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LOWE SYNDROME IN A2 YEAR OLD CHILD
Rakhmanova Lola Karimovna
Tashkent Medical Academy, Ministry of Health of the Republic of Uzbekistan,
Tashkent

Abstract. In order to study the features of the clinical course of Lowe's syndrome in
children, a clinical observation of a 2-year-old boy with Lowe's syndrome was
carried out. It was revealed that the clinical features of the course of Lowe's
syndrome in children are: the development of the disease is closely related to
consanguineous marriage and pathology of the early period of pregnancy (7-8
weeks) of the mother; frequent malformations of internal organs and the
development of stage II-1ll chronic renal failure. Early prevention of the
development of Lowe's syndrome in children is: inclusion in the risk group of
children born from consanguineous marriages; identification and treatment of
pathologies of early pregnancy in the mother; Conducting a preventive examination
of children at risk by specialized specialists (nephrologist, ophthalmologist,
neurologist).
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AKTYaJIbHOCTH
N3BectHo, uto B 1952r. C.U.Lowe, M.Terry u E.A. McLachlan omnucamu
BPOXKJICHHBIM CHHAPOM, TMPOTEKAIOIIMA C HEBPOJOTHMUYECKUMH, ITOYECUYHBIMU U
ra3HeIMU aHoMmanusamu [1]. TepMuUHOIOrUA 3TOTO CHUHApPOMAa Ha3BaHA YUYCHBIMU:
oKyJoriepedpopeHanbHblii cuaapoMm, Lowe cunapom, Lowe-Terry -McLachlan,
Lowe-Bickel syndrome, OSRL, OMIM 309000 [1-4]. 'en OSRL-1 xapTupoBaH Ha
TUIMHHOM I1eye X-XxpomocoMmbl (Xq 24 q 26) conepxuT 24 3K30HA, 3aHUMAIOLIUX
58 kB. BceneacrBue myrtammu rema OSRL-1 komupyromero 105 kD Tompmxu-
nporenH ¢ (odaruauanno3nton-4,5-6uodocdar-5-hocharasHoii aKTUBHOCTHIO,
BO3HHUKAIOT  Aehunut  dodatuauHmwio3nTon-4,5-6modochar-5-pocdarazer B

anmapare ['onbmxu [3,4,5].
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Knunanueckue cumnTomsl cunapoma Lowe mis nereid paHnHero u Oosee
CTapIIEro BO3pacTa XapaKTEpHbl pPE3KOE OTCTaBaHHE B (PU3UYECKOM pPa3BUTHH,
KOCOTJla3ue, HHUCTarM, OHK30(TaJbM WIM MHKpO(TaIbMus, KaTapakTa W/WIH
rJlaykoMa, paxuTU4Yeckue AepopMalud KOCTEW CKejleTa, TIeHepalu30BaHHas
MBIIIIEYHAs TUNOTOHUS, TUHOOTPOPUS WM OXKUPEHHUE, OJBIIIKH, PHUCTYIBI
TUIEPTEPMUH, aCCOLMUPOBAHHBIE C MeTa0OoNIMYecKuM auuaosom [1-5,6,13,14]. ¥V
OOJBHBIX JE€TeH paHO HACTyHalT CJIenoTa M MNPOrpecCHpoBaHUE MOYEYHBIX
HapyILICHUMN.

IIprurHONM  pa3IU4YHBIX  HEBPOJIOTMYECKUX  HAPYLICHWM, YMCTBEHHOU
OTCTaJIOCTH, MPHUMAJAKOB, MBIIIEYHOW THIMOTOHUU MpU cuHApome Lowe cuuTaior
Ae(UUIUT aMUHOKHUCIIOT, KUCTO3HOE MOPaKEHUE MO3Ta, JEMUEITMHU3AIMI0 HEPBHBIX
BOJIOKOH, TJIMO3, HapyllIeHHWE CIOMCTOCTU KOphl M Oenmoro BemiectBa [7,8]. B 90-
100% cnyuaeB 00JIe3HW AMATHOCTUPYIOT JBYCTOPOHHIOI HJIM OJHOCTOPOHHIOIO
BPOXKJICHHYIO KaTapakTy wiu riaykomy [1-5,9].

