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HeppoTtnyeckuit cnHapom — cepbe3Hoe 3abosieBaHne MOYEK, MCXOA0M KOTOPOro HE3aBUCUMO OT CTEMEHU MPOTEUHYPUU
MOJET CTaTb TepPMUHaIbHas CTaausl NOYEYHOHM HEeAOCTaTOYHOCTH. [1pOrHO3 U TaKTMKa Tepanum HepPOTUIECKOro CMHAPOMa
3aBUCSAT KaK 0T MOPPO0rM4ecKoro AnarHo3a, TaK 1 oT MNPUYnHbI BO3HUMKHOBEHMWS AaHHOro 3a6oneBaHus. CneayeT yunTbiBaTb
TOT PaKT, YTO BPOXKAEHHbINA HEDPOTUYECKMI CUHIPOM SIBJIIETCS PE3UCTEHTHbLIM K MMMYHOCYpeccuBHoH Tepanuun. OgHaKo,
psiA 3apy6erKHbIX aBTOPOB [EMOHCTPUPYET NpUMepbl 3PPEKTUBHOCTU MPUMEHEHNS UMMYHOCYNPECCHUBHbIX MpenapaToB
(cTepouabl U LUMKAOCTOPUH A) MPU HEKOTOPbIX CEMEMHbIX CyYasix HEPPOTUHECKOro CUHAPOMa. CBOEBPEMEHHOE BbIsIBIEHUE
JeTei ¢ reHeTU4eCKM 06YCI0BIEHHBIM HEPPOTUHECKUM CUHAPOMOM 103BOJISIET BOBPEMS ONPEAETNTHCS C TAKTUKOM BEAEHUS
rnaumMeHTa B KaxKloM KOHKPETHOM ciyqae. [peacTaBaeHHbIN B CTaTbe KIIMHUYECKUI MPUMEP OMUCHIBAET HETSIXKEIOE TeYeHne
BPOXAEHHOIro HEPPOTUHECKOro CUHAPOMA, MPUYMHONM KOTOPOIro CTasa PaHee He onucaHHasi B 0TEYECTBEHHOM M 3apy6erKHOM
nutepatype mytauusi reHa NPHS2. ABTOpbl cuMTaloT Liesiecoobpa3HbiM BBEAEHNE MOJIEKY/SIPHO-rEHETUYECKOro MCC1eso-
BaHWs B MNOBCEAHEBHYIO KIIMHMYECKYIO NMPAaKTUKY NPU BCEX C/ly4YasiX BPOKAEHHOIro HE(POTUYECKOro CUHAPOMA, a TaKKe npu
CcTeponApPe3NCTEHTHOM BapmuaHTe HeQPOTUYECKOro CMHAPOMA.

KnioyeBble cnoBa: BpoxaeHHbIN HeppoTudeckuii cuHapom, NPHS1, NPHS2, reHetuka, Aet1, HEPUH, NOAOLIMH, LIMKIO-
CropuH A.

(Meanatpnyeckas papmaxonorus. 2014; 11 (6): 62-65)

BBEJEHME CemenHbin (reHetndyeckuin) HC moxKeT 6biTb CBSA3aH
HedpoTtnyeckmnn cuHgpom (HC) npegcraBnsieTr cobow C HaJIMYMEeM TeHHbIX MyTaLWHn, NPenMyLLecTBEHHO pelec-
CMMMNTOMOKOMIIEKC, BK/OYAKOLWIMIA NPOTEUHYPUIO Gonee CMBHOrO xapaKTtepa. JTM MyTauuu BedyT K HapylleHWio

3,5 r/1,73 M2 B cyT, unn 6onee 40 Mr/mM2 B yac; runo- 6MOCUHTE3a U 3KcMpeccun 6enKkoB, GOPMUPYIOLLMX Liene-
anbByMUHEMMIO HUKE 25 /N, TMNEPANNUAEMMIO U OTEKM. BylO Avadparmy Mexay ManbiMv OTPOCTKamu MoAOLMTOB.
PacnpoctpaHeHHocTb HC coctaBnsieT npumepHo 1 cnyyan Haunbonee n3yyeHol Mytauun NPHS1 (HapyleHue cuHTe3sa
Ha 6000 HOBOPOXAEHHbIX B rof [1]. HedpuHa) u NPHS2 (HapylieHue cuHTe3a nodoLuuHa).
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Case of Non-Severe Congenital Nephrotic Syndrome

