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BPOXAEHHbIA HEGPOTUYECKUI CUHAPOM:
3TUONOrnUs, AUATHOCTUKA, TIEYEHUE (0630p nuTepatypbi)

S4NTA KOHCTAHTUHOBHA METPOCSIH, fOKT. Men HayK, npogeccop kageapsl rocrmtanbHoi neauatpimm Ne 1
Poccuiickoro HaumMoHanbHOro CCae[0BaTeIbCKoro MeanLMHCKOro yHuBepcuteta, Mockaa,
Ten. (495) 936-92-74, e-mail: Ed3565@yandex.ru

Pedpepar. BpoxaeHHbii HedbpoTudeckuii cuigpom (BHC) aBnsietca pegkmum 3aboneBaHneM novek, xapakrepuayoLwuincs
TSDKENOW NPOTenHypuen, rmnonpoTeMHemMmeit n otekamu, Habniogatowwmecsi cpasy nocne poxaeHusi. B 6onblumHcTBe
crny4yaeB OH OBYCMNOBMEH reHeTUYeCKM OnocpeaoBaHHbIMU AedeKTamy KOMMOHEHTOB roMepynspHOro dunsrpaum-
OHHoro Gapbepa, ocobeHHO HedpuHa 1 nogoumHa. BHC MoxeT Takke ObiTb YacTbio Kakoro-nmbo cuHgpoma unuv
BbI3BaH nepuHaTanbHOM MHgekumen. VMiImmyHocynpeccuBHas Tepanusi He apPekTUBHa Npu reHeTUYecknx popmax
BHC. TpaHcnnaHTauusi novek sBnseTca eaAMHCTBEHHbIM 3hdEKTUBHBLIM neveHreM. Nepen npoBegeHnem onepauum
crnegyert NpoBeCTU KOpPEKLMIO rnnoansbymmHeMmmn. MnepkannopuinHHasa aneta siBnsieTcs o4HON M3 cocTaBnsoLlen
B BEAEHWUMN 3TMX BOMbHbIX, @ Takke KOPPEKLMs rMnoTupeosa, MMHeparnbHbIX HapyLueHuid, npodunakTrka Tpombo3oB
N MHGEKLMOHHBIX ocrnoxHeHui. Micxon naumeHToB ¢ BHC 6e3 cepbe3Hbix aKCTpapeHarbHbIX OCNIOXKHEHWUIA CPaBHUM C
NCXOA0M APYrvX rpynn naunMeHToB nocne TpaHcnnaHTaumum noYxu.

Knroyeenbie cnoga: NpoTeENHYpUS, HEPPOTUYECKNA CUHOPOM, HE(PPUH, NOAOLMH, TPaAHCNNaHTaLNS NOYKN

ONGENITAL NEPHROTIC SYNDROME:
ETIOLOGY, DIAGNOSIS, TREATMENT (literature review)

EDITA K. PETROSYAN

Abstract. Congenital nephrotic syndrome (CNS) is a rare kidney disorder characterized by heavy proteinuria,
hypoproteinemia, and edema starting soon after birth. The majority of cases are caused by genetic defects in the
components of the glomerular filtration barrier, especially nephrin and podocin. CNS may also be a part of a more
generalized syndrome or caused by a perinatal infection. Immunosuppressive medication is not helpful in the genetic
forms of CNS, and kidney transplantation is the only curative therapy. Before the operation, management of these
infants largely depends on the magnitude of proteinuria. In severe cases, daily albumin infusions are required to prevent
life-threatening edema. The therapy, also includes hypercaloric diet, thyroxin and mineral substitution, prevention of
thrombotic episodes, and prompt management of infectious complications. The outcome of CNS patients without major
extrarenal manifestations is comparable with other patient groups after kidney transplantation.

Key words: proteinuria, nephrotic syndrome, nephrin, podocin, kidney transplantation.

poxaeHHbIn HedppoTuyeckut cuHgpom (BHC) —  Ha npoTshkeHun OecAaTUneTuin B NoMoLlb NpakTUYeCcKuM

COCTOSIHWE, XapaKkTepuayloLleecs BblpaXeHHoW  BpadaM. OgHako nocregHue nccnefoBaHus 4EMOHCTPU-
npoTenHypuen, runoansO0yMMHeMumen n oTekamu, Ha-  PYLOT, YHTO MHOTUE reHeTu4eckme aedekTbl, ABnstoLmecs
GniojatoLimecs B TeYeHVe NepBbiX TPEX MecsUeB nocne  npuyvMHon pa3sutust BHC, MoryT nposiBnsATbCA B pasHOM
poxaeHus. Hedppotnueckuit cuHgpom (HC), BbiSiBrieH-  BO3pacTe, TEM CaMbIM CTaBs MO COMHEHWS UCMOMNb3yeMyHo
HbIA CNyCTA TPW Mecsua, HO B TeYeHWe MepBoro roga B HacTosLlee Bpems knaccudumkaumio BHC, nockonbky Bce
(4—12 mec), onpepeneH kak MHdaHTuNbHasa opma HC.  Tpu hopMbl xapaKkTepusytoTcs 06LLEN STUOMOMMEN, KITNHN-
Wpounonatuyecknit HC HabniogaeTtcs B AeTckom Bo3pacTe kol u ucxogom HC (mabnuuya). CoBepLUEHHO 04eBUAHO,
nocne roga [1]. 3T onpegeneHns GbiNM UCMONb30BaHbl  YTO Takoe AeneHne HC B GonbLuel cTeneHn onpeaeneHo
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BpeMeHHbIM nokasaTtenem ero gebtota. B naHHon ctaTtbe
onvcaHbl Hanbornee 3Ha4YMMble NPUYKHLI paseuTus BHC,
NoAXoAbl K AUArHOCTUKE U BeAeHUs AeTel B 3aBUCMMOCTU
oT atuonoruun HC.

3Tnonorus BpoXxaeHHoOro HepoTU4ecKoro cuHapoma

leHeTuyeckue

MyTaumns reHa HedppuHa (NPHS1, domHckuin Tun BHC).

MyTaumns reHa nogounHa (NPHS2)

MyTtauus rena WT1 (cuHgpom Oennc—[pawwa, cuHapom
Ppansepa, nsonvposaHHbin BHC).

MyTaumnn reHa LamB2 (cuHgpom MNupcoHa, n3onmpoBaHHbIi
BHC).

MyTaumns reHa PLCE1.

MuToxoHApuanbHas uMTonaTus (CMHAPOM [1yXOTbl,
avabeta,kapgvomvonatim).

BHC c nnu 6e3 natonorum LIHC u gpyrnx nopokoB pa3sutus
(oTCyTCTBYME rEeHHbIX AedeKToB)

WUHbeKUnoHHbIe

BpoxaeHHbIn cudpmnmc.
Tokconnasmos, Mansipusi.
Lintomeranosupyc, kpacHyxa, renatut B, B4

Opyrve npuynHbI

HeoHaTtanbHasi cuctemHas kpacHas BonvaHka.

HeoHaTanbHble ayToaHTMTENa NPOTUB HENTParbHOW 3HAO-
nenTuaasbl.