BpoxaeHnHas matonorusi co CTOpOHbI ouek npu cuHapome Lowe 3akintodaercs
B TOM, 4YTO B pe3yjibTaTe TE€HEpPaJIU30BaHHOTO JedexTa B MPOKCUMAIBHBIX
KaHaJbI[aX CUCTEM TPAHCIIOPTA IIFOKO3bl, aMUHOKHUCIIOT, (ocdaToB, OMKapOOHATOB
BO3HMKAIOT  TUINEPAMUHOALMIAOYpPHUS,  T[JIIOKO3ypHs  HOpHU  HOPMOIJIUKEMHHU
Kanpuuypus, Gocdarypus, TUNEPXIOPEMHUCCKUM, METaOOTMYSCKHA amumao3 C
runokasmemMuer Il Tuma, 4ro xapakTepHO WIS CUMITOMOKOMIUIEKCA PEHAIBHOIO
Fanconi cunapoma [1-5,9,10,11]. IIpoTeunypusi orMedaeTcsi ¢ TPYJHOTO Bo3pacTa
BHaYaJle KaHaIbIeBas, B JalbHEUIIEM B CBS3M C TMOPAKEHUEM KIyOOUKOB
MPOTENHYPHs HApacTaeT, MPUBOJISA K pa3BUTHIO HePpoTHUueckoro cuuapoma [3-5,10-
12]. TloyeuyHbli TPOKCUMAJbHBIM KaHaIbIEBBIM arnuao3 I Tuma y OOJBHBIX
mporekaeT ¢ BapuabenpbHO ¢ PH wmoum, mostomMy mpu  KambUUypHUH
HepokanpuHO3 He Gopmupyetes [2,3].

Jleuenue npereil mpu cuHApoMe Lowe 3akiIrO4YeTcsi OrpaHMYEHHEM B JUETE
MOBAPEHHOM COMM M TaJakTo3bl 0€3 OrpaHWYeHHEeM NpHUeMa >KUIKOCTH.

Merabonuyeckuii  auao03 KOPPETUPYIOT MO cXxeMe OukapOOHATHI/IUTPATHI,
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Ha3HAyYaloT Ipenapatsl Kanblus, (hochatheiili 0ydep, BuTamuHa D moa KoHTposieM
aHajin3a KpoBu 1 Mouu [2,3, 9,10, 11].

[Iporno3 cunnpoma Lowe HeOmaronmpuaTHbIM. PHUCK JeTanbHOrO ucxona y
NeTel, HE MOJIyYAIOUIMX TEPaIHio, BCIEIACTBHUE ALUJIEMHYECKOM KOMBI C OTEKOM
MO3ra, JIErKUX, HWHQEKIMOHHBIX OCJIOXHEHMH ©  MPOTrPecCUpOBAHMS B
TEpMUHAIIBHYIO ypemuto [1-11,13,14].

Heab uccienoBanus - U3y4uTh OCOOEHHOCTH KJIMHUYECKOTO TEYEHHS] CHHApPOMA
Lowe y neren.

Kinnnueckoe Ha0/1101eHHe

Manpuuk 2 ner, ¢ Lowe cunapomom. 1o pe3ynbTaToM re€HEOJIOrHYECKOro MeToaa

YCTAHOBJICHO X-CL[CHJ'IGHHOG PEOCCCUBHOC HACTICIOBAHHNC (pI/ICI)

PucyHnok-1. - Lowe cuHapom ¢ X-CHEIUICHHBIM PEHECCUBHBIM  THUIIOM
HaCJIEJIOBAHUS.

