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®enepaabHOe rOCYyIaPCTBEHHOE ABTOHOMHOE 00pa30BaTe/IbHOE YUpexkIeHne BricIero oopasosanns bearopoackuii
rocyIapCTBEeHHBI HAIIMOHAIbHBIN HCCIeI0BaTeIbCKIil YHUBepcuTeT; 308015, Poccus, beaeopod, ya. Ilo6edot, 85

Pesiome. B mocieqHee BpeMst oTMedaeTCs TCHACHIIUS K YBEJIMUCHUIO YaCTOTHI HACEACTBEHHBIX 3a00JIeBAaHU Y IeTeil BO BCeM MUpe.
Bonesnb Hoppu — peakoe reHeTdeckoe 3a60ieBaHNe, KOTOPOE XapaKTePU3YyeTCs aHOMAJIMEH pa3BUTUS CETYATKHM TJ1a3 U BPOKICH-
HoIi cienoToil. B ctatbke npencraBiieH KJIMHUYECKUN ciiyuyait 6osie3Hu Hoppu y pedeHka 4 niet u 2 MecsleB. I3 aHaMHe3a XU3HU
W3BECTHO, UTO MAIIUEHT OT ITePBO MATOJOTUUECKU ITPOTEKaBIeil 6epeMEeHHOCTHU U poloB. B TeueHMe 6epeMeHHOCTH y MaTepy peGeH-
Ka OTMeYaJIMCh reCcTo3, yrpo3a npepblBaHU O6peMEHHOCTU, BICOKUY TUTDP aHTUTeN K Chlamydia trachomatis. B Bo3pacte 0q1HOToO
Mecsia opTaabMOJIOIOM BIiepBbie BhIcTaBjieH AuarHos: «bosie3snb Hoppu». HeogHokpatHo o6cenenoBad B HU U rinasHbix Oosie3Heit
uM. ['eabMrosbua (r. MockBa). Xupypruueckoe JedeHue OTCIOMKY ceTYaTKU IMPU3HAHO OecriepcrieKTHBHBIM. BriepBhie quartHo3 6oyie3Hu
Hoppu 6b111 moATBepKAEH MOJEKYISIPHO-TEHETUUECKUM METOIOM B 9-MecssuHOM Bo3pacTe naiMeHTa. B Bo3pacre 11 mecsueB pedbeHOK
obu1 rocriuranusuponaH B JIKB Cankr-IletepOypra, rue npousseneH I aTam onepauuu Ha JIEBOM IJ1a3y — JIEHCBUTPLIBAPTIKTOMMUS,
NpeHaxX cyOpeTUHAIbHOM XXUIKOCTH, TIJIACTUKA padyXHO 000J0uku. CIycTs 2 Mecsilia TpOBEIEeHO ONepaTUBHOE JIeYEHHE Ha TTPaBOM
r1a3y — JEHCBUTPIIBAPTAIKTOMMUS, APEHAX CyOpPETMHAJIBHOMN XXMUIKOCTH, TJIAaCTUKA paayXHoit o6osouku. [TocaeonepainoHHBIIT
Mepuo.I IIpoTeKall 6e3 OCTOXHEHM I, OMHAKO ITPOrHO3 CIEIIMAJIMCTOB B OTHOIIICHU M 3pEHU S OecIiepcrieKTUBeH. Yepes roa pebeHKY
OBLTY TIPOBEICHBI IOBTOPHBIEC 3TAITHBIC OPTaHOCOXPAHSIONINE OIepallui Ha MpaBoM Tia3y. OTMevaiach OJOXUTEIbHAS TMHAMMKA,
3aKJII0YAIONIAsICSI B YMEHBIICHU U CTETICHU TTaTOJOTMUECKOr0 CMEIIeHU S KITepear 9KBaTOPUAIbHBIX OTIEIOB PETUHAIBHON TKaHH.
B cTaThe 0OTMEUeHBI OCHOBHBIC 3Tallbl IMAarHOCTUKY 00J1e3HN Hoppu y manueHTa, peacTaBiIeHbl 0COOEHHOCTH KIMHUUECKOTO TCUCHUST
3a00J1eBaHUS U HAOII0JeHU S 32 O0JIbHBIM peOeHKOM B TMHAMUKe. 3a00JieBaHUE OPTaHOB 3pEHUSI, BEPOSITHO, ObLJIO CHOPMUPOBAHO
B pe3yJibTaTe KOMITJIEKCHOU aHTeHAaTaJbHOI MTaTOJIOTUH eIlle B TeUeHUe TTepBOii TIOJIOBUHBI O6peMEHHOCTH y MaTepy pebeHKa.
Kniouesvie crosa: 6ome3nb Hoppu, peGeHOK, KIMHUYECKHWI cllydaii, HacJIeICTBEHHbIe 3a00JIeBaH M.
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Abstract. Recently, there has been a tendency to increase the incidence of hereditary diseases in children around the world. Norrie's disease
is a rare genetic disease that is characterized by an abnormality in the development of the retina and congenital blindness. The article
presents a clinical case of Norrie's disease in a child aged 4 years and 2 months. From the anamnesis of life it is known that the patient is
from 1 pathologically proceeding pregnancy and childbirth. During pregnancy, the mother of the child had gestosis, a threat of abortion,
a high titer of antibodies to Chlamydia trachomatis. At the age of 1 month, an ophthalmologist was first diagnosed with: Norrie's disease?
Repeatedly examined at the Research Institute of Eye Diseases named Helmholtz (Moscow). Surgical treatment of retinal detachment
is considered futile. For the first time, the diagnosis of Norrie's disease was confirmed by the molecular genetic method at the age of the
patient 9 months. At the age of 11 months, the child was hospitalized in the Children's Clinical Hospital (St. Petersburg), where he under-
went 1 stage of surgery on his left eye — lensvitrshvartectomy, subretinal fluid drainage, and iris plastic surgery. After 2 months, surgical
treatment was performed on the right eye — lensvitrshvartectomy, drainage of the subretinal fluid, plastic iris. The postoperative period
was uneventful, but the prognosis of specialists regarding vision is unpromising. After a year, the child underwent repeated organ-sparing
surgeries in the right eye. Positive dynamics was noted, consisting in a decrease in the degree of pathological displacement anteriorly of
the equatorial sections of the retinal tissue. The article notes the main stages of the diagnosis of Norrie's disease in a patient, presents the
features of the clinical course of the disease and monitoring the sick child in dynamics. The disease of the organs of vision was probably
formed as a result of complex antenatal pathology during the first half of pregnancy in the mother of the child.
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one3nb Hoppu (BH) — 1oBoIbHO penkoe reHeTuuecKoe