Nephrotic syndrome is a severe renal disease that may result in the end-stage renal failure despite the extent of proteinuria. Prognosis
and tactics of therapy of nephrotic syndrome depend both on the morphological diagnosis and on the cause of the disease. It ought
to be considered that congenital nephrotic syndrome is resistant to immunosuppressive therapy. However, several foreign authors
demonstrate cases of immunosuppressive therapy effectiveness (steroids and cyclosporine A) in a range of familial cases of nephrotic
syndrome. Timely detection of children with genetically caused nephrotic syndrome allows to define the patient management tactics
in each case on time. This clinical case represents non-severe course of congenital nephrotic syndrome caused by an NPHS2 gene
mutation, which had not before been described neither in Russian nor in foreign literature. The authors deem introduction of the
molecular genetic analysis to the routine clinical practice for all cases of congenital nephrotic syndrome and steroid-resistant nephrotic
syndrome reasonable.
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BpoxaeHHbIn HC dMHCKOro Tuna aBnsetcs 3aboneBaHu-
€M ayTOCOMHO-PELLECCUBHOIO TUMa HacneaoBaHUs U MOXKET
NPOABAATLCSA YXe BHYTPUYTPOOHO (Ha 15-1 Hep GepemeH-
HOCTW) UK B TEeYEHME NEPBbIX 3 MeC XU3HWU. CUHAPOM npea-
CTaB/EH MOMHbIM CUMNTOMOKOMMIEKCOM, XapaKTEPHbIM A1s
HC (BbICOKWMA YpOBEHb MPOTEUHYPUU, TUMOMPOTEUHEMMUS,
rMNepAnNUAEMUS U OTEKM BMIOTb A0 aHacCapKu), KOTOPbIH
ObICTPO MPOrpPeccUpyeT U NPUBOANUT K TEPMUHANBHON CTaaumn
XPOHWYeCcKon 60Me3HU NoYeK. nsa aeten ¢ aTom naTonoru-
el TaKXe XxapaKTepHa HM3Kas macca Tena Mpu poXAeHWUH,
yBenM4yeHMe nnaueHTbl (Macca nnaueHTbl — okono 25%
Maccbl Tenla HOBOPOXKAEHHOr0). O6bIYHO HOBOPOXKAEHHbLIN
nMmeetr GEeHOTUMUYECKME OCOBEHHOCTU: HEBGONbLION C HWU3-
KMM MOCTMKOM HOC, WMPOKNE POAHMYKU. BpoxaeHHbin HC
duHCKOro TMnNa BbI3biBaeTcA Mmytauusmu B reHe NPHSZ,
Koaupyouwem cuHTe3d 6enka HedpuHa. [eH pacnonoxeH
Ha 19-1 XpOMOCOME U COCTOUT U3 29 3K30HOB. XOTH MyTaLuu
B OCHOBHOM HabntogatoTcs Y ML, GUHCKOIO MPOUCXOXKAEHMS
(1 cnyyan Ha 8200), UMetoTCH MHOTOYUCNIEHHbIE OMUCaHUs
JAaHHOro CMHAPOMa y NpefcTaBuTenen Apyrux HalMoHanbHo-
cten (6onee 60 mytauumn). Cpean GUHCKON NONyNSLMU Han-
6onee yactbiMu MyTaLMamMu (90% BCTpe4aeMoCTH) ABNFIOTCS
aBe: geneums B aK3oHe 2 (Fin-major) n HOHCeHc-myTaums
B 26-M 3K30He (Fin-minor) [2].

