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PEDEPAT

MpencTaBneHbl 0COOEHHOCTM NATONOMMM NOYEK NPKU oKynouepedpopeHansHoM Lowe cuHopome (OCRL) y neteit. MaTtonorus
noyek xapakrtepuayeTcsa TyOynonatmen ¢ reHepann3oBaHHbIM AedeKTOM CUCTEM TPaHCMNopTa MOKO3bl, aMUHOKMCAOT, hoc-
daToB, 6KapObOHATOB B MPOKCMMabHbIX KaHasbLaX, NMPOSIBASETCS CMHAPOMOM Fanconi, pexe B CO4eTaHUM C BPOXAEHHBIM
ypeTepornapoHedpo3om, NPOTENHYPUEN, HENOSTHLIM HEDPOTUYECKUM CUHAPOMOM.

KnioueBble cnoBa: netn, Lowe cnHapom, okynouepebpopeHasbHbIi CMHAPOM, PeHanbHbli Fanconi cMHAPOM.

ABSTRACT

The features of renal pathology in the oculo-cerebro-renal Lowe syndrome (OCRL) in children. Renal pathology is character-
ized by tubulopathy with generalized defect of glucose transport systems, amino acids, phosphates, bicarbonates in proximal
tubules, manifested syndrome Fanconi, rarely combined with congenital ureterohydronephrosis, proteinuria, incomplete ne-

phrotic syndrome.

Key words: children, Lowe syndrome, oculo-cerebro-renal syndrome, renal Fanconi syndrome.

BBEOEHUE

B 1952 1. U. Lowe, M. Terry u E. Lachlan oncanu
BPOXKICHHBIN CHHAPOM, IPOTEKAIOIINI ¢ HEBPOJIOTH-
YECKUMHU, MTOYCUHBIMHU, [NIa3HBIMH aHOManusaMu [1].
TepMUHOIOTUS CHHAPOMA: OKYJIOLepeOpOpeHaIbHBIH
cuHApoM, Lowe cuHApoM, T1a30M04e4HOMO3TOBOH,
Fanconi cunapom, Lowe syndrome, Lowe — Terry —
McLachlan, Lowe — Bickel syndrome, OCRL, OMIM
309000 [1-11].

I'en OCRL-1 kapTupoBaH Ha JAJIMHHOM IjIe4e
X-xpomocoMsl (Xq 24-q 26), comepkut 24 3K30Ha,
3aHuMaronux 58 kB [7—15]. BeaeactBue mytanuu
rena OCRL-1, xogupyromero 105 x/[ T'onpmxn —
nporenH ¢ pocdaruaununosuton-4,5-oudocdar-
5-thochaTazHol aKTUBHOCTBIO, BOSHHKAET NEe(MUIIUT
docharnanannozurton-4,5-0ucdocdar-5-pocdaraszst
B annapare [onpmxu [7—15].

KnuHndeckue CUMOTOMBI Y HOBOPOXKACHHBIX H
TPYIHBIX JeTell 00yClOBIEHBI MOYEYHBIMH, HEBPOJIO-
THYECKUMH, IIa3HBIMA BPOXKACHHBIMH aHOMAaJUSIMU.
J171s1 GOnBbHBIX AETel XapaKTepHbI HUCTArM, 9K30()TaJIbM
WIIM MUKpO(TaIbMHUSI, KaTapakTa U /W [J1ayKoMa, Te-

Casenkona H./I. 194100, Cankr-IlerepOypr, yi. Jlutosckas, 1. 2. Kadenpa
¢axynsrercroit neauarpun CIIOITIMY. Ten.: (812) 416-52-86. E-mail:
Savenkova.n.spb@mail.ru

HepaTM30BaHHAS MBIIIIEYHAs TUTIOTOHHS, PAXUTUYECKHE
nedopMaliy KocTel CKeJleTa, PUCTYIIbI TUTICPTEPMHEH,
OZIBIIIIKH, ACCOIIMMPOBAHHBIE C METAOOIMYECKNM aIly-
no30M, Tunorpodus win oxupenue [1-11, 16]. deru
PE3KO OTCTAIOT B (PU3NYECKOM Pa3BUTHU.

B nurepatype omyOIMKOBAaHBI PE3yNbTATHI
MOJIEKYJISIPHO-TEHETHUECKUX MCCIIeI0BaHNMN, TOKa-
3aBmuX HOBbIe MyTanmu rena OCRL-1 [17-21].

Bpoowcoennas namonoaus nepenoti cucmemul. I'e-
HEepaJM30BaHHAs MBIIIEYHAsI THTIOTOHHUS, CHUKEHHE
CYXOXKHJIBHBIX Y IEPHOCTAIBHBIX peIIeKCOB, YMCTBEH-
Hasi OTCTAJIOCTh Pa3IMYHOMN CTETeHU BBIPA)KEHHOCTH.
Lowe cuHIpOM MOKET OBITH COBMECTUM C HOPMAITLHBIM
WHTEJUIEKTOM, HO TaKuX OOJbHBIX OTINYaeT HEYyMEHHE
MIPaBUIIBHO BECTH CeOsl, yMpsIMCTBO, BCTBIIIKA I'HEBA
[14, 17-19]. [IpuunHOM yMCTBEHHON OTCTATIOCTH, TIPH-
T14/IKOB, MBIIIEYHON THITOTOHUH Yy OOJBHBIX CUUTAIOT
JIeMUCIMHU3AINI0 HEPBHBIX BOJIOKOH, IVIHO3, HApyIIe-
HHUE CIIONCTOCTH KOPBI, KHCTO3HOE TIOpaKeHUE MO3Tra,
3HAYUTENHHOE HAPYILICHNE OEJI0T0 BeleCTRa, ISPHUIIUT
aMuHOKHUCTOT [19, 20]. V GONbHBIX JeTell BBISBIAIOT
THITOTIIA3MI0 MO3OJIUCTOTO Tela, Cy0apaXxHOUIATBHYIO
kucty, ruaponedanmro [14, 19, 20].

