CUMIITOMBI MOJIMIUTEMUH, B OOIIEM aHAIIN3€ MOYU OEJIOK —
10 11, nefikoruTel — 12—14, spuTpouutsl 9—7 B 1ose 3peHwus, yparbl+; B KOporpaMmme npu3Haku pepMeHTHON
HE0CTaTOYHOCTU. [IpH MHCTpPYMEHTANIbHBIX HCCIEIOBAHUSX BBISBICH CETMEHTApHBIN aTelleKkTa3 BepXHel
J07M TipaBoro Jérkoro, mo naHHeM PrOT'K; Beipaxennsie nuddy3Hbie M3MEHEHHs MapeHXUMBI MOYEK, CO
CHIKeHHEM KpoBoTtoka o [[JIK.

Dxorpaduueckoe HCCIEAOBAHUE OIMPENSITUIO MOBBIIICHHE IJIOTHOCTH MapeHXUMBbI MOYEK, OTCYTCTBHE
KOpKOBO-Meny/uisipHoit nuddepennmanuu u kpooroka no IJIK, mapannensHo — yBennueHUe IUIOTHOCTH
MapeHXUMBI [IEY€HU, YMEPEHHOE KOJIMUYECTBO CBOOOTHOM KUAKOCTU B OPIOLTHON MOJIOCTH.

Pannsas wmanudectanusi HeHpPOTHUYECKOTO CHUHAPOMOKOMIUIEKCA, MPOTPECCUBHOE CHIDKEHHE (YHKIIUU
MOYEK, YCTAaHOBIEH JuarHo3: BpoxnaeHHslit  HedpoTuueckuii cuuapom. Haznauena tepamus 20%
anbOyMHUHOM M3 pacuera 1-5 MII/KT 1Mo cxeme C MmocleAyromuM BBeaeHueM Qypocemuna 0,5 Mr/kr, Takxke
MPUMEHSUTUCh AaHTHUOMOTHUKHM IIMPOKOTO CIIEKTpa JAEWCTBUSA, HU3KOMOIEKYISpPHbIE TeHNapuHbl U3 pacueTa
S0EJI/kr/cyT. moJ KOHTPOJIEM aHaJU30B FeMOrpPaMMBbI U KOAryJorudeckux TecToB. Ilockonbky He moiayuyeH
OXUIaeMblil cToikuit 3pPexT Ha edeHne, u pedeHOK MPOA0IKAT HAOMPaTh BEC 3a CUET 3a/I€PIKKH KUIKOCTH,
COXpaHsJICS BBIPAKEHHBIN MOYEBOW CHUHIPOM B BUJIE TPOTEHHYPHH, MOSBUIOCH OCTPOE MOBPEKICHUE TIOYEK,
reMoiIMtHaMU4YecKue, apixarenabuble Hapymenus, u 05.09.2023 r. nagarsl UBJI u neputoHeanbHbIN quanus.
Ha ¢one 3IIT nepBoHauanbHO MONy4YE€HA MOJIOKUTENbHAS JMHAMUKA — CHU3MJICS YpPOBEHb a30THUCTHIX
[IJIAKOB, YMEHBIIWINCh OTEUHBIM CHHJIPOM, BeC peOeHKa, MOSBHIIOCH CAMOCTOATENbHOE JIbIXxaHue. OCHOBHOM
mpo6seMoil B ocymiecTBIeHnH 3(PPEeKTUBHOTO AMaNu3a SBUIACH OKKIIO3MS U MHUTpAIUs MEePUTOHEATHHOTO
KaTeTepa, UTo MOTpedOoBaIo HEOTHOKPATHBIX OTIEPATUBHBIX BMEIIATEIHCTB, @ HECKOJIBKO MO3THEE PEaTH30BaJICs
JVAJIM3HBIN IEPUTOHUT, B CBSI3U C YeM TIIATENBHO MOI0Mpaiach CUCTEMHAs U MecTHas (BBeJeHHE IIpernapara B
TUAJIM3HYO0 )KUKOCTh) aHTHOAKTepraIbHas Tepamnus ¢ y4eTOM MPUPOIHON U PaKTHUECKOI 4yBCTBUTEIHHOCTH
MHUKpPOOPTaHU3MOB, MOJYYEHHBIX BCJIEICTBHE OaKTepUANbHBIX MOCEBOB auanu3ata. CocrosHue OOIBHOTO
BPEMEHHO YIYYIINUIOCH C KYTHPOBAaHWEM KOHTAaKTHOTO NMEPUTOHMTA, AUATU3 CTall pe3ylbTaTuBHbIM. OIHAKO
yepe3 Heckobko AHei — 18.10.2023 1. BHOBb quain3 ctail HedeKTUBHBIM, OTMEUCHO JaJIbHEHIIee CHIKEHNE
GYHKIIMKM TOYeK, MPU COXPAHHON NPOXOAMMOCTH KareTepa, 4YTO OOBSICHUIM BEPOATHBIM HApYIIEHUEM
abcopOImonHoN (yHKIMKU OprommHbl. Manpuuk koHCyasTHpoBaH ¢ HUM uMm. Criepanckoro, T7e, ¢ IENIbIO
MEPCIeKTUBBl TIEPEBOIa B CTALMOHAP HAYYHO-HCCIIEAOBATEIbCKOTO IIEHTPa, PEKOMEHIOBAaHO MPOBEACHUE
remoquanu3a (Ilpusmadexc), Ha ¢GoHE 3aMECTUTENLHON MOYEYHON Tepanmuu (IIMKJI COCTaBWII 57 YacoB)
COCTOSIHME CTa0WIM3HPOBAHO — MOCTHTHYTAa OTpHUIIATeNIbHAs BEcOoBas JMHAMHUKA 3a CUYET TMIIOTH]IpaTallvy,
OJTHAKO, B CBSI3U C OTCYTCTBHEM MECT, BIIOCJIEICTBUU B TOCIUTANIM3AINH OTKa3aHO. BO30OHOBIEHNE CEaHCOB
MEPUTOHAIILHOTO JHalli3a HE CTa0MIM3HPOBAIO JOCTUTHYTHIE paHee Pe3y/bTaThl Ha IIeJIEBOM ypPOBHE, U Y
O0JIbHOTO BTOPUYHO OOHApYXEHbI YAaCTHYHAS HEMPOXOJUMOCTh M MUTpAIUs BHYTPHOPIOIIHOTO KaTeTepa.
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BrinmonHeHa nanapockomnus, OKKJII031s YCTpaHeHa, KareTep (PUKCHpOBaH, JHAINU3 MPOJOHKEH.