HeoHaTanbHbIi HC, 00yCrnoBneHHbI fieyeHmem matepu
cTepougamMm n xrnopgeHnpammHom

BpoxaeHHbIN HePPOTUYECKUA CUHAPOM (PUH-
ckoro Tvna (mytauuu reHa NPHS1) xapaktepusyetcs
ayTOCOMHO-PELIECCMBHbLIM TUMOM HacrnegoBaHus. borb-
Wwas YyacTb MMafeHLeB poXAeHbl MPeXaeBPEMEHHO C
HM3KOW Maccow Tena. [NnavueHTa yBenv4yeHa, Bec ee npe-
BbILLIAET Maccy HOBOPOXAEHHOro bonee yem Ha 25%. OT-
€YHbIV CUHAPOM Y HOBOPOXAEHHOTO HabrtogaeTcs yxKe npu
POXOEHUM UNN B TEYEHNE HECKOMNbKMX NOCNeayLLMX HEN
BCINELCTBME Pa3BMBLLETOCA TSXKENOro HedpoTUYECKOro
cvHgpoma. MaccuBHasa NpoTEVMHYpUsi COMPOBOXAAETCA
BbIpa@>XEHHOM rMnoanb0yMUHeMUern n cepbEe3HON rmnoram-
marnobynvHemuein. Mopdonorudeckaa KapTuHa novek
XapakTepuayeTcs Hanmynem MUKPOKUCT B TyOynsipHOM
annapaTe B COYEeTaHWu C NogouMTapHOW naTonornen —
AndysHoe crnaxuBaHue «HOXek» nogoumtoB [28].
MMMyHOrMcToxnMmmnyeckoe mnccnegoBaHve BbisiBUMNO OT-
CyTCTBUE HedpuHa B LLeneBon anadparme.

B 1998 r. Kestila n coaBT. obHapyunu reH, oTBeT-
CTBEHHbIV 32 pasBUTME BPOXAEHHONO HedpOTUYECKOro
cuHapoma duHckoro Tuna — NPHS1, pacnonoxeHHbin
Ha 19-n xpomocome (19q13.1) [30]. OH cocToUT M3
29 ak30HOB. Cpeaun UHCKOW MONynsauun oTMevarTcs
ABe MyTauuu: geneums Bo 2-M 9k30He — Fin-major u
HOHCeHC-MyTaumnsa B 26-m ak3oHe — Fin-minor. O6e
MyTauum BeAyT K HapyLLeHUIo cuHTe3a HedpuHa. Cpeau
nauMeHToB HedUHCKON nonynsauum onncaHbl 6onee 60
pasnuyHbIX, BKOYas Aeneumto, MUCCEHC- U HOHCEHC-
MyTaumu B ApYyrux ak3oHax [4].

CTpyKTYpH, HedpuUH — TpaHcmeMOpaHHbIi Benok,
OTHOCALLMICA K CynepcemMencTsy MMMYHOrnobynnHoB
C agre3anBHbIMY (DYHKUMSIMU, C MONEKYNSIPHOW MaccoWn
185-kDa, cocrtoswuin n3 1241 aMMHOKMUCIIOTHOIO OocTaT-
ka [34]. HedpunH MmeeT Tpu oTnuyatowmxcs obnacru:
fonbluasa BHeKneToyHas obnacTtb, TpaHCMeMbpaHHas u
BHYTPUKIETOYHaA obnactu. BbICOKOrMMKONM3MpoBaHHas
BHEKMNeToYHas obnactb COCTOMT U3 BOCbMU MMMYHOTTIO-
OynUHOBBIX YacTel 1 ofHON MOPOHEKTUHOBON YacCTy.
BHyTpurkneToyHasa obrnactb CogepXKUT HECKOINBbKO OCTaTKOB

BECTHWUK COBPEMEHHOW KJIMHWYECKOW MERULUWHbLI 2013  Tom 6, Bbin. 6

TUPO3MHA, KOTOPbIE ABMSATCA BO3MOXHbLIMM JTOKyCaMuy 151
docdopunupoBaHmsa. PakTUYeckn, HeppuH, Kak Obino
BbISIBIIEHO, HAXOANTCH B COCTOSAHUMN hOCHOPUINNPOBAHNS
[49]. CtpykTypa HedpuHa 1 MECTOMOIOXEHME €r0 B LLe-
neson guadparme Beno K runorese, 4YTo romocpuneHoe
B3anMOAencTBne HedpuHa CBA3bIBAET ABa MPOTUBOMO-
NOXHbIX NogounTa, hopMmnpysa nocnegHow [22].

lMpucTanbHoe u3y4yeHne reHeTUYecKnx myTauuin
NPHS1 nossonuno obHapyxuTb Gonee nerkue copmbl
TEeYEHUS BPOXOEHHOIO HepOTMHECKOro cnHapoma mH-
CKOro Tmna.

Koziell n coasrt. [31] onucann KnNnuHU4eckoe TeveHne
BHC®T y wecTtepblx AeTen, NATEPO U3 KOTOPbIX Obln 13
Manbrtbl. [Mpu reHeTuyeckom nccrnenoBaHmm bbina obHapy-
»eHa romo3urotHast MyTaums R 1160X rena NPHS1. Bonee
nerkoe TteyeHne BHC®T Koziell cBaA3bIBaeT C XeHCKMM
Moriom, Tak Kak NATepo 13 LWeCTn AeTen Obinv JeBoYKamu.
Schultheiss n coasT. [47] onucanu BHC®T y aByx 6rmaHe-
LIOB, Marb41Ka 1 AeBOYKN C NEPCUCTUPYHIOLLIMM TEYEHNEM
HedPOTNYECKOTO CUHAPOMA C POXAEHMS. XpoHUYeckas
noyevyHas He[OCTaTOMHOCTb pa3sunack y HuUx B 20 1 24 ro-
na. MNpv reHeT4YecKkoM UccnefoBaHnm BbiSIBNIEHbI reTepo-
3urotHble myTaumm NPHS1 — L130F n C623F. Patrakka
n coaBT. [40] npuBenu knuHu4veckni cnydyam BHCOT y
[EeBOYKM C MyTaumii BO 2-M 3k30He R743C. CteneHb npo-
TEVHYPUW Y AEBOYKM 3HAUUTENBHO CHU3UMACh NpU NeYeHnm
WHMMBUTOpamy aHMMoTEH3NHNpeBpaLLaoLLero hepMeHTa 1
MeTuHaona. VIHTepecHo, 4To Npy COMEeTaHHOW MyTauuy B
Fin-major n Fin-minor nokycax, adhdeKT Ha aHanorm4Homn
Tepanuu He MNory4yeH.

leHeTn4yeckn obycnoBneHHoe OTCYTCTBME CUHTE3a He-
hprHa y 60MnbHbIX HEPOTUYECKUM CUHAPOMOM (PUHCKOTO
TMna, opMMpYyeT APYryto, HE MEHEE BaXHyto, Npobnemy,
CBSA3aHHY0 C¢ peumameoM HC B TpaHCnnaHTMpOBaHHON
nouke. Linpkynupytowime aytoaHTuTena k HeppuHy urparot
naToreHeTu4eckyto ponb B peumause HC nocne TpaHc-
nnaHTauum [7].