Bpoowcoennas namonocusi co cmoponwl 2nas. B
90-100% caydaeB O0Ne3HN OUArHOCTUPYIOT NIBY-
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CTOPOHHIOIO WJIM OJHOCTOPOHHIOI BPOXKJICHHYIO
Karapakty, maykomy [1-10, 13, 21]. [Ipu BHemHEM
ocMOTpe o0OpamiaroT Ha ceOs BHUMaHUE KOCOTIa3ue,
TOPU30HTANBHBIA HUCTArM, MUKPO- WX K30 TalbM,
ronyOble CKIephl, CyxeHue 3padka. MHorna u3-3a
PE3KOTO Cy)KEeHHsI 3pauyka HEBO3MOXKHO MPOBEACHUE
HCCIIeIOBaHUs XpyCTalNKa U [1a3HOTOo JHA. BHyTpH-
I1a3HOE JaBJICHHE MOKET OBbITh MOBBINICHHBIM HIIH
HOpMaJIbHBIM. VI3MEHEHHS CO CTOPOHBI TJIa3 4acTo
MpHUBOIAT K cienore [13, 21].

Bpoowcoennas namonozus co cmoponsl novex. B
pe3ynbTare reHepaln30BaHHOTO jAedekTa B MPOKCHU-
MaJIbHBIX KaHaJbIIaX CHCTEM TPAHCIIOPTa TIFOKO3bI,
aMUHOKHUCIOT, hocharoB, OMKapOOHATOB BO3HUKAIOT
THIIEpaMUHOALIUTY PHSL, TIIFOKO3YPHS TP HOPMOTJTHKE-
MuH, hocdarypust, KaabLUypHst, THIIEPXIOPEMHUYECKUI
METa0OJMYECKUM aluI03 ¢ rurokanremuei 11 Tuna,
YTO XapaKTEPHO JJIsl CHMITTOMOKOMILIEKCA PEHATBHOTO
Fanconi cunapoma [1-13, 17, 18]. [Iporennypus, cytie-
CTBYIOIIIAS C TPYIHOTO BO3pACTa, BHAYAIIC KaHAJIBLICBAsI,
B JIaJIbHEHIIIEM B CBSI3H C TOPAKEHHEM KITyOOUKOB MPO-
TEHHYPHsI HApaCTaeT, MPUBOJIS K Pa3BUTHIO He(hpoTHYe-
ckoro cuaapoma (HC) [3-6, 10, 17, 18]. S.Coca u coaBT.
(2008) 0000IIMIN PE3yBTAThl OUOIICUH Y MAIICHTOB
¢ Lowe cHHIpOMOM: MpH CBETOONTHYECKOH MHUKPO-
CKOIIMH IJIOMEPYIISIPHBIC I3MEHEHHS XapaKTePU3yIOTCSI
KaK TUIEPKIETOYHOCTD, TIIOMEPYIOCKIEPO3, KaHAb-
LEBbIC — MHTEPCTUIMAIBHBIN (HUOPO3, TyOyIOHEKPO3,
arpodus KaHABIEB, P JIEKTPOHHONH MUKPOCKOITUH
00HAPYKUBAIOT YTOJIILICHUE U PACILICTICHUE Oa3aIbHON
MeMOpaHbl, OTEK MUTOXOHAPHUI KaHaJbIIEB, Pa3pbiB
kpuct [10]. [loueunbIii mpoKCUMaTbHBIN KaHATBIICBBII
aro3 11 Tuma y neteii mpotekaeT ¢ BapuadenbHoi pH
MOYH, TIOATOMY TIPH KaJlbIIMYPHU HE(PPOKATBIIHO3 HE
dopmupyercs [2—6].

Jleuenue oemeii c Lowe cunopomom. Jluera npeny-
CMaTpUBaET OrpaHNYCHUE TIOBAPEHHO COJIN U rajiak-
TO3bI, HO 0€3 OTpaHUYEHHsI B IPHEME KHUIKOCTH. [Ipu
Fanconi cunapome y neteii: MeTaboIn4ecKui alu03
KOPPUTHPYIOT TI0 CXeMe OMKapOOHATHI/IIUTPATHI, Ha-
3HAYalOT Mpenaparsl Kaiblus, ¢pocdarHeiii Oydep,
aKTHBHbIC METa0OIUTHI BUTaMHHA D 01 KOHTpOJieM
coziepkaHus KaJbIust ¥ hocdara B CHIBOPOTKE KPOBH
u moue [2-10, 13, 17, 18].

Ilpoenos cuHapoMa HebIaronpusTHeId. PaHo Ha-
CTYIAIOT CJIETOTa U MPOTPECCUPOBAHUE TTOYCUHBIX
¢ynknuii. Crenora, yMCTBEHHAs! OTCTANIOCTb, TSKeE-
JBIA PaxUT W MBIIICYHAS THUIIOTOHHS MPHUKOBBIBAIOT
pebenka k moctenu. PUck netanbHOTO Hexofa y AeTeid,
HE MOJTYYaloUIMX Teparuio, BCICACTBUE allueMHuye-
CKOHM KOMBI C OTEKOM MO3Ta, JIeTKUX, HH()EKIIMOHHBIX
OCJIO)KHEHHUH, TIPOTPECCUPOBAHUSI B TEPMUHAIBHYIO
ypemuto [1-10,13,18].
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Lenv: n3yunth KatamHe3 Aeteil ¢ penkum Lowe
CHHAPOMOM JJIs1 BBISICHEHUS 0COOEHHOCTEN ITaTOJIOTUHU
MOYeK.