[dpyron Haubosee 4acTon MyTauuen, npuBoaswEen K
CEMENHOMY ayTOCOMHO-PELLECCUBHOMY CTEPOUAPESUCTEHT-
Homy HC, gBnsieTca HapylleHue cuHTe3a 6enka noaoLuu-
Ha. ExxerogHas 3a6oneBaemoctb B CLUA cocTtaBnsieT 16 Ha
100000 HaceneHus. Yalle BCcTpeyaeTcsa cpeay naumneHToB
a3MaTCKOro NPoOUCXOXAeHUs, YeM y eBponenues. MNoaounH
Koaupyetca reHom NPHS2, KOTOpbiM pacrnosioeH Ha
1-1 xpomocome (1925) n cocTomT n3 8 3K30HOB. M3BECTHO
6onee 30 myTauuin gaHHoro reHa. Cpeau eBpOMNENCKOM
nonynsaunn Hawbonee 4acTo BCTPeEYalOTCs ABE MyTaLUMU:
R138Q v R229Q. Mytauns R138Q o6ycnosnuBaeT aebtot
HC Ha nepBom roay »u3Hu. Mytaumsa R229Q BcTpedaeT-
ca npu passutnn HC B 6Gonee craplieM BoO3pacTe, BKIO-
Yyas B3pocnbix. Mytauun VI80M n R238S TakKe cBA3aHbl
¢ 6onee nNo3gHMM Hadvanom HC (129 * 12 mec) [3].

YyuTtbiBasi HacneAacTBEHHbIM reHe3 60/1e3HU, NMpUMeHe-
HWE MMMYHOCYMPECCUBHbIX MpenapaToB He3IhOOEKTUBHO;
npoBOAWUTCH MNaToreHeTMyeckas (3aMensieHne MNo4YeyYHoro
NOBPEXAEHNUS) U CUMNTOMaTMYecKass Tepanus (KOHTPO/b
apTepuvanbHOro AaBfiEHUS, 9NEKTPONUTHBLIX HapyLIEHUN,
remocTtasa, GU3M4YecKoro pasButus). [MaBHaa 3agaya nede-
HUS 3aK/lo4aeTCs B YMEHbLUEHUN noTepu 6enka 1M npeaot-
BpallleHUM OBbICTPOro MNPOrpeccMpoBaHns MOBPEXKAEHMUS
NnoYe4yHon TKaHUW. B HacToslee BpeMs aHTUNPOTEMHYpPUYE-
CKas 1 HedponpoTeKTUBHAA IPPEKTUBHOCTb JOKa3aHa a1s
WHIMOUTOPOB aHrMOTEH3MHNpeBpalLatouero ¢epmenta [4]
W 6G/I0KaTOPOB PeLLenTopoB aHrMoteHauHa Il [5]. B 10 e
BpPEMS CylWecTBYET psa MCCnefoBaHUM, COrMacHO KOTOPbIM
BO3MOMEH OTBET KaK Ha Tepanuto cTeponiamu, Tak U LUMKI0-
CMOpPUHOM A B BUAE AOCTUKEHUS PEMUCCUMN TN YMEHbLLEHWUS
npotenHypum [6-8J.

BeneHune petent ¢ BpoxaeHHbIM HC TpebyeT perynspHo-
ro BOCMOJIHEHUS NOTepU Geflka C MOYOW, NevyeHne OTEKOB
W apTepuanbHOW TUNEePTEH3UWU, INEKTPONUTHBLIX Hapylle-
HUN, KOHTPOAA GYHKUMU LWMTOBUAHOM Xenesbl (rMnoTupeos
BCNEACTBME NOTEPU TOPMOHOB C MOYOW) U HAPYLLEHUIN remMo-
cTasa (runep-/runokoarynauns). PagnkanbHbli U Hanbonee
IODEKTUBHBIN METOA NeYeHUss — TpaHCMAaHTaumns MOYKK.
BosBpaTta 601€3HM B TPAHCMIAHTUPOBAHHYO NMOYKY HE Npo-
MCXOAMT, OfHaKo, No AaHHbiM S. Weber u coast., B 8% cny-
YaeB BO3MOXHO pa3Butmne HC, He cBA3aHHOro ¢ o6pa3oBa-

HUEM aHTUTEN K IMoMepynspHoOn 6a3anbHOn MeMbpaHe uu
APYTMMU YCTAHOBNEHHBIMU NPUYMHAMU UMMYHOKOMIMIEKC-
HOrO MOBPEXAEHUS TPpaHCNNaHTaTa, NPUYEM KaK Npu romo-,
TaK U reTepo3uroTHbIx mytauusx [3]. Mpu 3ToM Hago y4uTbl-
BaTb TOT daKT, YTO HedbpoTpaHCcnIaHTaUMn OT PoaUTENEN,
agnaowmuxca Hocutenamm NPHS2-myTtauuni, BeayT K BbICO-
KOMY PUCKY peumanBa $GoKanbHO-CErMEHTAPHOro CKieposla
B TpaHcnnaHTtaTte. Y)ke caM no cebe 3ToT GaKT no3sonset
npeanonoXuTb, 4TO HEOBXOAMMO BBEAEHWE MOMEKYNSPHO-
reHeTU4ecKoro uccnefoBaHma Ha Mytaumio NPHS2 B KNUHK-
YeCKyo NpaKTHKY.