AyTOoCOMHO-peLecCUBHbIN HedpoTUYECKUN
cuHpgpom n mytaumsa reHa NPHS2. Ponb nogouuHa
B popmmupoBaHun HC 6Gbina Hambonee msyyeHa nocne
oBHapyXeHus reHa, kogupytowero atot 6enok. NPHS2-
reH nogoumHa pacnonoxeH B xpomocome 1g25-g31 [9].
MyTauus reHa nogounHa BbisiBrieHa B 45—55% cnyyaes
npu cemeriHom HC n B 8—20% cnyyasix cnopagunyecku
BO3HuKwero HC.

OnucaHbl 6onee Yyem 30 MaTONOrMYecKNx MyTauWii:
MUCCEHC-MyTaLuMKn, HOHCEHC-MyTauuu, aeneunu, npyeo-
Oswme K nsMeHeHnsiM CTpyKTypbl 6enka [46]. ObHapy»keHo,
4yTO cpeamn Hacenexus PpaHuum u NepmaHum Hambonee
yacTo BcTpeyaetcs R138Q-myTtauus [52], B TO Bpems Kak
MyTaumna P20L oTmevanack y utanbsiHUEB, U Npu ceMen-
Hom HC B TypeLkow nonynsumm. MyTauus reHa nogoumHa
Takke Oblna obHapyXeHa y NauneHTOB C BPOXAEHHBIM 1
nHdaHTUNBLHLIM HC. Uccnenosas 27 aeTen ¢ BPOXKAEHHbIM
HedbpoTmnyeckum cuHapomoM Schultheiss 1 coaBT. BbisSiBU-
1Y FTOMO3UIOTHBIE 1 FETEPO3UMOTHBLIE MyTaLMK MO NOJOLMHY
y 11 mnageHueB n y 15 no HedpuHy [47]. I Tonbko y
ofHoro pebeHka He 6bIno HangeHo reHeTUYeCKMX aHoma-
nun. Weber 1 coaBT. onucanu Tpu cnyyas BpoOX4eHHOro
HC c romosurotHon mytauuern R138Q [52]. iHTepecHbIM
ABNSAETCS NPOSIBIIEHNE reTePO3NTOTHBIX MyTaLuiA NOAoLM-
Ha B peHOTMNE. 3amMeyeHo, YTO NOSIBMEHME NPOTENHYPUN
BapbUpyeT OT HECKOMbKNX MECSALEB OT POXAEHMS OO He-
ckonbkux net. bonee Toro, 66110 NPOAEMOHCTPUPOBAHO,
4YTO TPOE M3 AEBSATU AETEW C reTEPO3UTOTHBIMN MyTaLUSMU
UMENn CTEPONHYIO YyBCTBUTENBHOCTbL, @ BOE OTBETUIN
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Ha Tepanuto umknocrnopuHom A [46]. OgHako y 5 n3 10
NauMeHTOB C reTepo3nroTHLIMM MyTaumsammn Habnogancs
[0CTaTo4HO GbICTphIN Bbixod B XIMH. A 6onbHble ¢ 6naro-
NPUSITHLIM TEYEHNEM HedppyTa B MOPEONOrm4eckom KapTu-
He nmenu npusHakn ®CIrC, npm UMMYHOTMCTOXMMUYECKOM
NCCrefoBaHnM NOYEYHOW TKaH OTMeYarnoch HapyLleHue
B pacnpegeneHun nogoumHa B nogoumtax [57]. Kpome
TOro, reTepo3nroTHble MyTauuy NOAOLMHA OTMeYanuch y
PEeHOTMNNYECKN 340POBbIX poanTenen 6onbHbIX AeTen ¢
rOMO3MrOTHBIMU MyTaLMsIMK TOrO e annens. Bce atn gaH-
Hble TpebyoT AanbHeNLWero n3y4yeHns 1 OCMbICIEHNS.

Mopdonornyecknmmn mapkepamu HC, BbI3BaHHOIo
MyTauuMsaMmn nogoLumnHa, vaile Beero siensietcsa PCIC, pexe
MUHMMasbHblE N3MeHeHWs U eLle pexe IgM-HedponaTus.
OpHako B akcrnepuMeHTanbHon padote Huber v coasT. [29]
y Mbiwern-HokayT no NPHS2 otmevyanock BHyTpuyTpobHOE
passuTtne HC, a B Mopdhonormyeckon kapTHe oTMmeyarncs
BblpaXXEHHbI Me3aHrMarnbHbIN CKIepo3 B COYETAHUMU C
TyOynsapHbIM KMCTO30M C Bakyonu3auuewn anutenusi, 4to
BO MHOTOM HanoMmnHaeT MOpPdONOrMYECKyH0 KapTUHY BPOX-
aerHHoro HC dmHckoro trna. MNpy aneKTpOHHOW MUKPO-
CKOMUU OTMeYanocb AMd@y3HOE CrMaXMBaHNE «HOXEK»
nopoumToB. [laHHbIi HC xapakTepuayertcs ctepovapesunc-
TEHTHOCTbIO 1, Bonee Toro, ero He yganock KynvpoBarb,
MCMONb3ys B NMEYEHUN LMKNOCMIOPUH A 1 umkrnodocdaH.

B nocnegHee Bpems nosiBunmchb paboTbl, B KOTOPbIX
NPOAEMOHCTPUPOBaHbI COMETaHHble MyTaLuy reHa nogo-
uMHa 1 HedpuHa B cTpykType BHC [47]. Tak, y 5 6onb-
HbIX C rOMO3uUroTHon MyTtauuen NPHS1 6bin BbisiBNeH
reTeposnroTHbIM nonumopguram R229Q, a y 4 nauneHToB
¢ romo3urotHon myTtaumenn NPHS2 Takke oTmevanacbh
retepo3urotHast mytaumsa NPHS1.

[pyron, He MeHee Ba)kHOW Npobnemon SABnsieTcs BO3-
MOXHOCTb pa3BuTns HC B TpaHcnnaHTare. [JaHHble AByX
KPYMHBIX NCCrEeA0BaHNA yKa3blBaloT, YTO BO3HUKHOBEHMWE
HC y naumeHnToB ¢ myTtauuamm NPHS2 peaku. Ruf u coasT.
TonbKO y 2 (8%) 13 24 naumeHToB ¢ MyTaunsmm NPHS2 3a-
drKcupoBanu NPOTENHYPUIO B MOCTTPAHCNNaHTaLMOHHbIN
nepuog [48]. No gaHHbIM Weber n coasT., cpegmn 32 na-
umeHToB ¢ aByMst NPHS2 myTtauusamm, Tonbko y ogHoro
BHOBb MOSIBMIIAaCk NpoTenHypus ¢ popmmposaHnem $CIrc
B TPaHCMnaHTaTe cnycTs 2 roaa nocre npoBeaeHHo one-
paumm [52]. UHTepecHbIM oKasancs ToT gakT, Y4To ToT na-
LIMEHT MMen roMmo3uroTHyto myTtaumio R138Q, a aoHopckas
noyka Obina MaTepuHCKOM C reTepo3nroTHON MyTaunen
R138Q. Bertelli n coaBT. onucanu gBa cny4as Bo3Bpara
HC n3 geBATM 6OMbHbIX C TOMO3UIOTHOW Y FETEPO3UTOTHOWN
NPHS2 myTauwmeii [7]. 3Tn ABa naumeHTa UMenu romosu-
rotHyto MmyTtaumio R138Q. MNMpoTenHypus BbisBrieHa cnycTs
10 n 300 gHewn nocne TpaHcnnaHTaumu. Y nocnegHero npu
MOopdONorMyeckoM uccrnegoBaHnm 6uontata obHapyxeH
OCI'C. Kynuposatb HC yaanochk Tonbko ncnonb3ys nnas-
Mochbepes B coveTaHum ¢ umknodgocdamugom. Mpn atom
(hopMMpPOBaHUE aHTUMOAOLMTAPHBLIX aHTUTEN HE OTMeYa-
TOCb HW Y OAHOTO M3 NauUMeHToB. 3Ha4YMMbIM haKTOpPOM ANS
dopmupoBaHusa PCIC n ceazaHHoro ¢ Hum HC otBoguTtcst
HanNUunIo LMpPKynupytoLwero gakropa NpoHWLaemMocTH,
KOTOpbIV BCeraa BbiABNSETcs y 60MbHbIX C MyTauuen no-
pouuHa [10]. Bo3amoxHO, 4TO B psige cnyyaeB peunamsbl
OCI'C B TpaHcnnaHtate 06yCrnoBneHblI HANMYMEM 3TOro
dakTopa y 60nbHbIX.

