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IIpecTaBIeHHI Pe3YIbTATH KIMHUIECKOTO HaOMIoAe HUA peGeHKa ¢ HHPpaHTWIBHBIM HehpOTHIEeCKHUM CHH-
JPOMOM IIPH OJTUHTOHE(POHHMH B COYETAHHUH C JUCTeHe3Hel TOHAJl, XapaKTe pH3YIOIUMCS IPOTPEeCCHPYIOT M
Te4EeHHEM C pa3BHTHEM TEPMHUHATBHON XPOHHYECKOM IIOYETHOH HEJOCTATOYHOCTH B JOITKOTBHOM BO3pACTe.
Onmncana auddepeHITHATPHASL JUATHOCTHKA PAJA COCTOSHHI, IPOTEKAIONUX ¢ HHMAHTIWIBHEIM HepOTH-
YeCcKHUM CHHIPOMOM, aHATH3HPYeTCs MATOreHe3 OTUTOHe(POHHH, IPUBOIITCS STAIBI HAGTIOAEHHUA U Tepa-
IIHH IAITHEHTA B 3aBUCHMOCTH OT COCTOSTHHS MOYEeYHBIX (hyHKITHH.

The paper presents the results of a follow-up of a child with infantile nephrotic syndrome with oligonephronia
and gonadal disgenesis, which progressed to end stage renal disease at the preschool age. This paper describes the
differential diagnosis of various conditions associated with infantile nephrotic syndrome, pathogenesis of

oligonephronia, the stages of the follow-up and treatment according to the patent’s renal function.

Omuromeranedponns (MKB X: Q60.4) mpeacrasnsger
CO0O0¥ BPOX/JEHHYIO IIAPEHXUMATO3HYIO AHOMAIHIO
CTPOEHUA NOYEK, 'NCTOJOTHIECKUMHI OCOOEHHOCTIMU
KOTOPOY SIBJIIOTCS MAJIOE KOJIMUECTBO HE(PPOHOB U BbI-
paKEHHASA THIEPTPOPUS ITIOMEPYJT U KAHAJIBIIECB, KITMHH-
YCCKOE TCUCHUE XAPAKTCPUYCTC PA3BUTHEM XPOHHUCC-
KO¥ IOUeuYHON HepocraTounoctu (XIIH) [1, 2, 10, 13].
[IepBo€ KIMHUYECKOE U MOP(POJOTHUCCKOE OIUCAHUE
3200/1€BAHMS U BBEICHUC TEPMHUHA «OTUTOHE(PPOHU >
OBUIO MPEACTABICHO (DPAHITY3CKUMHU UCCIEAOBATEIAMHA
R. Habib 8 1962 r. u G.H. Fetterman 8 1969 1. [13, 15].

Jlo HACTOAIIErO BPEMEHU YACTOTA OJIUTOHE(PPOHUHI
TOYHO HE U3BECTHA, TAK KAK HE(PPOOHOIICHS, HEOOXOH-
Mas Jyis UACHTA(DUKAIUN TAHHOU TTATOJOTUU, HEPEKO
BBIIOJIHACTCA YKe Ha cTauu XITH, korga yxe He npecras-
JIACTCA BOSMOKHBIM YCTAHOBUTH UCTUHHYIO IIPUUYUHY €C
PA3BUTHS U3-32 TOTAIBHOIO Heppockneposa [20]. 1o gan-
HBIM PA3TMUYHBIX MEKIYHAPOAHBIX PEIUMCTPOB, BCE TUIIO-
1 JUCIIIA3UU ITIOUYCK O6’bC,ZII/IHCHI)I B CIMHYIO KATCI'OPHUIO U

HPEACTABISIOT BEAYIIYIO NPUUUHY (popmuposanus XI1H
y ICTEN, COCTABIAA OT 39,5% B LBeryu 10 58% B Utamu u
CHIA [3]. OTMeuaeTcs TCHACHLNA K IPEBATMPOBAHUIO JIUL]
MYZKCKOTO IOJIA CPEIU TTALIUEHTOB C OMUTOHE(PPOHUEH B
COOTHOLICHUY MYKUMHBL/SKeHINUHBL = 3:1 [10].

W CTHHHBIE MEXAHU3MBL, TIPUBOJSIIUE K HEIOJHOLICH-
HOMY HE(PPOTreHesy B IIPOLECCE IMOPHOIEHE3d MOUEBOM
CUCTEMBI, IO HACTOSIIETO BPEMEHH TIOJHOCTBIO HE U3BEC-
THDBL BBIICIMTEIbHAS CUCTEMA UEJIOBEKA HAUNHACT PA3BH-
TUE HA 3-11 Hee1e SMOPUOHATBHOTO IIEPUOA OT IPUMH-
TUBHOW CHUCTEMBI arJIOMEPYJISIPHBIX KAHAJIBLIEB, HAXOJS-
MIUXCA B IPOHE(PPOCE, IPOJODKACTCA uepe3 popMUpPOBa-
HUE IIPOCTBIX IIOMEPYI ME30HE(PPOCA B TeUeHUE 5—12-11
HE/IC/b TECTAIUH, JOCTUTASI HAUBBICIICH TOUKU IBOJIOIH-
OHHOT'O PA3BUTHS ITIOMEPYI B METAHE(PPOCE, TAK HA3BIBA-
emoi 3penion nmouke (puc. 1). [locne 3asepinenus Hepo-
T€HE3A B KUKJON ITOUKE HAXOAUTCA B cpeiHeM OT 250 000
10 2 000 000 HepoHoB [10, 16]. CHOPMUPOBAHHOE THC-
JIO HE(PPOHOB OCTAETCSI OTHOCUTENIBHO HEU3MEHEHHBIM
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Puc. 1. 9tanbl Hepporenesa B rpolriecce sMGpHOreHe3a
MOYEBOH CHCTEMBI Y€JIOBEKA

nocye 30-¥1 HEICH TECTALH, T. €. Y YCIOBEKA HE HAOMO-
JACTCA TOCTHATAIBHBIN Hedpponeorenes [10, 29].