MoMMMO XopowWo M3BECTHbIX MyTaunn NPHS1 v NPHS2
CYLLECTBYET Lenbl psig reHeTUY4eCKU OBYCNOBAEHHbIX CUH-
ApomoB, BKtoYatowwmx HC.

[eHeTnyeckn ob6ycnoBneHHbI HC Takke MoxeT OblTb
CBfiI3aH C MyTaumen reHa WT-1, pacnofIOXKEHHOro Ha
11-n xpomocome (11913). TeH WT-1 KoaupyeT poCTOBble
daKTopbl, y4acTByolMe B GPOPMUPOBAHUM TOHAA U MOYEK.
OH COCTOUT M3 AEeCATU IK30HOB M MMEET YeTbipe n3odop-
Mbl. MyTauuu, npuBoasLime K passutnio HC, nokanuayiotcs
B 8M M 9-M 3K30Hax, YTO MO3BOASET OrpaHWyYUTb 30HY
uccneposanusa [9]. Mytaumn reHa WT-1 moryT ObiTb Mnpwu-
ynHon Denys-Drash cuHgpoma u cuHapoma Frasier, nposiB-
nawouwmxcad HC B covyetaHuu ¢ nceBgorepmadpoauTMamom.
CuHapom Denys-Drash xapaKtepuayeTcs paHHUM Hadvanom
HC n 6bICTpbIM pa3BUTUEM TEPMUHANbHOW CTaguMK noyeud-
HOW HEeOoCTaTOYHOCTW, @ TaKKe COYEeTaHMEM C OMyXOsbto
Bunbmca. Mopdonornyeckn npeacraBneH andOy3HbIM
Me3aHruanbHbIM CKepo3oMm. nsa cuHapoma Frasier xapak-
TepeH 6onee no3gHun aebioT HC 1 meaneHHoe nporpeccu-
poBaHWe GOoKanbHO-CErMEHTAPHOrO0 FMOMEpPYNOCKIEPO3a,
YCTOMYMBOIro K UMMYHOCYynpeccuBHoM Tepanun. O6a cMHAPO-
Ma HacneayTcs Mo ayTOCOMHO-A0OMWHAHTHOMY TUIY.

[eHHble MyTaumMu LMX1B cBA3aHbl C ayTOCOMHO-AOMM-
HaHTHbIM CMHAPOMOM HOITEM—HaAKONEHHMKa (nail-patella),
AN KOTOPOro XapaKTepHbl rematypuss U MnpoTenHypus
(y 30%), oTcyTCTBME UM HEQOPa3BUTME HaKONEHHWKa, AUC-
nnasvs HorteBbix nnactMHok [10]. Bo3MoXHO pa3BuTHe
XPOHWYECKOW NOYEYHOM HeAOCTaTOHHOCTH.

[eHHble myTaunn LAMB2 npuBOAsAT K pa3BuUTUO CUHAPO-
Ma [MunpcoHa (Pierson) ¢ ayTOCOMHO-pPELLECCUBHbIM TUMOM
HacnefoBaHUS, KOTOPbIA XapaKTepu3yeTcs BPOXKAEHHbIM
HC. Mopdonormyeckn nposiBnsgetcs doKanbHO-cermeHTap-
HbIM IOMEPYNIOCKIEPO30M B COYETAHMU C NMOPOKaMKU pas-
BUTUS OpraHa 3peHus (MMKPOKOPUS, MUKpodTanbm, KaTta-
paKTa, aHomanuu cetdaTku) [11]. Bo3MOXHO co4eTaHue
C 3aJE€PKKOW MHTENNEKTYaNbHOrO pa3BuUTHS.

B pa6ote N. Sachs u coaBT. y Tpex NauneHToB C Tep-
MWHaNnbHOW CTagMen No4Ye4HOW HEeOOCTaTOYHOCTU, Pa3BMB-
wencs Ha ¢doHe HC, 6bina BbigBNeHa MyTauums CD15. HC
y OaHHOW rpynnbl NaUMEHTOB COYETANCAd C HEMPOCEHCOP-
HOWM TYroyxocCTbl0, TanlacceMmnen u 6ynnesHbiM NoparKeHMem
KOXu [12].