CuHpgpom MNMuepcoHa. B 1963 r. Pierson n coasT. onu-
canu BpOXOEHHbIN He(PPOTUYECKNIA CUHAPOM B COMETaHMM
C aHomanusmu rmas B Buae Mmukpokopun [42]. OgHako
reHeTM4ecKasi OCHOBa JaHHOro CMHAPOMa Obina BbisiBNeHa
M. Zenker n coaBT., uccnegoBasLuve B ABYX 6nmM3kopoa-
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CTBEHHBIX CemMbsXx ¢ 11 noToMkamu, MMEBLUNX aHOManmm
rna3 (mukpokopuio) [61]. C NOMOLLbIO FOMO3UTOTHOIO
KapTMpOBaHUSA 3TUX CEMEN OHW CMOITIN BbISIBUTb KaHaW-
OaTHbIN reH, NoKann3oBaHHbIA Ha 3p14-p22 xpomocome,
OTBETCTBEHHbIN 3a CUHTE3 [,-NamMuHuHa. B HacTosulee
Bpems obHapyxeHo 6onee 10 MyTaHTHbIX NIOKYCOB reHa,
KIMHMYECKN NposiBngtoLerocs cnHapomom lruepcona.
Mopdonoruyeckn cuHapom lNMuepcoHa xapakTepusyeTcs
Anddy3HbIM Me3aHrManbHbIM ckrepo3oM. B psge cnyyaes
B codeTaHun ¢ nonynyHusamu [50].

B,-NamnHUH ABNAETCA OLHUM U3 LIENen CIOXHOro re-
TepOTPMMEPHOro NenTuaa, UrpatLlero pasnuyHyo porb
B pasHbIX TKaHsX. [eTepoTpuMepHbIA NEenTUA COAEPXKUT
TPV Lienu NaMmUHNHOBBIX 6enkoB: a-, B- n y-uenu. B 2005 .
Oblna co3gaHa HOMEeHKnaTypa NamMuHMHA, OCHOBaHHas
Ha pPasHOBUOHOCTM W KOnu4yecTBe Lenen, obpasyomx
MoneKkyny, Hanpumep, namMuHuH-521 cogepxut as-,
B2- n y1-uenmn [2]. Monekyna naMMHUHA SIBNSIETCA KOM-
NoHeHTOM GasanbHou MeMbpaHbl rmoMepynbl, CeTYaTKy,
a Takke 6asanbHOro NMCTKa BHYTPWUIMa3sHbIX MbILL 1
HepPOMYCKYFSpPHOTro CMHanca rnas. bonee Toro, NnaMmHWH
urpaet ponb B AvddepeHurauum npecrHanTuyecknx un
NOCTCUMHaNTUYECKNX Lenen nepudepnyeckon HepBHOMN
CUCTEMbI B CKEMETHOW MyCKynaType. Y MbllLei-HoKayT no
reHy LAMb2” oTme4anacb KnvHU4Yeckasi cumnToMaTtumka
napanuya, o6ycrnoBneHHas HapyLleHVeM MbILLEYHOW CO-
KpaTtnMocTu. [eHeTUYeCcKVn aHanu3 y AeTen C BpOXKAEHHbIM
1 nHcaHTUNbHBIM HC, cpeagmn kotopbix MyTaums LAMb2
BCTpeyanachk B 2,5%, NpogeMoHCTpMpoBarn, 4to B Aebio-
Te KIMHUYECKM CHOPOM lNnepcoHa MOXET NPOSBRATLCS
n3onvpoBaHHbiM HC [27]. TNa3Hble HapyLleHus peannso-
BblBaloTCA B 6onee no3gHun nepuog. bonee Toro, mmnkpo-
KOpus ABNSAETCS He eOQUHCTBEHHOW (DOPMON MaTonorum
rnas, xapaktepHou ansa cuHgpoma MNuepcoHa. OnvcaHsbl
cny4vam BHC B coyeTaHum ¢ kaTapakTon U MUonven, npu
KOTOpbIX Haxogunu mytaumm LAMb2 [24]. B 2007 r. Elke
W(ihl n coaBT. onvcanu KNMHNUYecKkne nNpu3Hakm HepBHOM
CUMMTOMATUKKN BOMbHbBIX C cMHApOoMOM lMuepcoHa [54]. Y
yacTtu gerten B Bo3pacte ot 1,3 go 4,8 roga ¢ mytaumen
reHa Lamb2, koTopbiM 6bina npoBegeHa TpaHcnnaHTauums
NOYKKU, OTMEYanach BblpaKEHHas MblLLeYHasi TMNOTOHNS,
HapyLLeHne NCUXOMOTOPHOrO pa3BUTKS U pasBUTUE cre-
noTbl.

HedpoTrnyeckum cuHppom, o6ycrnoBNeHHbIN
myTaumen reHa PLCE1 (NPHS3). B 2006 r. rpynna
y4eHbIX BbisiBUa HoByto MyTaumio reHa NPHS3 (PLCE1-
docgonunasbl C ancunox-1), obycrnoenuearowas pas-
BUTUE BPOXAEHHOTO N MHAHTUINBHOTO HEPPOTMUYECKOTO
CcvHOpPOMa, MOPMOIOrMYECKN XapakTepuayLMAca npe-
MMYLLIECTBEHHO AN Y3HBIM Me3aHrnanbHbIM CKITEPO30M
unun ®CI'C [26]. MHTepecHom oka3anacb 3pdeKTUBHOCTb
CTEPOUOHON Tepanuum B COYETaHUM C UHTMbuTopamu
KanbUUHEBPMHA Y AeTel C rOMO3UIOTHOW YKOPOYEHHOMN
myTaumern NPHS3. MNocneaytowme nccnegoBaHnsa no-
kasanu, 4yto mytauum B PLCE1 Gbinu BbisiBneHbl B 28%
cny4vaeB nsonuposaHHoro AMC [20]. MNocneaHue paboTbl
NPOAEMOHCTPUPOBanu, YTo HapyLlernne dyHkuun PLCE1
ABMSAETCS CNeACcTBUEM Pa3NMYHbIX MyTaLUi 1 YTO Y YacTu
ntogen mytaumsa PLCE1 MmoxeT npoTekaTb 6eCcCMMNTOMHO
[6]. OTO 03HavaeT, YTO ele NPeacTouT BbIAENUTb FEHbI-
MoauMdUKaTopbl, B3aMMOAENCTBME KOTOPbIX NPUBOOUT
nmbo k passututo OMC, nmu6o k CIC [21].