KJIMHUYHECKUE HABJTIOOEHUSA

Mp&1 mpencTapisieM KIMHWUYECKUE HAOMIOACHHS 6
MAIMeHTOB — MAJIBYMKOB ¢ Lowe CHHApOMOM, U3 HUX
nBoe cubcoB. [lo pe3ynpraTaM reHeanorunyeckoro
MeToJla HcclleJoBaHusl 6 MalueHToB U3 5 cemei ¢
BTOpuuHBIM Fanconi cunapomom ripu Lowe cuHapome
YCTaHOBJIEHO X-CIIETJICHHOE PEIIeCCUBHOE HACIE0-
BaHUeE.

@parMeHThI POJIOCIIOBHBIX MTPECTABIEHBI HA PUC.
1-5.

Knununueckue nposiBieHns oKymnorepedpopeHaib-
Horo Lowe cunipoma y 6 MaJb4MKOB AMArHOCTHPOBA-
HbI B HEOHATAJIBHOM U TPYIHOM BO3pacTe.

O
O

Lowe cunapom ¢ X-CLEIJICHHBIM
pPELIECCUBHBIM TUIIOM HACJICOBAHUS

Puc. 1. ®parmeHT popocnosHoii cembn naumenta b.K. (1980 ).

R

™~

Q [Tuenonedpur

Lowe cungpom ¢ X-cuenieHHbIM
pPELECCUBHBIM THUIIOM HACJIEIOBAHUS

Puc. 2. ®parmeHT pogocnoBHom cembn naumeHTa E.M. (03. 08.
2009r.).
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Lowe cunapom ¢ X-cuerieHHbIM
DELIECCUBHBIM THIIOM HACJIE€O0BaHUS

Puc. 3. ®parmeHT pogocnosHoi cembn nauyeHTta LP.®. (06. 09.
2012r).
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OO

Lowe cunnpom ¢ X-cuerieHHbIM
peLecCUBHBIM TUIIOM HaclleZIOBaHUS

~

Puc. 4. ®parmeHT poaocnoBHol cembn: npoban M.P. (02.08.
2012r.), cube npobanpa I.C. (15. 08. 1994 r.), neTanbHbIN UCxon,
B Bo3pacTe 2 roga 6 mec.

Hzmenenuss co cmoponwt enaz. I3 6 manneHToB
BBISIBJICHBI JIBYCTOPOHHSIS KaTapakTa (6), aykoma (4),
Kocornasue, Hucrarm (6), Mukpodranemus (4), mo-
MyTHeHHUe poroBuilbl (3), sx3odpTanbmus (1), cyxenue
3pauka (2), ciernorta (1).

Hzmenenus co cmoponwt [JHC. Y Bcex 6 mamu-
EHTOB T'eHEpaJN30BaHHAs MBIIICYHAS THUIIOTOHUS,
CHIDKCHHE CYXOKWIIBHBIX pe(rekcoB, yMCTBEHHast
oTcrajocTe. Y 2 mamueHtoB ¢ Lowe cuHIpoMOM
JIMarHOCTHUPOBaHbl JTMKBOPOJUHAMUYECKUE HapylIe-
HUSI, cMelanHas arpoduieckas ruapouedanmus (1),
BHYTpeHHas runaponedanus (5), THIOMIa3us MO30-
mucroro tena (1), perponepedemisapHas kucta (1),
Hajauepeoeusipaas kucra (1).

Hzmenenus co cmoponwt noyex. I eHepaan3oBaHHast

MpoKCHManbHas TyOynonatus mposiBisuiack Fanconi
CHHIPOMOM Y 6 neteil (Tspkenblii runogdocdaremMu-
YECKHUM paxuT ¢ FTMIOKAIBLIMEMUEH, PE3UCTEHTHBIN K
suTamuny D, ¢ pocdarypueii, Kanbuuypuer, mpox-
CHUMAaJIbHBIN TUIEPXIIOPEMUYECKUI METa0b0INYeCKuit
anu103 ¢ runokainuemMuei Il tuna, renepainzoBaHHas
TUIEPAaMUHOAMTY PHSI, TPOTEUHYPHUSI, TITIOKO3YpHs
MIp¥ HOPMOITIUKEMHUN). Y manueHTos ¢ Lowe cunapo-
MOM, KpOMe CHMITTOMOKOMIUIeKca Fanconi cunipoma,
YCTaHOBIICHBI: JIBYCTOPOHHUH ypeTpOruIpoHedpo3,
I[IMP III - IV ctenenu (1), o0cTpyKTHBHAS HE(poTa-
tus (1); muenonedpur (4), HenoaHbIA HeppoTHUECKuit
CUHJIpOM (2).

OcHOBHBIE KJIMHUKO-1a00paTOpHbIE CHUMIITOMBI
Lowe cunipoma y fieteil mpuBeeHbl B TAOIHIIC.