MMMYHOKOCTHas aucnnasusa (cuHapom LUnmke) — pea-
KOe ayTOCOMHO-peLiecCcMBHOe 3a60eBaHue, XxapaKTepmnayto-
Lieecs crnoHannoanMduaapHomn anucnnasnen, NPoTenHypuen,
3aepPXKKON pocTa M HapyweHueM GYHKLMU MoYeK BMNOTb
[0 TEPMMHANbHOM MOYEYHOM HepocTaToyHocTn [13]. 3ToT
CMHAPOM BbI3blBaeTca mytaumsammn B reHe SMARCALI.

CoyeTaHue BpoxaeHHoro HC ¢ 6ynnesHbiM annaepmonu-
30M ¥ aTpe3nein HEKOTOPbIX OTAENOB XKenya04HO-KULWEYHOro
TpaKTa (BO3MOXHbI aTpe3uns NuULEeBOAa, Kenyaka unu ase-
HaALUATUMEPCTHON KMLLKKM) CBA3AHO C MyTauusMU, KOTOpble
KOAMPYIOT a6B4-Ccy6belnHULbl UHTErPUHA MNOAUNENTULOB.
[aHHbIM CMHOPOM XapaKTepu3yeTcs ayTOCOMHO-peLec-

NEAUATPUYECKAA ®APMAKOJIOTUSA /2014/ TOM 11/ N° 6



JAunarHocTuKa B neguaTpuu

CUBHbIM TUMOM HacnefoBaHus, B OOJNbLUMHCTBE Clly4aes
BbI3blBAEeTCA MyTauuamMu B cybbeauHule uHTerpuHa b4
(reHa ITGB4), pacnonoxeHHoW Ha ANUMHHOM Mjieye Xpomo-
coMbl 17, pexe npoucxomdar MyTauumu B cyobefuHuue ab
(reHa ITGA6), pacrnonoXeHHOW Ha AJIMHHOM Nje4ye XpoMo-
combl 2 [14].

MpeactaBngaeM KAMHUYECKUM crydan BpoxkaeHHoro HC,
06YCNOBNEHHOIO HE ONUCaAHHOM paHee MyTaluen.

KJIMHUYECKHUA NPUMEP

BonbHoM M., 4 ropa, B TeyeHue 2 net Habnwogaetcs
B Hay4yHOM LieHTpe 340poBba AeTen. ManbymK oT 6narono-
JIY4HO NPOTEKaBLUMX 6EPEMEHHOCTM M poaoB. Npu poxKaeHun
Bec 3410 r, pocT 54 cm. CemelHbIn aHamHe3 no 3aboneBa-
HUSAM NOYEK He OTArOoLLEH, Y OTUa 1 6abyLKM MO MMHUK OTLa
rMnepxonecTepuHemMus.

C 1-ro Mec *M3HU y pebGeHKa oTmevanacb NPoTeENHYpPUs
(oT cnepoBon o 1 r/n, oqHOKpaTHO A0 3 r/n Ha pOHE OCTpoK
pecnupaTopHoOn BUPYCHOM WHOEKUUK). [unepasotemMumn
He 6b110. YpoBeHb apTepuanbHoro aasneHus (AL) He KoH-
TponupoBanu.

B Bo3pacTe 2 net Bnepsble 6bl1 06CNefoBaH B OTAene-
HUW BOCCTAHOBMUTENBHOMO NIe4YEeHUs AeTeN ¢ HeDPOyponoru-
yeckumun 3abonesaHuamun HU3/. Mpu nepsom obpalleHnu
OTMEYEHO, 4YTO (MU3MYECKOe M MCUXOMOTOPHOE pas3BuUTHUE
Ma/bYMKa COOTBETCTBYIOT BO3pacTy, COMaTU4eCKUM cTa-
Tyc 63 0COGEHHOCTEN, OTEKOB HET, AMype3 afeKBaTHbI.
YpoBeHb npoTtenHypumn 0,5-0,8r/cyT (0,99 F/M2chT).TaK)Ke
Oblfla BbIsiIBNEeHa runepxonecrepmHeMus o 8,33 MMosb/ .
YpoBeHb apTepManbHOro AaBNEHNS MPU PA30BbIX U3MEPEHU-
X — B npeaenax Bo3pacTHOM HOpMbl. 10 AaHHbIM CYTOYHOIO
MOHUTOPUPOBAHUS yCTaHOBNEHa apTepuanbHas runepTeH-
31s 1- cTeneHu: NoBbllIEHWE YPOBHSA apTepuanbHOro aAaB-
JIEHUS B AHEBHble Yacbl, MHAEKC BPEMEHU CUCTOMYECKOrO
apTepuanbHoro aaBnenuns 14%, MHAEKC BPEMEHW ANACTONU-
yecKoro aptepuanbHoro gasnenuns 50%.