Kanober co CIOB pOAUTENH Ha OTEKU MO BCEMY TEIy, OJUTYPHUIO, KOCOTJA3He,
OTCTaBaHHE B YMCTBEHHOM U (DH3NYECKOM PA3BUTHUHU.

Anamnesis morbi. ITepBeie cumnTOMBI 3a00J¢BaHMs Y OOJBLHOTO HAOIIONATKNCH B 1
rojia U JEYWJIUCh C TUArHO30M: BPOXKIEHHBIN HEDPOTUUECKUI CHHAPOM, QYHKIIHS
mouek coxpaneHa. I[lepeHecenHsie 3a0onieBaHus: BpokIeHHBIH MOPOK cepama -
nedexkt MexoxemygoukoBor meperopoaku (JIAMIKII). Hedbunuthnas anemus Il

CTCIICHM.
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Anamnesis vitae: u3 aHaMHe3a BBISCHHIOCH, YTO PEOCHOK POJWICS OT POJUTENICH W3
OJIM3KOPOACTBEHHOr0 Opaka. Bo Bpemsi 6epeMEeHHOCTH 0COOBIX Kano0 y MaTepu HE
OTMEYaIoch, OBUT TOKCHKO3 10 3 mecsiua u anemus aepuuutHas Il crenenu. Poasl
nmporekanu 0e3 oclokHEeHU. POJCTBEHHUKHM 10 OTHIOBCKOW JIMHUKM UMEIOT
HACJICJICTBCHHYIO MATOJIOTHIO —CaXapHbBIN nuadeT 2 Tuma. Y CTaHOBJIEHO, YTO MAaTh
O0JBHOTO CTPaZaeT MOJIUKHCTO30M TOYCK.

Status preseans: oOiiee cocTosiHHE peOeHKa Ha MOMEHT OCMOTpa TSXKEJI0€ 3a CUeT
CUMIITOMOB OOIIed WHTOKCUKAIIMH: BSUIOCTh, KAaNpPHU3HOCTh, HHU3KHHA aIllCTHUT.
MajpbuuK 3HAYMTEIBHO OTCTAET B (PM3MYECKOM pa3BUTHH (HE XOJIHT, 3yOOB BCETrO
10) ¥ B MHTEIUICKTyaJIbHOM pPa3BUTHHM (HE TOBOPHUT, Ha BOIPOCHI HE OTBEYACT).
KoxHble TIOKPOBBI OJIeHBIC, BBIpAXKEHHBIE OTEKM 1O BceMy Teny. KocTHo-
MBIIIICYHAs CUCTeMa — «X» oOpa3Has JedopMaliys HOT, TOHYC MBIIII KOHEYHOCTEH
CHW)KCH, TUIOTOHHWSA. BBISABICHO CTHUTMBI JAMCOIMOPHOTCHE3a: OTTOIBIPEHHBIC |
HU3KO PACIOJIOKCHHBIC YIITW, HU3KHHA J100, HU3KHI POCT BOJIOC Ha JIOE, KOPOTKas
miesi, KOpoTKas y3jaeuka. J[pIxaHue B JErKUX KECTKOBATOE, XpUTOB HeT. CeplieuHbie
TOHBI PUTMUYHbBIC, CUCTOJIMYECKHH IIIyM BO BCeX TOUKax. JKUBOT MSTKUMN, YBEIUYEH
3a cuérT acmura, TeYeHb + 2 CM YyBelWdeHa, 0e300JIe3HCHHA, CeJIe3eHKa He
yBeMueHa. MoUYencnyckaHue penKoe, MajbMHU MOPLMSIMH, MOYa JKEITOrO IIBETa.
Cytounbiii nuype3-350 mut. Ctyn peryisapHbiil. MeHUHT€aqbHbIX CUMIITOMOB HET.
JlabopamopHvle ananuzvi; OOIMN aHATN3 KPOBH: TEMOTIIOOWH - 72 T/J1, 3pUTPOITUTHI
-2,2X 1012, JIEMKOIUTEI - 9,9 X 109, COD - 20 mm/a. OOmMHM aHAIN3 MOYH: OOBEM -
55 mn, yaenpHbid Bec - 1008, Oemok B Moye - 2,8 T/i1, IJIOCKUM AnATENUN - /-8,
MMOYCYHBIA SIUTEIHHA - 5-8, JTEHKOIUTHI - 3-6, K3MEHEHHBIC 3PUTPOIUTHI - 6-8, 6e3
U3MEHEHBIC JSPUTPOIUTHI -3-4, THAIWHOBBIC UWIUHAPHI -3-6. buoxumudeckuit
aHanMM3 KPOBU: THHONpoTenHemus (oOmui Oenok - 39 r/n, rumoanbOyMUHEMHS
(14%), w™oueBmHa - 24,2  MMOIbB/I, KpEaTHHWH -  356MKMOJIB/I.
['unepxonectepuremus (14 mmons/n). Kucnorano-ocHoBHoe cocrosinue (KOC): PH-
7,23, pO, (MM.pT.cT.)-68, pCO, (MM.pT.CT.)-34,67, SO2 %-88,43, HCO3 (MMoIIB/M)-
19,21. ®ocdarypusa-25,4 wr/kr/cyt, xampumypusi-4,5 wmr/kr/cyt. CKOpoCTh
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Ki1yooukoBoi (ubrpanuu (CKd)-75,8mi/(mun ™ 1,73m%)- cootBercTBYyeT XbBII I
CTaJuu.