KucnoTHo-oCHOBHOE COCTOSIHME Y 5 MalneHTOB
¢ Lowe cunppomom pH 7,34+0,07; pO, (MM pr. cT.)
70,08+11,71; pCO, (MM pr. ct.) 32,53+4,73; SO,,
% 93,61+1,89; HCO, (Mmons/m) 17,34+3,43; BEb
(Mmmonb/n) —7,40+3,50; BE eef (Mmonn/) —7,93+2,39.
Onenka nmamHeix KOC mokaszana mpoKCHUMaTbHBIH
KaHaJbIIEBBIN METa0OINYECKHI alli03 C THIIOKAJIIe-
muei II tumna.

docdarypusi, B cpeHem, coctauia 27,91+2,6 mr/
Kr/cyT, Kanpuuypust 6,9+2.3 mr/kr/cyt. [lokazarenu
MOYEYHOM KaHabIeBol peadcopoiu dpocdaros KPD,
MKP® cumxensl, moueBsie ungexcsl U P/Cr, U Ca/
Cr, U Pr/Cr Bbiie HopMbl. @O mioBbIIICHA. BhIsSIB-
JIeHa KOPpeNAHOHHAs 3aBUCIMOCTh MEX/ly YPOBHEM
docdara kpoBr 1 DI (yem HUKE ypoBeHb Pocdara
KpoBH, TeM BeIlie DOD) (puc. 6).

B omnucsiBacMOM HaMu HaOJIOACHUU y BCeX 6
MarueHToB ¢ Lowe CHHAPOMOM OTMEUEHO CHHKEHHE
(YHKIIMH TIOYEK YKe Ha IEPBOM — BTOPOM TOJTY )KU3HH,
CK® no popmyne Schwartz cocraBuna ot 63,9 1o 83,9
mi1/(Muax 1,73 M?), uto cootBetcTByeT XbI1 2 craauu.
JleTanbHbIi MCXOA KOHCTATHPOBAH y 2 MAllMEHTOB B
Bozpacte 3 rona 10 mec u 2 rona 6 mec.

X-CIIeTIIEHHBIN PELleCCUBHBIN OKyIoIepeopope-
HaJIbHBIN Lowe cuHIpoM y 6 AIMeHTOB MPOTEKa C
BPOXKIICHHBIM nopadiceHuem 2naz [MukpohTaabmus (4),
BpOX/IEHHAs JIByCTOPOHHAA KaTapakTa (6), BpOXKIeH-
Has Tiaykoma (4), BTOpHYHOE IOMYTHEHHUE POTOBUIIBI
(3), ropuzonTanbHBIA HUCTArM (6), CyKeHHe 3pau-
KOB U OTCYTCTBHE MX peakluu Ha cBeT (3), cienora
(1)]; ¢ nopasicenuem nouex [Fanconi cunapom (6),
JIBYCTOPOHHUI ypetreporuaponedpos, [IMP III — IV
crenend (1), o0cTpyKTHBHAS HEPPOTIATHSL, BTOPHYHBIH
xponuueckuii muenonegpur (3), venonusiiit HC (2)]; ¢
BPOXKIEHHBIM nopasiceruem [[HC [reHepanm3oBaHHas
MBIIIIEYHAss TUIIOTOHUS (6), CHIKEHHE CYXOKHUIBHBIX
peduiekcoB (6), YMCTBEHHasi OTCTAJIOCTh PAa3HOM CTe-
MeHU BBIpaXXKEHHOCTHU (6), TUIOMIIa3Usi MO30JIHCTOTO
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H BPOXKJICHHBIHN MOPOK cepia (JieTabHbIN Hucxon 24)
/d CHHJIPOM BHE3AITHON CMEPTH (JIeTabHBIN nexox 2,5 meT)

Lowe CUHAPOM C X-ClEeMIeHHBIM PELUCCCUBHBIM THUIIOM HACJIEJOBAaHUA

Puc. 5. ®parmeHT pogocnoBHoi cemby nauverTa .M. (06.09.2012 r.p.).

tena (1), magnepedemtsapHas kucra (1), perpormepe-
Oemnsipras kucta (1), BHyTpeHHsis ruapornedanus (5),
JMKBOPOIMHAMUYECKUX HapyleHuH (2), cMelranHon
arpoduyeckoii ruapornedanus (1)].

OBCYXAEHUE

MpI npeAcTaBUIIM KIMHUYECKOe HaOmoneHne 6
MaryeHToB ¢ Lowe cuHapoMoM, XapaKTepU3yOLIIMCS
BPOXKJICHHOW KaTapaKTOW MM IIayKOMOM, YMCTBEHHOMN
OTCTAJIOCTEIO, MBIIIICYHOM TMIIOTOHKEHN 1 Fanconi cun-
npomom ¢ ¢popmupoBanueM XbBII. ¥V 6 nereii ¢ Lowe
CHHJIPOMOM BBISIBIIEHO CHI)KEHHE TTOKa3aTesieil MacChl
TejJa, pocTa U KOCTHOTO BO3pacTa, YTO OTMEUYECHO B
nmuteparype [8, 10, 11].

Y 6 manpuukoB ¢ Lowe CHHAPOMOM MaTOJIOTHSA
MoYeK xapakTepu3oBajach Fanconi cuHApoMOM
BCJICJICTBUE T'€HEPAJU30BAHHON MPOKCUMAIBHOU
TyOyJIOTIaTHH € TSHKEIBIM BUTAaMHUH D-pe3ncTeHTHBIM
runogocareMuyeckuM paxutoM ¢ ocdarypueii,
KaJIbLILypHUeH, MPOKCUMAJIbHBIM THIIEPXJIOpEMHUYe-
CKUM MEeTabOJIMYEeCKUM alliI030M C THIOKaIneMHuen
IT Tuna, renepan30BaHHON IMIIEpaMUHOALUAYPHUEH,
HE3HAUUTEIbHOW NPOTEUHYPUEH, NIIOKO3YpPUEH ITpU
HOPMOTJIMKEeMUH. BhIsiBIIeHa KOppETsAIMOHHAs 3aBUCH-
MOCTBh MEXly ypoBHeM (hocdara kposu 1 DID (uem
HIDKE YpoBeHb (hocdara KpoBH, TeM Bblie DID) (cm.
puc. 6). AHaJOrMYHBIE PE3yJIbTaThl MOJYYEHB HAMU
npu runogocdareMHUIecKOM paxute y nerei [22].