PLCe1 aBnsieTcsa uneHom ceMencTea ooconmnasHbix
6enkoB, KOTOpble KaTanuanpyrT ruaponus nonudocdoun-
HO3MTOB, TaKkMX Kak pocdatannmHosnTon-4,5-6ucgocdar
[PtdIns (4,5) P2] k npo13BOACTBY BTOPOro MOCpeaHuKa
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Ins (1,4,5) P3 n gnauunrnuuepona [56]. MpoaykTbl aTOM
peakumn MHULMNPYHOT Kackaz BHYTPUKIETOYHbIX OTBETOB,
KOTOpble MPUBOAAT K POCTY KNETOK, AnddepeHLMpPOBKA 1
aKcnpeccum reHoB. MexaHn3mbl, BCreacTBUE KOTOPbIX My-
Tauumn reHa PLCE1 BbI3biBalOT HE(hpOTUYECKNIA CUHOPOM,
He [0 KOHUa u3yyeHbl. Bbino yctaHoeneHo, yto PLCe1
3KCNPECCMPYETCS B pa3BMBaOLLNXCH M 3penbixX nogoLmTax
1 YTO B pesynbrate myTauum reHa PLCE1 akcnpeccus no-
JouunHa 1 HepprHa ymeHbLuaetca [37].

MyTauum reHa cynpeccopa onyxonu Bunbmca
(WTH1). l'en WT1, koOMpyHOLWNIA TPAHCKPUNUNOHHbIN dhak-
Top, cocTonT 13 10 3k30HOB. C 1-ro No 6- 3K30HbI KOQUPY-
0T TPaHCKPUMNLUMOHHO-PErynupyHoLLyto obnactb, boraTyto
NPONUH/INYTaMUHOBOW KUCIIOTaMM, a € 7-ro no 10-i 3K30HbI
OCYLLIECTBMSAOT KOQNPOBaHME YeTbIPeX LMHKOBbLIX «Mnarib-
ue» [HK-cBasbiBatowmx obnacte. [lBa anstepHaTUBHO
CBSI3aHHbIX PErMOHa, OAMH N3 KOTOPbIX COOTBETCTBYET 17
aMWHOKMCIOTHBIM OCTaTKaM 1 KogupyeTcs 5-M 3K30HOM, a
BTOPOU, KOANPYEMbIN 9-M 3K30HOM — TPEM aMUHOKUCIIO-
TaM — NN3NH-TPeOoHMH-cepuH (KTS), onpeensoT cnHTes
yeTbipex n3ocopM Gernka c onpeaeneHHbIMN yCTOMYUBBLIMU
pasmepamu 1 yHKumammu [44].

BblipaxkeHHasa akcnpeccus WT1 oTmeyaeTca B nepuog
ambpuoreHesa, siBnsisicb aHTaroHnctom PAX2. B 3penon
nouke akcrnpeccnsa WT1 coxpaHseTcsa B NoAoLMTax 1 B anu-
TenuanbHbIX KreTkax kancynbl LLymnsHckoro—BoymeHa. B
3KcrneprMeHTanbHon paboTe Ha Mbllax Npy paspyLleHnn
reHa WT1 oTMeyanocb OTCYTCTBME MOYEK W roHag, 4To
NoATBEPXKAANO KIMYEBYH POfb AAHHOIO reHa B (hopmMu-
poBaHMM MOYENonoBon cuctemsl [43].

CuHapom eHnca—[paiua. Accoumaums BpoXaeHHO-
ro HehpOTUYECKOIO CMHAPOMA C MYXXCKMM ncesorepmacp-
poAMTN3MOM M HedpobrnacToMon xapakTepuayeTcsa Kak
cvHppom [dennca—[pawa (Denys—Drash) [36]. BnepBbie
3TOT cUHApPOM Gbin onucaH B 1967 r. P. Denys v coasr. [14].
B 1970 r. A. Drash v coaBT. ony6nukoBanu aHanormyHoe
HabntogeHne [16]. Mpu cnHgpome OeHnca—palwa Bbl-
sIBMeHa mucceHc-myTaumsa reHa WT1, kapTupoBaHHOro
Ha xpomocome 11p13. BOMbWMHCTBO MUCCEHC-MYTaL M
BbIsiBfieHbl B 8-M 1 9-M 3K30He, Kogupyowme 2-1 n 3-1
LMHKOBBIV «nanewy. 3Tn myTaumm U3MeHSIOT CTPYKTYPHYHO
opraHu3auuio NOCNeaHNX, U CregoBaTenbHo, B pesyrnbsrarte
HapyLuaeTcsa nx cnocobHocTb cBasbiBaHusA ¢ OHK [41].

Y GonbwnHCTBa GOMbHBIX OTMeYaeTcs nMbo OoTCyT-
CTBUE, NMMBO CHMXeHUe apgepHor akcnpeccun WT1, ¢ uem
CBS13aHO CTPYKTYpPHOE n3meHeHve benka [59]. HapyweHHas
akcnpeccms WT1 npnBoauT K NOBbLILLEHHOW 3KCNPECCUn ero
aHTaroHncTta PAX2, koTopbii B HOpME B NO3gHWE cTagmm
pa3BuTUs Knybouka He obHapyXmMBaeTcs.

B knuHuyeckon kapTuHe 4ale HabniogaeTcs M3o-
nupoBaHHasi NpoTenHypusi. HedpoTrnyecknii cMHapom
MOXeT (popMMpPOBaTLCS MO3XKE U XapakTepusyeTcs cTe-
pounape3nCTEHTHOCTLIO. B Mopdonornyeckon kapTuHe
TKaHu Nodek onpefensetcsa AndysHbin Me3aHrmanbHbIn
cknepos. Hedpobnactoma, kak npaBumo, NoaBnseTcs
no3Xe OcCTalbHbIX KOMMOHEHTOB Tpuagbl [14, 16]. OToT
akT nobyxaaeT K UCKMYeHuo HedppobrnacTomsl 1 npo-
BEJEHUI0 KapUOTUMUPOBAHUS y AETEN C XKEHCKMM heHo-
TUMNOM, BOMbHBIX FomMepyronaTuen ¢ MopgonorMyeckomn
KapTMHOW Me3aHrmanbHoro ckneposa. Bce 6onbHble C
reHoTunom 46 XY MMeLOT yporeHUTarnbHbI CUHYC UKW XKEH-
ckuii peHoTUn 1 gucreHesuto roHad. HC nporpeccupyet
B XINH po 4 nert.