Ha OCHOBaHWW KAWHWYECKMX [AaHHbIX M pPe3ynbTaTtoB
napakMHUYECKNX METOAOB MCCNefoBaHWa MNauneHTy 6bin
noctaBneH auvarHos: «HacneactBeHHas Hedponatus (npo-
TeMHypus, apTepuanbHas runepteHsns). PyHKUMM noyYeK
COXpaHeHbl. XpoHnyeckas 60ne3Hb noyek, | cragus».

Manb4ymMK 6bl1 MPOKOHCYNbTUPOBAH raCTPO3HTEPOIIO-
roM no MnoBofy rMnepaunuaeMuu: NpPeanosioKeHo Hanu-
yne ceMenHom runepxonectepuHeMmnn. C Lenbio KOppeKLmu
YPOBHS$ X0NecTepuHa B KPOBM Gbi1 HA3Ha4YeH npenapar ypco-
[1€30KCUX0NEBOMN KUCNOTbl Ha 6 Mec. C aHTUrMNepTeH3MBHOM
M HedPOMPOTEKTUBHOM LIE/Nbl0 HavyaTa Tepanus WMHrM6uTOo-
POM aHIrMOTEH3UHMNpEBpPallaollero depmeHTa (3Hananpun
no 2,5 mr/cyt) nog KOHTPOJEM KIMHWUKO-NabopaToOpHbIX
nokasatenew. Cnycta nonroga aHananpun Obll OTMEHEH
poanTENAMMU.

B Bo3pacTe 3 net nporenHypus ctana 6onee BblpaxKeH-
Hon: oT 0,5 go 1,1 r/cyt (0,99-1,7 r/M2 B CyT), aNn30au-
yeckn go 3 r/n. MNpu noBTopHOM 06CnenoBaHuM B oTaene-
HWUM cOXpaHsanacb apTepuanbHas runepTeH3usa 1-n cteneHu.
BnepBble BbiiBNeHa runoanbbymmHemus (25 r/n), coxpa-
HeAnacb runepxonectepuHemus (7,75 mmonb/n). C aHTUru-
NnepTeH3NBHON M HEDPOMNPOTEKTUBHOM Lie/Ibi0 BO306GHOBEH
npMeM MHrMBUTOPA aHIMMOTEH3MHMpPEBPaLLatoLLero pepmeH-
Ta (aHananpun no 2,5 Mr/cyr).

Taknm ob6pasom, y pebeHKa MMenn MecTo runepxose-
cTepuHeMus, runoanbbymmnHemusa (25 r/n), npoTeumHypus
HebpPOTUYECKOro YpPoBHS (3 r/n), 4HTO B COYETAHWUN C apTepU-
anbHOWM TMNEepTEH3UEN MOCNYXKMUI0 OCHOBaAHMEM ANS Aalb-
HeWLero AMarHoCTMYECKOro MOMCKa C LeNbio UCKITIOYEHUS

reHeTM4Yeckn oOyCnoBJIEHHOM 060/IE3HM MNo4YeK. B cBaA3un
C [l@aHHbIM NpPeanonoXeHnem Obln B3AT aHalu3 KPoBW AJA
MONEKYNAPHO-TEHETUYECKOIO MCCneaoBaHuUs (BbiSiBNeHWE
mMyTauun reHa NPHS?2).