[IpoTennypust y mauueHToB, oOHapyKMBaeMas
C MJIaJIEHYECKOI0 BO3pacTa, oOyclIoB/IeHa BHauaje
MPOKCUMAIbHOM TyOyromnaruen, a 3areM TiioMepy-
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JIonaTried ¢ HENOJHBIM M IOJIHBIM He(POTHYECKUM
curpomoM (HC), uro onmcano B nureparype [6, 10].
[Ipu 351€KTPOHHOM MUKPOCKOIINH BBISBIISIIOT yTOJIILE-
HUE U paclIeIUIEHUE ITIOMepYJIsipHON 0a3aabHO MeM-
OpaHbl, UICYE3HOBEHHE MaJIbIX HOXKEK IOJOLUTOB [6,
10]. ITo3:xe ycTaHABIUBAIOT [FIOMEPYIISIPHBII CKIEPO3
Y WHTEPCTUIHAIBHBIN GUOPO3, arpopuro KaHAIIbIIEB
[6, 10]. B Hamem HaOmofeHnn y 2 feTell oTMedeHa
MEPCUCTUPYIOLIAsl IPOTEUHYpHs ¢ (hopMUpoBaHUEM
HenosnHoro HC.

B onuceiBaemoM HaMu HaOmoneHUH 4 manueH-
ToB ¢ Lowe cunapomom ormeueHo cHmkenue CKD,
paccuuTanHol 1o popmyne Schwartz, 1o 3HaueHU,
coorBercTBytomux XbBII ¢ 2 craguu. Ilo nanubiM
JIUTEpaTypbl IMHEHHOE CHIYKEHUE YPOBHSI CHIBOPOTOU-
HOT'O KpeaTMHHHA ¢ BO3PACTOM MAL[EHTOB [O3BOJIMIIO
MIPOTHO3UPOBATh UCX0J B KOHeuHyto ctaauio XbII k
TpeTheMy/4eTBepToMy JaecstuieTuto [ 18].

W3 6 y 2 naniueHToB, He MOJIy4aBIIUX JIEYEHUE, IO
MECTY KUTEJIbCTBAa KOHCTAaTUPOBAH JIETAIbHBINA HCXO
B Bo3pacte 3 roxa 10 mec (1989 ) u 2 roma 6 mec
(1994 r.) BCcnencTBHE aMIEMHYECKON KOMBI C OTEKOM
MO3ra, JETKuX.

W3menenus co ctoponsl mia3 npu Lowe cunapome
MPECTABICHBl JBYCTOPOHHEH MM OZHOCTOPOHHEH
BPOJK/ICHHON KaTapakToi, Ha BTOPOM MECTE I10 4acToTe
BBISIBJIEHUS CTOUT Iiaykoma [1-5, 7, 10, 11, 23-25].
B Hamem uccnenoBaHuM y 6 MAlMEHTOB BBISBIICHBI
MukpodTanpmus (5), BpoxkJAeHHAs JBYCTOPOHHSIS
karapakTa (6), BpoxkeHHas riiaykoma (4), BTopuaHoOe
MIOMYTHEHUE POTOBUIIbI, TOPU3OHTAIBHBIA HUCTATM,
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Tabnuvua 1
KnunHuko-nabopatopHbie aaHHble 6 nauueHToB ¢ Lowe cuHgpomMom
C X-cuenneHHmM peueccuBHbIM TUNMOM HacJsiegoBaHuUsda
MapameTpsbl nayneHT 1 naumeHT 2 naumeHT 3 nauueHT 4 nauneHT 5 naumeHT 6
[Jatapoxaerus | 06.09.2012 24.06.2011 04.03.1989 16.08.1994 cubeni | 26.11.2012 cunbesbl | 14.07.2009
Mon M M M M M M

Tun Hacnepo-
BaHusA

X-cuenn. peuec

X-cuenn. peuec

X-cuenn. peuec

X-cuenn. peuec

X-cuenn. peuec

X-cuenn. peuec

HauyanbHble C poxaeHuns C poXaeHus C poXaeHus C poxaeHus C poxaeHus C poXaeHus

NposiBNEHNSI

MposiBneHns BSINIOCTb, TMMNO-|runoTpoduns,|runorpodus, nio- | runorpodus 1-2 | rmnotpodus, nno- [rmnotTpodus
Tpodusa, Nnoxue | NI0XMe BECOBbIE | X1Me BECOBbIE MPU- | CT., NIOXNE Be- | X1e BecoBble Npu- | 1-2 CT., nnoxve
BEeCcOBble Npu-|npubasku, 3a-|06aBku, 3adepxka | coBble NpubdaBky, | 6aBkun, 3afepxka | BECoBble NMpu-
6aBKM, 3afepxKa | Aepxka pocTa M| pocTau pa3BuTus | 3agepxka pocTa | pocTa v pa3sutus | 6aBku, BINOCTb,
pocTa n pasBuTUS | PasBuUTUSA 1 pasBuTUSA 3azepxKa pocta