DKCIEPUMCHTAIbHBIC UCCICAOBAHUSA ITOKA3AJIH, YTO
mexay 14-i u 20-i1 HefiensaMu 3MOPUOHAIBHOTO HEPU-
O/1a IPOUCXOJUT OCTAHOBKA PA3BUTUSA ME3CHXUMAJIb-
HOU OJIACTEMBI, BCJIEACTBUE YEro (POPMUPYETCS MATIOE
KOJIMUECTBO IJIOMEPYIL, XAPAKTEPHOE /ISl OJTUTOHEPPO-
HuH [20]. B nocneaHme ropt JOCTUKEHU S MOJIEKYIIIPHONM
OUOJIOTUU B OOJACTH AMOPHUOJIOTHH OOCCIICUMIIM HOBBIN
HOJXOJ, K IOHUMAHUIO MEXAHU3MOB HE(PpOoreHesa. Yera-
HOBJIEHO, UTO IPOLIECC HEPPOr€HE3d KOHTPOIUPYETCA
U PEryIUpyeTcs OOIbIIUM KOJUYECTBOM PA3HOOOPA3-
HBIX T€HOB, ITATOKUHOB 1 (PAaKTOPOB pocTa [4, 18, 23]. Ak-
THUBHO IIPOJIOJIKAETCS UAEHTU(PDUKALUS TEHOB — (PaKTO-
POB TPAHCKPUIIIIUU, OTBET-

JI.C. MNpuxopuua, E.I. Aranos, B.B. Hescrpyesa u ap.

OPraHOB MOUEBOH CHUCTEMBI, B TOM UHCJIE OJUTOHEPPO-
HUU, ¥ HOJIOBBIX OPTaHOB.

B psie sKCriepuMEHTAIbHBIX MOJIENEH ObLIM YCTAHOB-
JIEHBI (DAKTOPDL, NPEAPACIIONATAIOMINAE K PA3BUTHIO OJIU-
rOMEraHe(ppOHUN: BHYTPUYTPOOHOE BO3ACHCTBUE HE-
(PPOTOKCUUHBIX JIEKAPCTBEHHBIX CPEACTB (TEHTAMUIINH,
IUKIOCHOPHUH A), BHYTPUYTPOOHBIH IE(PUIITUT OENKOB,
BUTAMUHA A, KIS U KUIBIIHS 32 CYET HUBKOKAUIOPUITHO-
I'O ¥ HU3KOOEIKOBOIO IIUTAHUS MATEPH, PA3BUTHUE ILIA-
IIEHTAPHON HETOCTATOYHOCTH, HEJOHOMEHHOCTD [5, 10,
14,17, 25].

[TaToreHeTHUECKNE MEXAHU3MBI IIPOIPECCUPOBAHUS
onuromeraneponuu 10 XI1H 1onoxeHsl B OCHOBY T€O-
puu runepUIbTPALUU, OObICHSIOMEN MEXAHU3MBbI IIPO-
IPECCUPOBAHUSA 3200JIEBAHUI TOUEK KAK BPOKIECHHOTO,
TAK U IPUOOPETEHHOIO Trenesa [7, 8. B manom koamue-
CTBE TJIOMEPYJT IPOUCXOUT TUIEPPUIBTPALIUS, TIPUBO-
JUIIASL K BHYTPUITIOMEPYJIIPHOM TMIIEPTEH3UU C PA3BU-
THEM KOMIIEHCATOPHOH THHEPTPO(UU INIOMEPYI U Ka-
HQIBLIEB 34 CYET UHAYKIUHU IPOIU(PEPALUN ME3AHTUOLIH-
TOB ¥ HAKOIUIEHUS ME3AHTUAIBHOIO MATPUKCA, UTO CO-
POBOMKIAETCA YBEIMUCHUEM IPOTEMHYPUH U (POPMUPO-
BAHMEM TINIOMEPYIOCKIEPO3d U HHTEPCTULIUATBHOTO
(pudpo3sa ¢ pazsurrem TepMuHaipHON XITH (puc. 2).

BOnbIMHCTBO UMEIOIUXCS B TUTEPATYPE CIYUAEB
OJIMTOMETAHE(PPOHUH SBJIAIOTCA CHOPAAUICCKUMU. OH-
CAHbI ACCOLUALMH OJIUTOMETAHE(PPOHUH C PSJIOM I'€HE-
TUUYECKUX CUHJIPOMOB: KOJIOOOMA-TTIOUEUHBII CUHAPOM
(OMIM 120330) [28, 31], OpaHXUO-OTO-PEHAIbHBII CUH-
apom (OMIM 600257) [32], aKpOPEHATbHBII CHHIPOM
(OMIM 102520) [12, 19], a TarKe € XPOMOCOMHON AHO-
MAJIEH — CHHAPOMOM JICNICIIH XPOMOCOMBI 4p [22, 20).