[MpoBeAeHO MOJNIEKYNAPHO-TEHETUYECKOE UCCneloBaHne
METOAOM MPSIMOro aBTOMaTUYECKOro CEKBEHUPOBAHNUS BCEX
KoOMPYIOLWMX 3K30HOB reHa NPHS2, a TakKe npuneratoLimnx
WMHTPOHHbIX 06nacten. B 3k3oHe 02 o6GHapyeHa paHee
He onucaHHas mytaums ¢.275G>C, npuBoasLlas K aMmMHO-
KUCNOTHOM 3ameHe p.Gly92Arg, No JaHHbIM KOMIMbIOTEPHOMO
aHanusa (Alamut Visual, version 2.4) apnsiowascsa naTorex-
HOW. B ak3oHe 07 6bina obHapyxeHa myTauus c.868G>A
B reTepo3nroTHOM COCTOSAHUM, MPUBOAALLAA K aMUHOKUCNOT-
HOM 3aMeHe p.Val290Met.

Ha OCHOBaHWW KAMHMYECKOW KapTUHbI M pPe3ynbTaToB
MOJIEKYNSIPHO-TEHETUYECKOro aHanuada O6bl1 yCTaHOBJMEH
reHETUYECKMI AMarHo3: «BpoxaeHHbIM HEPPOTUYECKUIA CUH-
ApOM, 06ycnoBneHHbIn MyTaunen NPHS2». C aHTUrMNepTeH-
3MBHOW M HEDPOMPOTEKTUBHON LIENbIO PELIEHO NMPOAOIKUTD
Tepanuio MHFrMOUTOPOM aHrMOTEH3UHNpPeBpaLLatowero dep-
MeHTa 3Hananpuaom B fo3e 0,3 Mr/Kr B CyT NOA KOHTPOSIEM
KIIMHWKO-NabopaTopHbIX MoKa3aTtenel. Ha doHe Tepanuu
ypoBeHb Al HOpmanu3oBascs, 4TO O6bl0 NOATBEPKAEHO
peaynbTataMn CYyTOYHOr0O MOHUTOPUPOBAHUA. YPOBEHb MpPo-
TEMHYPUU CHUBUACA HUMXKe 1 r/n; coxpaHseTcs B npegenax
0,5-0,9r/n.

KnuHnyecknin amarHo3 nauueHTta: BporkaeHHbIn Hedpo-
TUYeCKMM cnHapom (mytauma NPHS2), aptepuanbHas runep-
TeH3unsa 1-i cteneHn. PyHKUMM MOYEK COXPaHEHbl. Xpo-
HM4YecKasn 60ne3Hb noyek, | ctagus.

OBCYXAEHME

Mpn 06CYyKAEHUN OMUCAHHOIO KAMHWYECKOro clyyas
cneayet OTMETUTb, YTO Yy MNauMeHTa C FeHEeTMYeCcKu nopa-
TBEPXKAEHHbBIM BpoXAeHHbIM HC npoTenHypust He gocturaet
HebpPOTUYECKOro YPOBHS, B CBAA3M C YEM, HECMOTPS Ha Cylle-
CTBYIOUME OaHHble O BO3MOXHOM 3PPEKTUBHOCTU MMMY-
HOCYNpeccMBHOW Tepanuu, TaKoBas Ha3HayeHa He Oblna,
peleHo OorpaHMyYnTbest HedPONPOTEKTUBHOM M aHTUrMMep-
TeH3MBHOM Tepanuen. Tak, W. Proesmans 1 coaBT. noaTeep-
annun ctabunuaupyioliee AencTBUe MHIMOUTOPOB aHIMOTEH-
3MHMApeBpalaowero pepmeHTa Ha nogoumnTsl [4].

B cnyyae HapacTaHusa NpoTEUHYPUU A0 HEPPOTUYECKOro
YPOBHS WX NPU Pa3BUTUW BblparKEHHOW runoanbOyMuHe-
MWW U TUNOMNPOTEMHEMUM C LENbIO [AOCTUMHKEHUS YacTuy-
HOW WAM MOMHOM pemuccun 6yaeTr o6CyKAaTbCs BOMPOC
Ha3Ha4YeHMUa KOPTUKOCTEPOWMAHOW Tepanuu (2 Mr/Kr B CyT
no npefHU30/I0HY B TevyeHue 4 Hel exedHEBHO, 3aTeM
4 Hep B aNbTEPHUPYIOLLEM pPEXMME NMpUemMa c nocneayrowen
nocTeneHHon oTMeHown). CuMmnTomaTnyeckas u Hedponpo-
TEKTUBHas Tepanus MHIMOGUTOPOM aHrMOTEH3UHNpEeBpPalla-
owero depMeHTa 6yaeT NPOLOSIKEHA, BO3MOXHO, B COYe-
TaHUM C UMKIIOCNOPUHOM A.