1 pasBuTUS

Monnypuna + + + +/- + +/-

MNonunauncus + + + - + +/-

feHepanunso- |+ + + + + +

BaHHaA MblLLIeYy-
Has r’MnoToHUA

MopaxeHune BPOXOEHHAA|BPOXAEHHAA|BPOXAEHHAA|BPOXAEHHAA|BPOXAEHHAA|BpPOXAEHHAN
rnas KaTapakTa ABY-|KaTapakTa ABY-|KaTapakTa ABY-|kaTapakTa OBY- |kaTapakTa ABYy-|kaTapakTa
CTOPOHHASA TO-|CTOPOHHAA|CTOPOHHSASA,|CTOPOHHAS FO-|CTOPOHHAA FO-|ABYCTOPOHHASA
PU3OHTaNbHbIN |MUKpOdaKkna, MUKPODaAKNSA, |PU3OHTANbHbIV | pPU30OHTANbHbI | MUKPODAKMS Cy-
HUCTarM MMW-|CyXeHUe 3pay-|CcyxXeHue 3pay-|HucTarm, pac-|HucTarm, pac- |XeHue 3paykoB
KpodTanbMma|KOB U OTCYTCTBUE | KOB U OTCYTCTBME | X O A, 1 L, € € C 4 | XOOsLeecs KOCo- (M OTCYTCTBUeE
rnaykoma, ABY-|MX peakuuu Ha|ux peakuummn Ha|kocornasue, ak- | rmasue MX peakunn Ha
CTOPOHHUI 6yd- | CBET, NOBLILLEHWE | CBET, NOBbILLIEHNE | 30bTanbM cBeT, MOBbI-
TanbM, cnenota | BHYTPUINAa3HOrO | BHYTPUIIA3HOIo LieHne BHYTpU
LABNIEHVS, BPOX- | JABEHUS, BPOX- rna3Horo Aaene-
LEeHHasa rnayko- | AeHHas raykoma, HUSI, BDOXAEH-
Ma, BTOPUYHOE | CHUXEHME CBE- Hag rnaykoma,
NMOMYTHEHNE PO- | TOYYBCTBUTENb- BTOPUYHOE MO-
rOBULLbl, XOPUOPE- | HOCTN CeTyaTKu, MYTHEHUE poO-
TUHANbHbIE OYarv | FOPU30HTaNbHbIN roBuLLbI
1N CHUWXEHWe CBe- [HMcTarm, pac-
TOYYBCTBUTEJIb- | XOASLLEECS KOCO-
HOCTW CeTyaTKu, | rmasue
rOPU30HTaNbHbIN
HucTarm, pac-
xopsuees Koco-
rnasue
MopaxeHune OpraHnyeckoe|OpraHnyeckoe|OpraHunyeckoe|OpraHuyeckoe |OpraHunyeckoe |OpraHmyeckoe
LIHC nopaxeHue LUHC; | nopaxeHnne LUHC; | nopaxeHune LIHC; | nopaxerue LIHC; | nopaxeHne LIHC; [mopaxeHune
NNKBOPOAMHaAMU- | rmapouedanms BHYTPEHHasa ru- |rugpouedanms rngpouedanmsa LIHC; ruppoue-
yeckme Hapylwe- npouedanunsg, danng
HUSA cMellaHHas MWaCTEHNYECKNIA
aTpoduyeckas CUHAPOM, BSJIbIN
rngpouedanus, TeTpanapes, Hag-
runonnasnsa Mo- uepebennapHas
30/1MCTOro Tena, KucTa
peTepo uepeben-
nsipHas kncta
MopaxeHne no- [fnnogpocearte-|funopocdarte-|fmnodpocdare-|fmnodocoare-|fmnopocharte-|{funodpoc-
yek: Fanconi MWYECKUI PaxuT, | MUHECKUIA PAXUT, | MUYECKUI PaxXUT, | MUHECKUI PaxXuT, | MUYECKUI paxuT, |[daTemMumnye -
CUHAPOM docdartypus me- | docdartypusa me- | dochatypusa me- |docdaTypunsa|docdharypms Me- |[CKUN paxuT,

Tabonmyeckum
aumao3 ¢ runoka-
nvemunen Il Tuna
rnokosypusa,
rmnepamMmnHo -
aumaypus

Tabonuyeckni
aumao3 ¢ rmnoka-
nvemuein Il Tuna
rnokosypus,
rmnepamMunHO -
aumaoypus

Tabonuyeckui
aumao3 ¢ rmnoka-
nvemuein Il Tnna
rnokosypus,
rmnepamMmnHO -
aumaoypus

MeTabonuye-
CKUI aumpos rm-
nokanunemuen Il
Tuna rnokKo3ypus
rmnepamMmnHoO-
aumoypus

Tabonuyeckni
aumao3 ¢ rmnoka-
nuemuein Il Tuna
rnookosypus,
rmnepamMunHO -
aumoypus

docdaTypusa
MeTabonuye-
CKUN aumpos
C rmnokanune-
muen Il Tuna
rnokosypus,
rmnepamMmHoO-
aumnoypusa

lponomkeHne Tabnvupl Ha caeayroLLer cTpaHuLe
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MopaxeHue no- | O6¢cTpykTUBHAA | YpeTeporuapo-|HenonHbii He-|HenonHblh He- | [nenoHedput MNuenoHedpput
yek Hedponatus, nu- |[Hedpo3, NMMP|dpoTmuyeckmn|ppoTmyieckun