Knuunyeckue nposiBieHust OIMroMeraHeppoHuy, Kak
HPABUJIO, OTMEYAIOTCS C PAHHETO BO3PACTA B BU/IE MAJIO-
I'O BECA IIPU POAKAECHUN PEOCHKA, HEPEJKO OTMEUAKOTCS
PBOTA, AETUIPATAISA, IUI0XAs IPUOABKA MACCHI Tea [19)].
[Tocse 1-10 rojia sKU3HU Y OOJBIMHCTBA OOJBHBIX BBISB-
JISIETCS IPOTEUHYPUS, CTENIEHD BBIPAKEHHOCTH KOTOPOW
IIOCTENEHHO yBeauuusaercs [1, 10, 20]. Mexay 1-m u 3-M
TOJJAMU >KU3HU OIUCAHO HOABJICHUE OJUYPUH U HOJIH-

CTBCHHBIX 34 HOPMAJIbHOC Pa3- BHyTpuyTpo6Hoe Pacosas,
BATUC YPOTCHUTAIIBHOTO TPAK- HuskobenkoBoe F'vnotpodusa HepoHo- He?ggf:g:r:.,.x reuﬁgjl:;:;:;aﬂ,
TA: PAX-2, CYIIPECCOP OIyXOJInu nuTaHne matepm nnoga LIEHHOCTb neKkapcTBEHHbIX npeapacno-
Bunbmca (WI'T), syiepHblit (pak- J cpeAcTs TNOXEHHOCTb
TOP renarounuTos-1p (HNFIB)

[6, 11, 21, 27). Ha panHuX CTa- L

AUAX MMOYEUYHOI'O PA3BUTHUSA MATOE

renpl PAX-2 u WI'l B HOpME CO- K?Rgﬁg;ﬁo

BMCCTHO 3KCIPECCUPOBAHDBI B

VHJIVIIIPOBAHHON ME3EHXUME
U ITOCTIEOBATEIBHO OCYIIECTB-

JISIOT MEPEKPECTHBIN KOHT-
poinb [11]. [TepsoHAYATBHO TEH
PAX-2 MoOaynupyeTr TpaHC-

KPUIIIMOHHYIO AKTUBHOCTD
reda W1'l, a B HOCIEAYIOMUX
CTaIuAaX MOp(oreHesa mouek
red W'l oreevaer 3a ocimade-
HUE IKCIIPECCUU reHa PAX-2.
Bo3HuKkHOBEHHE MyTALU B
JTUX TeHAX MPUBOJUT K PA3BU-
THIO PA3JUUYHBIX AHOMAJIUN
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Puc. 2. CxeMa (paKTOPOB, BIHAIOIHX Ha He()pOr'eHe3, H TAIIBI IIPOI'PECCHPOBAHHS
B COOTBETCTBHH C THIIOTe30H runepduiprpanus (Schreuder M.E. et al., 2007,

C U3MEHEHHUAMH [29])
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guncun. 11o mepe nporpeccupoBanus 3a00J€BAHUA OT-
MEUAETCS APTEPUATBHAS TUIIEPTEH3US, BO3HUKAIOT CUM-
I'TOMBI, OTPAXKAIOLIME NIPOrPECCUPYIONIECE CHUXKEHUE
(pyHKIUMI TOUEK (AHEMUS, METAOONIUUECKUI AU03, OC-
teopuctpous) [30].

JuarnocTrka onuromeraHep)pOHIHM OCHOBAHA HCKITIO-
YUTENIBPHO HA JJAHHBIX THCTOJOTUYECKOTO UCCIIEIOBAHMS
OYCYHON TKAHU. [Ipu yIbTPA3BYKOBOM MCCICAOBAHUN
(Y3W) nouek MOryT olpeensaTbCa Hecuenu(puuecKue
IPU3HAKU B BUJIE YMEHBIIEHUS PA3MEPOB, HOBIIICHUS
9XOI€HHOCTH ITAPEHXUMBI, OTCYTCTBUS KOPTUKO-ME/YJI-
JsipHOM (ppepeHtuauy Ha ciou. [Ipu CBETOBOHM MUK-
POCKOIINY IIOUEUHOH TKAHU HAOMIOAETCSI MAJIOE KOJTUE-
CTBO TIOMEPYI (20—25% OT HOPMBI), BBIPAKEHHASI KOM-
HEHCATOPHASA runepTpodus rnomepyi (250-400 nm npu
HopMe 100—150 nm) 1 KaHAIbLEB (MMPHUHA B 15 pas3 Bbile
BO3PACTHOM HOPMBI) [10, 13, 20]. IIpu pazsutun XITH or-
MEUAETCS BBIPAKEHHBIN HHTEPCTUIUAIBHBIH (PUOpPO3 U
(poKaTBHO-CErMEHTAPHBIN TJIOMEPYIOCKIEPO3 [9, 24].

[IpuBOAMM PE3YIBTATB COOCTBEHHOTO KIMHUUECKO-
r0 HaOMoIeHN A PEOCHKA.

Harwnmn M., 6,5 ner. Manbuuk ot HepopcTeeHHoro 6paka, 13
CEMbM C OTATOWIEHHON HACIEACTBEHHOCTbIO MO MLIEMUYECKOi
GonesHn ceppua M xpoHudeckomy Gponxmuty. Pebenok ot 2-it
6epemenHocti, npotekasiueit ¢ OPBU B 1-m Tpumectpe (1-9 Ge-
PEMEHHOCTb Yy MATepH 3AKOHYMAACH BIKMABILLEM), |-X CPOUHbIX
duanonomuecknx pogos. Manbumk pogmunca ¢ maccoit Tena 3220 r,
annHoit 49 oM, ouerka no Anrap — 6/8 6annos. INpu poxaermu
YCTAHOBIEH 2-CTOPOHHMI KpunTopxuam. Parree duanueckoe u
NCUXOMOTOPHOE Pa3BUTHE pebeHKa COOTBETCTBOBANO BO3PACTY.