B nutepatype npopomxaetr obcCyxAaTbCA BOMNpoc 06
3PDEKTUBHOCTU MMMYHOCYMPECCUBHOM Tepanum (KOPTUKO-
cTeponabl, UMKNOCNopuH A) npu psge myrtauuim, o6ycnoBnu-
Bawowux passutne HC [6, 7]. JeNCTBUTENLHO, HEKOTOPbLIE
aBTOpPbl YKa3blBaloT, YTO B pAAe CNy4aeB 3TO JIeHEHUE MOXKET
NPUBECTU K NOJSIOXKUTENbHOM AMHAaMUKe BNJIOTb 40 AOCTUXKE-
HUA KIWHUKO-NabopatopHon pemuccun HC.J. Gellermann
M COaBT. NOKa3anun adPeKT uMKIocnopnHa A B KOMBUHaL MK
C NpeaHU30/I0HOM Y AeTen ¢ myTaumen B reHe WTL (B Buae
[OCTUXEHUS PEMUCCUW MU YMEHbLLEHUS NPOTEUHYPUHN), HTO
NO3BOJIMIO FTOBOPUTb O HalUYUKW Yy LMKIOCNOPUHA HEUM-
MYHHbIX MexaHn3MoB fencteusa [8]. pyrve uccnegosatenm



NnoKasanun MNOSIOKUTENbHbIN 3DDEKT Tepanum LIMKIOCNOopU-
HOM A B COYETaHWUM C MHIMOUTOPaMK aHIMOTEH3MHMpEeBPa-
Wwatolero depMeHTa y nauneHToB ¢ JaHHOM MyTauuen [15].

CyuiecTByeT ¥ MNPOTUBOMOJSIOXHOE MHEHWE B [LaHHOM
Bonpoce. Hanpumep, A.K. Buscher u coaBT. cuuTatoT, 4TO
JeTaM C reHeTnyeckn obycnosneHHbiM HC Tepanusa npe-
napatamu uUuMKnocnopuHa A He nokasaHa [16]. E. Benetti
M COaBT. ONMUCaNN KIMHUYECKUI Clyyaw, rae y nauumeHTa c
myTaunen NPHS2 Tepanus LMKNOCNOPMHOM A OKalanacb
HeadpdeKTUBHOM [17].

B 3apybexxHon nuTepaType TaKxe npeacraBieHo
HECKOJIbKO cllyYaeB MNPUMEHEHUS WMMYHOCYNPEeCCUBHOM
Tepanuu npu BpoxaeHHoM HC, BbI3BaHHOM MyTauMen reHa
NPHS2. Tak, B uccnegoBanmm 2009 r. 6bi71 onmMcaH KInMHUYe-
CKMM cflydal 3HaYUTENIbHOTO CHUMXKEHUS YPOBHS MPOTEUHY-
pun (¢ 1280 a0 380 Mr/m2) Ha GOHe MPUMEHEHNS LIMKIOCTO-
puHa A 'y pebeHKa ¢ roMmo3urotHon mytauunen (R138Q) reHa
NPHS2 [18]. O.P. Mishra ¢ coaBt. onyénukosanu B 2014 .
JaHHble 0 5 naumeHTax, AOCTUTLLMX YaCTUYHOM pPeEMUCCUU
BpoxaeHHoro HC (NPHS2) Ha ¢oHe Tepanuu LMKI0CNopHK-
HOM A ¥ NpefHU30M0HOM [19].

3AKJ/IIOMEHME

lMporHo3 u TakTUKa Tepannun HeppOoTUHECKOro CUHAPOMA
3aBUCAT KaK OT MOPOSIOrMYECKOro AMarHosa, Tak v ot npu-
YMHbI BO3HUKHOBEHWUSA AaHHOro 3abonesaHus. CneayeT yyu-
TbiBaTb TOT PaKT, 4TO BPOXAEHHbLIN HEPPOTUHECKUA CUHLPOM
ABNIAETCA PE3UCTEHTHLIM K UMMYHOCYNPECCUBHOM TEpanuu.
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CTBEHHOM U 3apybexHon nutepatype MyTauuns reHa NPHS2.
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