enoHedbput I1I-1V cTeneHn, | cuHopom CUHOPOM

nuenoHedput

MKA Il Tna + + + + +/- +
Ca, Mmonb/n 2,3 2,4 2,1 2,2 2,1 2,4
Ca*, mmonb/n | 1,10 1,12 1,09 1,13 1,21 1,18
LUlenovyHasa|1200,0 779,4 822,5 942,5 963,7,5 804,5
dochaTtasa
(ME/n)
K, MMonb/n 4,3 4,0 4,4 3,7 4,2 4,3
Na, mmonb/n 141 137 127 -137 116,4 152 139
Cl, mmonb/n 99 95 96 101 97 104
P, Mmonb/n 11 1,40 1,3 1,2 1,44 1,82
Mg, mmonb/n | HOpma HopMa HopMa HOopMa HopMa 0,79
Cr B KpoBMH, 0,06 0,065 0,059 0,08 0,055 0,03
MMOJb/N
MoueBuHa B 7,01 10,1 7,7 7,9 5,3 4,06
KPOBW, MMOJSIb/N
Okckpeumnsa P,|28,0 27,5 30,5 25,9 27,8 28,9
Mr/Kr/cyT
Okckpeuys Ca, | 9,6 55 6,5 12,2 6,9 5,8
Mr/Kr/cyT
Kanbumypus + + - + +/- -
CK® mn / (MuH | 63,9 83,9 76,3 76,9 79,2 78,9
x 1,73 m?)
Y3N o6bem|20,41n21,2 16,11 27,6 21,81 19,2 22,51n20,5 19,71 21,0 22,81 19,8
(cm®) neBoii n
npaBo NoYyek

sx3o¢ranemus (1), cienora (1), cy)keHue 3padykoB U
OTCYTCTBHUE UX PEAKIINH HA CBET, CHUKEHUE CBETOUYB-
CTBUTENbHOCTHU ceT4aTku (6). [Ipu BHEIIIHEM 0OCMOTpe
JeTeil oOpalaroT Ha ce0si BHUMaHue KOCOIa3ue, ro-
PHU30HTANBHBII HUCTArM, MUKPO- WU 9K30(TalIbM, Cy-
JKeHHe 3pauka. I13-3a pe3koro cy)keHus 3padka HHOIAa
HEBO3MOKHO [TPOBEICHNE HCCIIE0BAHUS XPyCTANKA
¥ m1a3zHoro Axa. [lybnukanuu moaTBep:KaaoT II0X0H
MIPOrHO3 U3MEHEHUH CO CTOPOHBI IM1a3, 4YacTO MPUBO-
Jmx K caenote [16, 23-25]. B Hamem HaOnmroaeHUN
y OIHOTO peOeHKa U3 6 KOHCTaTMPOBaHA CJICHOTA.

B namem uccienoBanun y Bcex O0IbHBIX OTMEUE-
Hbl HapyeHus co cropons! LIHC B Buae nukBopoan-
HaMHUYECKUX HapyIIeHUH, CMEIIaHHON aTpopUUECKOMI
ruzgponedanni, BHyTpeHHeH rugpouedainy, rumo-
TUTa3MM MO3OJIUCTOTO Teja, PEeTPoLepeOesUIIpHON
HaauepeOeIIIPHON KUCTHI.

J. Ono u coaBT. yKa3bIBalOT Ha KUCTO3HOE IOpa-
JkeHne Mosra [14]. ABTOpbI MoararoT, YTO NPUYUHON
YMCTBEHHOH OTCTaJOCTH OOJIbHBIX, PUIIAIKOB, MBbI-
HIEYHOI THITIOTOHUU MOTYT OBITh 3apErUCTPUPOBAHHEIC
METOJIOM MarHUTHOTO pe3oHaHca U dy3HbIe HEpUBEH-
TpUKyJsApHbIe T-2 cUrHaNbI, yKa3blBaOIINE HAa 3HAUU-
TeJNbHOE HapyIeHue Oenoro Beriectna [ 10, 14, 15, 24].

VY 6 manueHToB 0TMEUEHA YMCTBEHHAs! OTCTAIOCTh
Pa3IMYHO CTeTeHH BEIPaKCHHOCTH. Y HaOJIIOaeMBbIX
HaMu 6 OOJILHBIX BCIBIILIKY THEBA, ITU30/1bI THIIEPTEp-
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MUH, OJIBIIIKY ¥ NTYMHOTO alliJIOTUYECKOTO JABIXaHUS
ACCOIMUPOBAINCH C HEKOMIICHCHPOBAaHHBIM METa0o0-
JUYEeCKUM anuao3oM. Clienyer OTMETUTh, YTO Tede-
Hue Lowe cuHIpoMa y ONMCHIBAEMbBIX JIBOMX CHOCOB
pasnuuHoe, 0oJiee TSKEIIOE C JIETATbHBIM UCXOIOM Y
Maparka (1994 1.) u ¢ HeBbIpaXCHHBIM MeTaboInye-
CKUM aIm1030M y Manpuuka (2012 ).

[1o manHBIM TMTEpaTypHI, AeTH ¢ Lowe cuHapoMom
MOTYT OBITh C OTHOCUTEIILHO COXPAaHHBIM MHTEILICKTOM
0e3 yMCTBEHHOW OTCTAJIOCTH, ¢ O0Jiee MATKAM Tede-
HUEeM 3200J1eBaHUS U OOJIBIIEH MTPOIOTKUTEILHOCTHIO
xu3HU (10 25— 35 ner) [18]. luarno3 oxynorepedpo-
PEHATBLHOTO CHHIPOMa COBMECTUM C HOPMAJIbHBIM UH-
TEJUIEKTOM. XapaKTePHBIH MOBEICHUECKUI CTEPEOTHIT
y 60JIbHOTO (BCIIBIIIIKY THEBA, YIIPSIMCTBO, BCJICICTBHE
HEKOMIICHCUPOBAHHOTO aIu03a, MeTaboinnuecKon
SHIIe(aNoNaTui) PacleHNBaOT KaK crenuduyeckoe
neiicteue rena OCRL Ha LEHTpalbHYI0 HEPBHYIO
cuctemy [2-7, 23].