CuHapom ®Ppansepa xapaKkTepm3yeTcs COveTaHeEM
MY>KCKOrO ncesaorepmadpoamnTMama, nporpecCcMBHOM rmo-
MepynonaTtuein n roHagobnacromon [17]. [ebtoT 3abone-
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BaHWsl, MPOSBMSAOLMNIACA N30MTMPOBAHHON NPOTENHYPUEN,
[OMarHoCTUpYHT B paHHEM MW B AOLUKOSIbHOM BO3pacTe.
CnenyeT OTMETUTb, 4YTO TevyeHue 3abonesaHus Bonee
BGnaronpusTHOE B CpaBHEHUN C cMHAPOMOM [deHnc—paLw.
XIMH Hactynaet cnycta 20—30 net ot aebota 6onesHun.
Mopdonoruyecku rmomepynonartus npu cuHapome dpaii-
3epa xapakTepusyeTcs kak hoKaribHO-CEerMmeHTapHbIi rno-
mepyrnocknepos. O cuHgpome Ppansepa cnegyet oymatb
npy HanU4Mn HepPOTUHECKOTO CMHAPOMA Y XEHLLMH B
coyeTaHum ¢ ameHopeen [3].

[Mpu4nHON pas3BUTMA OAHHOTO CUHAPOMA CIY>XUT MY-
Taums B 9-m UHTpoHe reHa WT1, B pesynbrate KOTOpou
cHmkaeTcst cuHTes +KTS mnsodopmbl Genka. Monykonu-
yecTBeHHbIN lMLP-aHann3, npoBeAeHHbIN y GOMNbHbIX,
oOHapyxun cHmxeHne konumyectBa +KTS umsogopm B
cpaBHeHuun co 3goposbiMu [13]. Knaccuyeckun cnHgpom
®pairizepa BKMOYAET rMOMEPYNONaTnio, C XeHCKUM de-
HOTMMNOM 1 kapuotunom 46 XY. OgHako B psife crnyyaesB
cuHapom dparidepa MOXET ANarHOCTUPOBATLCS Y XKEHLLWH
C reHEeTUYECKNM XXEHCKMM KapnoTUNoM 1 rmoMepynonaTu-
en B Buge ®CIC [12, 13]. Denamur u coasr. [13] onucan
cnyyar CeMeNHOro HehpoTMYECKOro CMHAPOMA Y MaTepu
n ee pebeHka. Mame B Bo3pacTe 6 neT AnarHocTMpoBanu
CTEPOVAPE3NCTEHTHbIN HEPPOTUYECKUI CUHAPOM. Y Hee
OblnT PEHOTUNNYECKUIA N TEHETUYECKUI JKEHCKUIA TUM C
HOpMarnbHbIMU MOMNOBBIMU PYHKLUMSAMUK. Y ee O0YKM Obin
OMarHocTupoBaH cuHapom [eHvca—[paiia v BbiSBREeH
kapuoTtun 46XY. [Npn reHeTU4eckoM mnccnegoBaHun re-
Ha WT1 n y matepu u y govku obHapyxeHa myTauusi B
9-mM uHTpoHe. BTopoe HabniopeHne kacaeTcs cembu, B
KOTOPOW MaTb C NePCUCTUPYIOLLYM FTOPMOHOPE3NCTEHTHBIM
HC poguna gyx geso4ek [12]. Y ogHo u3 Hux 6bina gna-
rHOCTMpOBaHa nepBuYHas ameHopes, kapuotun 46XY un
roHaganbHbIN AUCreHes3 B COMETaHUM C rromepyrionaTnen.
Y ee cecTpbl NONOBOE pa3BUTUNE BbINO HOPMArbHOE U KEeH-
ckuii kapuoTun. OgHaKo Npy reHETUYECKOM UCCrea0BaHNM
y Bcex Tpoux Obina BbisiBneHa myTtauusi reHa WT1 B 5-1
no3vummn B 9-M MHTPOHe. Takum obpasom, MyTaummn reHa
WT1 MoryT 6bITb MPUYMHON Pa3BUTUSA FNOMepyrionaTum ¢
OCIC y oeBoyek.

Cnepyet OTMETUTb, YTO B TPAHCMTAHTUPOBaHHOM NOYKe
y 60nbHbIX ¢ cuHapomom JeHnca—paiia u CMHAPOMOM
®parizepa, peunams 3aboneBaHns He OTMEYaEeTCsl, YTO
NO3BOMSET NPOANUTD XU3Hb 0OPEYEHHbIX AeTEN.

Cunapom NannoBen—MoBaTa xapakTepusyeTcs
coyeTaHuem Mukpouedanuu, BpOXAEHHOro HedpoTu-
YeCcKOro CMHApPOMa W rpbbKew MULLEBOLHOTO OTBEPCTUS
Anadparmbl 1 ABASETCA YPe3BblYaNHO PeaKUM reHeTnYe-
ckum 3aboneBaHvnem, KOTopoe nepeaaeTcs Mo ayTOCOMHO-
peLeccMBHOMY MyTHU.

B 1968 r. Galloway n Mowat BnepBble onncanu 6pata
N CecTpy ¢ Mukpouedanvewn, rpbbker NULLEBOAHOro OT-
BepcTnsa gmadparmbl 1 HePPOTUYECKUM CUHAPOMOM,
KoTopble B Bo3pacTte 20 n 28 mec ymeprnv OT No4Ye4HOM He-
poctatoyHocTu [18]. Shapiro u coaBT. Habntoganu BTopyto
cemblo 6e3 pOACTBEHHbIX CBS3EN MeXay poauTensmMu, CbiH
W [0Yb B KOTOPOW UMENW IPbiKY MULLIEBOSHOIO OTBEPCTHUS
Anadparmbl, NPOABASIOLAACS PBOTOWN C POXAEHUS, aHO-
ManbHo 6onblune ywm [48]. AnbOyMUHYpUs NpUCyTCTBOBA-
na ¢ camoro poxaeHus. MNpu ayToncninHoM nccrneaoBaHnm
noyek aTux AeTen Obina BbiABNEHA MUKPOKMCTO3Has
OMCnnasms B coMeTaHnm ¢ PoKanbHO-CErMeHTapHbIM rMo-
mMepyrockneposom. bornee Toro, y aeBovku Habnoganoch
paclienneHve nepegHux kamep oboux rmas. bpat ymep
B Bo3pacTe 14 gHen, a cectpa B 3 roga. B 1987 r. Roos
n coaBT. onybnukoBanu 12 cnyyaes C aHanorM4yHom Knu-
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Hu4eckow kapTuHoi [45]. B 1994 r. Garty n coaBT. onucanu
eBpeWcKyto 6rm3kopoaCcTBEHHYHO CEMbIO (MeXAy ASAen 1
nneMsiHHMLEN) ceBepoadpUKaHCKOro NMPONCXOXOEHUS, B
KOTOpOM 13 8 geten 2 manb4vka n ogHa geBodka umernu
BPOXAEHHbIN HEPPOTUYECKNIA CUHOPOM, 0OYCINOBIEHHbIN
Anddy3HbIM Me3aHrManbHbIM CKNepo3oM, Mukpoueda-
nMen n 3agepXkon ncmxomotopHoro passuTtus [19]. Bee
3 nerten ymepnu B Bo3pacTe Ao 3 net. Garty n coasT. ony6-
nukosanun 19 cny4aeB BpOXAEHHOrO HedpoTUYeCcKoro
cvHApoMma ¢ Mukpouedanven, y 4 n3 Hux 6binm BbiISBNEHbI
rMCTONOrnyeckme nNpusHaky AngdysHoro MesaHrmanbHoro
cknepo3sa [19]. Npun Hanu4MmM BPOXAEHHOIO MMNOTUPED3a,
06yCnoBNEHHOro rMnonnasven WUTOBMOHBIX Xernes, rno-
nnasvs HaaMno4YEYHNKOB MOXET TakKe BXOAUTb B CTPYKTYPY
AaHHOro cMHapoma.