[Mpyu obcneposanmnn peberka B Bozpacte 10 mecaues no mecty
KUTENbCTBA BrepBbie BbiABeHa npotenHypus ao 3,6 r/n. B 14 meca-
LieB MIbYMK BbiNl TOCTIMTOANMSUPOBAH B MECTHBIN CTALMOHAP B CBSI-
31 C NOSBNEHMEM PACTPOCTPAHEHHBIX OTEKOB M BBIPCOKEHHOM MPO-
Tennypun no 9,6 r/n. MNpu obcnenosaqnn BLABIEHA TMIONPOTENH-
emmna — 42,3 r/n, mnepxonecrepuremus — 10,3 mmons/n, ymeper-
Hoe yckoperne COD po 18 mm/u. KoHueHTpaumortas u dunstpa-
uMoHHaA bYHKUMM Novek Bbiin COXPAHHBI MOKCHMONbHBIN yaemb-
Hbiit Bec Moun — 1020, yposeHb kpeatnHuHa kposu — 33 MKMonb/.
Mpn Y3N pasmepsl nodek MeHbLLe BO3PACTHBIX, SXOTEHHOCTb KOP-
KOBOTO CIOsi MOPEHXUMbI NOBHILLIEHA ¢ 0Benx CTOPOH, KPOBOTOK
coxpareH. Marbumky 6bINa HOSHOYEHA Tepanus NPeaHU3ONOHOM
u3 pacdeta 2 mr/kr/24 4, koTopyto OH MOYYAN HEMPEpPHBHO B Te-
yenne 10 Hepenb. B ceasn c coxpamsiowelicss BHPAXeHHON npo-
TenHypuelt pebeHky Gun HasHaueH nefikepaH B aose 2 Mr/24
Kypcom 6 Hefenb Ha GpoHe anbTepHUPYIOLLEro Kypcd NPeaHN30o-
Ha 13 pacdeta | mr/kr/48 u. MNocne saseplienms kypca nelikepa-
HO Y MQUbYMKA OTMEYANach NpoTenHypus fo 3 1/n, pogutenu ca-
MOCTOSITENIbHO OTMEHMIIU CTEPOMIHYIO TEPANMIO.

B Bospacre 2 nert
3 Mecsues ¢ auarHo-
30M: CTepoua-pesuc-
TeHTHbI HedpoTHiec-
KMI CMHAPOM Ha dpoHe
annasun (2) anyex pe-
6eHOK nocTynun B oT-
feneHue HacnepcT-
BeHHHX W npuobpe-
TeHHbIX GonesHelt no-
yexk MHWM negnarpmn
M AETCKOM XMPYpPrumn
N9 YTOMHEHHS! ANATHO-

30 M nposeneHns Tepanuu. [lpu noctynnennn cocrosiHue mans-
unka yposnetsoputensHoe. DOusnueckoe passutHe HUKe cpep-
Hero, rapmonuuHoe (sec 11,5 kr (<10-ro nepuentns), poct 79 cm
(<3-ro nepuentung)). OtmeueHo Gonbluoe KOAMYECTBO CTUIM ANC-
smbBpuoreHesa (kopoTkas Liesi, TMNepTeNopH3M a3 U COCKOB,
HU3KOE PACMONOXEHME YLWIHBIX PAKOBUH, 3AMABLICS NepeHocULd
u ap.). KoxHbie nokposbl YncTbie, oTekos HeT. ToHbI cepaua oTyet-
nvBbie, putMuuHbie ¢ yactotoit 100 ygapos B MuHyTy, apTepuarb-
Hoe aasnenne 90/60 mm pt. cr. XXuBoT npu nanbnaumn Markuii,
6eszbonesHeHHbIi Bo Beex oTaenax. Buiasnen 2-cTopoHHuit kpun-
Topxuam. [uypes B Hopme.