Ha ¢one neuenus npixarenbHble (DYHKIUU OTPETyIHpPOBaHBI, JIETKO OTIyYalcs OT BeHTHiATopa. Ha
24.10.2023 r. — oTpularesibHas IUHAMHUKA 3a CUET peaju3alliy CYJIOpPOKHOTO CHUHJpOMa B BHUJE TOHUKO-
KIIOHMYECKHX 9KBUBAJICHTOB, HA3HAYE€HA MPOTUBOCYIOPOXKHAS Tepanus, onsTh nepeseeH Ha VIBJI, oGecnieuen
MEAMKAMEHTO3HbIM coH. Ilpu wuccrenoBaHWM SIEKTPUYECKUX MOTEHIIMAIOB MO3ra 3aperucTpupoBaHa
CYIIOpO’KHasi aKTUBHOCTh. [lo naHHBIM HelpocoHorpaduu ATUTENHHO HE OOHApPYKUBAIUCH CTPYKTYpPHBIE
M3MEHEHUs, OJHAKO BIIOCIEACTBHM TMOSBWINCH NPHU3HAKK PACHIMPEHHUs JIMKBOPHBIX MpOCTpaHcTB. Ha
¢dboHe TpPoOBOAUMON KOMOMHMPOBAHHON aHTUKOHBYJIBCHUBHOW TepamuH CYIOPOTH KyNMHPOBAIUCH, MPH ITOM
COXpaHSJINCh TEPUOIUYECKUE IUCTIENTUYECKUE PACCTPOIICTBA M TPYAHOCTH PACIIMPEHHs] SHTEpabHOM
Harpy3ku. 31.10.2023 1. BOZHHKAET 3MU30]1 FeMOPPArnieCcKOro CHHIPOMA B BUIE CPBITHBAHUS KOGEHHOH TyIei
C TIOCIIEAYIOLIUM Pa3BUTHEM MOCTTEMOPPATHUECKON aHEMUH, Ha3HAYEHBI TOJIO/IHAA T1ay3a, TeMOCTATUKH, a Ha
1.11.2023 r., mpoBeaeHBI M1a3MOoTpaHCc(y3us, U CHHIAPOMBI KyTHpoBaHbl. [lociie KOHCYIBTaluu ¢ OT/ICTICHUEM
neputoneabHoro nuanu3za OJIKb 1. UpkyTcka peOeHOK TpaHCMOPTUPOBAH B LIEHTP C LEIBIO JTaIbHEHIIETO
MIPOBEICHHS 3aMECTUTENILHOM Tepanuu, Te HaXOAUTCS M0 HACTOsAIIee BpeMs.

[Tomy4deHnsl pe3yabTaThl MEAUKO-TEHETHYECKOTO UCCIIEIOBAHNUS METOAOM KITMHUYECKOTO CEKBeHUpOoBaHUs (838
[Tanens "HacnencrBeHHbIe 3a00eBaHus MOYEK'"): BBISBICHA TeTepo3urotHas myrtamus chrl11:32392014C>T
B IeHe. 3aKJIIOYUTENbHBIM JUarHo3: BPOXKIACHHBIM HEQPOTUUECKUN CHUHAPOM, CBSI3aHHBIA Te€TEPO3UTOTHON
mytanmeid B rene WT1. Bpoxnennas xponudeckas Oone3nb mouek, S/[. XITH, tepmunanpHas cramus.
OcTtpoe noBpexaeHue nouek. B miane ganpHenIed TaKTUKY BEACHUS MallMeHTa TUIAHUPYETCS MTPOAOKEHUE
3aMECTUTEIBHON MOYEUHOM Tepalnuy U TpaHCIUIAaHTAIUs TOYKH IPU JOCTHKEeHHMS 1ieseBoro Beca 1015 kr.