OpHako nouck reHa, OTBETCTBEHHOrO 3a pasBUTUSA
3TOr0 CMHAPOMA, A0 HacCTOSLEero BpEMEHU He yBEH-
yarncsa ycnexoMm. Tak, A. Dietrich n coasT. nccnegosanu
y 18 peten ¢ cuHgpomom Galloway—Mowat myTaumm
reHoB 32-namuHnHa (LAMB2), a5-nammHuHa (LAMAS), a3-
nHterpuHa (ITGA3), B1-uHterpuna (ITGB1) n a-aktnHnHa-4
(ACTN4) [15]. OTcyTCcTBME MYTaLMI B BbILLEOMNUCAHHBIX re-
Hax NCKITKYNIO porb 6ENKOB, KOANPYEMbIX ATUMW FreHaMK
B naTtoreHese cuHgpoma Galloway—Mowat.

HereHeTnueckue cdopmbl BHC. HecmoTpsa Ha 1O
4YTO reHeTmyeckMe OpMbl COCTaBMAIT NOAABMsIOLLEe
6onbwnHcTBo BHC, ogHako B pa3BmBaloLWmMxca CTpaHax
MHMEKLUM MOTYT TaKKe SABMATLCA 3TUONMOrMYECKOM OCHO-
Bol pa3suTus BHC. [JaBHO M3BECTHO, YTO BPOXAEHHbIN
cuunmc MoxeT 0bycrnoBnuBaTh pa3BuTHe HeppoTUHECKO-
ro cMHApoMa y HOBOPOXAEHHbIX [51], Mmopdonornyeckomn
OCHOBOW KOTOPOTO ABMSiETCH MembpaHo3Hasi HecdbponaTus.
AHTUGaKTepunanbHasa Tepanus NEHULMNTIIMHOM NPEnsTCTBY-
€T pa3BUTHIO HEOOPaTVMbIX NOPaXeHUn noyek. Tokconnas-
MO3, BPOXAEHHAs KpacHyxa, BUPYCHbIN renaTtuT B u Bupyc
MMMyHogedMLMTa YernoBeKa TakkKe MOryT Bbi3BaTb pPa3Bu-
Tme BHC. Kak npaBuno, ero nposieneHvne Habntogaetcs y
aeten ctapiue 1 roga, HO MOXET BCTpeYaTbCsl U B HEOHa-
TanbHoM Bo3pacTe. N. Besbas u coaBT. onybnvkoBanu
cnyyar BHC, accoummpoBaHHOro ¢ LUToMeranoBuUpycHOM
nHdpekumen [8]. OgHako cneayeT NOMHUTL, YTO B Cryvae
oTCyTCTBMSA adpdeKkTa OT NPOTUBOBMPYCHOW Tepanuu
raHUMKITOBMPOM Yy 3TUX AeTel Heobxoaumo onpeaenutb
reHeTnyeckyto ocHoBy BHC. Cpean HeMH(EeKLUNOHHbIX
¢opm BHC xoTenocb 6bl OTMETUTL CUCTEMHYIO KPACHYH
BONYaHKy, Habnogaemyo y HOBOPOXAEHHbIX OT MaTepen
C AaHHbIM 3aboneBaHneM [36], a B nocneaHee Bpems ac-
coumaumio BHC ¢ annovmmyHusaLumen HOBOPOXAEHHbIX
NPOTMB HEWTParbHbIX 3HAOMENTUAA3, SKCNPECCMPYEMbIX
Ha nogouuTax [11].

HOunarHoctuka BHC ocHoBaHa Ha knunHuko-naboparop-
HbIX N3MEHEHNSAX, XapaKTepHbIX A5 HedpOTUYECKOro
CUHApOMa He3aBMCUMO OT Bo3pacTa. Kak npasuno,
ansa BHC xapaktepHa Tsbkenasi npotemHypus go 20 r/n,
rmnoansbymmHemusa — meHee 10 r/n. OgHako cTeneHb
NPOTENHYPUN MOXET BapbMpoBaTb B 3aBUCMMOCTU OT
KNnHMYeckon goopmbl HC. B MoueBOM crHApOME HEpeaKo
NPUCYTCTBYIOT 3PUTPOLNTLI 1 NENKOLUTbI. PyHKLNS NOYEK
B TEYEHME NepBbIX MECSALIEB OCTAeTCs CoXxpaHHOW. Benea-
CTBYE rMnoanbbyMUHEMUN, TMNEPTOHMS He HabnoaeTcs,
ee nosiBneHve bbiCTpee CnyxutT Mapkepom hopMupoBaHus
Hedpockneposa 1 pasBUTUS NOYEYHON HELOCTAaTOYHOCTM.
[nsa HoBopoxaeHHbIX ¢ BHC dpmHckoro Tuna xapaktepHo
yBenuyeHne macchbl nnaueHTtbl 6onee 25% OT HOpPMBI.
Ho aHanornyHble n3amMeHeHust MoryT HabnogaTbecsa 1 npu
apyrmnx oopmax BHC [14]. Mpu ynbTpa3BykoBOM UCCreno-
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BaHWM NOYEK OTMEYaeTCs UX yBEMUYEHNE N TMMEePIXOreH-
HOCTb KOPKOBOro cnosi. broncms nodek mano nomoraet
B onpegeneHun atnonormm BHC, nockonbky MHorune
OpPMbI UMEIKOT CXOXUEe MOPAONOrMYECKNe U3MEHEHNS,
Takune kak 60rne3Hb MUHUManbHbIX U3MEHEHWUI, (HOKanbHO-
CerMeHTapHbIN rMomMepynocknepos, Anddy3HbIn Me3aHrm-
anbHbI cknepo3s. bonee Toro, Takme N3MeHeHWs, kak auna-
Taums n pubpos kaHarnbLEB, HE UMEKOT MPOrHOCTUYECKOrO
3HauyeHust ansa geten ¢ BHC. Mopdonoruyeckoe mcene-
[OOBaHue criefyet NpoBOAWTL B Criydae Hanmynst aHTuren
K HeOPVHY, NOAOLMHY, MaMUHWHY U APYTMM KOMMOHEHTaMm
nogouuTa aAnst UMMyHOrMCTOXUMWYECKOTO UCCIEA0BaHNS
noyek. MeHeTnyeckoe MccnegoBaHne ABNSETCS 30M0ThIM
cTaHOapToM ANSA onpeAeneHus reHeTuyecknx gopm
BHC. YuutbiBasi, yto BHC BXOOUT B COCTaB HEKOTOPbLIX
CMHAPOMOB, HeobxoaMmo TwatenbHoe obcrnegoBaHve
OPYrx OpraHoB 1 CUCTEM AN BbISBMEHNS UX aHOManumn
CTPOEHUSI Nnu HapyLueHns dyHkumMmn. CnegyeTt NOMHUTD,
4yTO Npu m3onupoaHHoMm BHC Bo3mMoxHa runeptpodust
MUOKapAa, KOTOPYIo He criedyeT paccMaTpuBaTh B CTPYK-
Type NONUCMHOPOMHOIO MOPAXEHWS.