[Mpn obcnenoBaHnn KIMHUYECKUI U BUOXHMMYECKMI AHANU3HI
KpoBW 63 NATONOrUYEcKX U3MEHEHMI, OTMEYANCA KOMMEHCHPO-
BAHHbIM MeTabonnueckuit aungos. [Npotentypus coctasnana 1—
2 r/n, cytouHas noteps Genka konebanack B npeaenax 0,7-2,9 r/
24 4. BuisBneHo cHuxeHne ckopocti kiny6oukoBoit unbTpaumm
(CK®D) no dopmyne LLsapua no 59 mn/mun/1,73 m?, runocten-
ypusa (yaensHuii Bec moun 1003—1005). Mpu Y3M pasmepsl no-
YeK HA HWKHEN TPAaHHMLLE BO3PACTHON HOPMbI, 3XOTEHHOCTb NAPEH-
XMMbI noBhieHa ¢ obenx ctopoH. [Npu Y3 MowoHKK 1 naxosbix
KQHONOB SIMYKM HE BU3YQANM3MPOBANUCh. YCTAHOBNEH CHUXEHHBIN
yposeHb TecTocTepora B kposu — 0,07 wmons/n (Hopma 0,1—
1,12 nmonb/n) npu HOpMANbHOM ypoBHe ONAUKYNO-CTUMYINPY-
foLLIero, JIIOTEUHM3UPYIOLLETO M TMPEOMAHLIX FOpMOHOB. Marnbunk
6bil KOHCYNIbTUPOBAH SHAOKPUHOMOTOM-QHAPONIOTOM, C LEfbio
PEBU3MM NOXOBLIX KAHANOB BHINA NPOBEAEHA NANAPOCKONHS, NpH
KOTOPOil OBHAPYXeHbl M yaaneHs 3a4aTki oboux audyek B BuAe
ynnoLeHHbx 06pasoBaHuii avameTrpom MeHee | cm. Y peberka
AMATHOCTUPOBAHA AMCTEHE3Ns TOHOA. YUMTHIBOA BHISIBIIEHHYIO OHO-
MQnUIO PA3BUTHS MOJIOBLIX OPrAHOB, NALMEHTY MPOBEREHO KAPHO-
TMAMPOBAHME, NPH KOTOPOM ycTaHosneH kapuotun (46,XY). [Mpu
BMPYCONOMMYECKOM MCCelOBAHNM B KPOBM, Mode M cockobe co
cnusucToi ek nauneHta obHapyxera [HK untomeranoemnpy-
ca. He uissnens Snwreiina—bappa 1 repnec-supycs B kposu
mode. Mapkepsi renatutos B u C, BUY, peakuns Baccepmara
otpuuatenshbl. Mo ganHbim Ixo-KI' nopokos cepaua He obHapy-
XEHO, MMENa MeCTO AMAroHanbHAs Tpabekyna B IEBOM Xenyaou-
ke. [Npn peHtreHorpadmm KuCTel ManbuMKa YCTAHOBAEHO ymMe-
peHHoe oTCTaBAHMe KocTHoro Bospacta. [pu odransmockonmu,
pentreqorpadun u IAMPT uepena natonoruyeckux usmeHeHmit
He obHapyxeHo.

Takum obpasom, y peberka ¢ 3anepxkoil Gpusndeckoro pas-
BUTMS M MCTEHE3WEN TOHAR MMEN MEecTO MHOAHTUIbHLI Hedpo-
TUYECKMII CUHAPOM, CONPOBOXACEMbIN KOMBUHUPOBAHHBIM CHUXE-
Hrem dYHKUMI noyek (KOHUEHTPAUMOHHOM W IoMepynapHOi dburb-
Tpaumu).

[Mpu mcronomueckom mccnegosaHnn HeppobuonTara naum-
eHTa ycTaHoBneHa onuroHedponus. [Npu cBeToBOM MUKpOCKOMMHU
6h10 0BHAPYXEHO Tonbko 3 MoMepyssl 0BLIYHOTO AMAMETPA, Pac-
MonoxXeHHbX Ha GOMBIWIOM paccToaHuM Apyr oT apyra (puc. 3).

Puc. 3. CBeToBasi MUKpOCKOITHs HeppoGuonraTa Janumia U. (Mmogud. okpacka 1mo Mautops, x100)
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QOuaroBasi MM orMcTUoLmMTapHas UHUNLTpaLms

Puc. 4. CBeTOBasi MUKPOCKOIIHA HeppoOuorTaTa Janunnaa U.

(reMaTOKCH/IMH-303HH, X100)

OtmeueHa BupakXeHHas rMnepTpodus GONbLIMHCTBA KAHAMbLEB CO
3HAYMTENbHBIM YBENuYeHnem ux B auametpe. Habnioganacs oua-
roBasi NIMMPOTrMCTUOLMTAPHAS MHOUNBTPALMS, OYArOBbIN CKIEPO3
uHtepctiums (puc. 4). Aptepun u aprepronsl He mameHersl. [lpu
ummyHodoopecuerumn ¢ IgM, IgG, IgA, C; cneundnueckoro cee-
YeHHs He BhIABNEHO. [1pH 3MeKTPOHHO-MMKPOCKONMYECKOM HCCre-
JOBAHMU YCTAHOBIIEHA HE3ABEPLIEHHOCTb OKOHYATENbHON andde-
peHUMpoBkK GazanbHEX MeMOpaH momepyn W kaHanbues. Mansie
HOXKM MOZOLUMTOB CIIICXKEHbl MPAKTUYECKM HO BCEM MPOTSHXEHUH
KanunapHsix netens. OTMeNanich BHPAXKEHHbIE M3MEHEHHS! B CTPYK-
Type KaHambLEeBOro HedpoTenus BUPYCHOrO nponcxoxaequs. [e-
MOSUTOB MMMYHOKOMIIEKCHOTO TUNA He BbISIBIIEHO.

B ocHosy nposogimoro Hamn guddeperupmansHoro auarHosa
6bin noctasneH MHGAHTUbHBIN HedpoTrdeckuit cuHgpom. Y mans-
4Mka BbIN UCKIIONEH BTOPHMYHBIN MHPAHTIIIBHBIH HEPPOTHIECK)T
CHHAPOM HO POHe PSAQ BPOXIEHHHIX MHPEKLMT (LMTOMEranosm-
pyc, Tokconnasmos, cudmnmc, Tybepkynes, BUY, renatur B) 8 ceasm ¢
OTCYTCTBMEM XOPOKTEPHBIX KIMHUKO-TABOPATOPHBIX NPOABIEHM
M CepONOTMYECKMX MAPKEPOB 3THX 3060MEBAHM.