Ocmomp Ogpmanvmonoea: CHUXKEHUE OCTPOTHI 3pEHUS, KOCOTJIA3U€ U PETUHOIMATHS.
Ocmomp neeponamonoza: opranndeckoe nopaxenue [IHC.

Ha ocHOBaHMM BBIIEU3I0KEHHON MH(POPMALMK U B CBSI3M C TEM, YTO y peOeHKa
OB IMArHOCTUPOBAH OKYJISIPHBIH, 1lepeOpaibHblii U HEYPOTUUECKUI CUHAPOM, ObLI
MOCTaBJIEH CIEAYIOMMUN Kaunuuweckuu ouacro3. Lowe cunapoM. OCIOXHEHHE:
XBIT I craguu. ConyrcTBytomuii: BpoxkaenHblii mopok cepaua - naedexr
Mexokenyno0ukoBoit neperopoaku (JAMIKII). Jedpunmrnas anemus I crenenu.
BoIBOaBI

1. Knununyeckue ocoOCHHOCTH Te4eHMsI cHMHApoMma Lowe y nerei SBISIOTCS:
pa3BuTHe 3a00J€BaHUS TECHO CBA3aHO C OJIM3KOPOACTBEHHBIM OpakoM H
naToJIOTUEN paHHero nepuoja 6epemeHHoOCTH (7-8 Helellb) MaTepu; YacThie
NOPOKH Pa3BUTHS BHYTPEHHUX OPraHOB U Pa3BUTHUE XPOHUYECKOW MOYEHHOU
Henoctatounoctd II-1II cragun.

2. Pannss npodunakTuka pa3BuUTUS cuHApoMma Lowe y nereil sBIAIOTCS:
BKJIIOUEHHE B TPYMIy PHUCKA JETeH, POXIEHHBIX OT OJM3KOPOJCTBEHHBIX
OpakoB; BBISIBICHHUE U JI€UEHUE MATOJOTUIl paHHEro nepuoaa OEpeMEeHHOCTH
y MaTepu; MpoBeeHne NPOPUIAKTUUECKUN OCMOTpP JETe W3 rpyIIbl pUCcKa

y3KUX CHeruainucToB (Hedpoor, opTaaibsMoI0r, HEBPOIATOJIOT ).
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