BHC duHckoro tvna moxet ObiTb 3anofo3peH elle
B npeHaTanbHom nepwuoge. Npu NOBbILEHUN YPOBHS
anba-peTonpoTemHa B aMHUOTUYECKON XUAKOCTU 1 B
CbIBOPOTKE KPOBM MaTepu, Npu UCKIIOYEHMN aH3HUeda-
nn 1 apyrux mansgopmMaumin cnegyet 3anogo3puts BCH
duHckoro Tvna. Cnegyet NOMHUTL, YTO ANIS reTeposu-
rotHbix goopm BHC dpmHcKoro Tvna gaHHoe noBbIEHME
anbda-peTonpoTenHa MOXeET OblTb TPAH3UTOPHbLIM,
NnoaToMy criegyeTt NpoBeCTN NOBTOPHbIM aHanua go 20-1
Hep 6epemeHHocTH [39].

BepeHue geten ¢ BHC. B otnnume ot geten bonee
cTapuero Bo3pacta ¢ HC, ucnonb3oBaHue cTeponios 1
OPYrMX UMMYHOCYNPECCMBHbIX NPenapaToB He peKOMeHAY-
ercs. OCHOBHas Lienb B EYEHUN 3aKITi04aeTcs B KOHTpone
OTEYHOro CMHOPOMA, a30TeEMUM, MPEAYNPEXOEHUN U Nne-
YEHUN OCIOXHEHWI, TaKUX Kak MHAeKUMs n TpoM603bl. B
OONbLUMHCTBE Cry4aeB TpaHCMaHTaums NoYku SBnaeTcs
€OMHCTBEHHbIM NeYeHneM.

UHdy3na anb6ymuHa. BenuvunHa notepu 6enka ¢
MOYOW SIBMSIETCA OCHOBHbIM KpUTEpMEM ANiA onpeaene-
HUSA [003bl U ANUTENBHOCTM MHAY3UKN anbbymuHa. Kak
npaeuno, ucnone3ytTt 20% pacteBop anbbymmnHa BmMecTe
C BHYTpUBEHHbIM BBeaeHneM cpypocemuaa (0,5—1 mr/kr).
Mockonbky nHdy3us anbbymnHa byaeT exxeqHEBHOW, cre-
AyeT UCnonb30oBaTh LieHTparnbHble BEHO3HblEe KaTeTepsbl.
WHy3nsa anbbymyrHOB B nepBble HeAenu OOMmKHa npo-
Jorkatbcs He bonee 2 4, a fo3a cocTtaBnATb 1—5 MA/Kr.
B panbHeviweM, Yepe3 HECKONbKO Heaenb, Ao3a anbby-
MUHa yBenuumaetcsa 0o 15—20 mn/kr ¢ yBenuueHnem
NPOOOIMKUTENBHOCTN BBEAEHMS 0 6 4. [laHHas Tepanus
KOpPPEKTUPYET rMnoanb0yMUHEMUIO Y OTEYHBIA CUHOPOM.

MepnukameHTO3Has Tepanua. C aHTUNPOTEMHYpPU-
YECKOW LEenbi MOXHO MCMONb30BaTb UHIMOMTOPBLI AP
n nHagometaumH [35]. OgHako HoBopoXxaeHHble ¢ BHC
(PUHCKOro TMNa u ¢ MyTaumen reHa NnogoUmMHa Ha AaHHYH
Tepanuio He oTBeYatoT [23]. [nga KoppeKkumm rmnotupeosa,
xapakTtepHoro ans aere ¢ BHC, Heobxoanmo HazHayeHne
npenapaTtoB TMPOKCHHa B Ao3e 6,25—12,5 mr/cyT. JleueHne
MHGEKLUM OCYLLIECTBNAETCS aHTubakTepuanbHbIMKU npe-
naparamu, HO He criegyeT UX NPUMEHATb B MOCTOSIHHOM
pexuMe C Lenbio NpodrnakTMKM MHApeKLMm, Tak Kak, Kpome
pa3BUTWS YCTONYMBOCTY BakTepuii k aHTMbaKkTepmansHbIM
npenapatam, aeKTOB NpeaynpexaeHns MHEKLMn oHa
He nmeeT. A BOT Ans npenynpexaeHns Tpomobo3oB cnegyet
MCMONb30BaTh aHTUKOArynsHTbl, HAaNpumep BapdapuH.
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Pecpepart. CTatbsi NOCBsLLEHa OHOI U3 aKTyarnbHbIX TPobriemM COBPEMEHHOI HEOHATONOMMM — TEME FPYAHOrO BCKapM-
NMBaHWsi B paHHEM HeoHaTanbHOM nepuoge. Paccmatpuaiotcsi npobrembl, CBsi3aHHble C OpraHusauuert rpyaHoro
BCKapMInvBaHWsi HEAOHOLLEHHbBIX HOBOPOXAEHHbIX, POAUBLUMXCS HA CPOKe 234 Hep recTaumu, NPUBOASTCS MyTU peLleHus
3TMX NPOGNeM 1 pekoMeHAaLMM MO KOHCYNBTUPOBAHWIO POAUTESEN.

Knroveenle crioea: rpyaHoe BCkapMiuBaHue, HeOHOLIEHHbIN, paHHee NpuKnaabiBaHue K rpyau.

PROBLEMS OF BREASTFEEDING OF THE PREMATURE INFANTS

NADEZHDA L. RYBKINA, ASIA I. SAFINA

Abstract. The article is devoted to one of the urgent problems of modern neonatology — the issue of breastfeeding in
the early neonatal period. We consider the problems associated with the organization of breastfeeding preterm infants
born at = 34 weeks' gestation. The article provides solutions to these problems and recommendations for counseling

parents.

Key words: breastfeeding premature infant, initiation of breastfeeding.

B COOTBETCTBUWN C [oKNagom BcemupHon opraHm-
3aumm 3gpasooxpaHenus (BO3) rpyaHoe Bckapm-

NMBaHWE ABASIETCS HAUNYYLLNM UCTOYHUKOM NUTaHWUS ANs
rpyaHbIX AeTen 1 geTen mnaglwero Bo3pacta U OgHUM 13
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Hanbonee adhHeKTUBHBIX MyTern obecneveHns 300pOBbA 1
BbDKMBaHMWs geTen. Jluua, nonyyasLuve B paHHeM Bo3pacTe
rpyaHoe BCKapMInBaHue, UMerOT MeHbLUI LaHC CTpadaTh
N30bITOYHBIM BECOM MMM OXMPEHUEM Ha MocrenyoLLmX
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