Ha ocHosaHuu nposepeHHOro rMcTonorMyeckoro Mccnenosa-
HMA MOYEYHOM TKaHW y pebeHka Bhna UCKIOYEHA #CTHHHAS 110-
YeyHas rMIomIasNs, ANS KOTOPOH XAPAKTEPHH yMEeHbLLEHHbIE Pas-
Mepbl MoYek C POXAEHUA M HOPMASIbBHOE KONMYECTBO (yHKLMOHM-
pylowmx HedpoHoB. Y MAMbYUKA OTCYTCTBOBAMM MPUSHAKK /10-
YEYHON JNCITIAZHM, He BHABIIEHO HU GETANbHBIX MOMEPYI, HY dre-
MEHTOB XPSALLA MW ME3EHXMMbl B NMOYeYHOM TKaHW. [umonnacru-
yeckas AHCiIasng Takke BHNa UCKNIoYeHa Y NAUMEHTA HA OCHO-
BAHMM OTCYTCTBMS TPO3AEBMAHO PACTONOXEHHbIX MIOMepys C aT-
POGUYHBIMU COCYANUCTHIMU METNISMU M YTOSLEHHOMN KANCYNoH, He
BHIABIIEHO NPUMUTUBHBIX KAHANbUEB. MHPaHTWIbHBIH HegpoTmyec-
Kni cnHapom, obycrioBreHHsIH romepynoHedpmTom, Guin oTeepr-
HYT y BOMBLHOTO B CBA3M C OTCYTCTBMEM XAPOKTEPHbIX TMCTONOMM-
YeCKMX MPU3HAKOB MOPAXKEHUS romepyn npu mopdobuonTuuec-
KOM WCCIIEOBAHMM MOYEYHON TKAHM.

Y4UTHBAA BO3MOXHBIE ACCOLUMALMM UHAHTUABHOTO Hedpo-
TMYECKOTO CMHAPOMA C FEHETUYECKOH MATONOTMEN, Y Manbyuka
BLiN UCKNIOYEH PAL HOCTENCTBEHHBIX CiHAPOMOB. Y NauMeHTa
HEe OTMeYanoch NPU3HAKOB repmadpoanTHama, anddysHoro me-
30HMMANBHOTO CKNEpOo3a MK GOKANbHO-CETMEHTAPHOTO [oMe-
PYNOCKNIEepO3a B MOYEUHOM TKAHM, YTO MO3BOMWIO MCKITIOMUTH
cnrgpomst [lennca-Llpawa (OMIM 194080)w @pasizepa (OMIM
136680). B cBasn c otcytcTBreM y pebeHka NposBReHnit CUHA-
poma PaHKoHW B BMAE amuHOAUMAYPUM, Mitoko3ypun, docdarT-
YPMM, O TAKXe NOPAKEHWUS LEHTPQNbHON HEPBHON CUCTEMB W
a3 6un oTeprHyT curgpom Jloy (OMIM 300535). Y GonbHoro
6uin ucknioueH cungpom [annosesi-Mosara (OMIM 251300),
TAK KAK OTCYTCTBOBQSIM OHOMGIMM PO3BMTHS TONOBHOTO MO3Id,
BpOXAeHHA MuKkpouedanus, He OTMEYaNoch 3CAEPXKKM MCHXO-
MOTOPHOTO PA3BUTHS.

YUHTHIBAS, YTO y MQNbYMKA UMENA MECTO ACCOLMALMS OIUTO-
HedPOHUU C AUCTeHe3Nelt TOHAA, HOMU Bbin NPOBeAeH NOWCK Be-
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POSATHBIX HACIIEACTBEHHBIX CUHAPOMOB C YKO3AHHOM KOM-
BUHMPOBAHHON AHOMAMEN CTPOEHMS MOYEK W MOMOBbIX
opraros 8 6aze OMIM. Buino sussnero 16 cuuapomos,
NPH KOTOPHIX OMUCAHBI TMMIOMIIASHA NOYEK U OUCTEHe3Ns
roHag, HO Bce oHu Bbinu MckiioueHs y pebeHKa B CBA3H
C OTCYTCTBUEM APYIUX XAPAKTEPHBIX NPOSABIEHHH.

Takum 0bpasom, HA OCHOBAHMM MPOBEAEHHOTO K-
Huko-naboparopHoro 1 mopdonoryeckoro obcnenosa-
Hust peberky Bbin MOCTABNIEH ANATHOS «OTHIOHEPPOHIS,
nHGaHTHIbHBIN HegpoTnyeckmii curgpom, XbIT 34 cr.
Llncrenesns rornan. 3agepxka ¢usmyeckoro pazsuus.
[Tepcncrmpyrowas ynromeranosmupycHas nH@eKLnay.

C HedponpoTekTHBHOI Lenbio pebeHKy Bbin HasHaYeH MHIU-
6utop AMND — snan & gosze 0,1 mr/kr/24 yaca, nposoannack kop-
peKunsa MeTaboNUYeckoro aunaosd, NPOTUBOBMPYCHAS TEPAnys.

Mpu panbHeliwem HAbOfeHUM 30 NALMEHTOM COXPAHANACH
BbIPCOKEHHAsS NpoTenHypua fo 6,5 r/n npu HopmanbHoMm yposHe
obuero Genka B kposu U otcyTcTBum otekos. OTmedanack TeHgeH-
UMl K YBENMYEHMIO YPOBHA KPeaTUHWUHA B Kposu Ao 91 mkmonb/n.
B Bospacrte 4 net Bnepsbie BLISBNEHA TMNOXPOMHAS AHEMUS Ner-
kot cTenenm (remornobun 99 r/n, sputpounts 3,73 x 10'?), koto-
pasi KOPPMIMPOBANACH N/K BBEAEHWEM PEKOPMOHA M Mpenapa-
TOMM Xenesa per os.