B Hacrosiee BpeMsi CylecTByOT METO/IbI IIEPHHA-
TaIbHOW JMAarHOCTUKU CHHJIPOMA ITyTeM W3MEPEHUs
¢docharnaumunozuron-4,5-oucdocdar-5-pocdarazsl
B aMHHUOTHUYECKON JKHUIIKOCTH, TIONYYCHHON MyTeM
amHuonuHTe3a [10, 18].

Jleuenue 6 mauueHToB ¢ Lowe cCUHIpOMOM BKJIHOYA-
JI0 KOPPEKIUIO META00IMYECKOT0 aIu103a, THIo¢oc-
(bareMHuEeCcKOro paxura ¢ Kaabluypuei, Gpocdarypu-
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Skckpeuns dpocdatoB

35
30
25
20
15
10
5
0 T T
3d-Uph HopMa
a mr/kr/cyT
KaHanbLeBasi peabcopbuus
ocdpatoB
86 pocp
84 —
82 —
80 —
78 —
76 —
744 —
724 —
701 —
C KP®, % HopMma, Y%

dpakynoHHas akckpeums docdartos

27,51
271
26,5

24,54

DID, % Hopwma, %
b
MakcrmanbHas KaHanbLeBas
peabcopbuus occaTtoB
1,5
1,4
1,2 I—
1 -
0,8 1 —
0,6 - I—
0,4
0,2 - I—
0 - :
d MKP®, mmonb/n HOpMa

Puc. 6. KaHanbueas peabcopbuums pocdaTos: a — cyTouHas akckpeums pocdartos, b — kaHanbuesas peabcopbums docdaTos (KPD),
C — MakcuMasbHas kaHanbLeBas peadbcopbumsa docodatoB (MKPD), d — dpakumoHHas akckpeuus pocdatos (PID) y 6 naumeHToB

¢ Lowe cuHapomom.

Puc. 7. NaumeHT 24.06.2011 r. SxckpeTopHasa yporpadus: OBy-
CTOPOHHUIN ypeTepornapoHedpos. Mpu uuctorpaduny pedeHka
BbISiIBNEH PedIIOKCUPYIOLLNT NEBOCTOPOHHUIN ypeTeporngpo-
Hedpos - IV cT.

eif, mpenapartsl Kanbuus; pocdarublii Oydep, Reducto
Spezial, Phosphate — Sandoz, akTuBHBIE METa0OINTHI
sutamuna D (poxansTpon, anbda D).

Xupyprudyeckoe JeueHue MpeayCcMaTpuBaceT dKC-
TPaKIMIO KaTapaKThl ¥ TOHMOTOMUIO MPH TIIayKOME, HO
BO3MOYKHBI pellANUBEI KaTapakTsl [ 10, 11, 25]. B Hammem
HCCIIEIOBAaHUY XUPYPrudecKas 3KCTPaKLUs KaTapaKThl
MIPOBEJICHA YETHIPEM MALMEHTaM U JBOUM — FOHHOTO-
Must ipu miaykome. S. Hayasaka v coaBT. peKOMEHIYIOT
HMHCTHUTALMN aCKOPOMHOBOM KUCIIOTBI JJIsI TOBBIILICHUSI
po3padyHocTU poroBullbl [16]. Cumnromaruyeckas
Tepanus HalpaBleHa Ha CTUMYJISILIUIO OOMEHHBIX TIPO-
LIECCOB B LIEHTPAJILHON HEPBHOW CUCTEME, HOpPMAJTU3a-
LIMIO TTOKa3aresiel (PU3NUEeCKOro pa3BUTHSL, YITyUILICHUE
COCTOSIHUSL CEPACUHO-COCYTUCTON CUCTEMBI, MBILICYHOM
TKaHM (Kypchl HOOTpomuia, SHuedadona, maHTorama,
BUTaMHUHOB Ipynnsl B, antnokcunantos) [25]. letu ¢
Lowe cunapoMoM I0ImKHBI HaOII0naThes y Hedporora,
o(ranpmMornora, HeBpoJIoTa.

VY 6onbHBIX ¢ Lowe CHHAPOMOM B IETCKOM BO3pac-
T€ OTMEYaroT NPOrpecCUpPOBAaHUE MATOJIOTUH I71a3 10
CJIETIOTHI, IPOTPECCUPOBAHKE TTOYEUHON HEA0CTATOU-
HoctH [1—6, 10, 11, 18, 25]. 13 6 manuentoB ¢ Lowe
cuaapoMoM y 4 ormedeno popmuposanue XbII ¢ 2
CTaauu K 2 — 3 ronaM, y 2 — JeTaabHbIA UCXOJ] BCIIE-
CTBHE allUJIEMUUYECKON KOMBI C OTEKOM MO3Ta, JIETKHX.
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SAKJIKOMEHUE

HebGmaronpusTHEIH TPOTHO3 OKYIIOIIEpeOpOpeHah-
Horo Lowe cunzipoma ¢ X-CLEMJIEHHBIM PElleCCUBHBIM
THUTIOM HACJeIOBaHUS O0yCIaBIMBAaeT COUeTaHHAs
MaToJIOTHs I71a3, HEPBHOM CUCTEMBI, oYeK. BpoxaeH-
Hasi TeHepaIn30BaHHAas TPOKCUMAaJIbHAS TyOyI0IaThs,
nposiBIstroIasicst Fanconi cuaipomMom, mporpeccupyer
B XbII yxe B JeTCKOM BO3pacrte.
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