OnucaHHbId KIMHUYECKUNA cIydyail MONTBEPKIAET HEOOXOAMMOCTh CIUIOIIHOTO CBOEBPEMEHHOTO
MEIMKO-TEHETHUECKOTO KOHCYJIBTUPOBAaHUS BCEX CEMEW, IUIAHUPYIOIIMX pOXKIeHHe pebeHka. B cmydae
peanuzani HePPOTHUECKOTO CHHIpOMa BCKOpe, JUO0 cpaszy Mociie POKISHUS, HAIWMYHEM OTSITOIIEHHOTO
B IUIAHE HACJIEJICTBEHHOCTH aHaMHe3a >KU3HH U aKyIIepCKOro aHaMHe3a HEeOOXOIUMOCTH TOJHOIIEHHOTO
I[eJIeHAIIPaBIEHHOTO TeHETUYECKOro 00ceqoBaHus HeocriopuMa. be3 comHeHus, mpobieMa mpeacTaBiseTcs
MYJIBTUIUCIUIUIMHAPHON M, TIO BO3MO)KHOCTH, JOJDKHA OBITH CIPOTHO3HPOBHA CHEIUAIUCTAMHU elle /0
pOXEHHUS, a, B HIeale — A0 3a4atus peOeHka. ['eHeTrnueckas mojomMKa y maueHTa co CTepOHIpe3nCTEHTHBIM
He(QPOTUYECKUM CHHAPOMOM U3yUaETCs HE TOIBKO C 03I MPOTrHO3UupOoBaHus 3 (HEKTUBHOCTH TPUMEHEHUS
MMMYHOCYIIPECCUBHON Tepanuyd, HO W UIACHTH(PHUKAIMS ee OOOCHOBAaHHO HEOOXomMMa [Uisi pPaHHEro
o0ciieToBaHMsI BCEX YJIEHOB CEMbH C IIENBIO MPEIINONOKEHUSI BO3MOXKHOTO PElUIUBa 3a00JIeBaHUs MOCTe
TpaHCIUIAHTAIUU TOYKU. TONBKO B CiIy4ae BBIMIOJHEHUS BCEX OMUCAHHBIX JMAarHOCTHUYECKHUX U JIeYeOHBIX
pEKOMEHAAINN €CTh BEPOATHOCTh YBEJIUYEHHS CPOKOB MPOAOKUTEIBHOCTH KU3HU OOJIBHOTO, YITyYIIEHUS
KauyecTBa €ro >KU3HH, 3I0POBbS U OTAAJICHHBIX PE3yIbTaToB.

Aemopul 3aa6n:a10m 06 omcymcmeuu KOHQIUKmMma unmepecos.
Hccneooeanue ne umeno gpunancosoii noooepircku.
Bxknao kascoozo uz aemopoes:

baraesa E.Il. — 40% (aHanu3 UCTOYHUKOB JHTEpATypbl MO TEME CTaThH, HAyYHOE pPEIAKTUPOBAHUE,
YTBEPKIACHHE OKOHYATEIHHOTO TEKCTA CTAThH).
Kanununa Jlommuna PydoBaa — 15% (amanu3 wucrtopun OO0Ne3HH, WHTEPIpETAIUs pe3yabTaToB

WHCTPYMEHTAJIbHBIX U JIa0OPATOPHBIX 00CIeI0BaHUIN).

[Tomynesa Tarpsina Baagumuposaa — 10% (cO6op naHHBIX aHAMHE3a, HHCTPYMEHTAIbHBIX U J1a00paTOPHBIX
o0cIeI0BaHM ).

Npanosa Haranbs [letpoBHa — 15% (cOop 1 aHanu3 uctopuu O0JI€3HU U Pa3BUTHS MAlMEHTa, PE3yIbTaTOB
WHCTPYMEHTAJIbHBIX U JIa0OPATOPHBIX 00CIeI0BaHUIN).

Cymenko Pycnan AnekceeBnu — 10% (ananu3 ucropuu 00JI€3HU U UHTEPIPETALUS HHCTPYMEHTAIBHBIX U
JabopaTOPHBIX 00CIICOBAHMIA).

[Mnsackuna EnuzaBeta BukropoBaa — 10% (aHanu3 uctopun 00€3HH U HHTEPIIPETALNS HHCTPYMEHTAIbHBIX
1 1a00paTopHBIX 00CIETOBAHUN).

Coomeemcmeue nayunou cneyuanvnocmu 3.1.21 Ilenuarpus.
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