B Bospacre 5 ner peberok noctynun B otaenenue Hacnen-
CTBEHHbIX M npuobpeTeHHbix GonesHeil nodek MHUA neanar-
PUM U AETCKON XMPYPTUM B TSKENOM COCTOSIHUM, OTMEYQIMCh Bbl-
POXEHHBIe PACIPOCTPAHEHHBIE OTEKM, AHACAPKA, ONUTYPHS, ap-
TepuansHaa runeptenamua go 150/110 mm pr. ct. MNpu obcnepo-
BOHMM YCTOHOBIIEHO 3HAYUTENLHOE YBENIMYEHNE YPOBHS KPeaTy-
HUHG B KpoBW mo /84 mkmonb/n, uto cootserctBoBano CKD
5 mn/mun/1,73 Mm% Otmeuanack rMNOXPOMHAS, TMNOpereHepa-
TOPHOS aHemus Taxenoi crenenu (remornobun 74 r/n, sputpo-
untl 2,77 % 10'%), nekomMneHcupoBaHHLIt MeTaBonuueckuit aum-
nos (pH 7,25, BE = 13,1 mmons/n), runepkannemms 6,6 mmons/n,
rnepdocdaremus, runonporentemus 36 r/n. MNpotenHypus co-
crasnana 6,6 r/n. MNpu Y3N suissnen acuut, csoboaHas xma-
KOCTb B MQIOM TA3Y, MOYKM PE3KO YMEHbLIEHH B PA3MEPAX, 3XO-
TEHHOCTb MAPEeHXMMbl Mmovek Bhie neveHouHol. [Tpu Ixo-KI
OTMEYQNUCh ABNEHUS TMAPONEPMKAPAC, YMEpPeHHAs AunaTaums
NIEBOTO Xenyfouka 6es HapyLeHHs coKpaTUTeNnbHOM cnocobHo-
CTM MUOKAPAA.

B cBasu ¢ passutiem y peberka TepmuHanbHoit cragun XIMH,
COMPOBOXAAEMON ONUIYpUEN, HEKOHTPOMUPYEMON APTEPUANBHON
TUMNepTEH3NEN, BHPAXKEHHHIMM 3NEKTPONIMTHEIMU M MeTabonuyec-
KMMM HapyLIeHHamMM, Manbunk Guin nepesegeH B Llentp rpasuta-
LMOHHOM XMPYPriM KPOBM M TEMOAMANN3A 1Sl MPOBEAEHHS 3amMe-
CTUTENbBHOM NOYEYHON TePAnuU NPOrPaMMHbIM remoananmzom. Ha
¢doHe NPOBOAMMOTO rEMOJNAIM3A B COYETAHUM C reMopunbTpa-
uMelt cocTosiHue pebeHKa YydLMIoch, BOCCTAHOBUICA AMYPES,
KyMUPOBAH OTEYHbIM CMHAPOM, YPOBEHb KPEATMHUHA KPOBM CHM-
aunca go 485 mkmonb/n, HopMmanuzosanca yposeHb obuero Gern-
KO B KPOBW. ApPTEpUANbHAS TMNEPTEH3NA KOHTPOIMPOBANACH MNPy
MCMONb30BAHUN KOMBUHUPOBAHHON TMMOTEH3MBHOM TepanMu Hop-
BOCKOM M PEHMTEKOM.

Mocne 6-mecsayHOro Kypca 3aMecTUTENbHOM MOYeYHON Te-
panuu remoguanusom B Bospacte 5,5 ner B oraenennn Tpawc-
nnantaurn nodkn PHLIX PAMH manbunky 6bina Beinontera poa-
CTBEHHOR TPAHCMNAHTAUMS NOYKK OT MaTepH, koTopas bbina He-
coemectma no 2 antureHam: A28 n B13. B goonepaumontom
nepuogie ocyluecTsnanace npodunakTyeckas npoTUBOBMPYC-
HOS TEPANUA LMTOMEranoBUPYCHON MHPEKUMM C MCMONb3OBAHM-
eM TaHUMKNOoBMpA. MHAyKuMsS MMMyHOCYNpeccun npoBoaunach
FEHHO-MHXEHEPHBIMM TYMaHW3UpoBaHHBMM 1gG MoHOKNoHArb-
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HBIMW aHTMTENnamn — antaronnctamu peuentopos k CD25 (kam-
nac sa 19 aHeit nepen TpaHcnAAHTAUKEN NOYKKM) WU K MHTepnel-
kuHy-2 (senanakc). MNocne TpaHcnnaHTaumn naunenty Geina Ha-
3HOYEHA 3-KOMMOHEHTHAS MMMYHOCYMPECCHBHAA Tepanus cTe-
poMAAMH, UMKocnopruHoM A 1 Mikoderonatom moderuna. [Npea-
HM30MOH 6N oTMeHeH Ha 15-e cyTku nocne TpawcnnaHTauuu
noykn ¢ uenbio usbexarb ycyrybnenua AanbHeiwwelt BupaxXeH-
HOJ 30€PXKN POCTa NOA BAMAHMEM cTeponnos. B ceasu ¢ neit-
koneHuel, obycnosneHHON BBeeHreM kamnaca, Ha 17-e cyTku
nocne TpaHcnnaHTaumu 6ein oTMeHeH mukodeHonara modetun.
MNocne paspeluenus neiikonennn yepes 6 mecaues Nocne TPAHC-
MAAHTAUMK NOYKK MUKOPeHonaTa ModeThn bl HAZHAYEH BHOBb,
posa uuknocnopuHa A 6wina cHuxera go 1,5 mr/kr/24 u. Pe-
KMUM MUHUMM3AUMM MMMYHOCYNPECCUU C MCMOMb3OBAHMEM LMK-
nocnopuHa A y peberka oBycnoBneH NepcUcTUPOBAHUEM UM-
ToMeranosupycHol nHbekumm. [posogunacs koMGMHUPOBAHHAS
TMNOTEH3UBHAA Tepanus C WCNONb3OBAHWEM KAPAMOCENEeKTUB-
Horo 6eTa,-appeHobnokatopa — areHonona, Grnokaropa Kanb-
UMEBbIX KAHAMIOB — amnoTona W nepudepuyeckoro Ba3oaunaTa-
Topa — KApAMKeTa.

[Mpn obcneposanun manbunka vepes 15 mecaues nocne
TpaHcnaaHTaunn nouku B sospacte 6 net 10 mecaues coxpans-
nack yAoBneTBopuTensHas byHKUMS TPAHCANAHTATA (KpeaTHHMH
kposu 45 mkmons/n). Poct pebenka ysenuumnca Ha 5 cm. Al
90/60 MM pT. cT. Ha doHe rMNoTeH3NBHON Tepanun Grokaro-
pOM KkanbuMeBbix kaHanos — aganatom B gose 10 mr/24 4. Mo-
yeBoro cuHgpoma Hert. [Tpogonxaer npuem umrknocnoputa A B
nose 25 mr/24 4 npu perynapHom MoHUTOpHPOBaHMKM yHKLHO-
HONBHOTO coCToAHWA TpaHcnnaHtara. Ha npotaxennn nocne-
AHUX 6 MecaueB NPU3HAKOB PeaKTUBALMM LUTOMEranoBMpyCHOM
undekunn Het (OHK Bupyca B kposu peberka He BhsBREHa).

Heo6xoauMo BBIETUTD Psit (PAKTOPOB, CIIOCOOHBIX
BJIUATb HA COCTOSHUE II0YEYHOT'O TPAHCILIAHTATA U CO-
OTBETCTBEHHO HA IPOTHO3 IManueHTa. Cpeau Oaronpu-
ATHBIX (DAKTOPOB OTMEUAIOTCS: HE/UIUTENbHAS TPOJOJI-
JKUTEJIBHOCTD TeMOAMAIN3a (MeHee O MeCAIeB) 0e3 Co-
IYTCTBYIOHIUX OCJOKHEHHUH, POACTBEHHAS TPAHCILIAHTA-
11l HOUKH C PA3BUTHEM HEMEJIEHHOH (DYHKIIMY TPAHC-
IUIAHTATA B PAHHEM HOCJIEONEPALUOHHOM NEPUOJE, A
TAKKE MUHUMHU3UPOBAHHBIA PEKUM UMMYHOCYIIPECCUH,
HO3BOJISIIOIMIAN U30€KATh PSiTd TOKCUUECKUX OCJIOKHE-
Hu# Tepanuu. Cpeau HeOMAronpusITHEX (PAKTOPOB Y
0O0JIHOIO UMEETCS HIEPCUCTUPYIOIAA LIATOMETATIOBUPYC-
Hast TH(PEKLIUS, PE3KO YBEUMUUBAIOIIAsI PUCK OTTOPKEHUS
TpaHCIUIaHTaTa. Kpome Toro, Hammune JUCreHe3u roHajl
y peOEHKA SABJISIETCS HEFATUBHBIM (DAKTOPOM COLIUATBHON
AIAnTAlKU B OYIyIEeM U TPEOYeT IPOBEACHUSA 3AMECTH-
TEJIBHOU TOPMOHAJIbHON TEPAIINH.

Takum 00pa3zom, IPEACTABACHO HAOIIOJCHUE 34 PE-
OEHKOM C MH()AHTWIBHBIM HEPPOTUUECKUM CHHJPO-
MOM IIpH OJIMTOHE(PPOHUHU C IUCTeHE3ueH ronaj. Pan-
HSS AUATHOCTUKA IPUYMH PA3BUTHUS UH(PAHTHIBHOTO
HE(PPOTUUECKOTO CUH/POMA TTO3BOJUT U30€kKATh HE-
OOOCHOBAHHOT'O HA3HAUEHHSI UMMYHOCYIPECCUBHOM Te-
panuu. Pazsurrue nHQAHTUIBHOTO HE(PPOTUUECKOTO
CHUHJIPOMA SIBJISIETCSE AOCOMIOTHBIM TOKA3aHUEM K IIPO-
BEJCHUIO HEPPOOUOIICUHU JJO NIPUMEHEHH S CTEPOUTHOM
U UMMYHOCYIIPECCUBHOM Tepanuu. llenecoodpasno
IIPOBEJIEHUE MOJIEKYJSIPHO-TEHETUUECKOTO UCCIEA0BA-
HUSA Y JITEN ¢ MH(PAHTUIBHBIM HE(PPOTUUECKUM CUH/I-
POMOM C LIE€JIbIO UICHTU(PUKALIUHA BO3MOKHBIX MYTAL[UI
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B I'CHAX, YUACTBYIONHUX B (DOPMUPOBAHUU OPTAHOB MO-
YEBOM U MOJIOBOM CUCTEM.
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