3aboJsieBaHMe, XapaKTepusylolieecs aHoMaluei pas-

BUTH S CETUYATKHU TJ1a3 U BPOXKICHHOU ciiertoToi [1-3].

Bnepsbie 3a60n1eBaHue Ob1I0 ontucaHo B 1927 1. I'eH,
oTBevarouii 3a pazputue bH, kaptupoBan B obsnactu Xpll.2-
Xpll.3. Mapkepubie reHbl L1.28 (mokyc DXS7), DXS426 n ren
MoHoaMuHoKcuaassl (MAO-A& B) cuienieHbl ¢ JokycoM reHa BH.
3aboJieBaHKE pa3BUBAETCS BCJIEACTBUE MYTallMU TeHa 0co00ro
oesnka HoppuHa (Norrie Disease Protein; NDP), pacnioyioxxeHHOro
Ha X-xpomocome [3-5].

B pesynbraTe myrauuu reia NDP Bo3HukaeT gepuuut 6eaka
HOppHMHA, KOTOPBI y4acTBYeT B mpoleccax 1uddepeHInpoB-
KU ¥ niponudepaui HEPBHBIX KJIETOK U KJIETOK CETYaTKU,
B Pa3BUTHUU COCYIOB IVIa3 M BACKYJISIpU3ALIUK ceTuaTku [3-4, 6].
Jlnsg BH xapakTepHa BeIpakeHHas TeHETHYeCKast BApMATUBHOCTD.
YcTaHOBJIEHO MHOXKECTBO pa3uuHbIX MyTauuii reHa bH. bone3Hnb
TepenaeTcs Mo HaceNCTBY C X-XPOMOCOMOIA pelleCCUBHBIM CITO-
co6oM. boseroT Tosbko MabuuKu. 2KeHIITNHBI STBIISTIOTCST HOCU-
TeJsiMHU [2, 5] 6€3 KIMHUYeCKUX u3MeHeHU 1. OCHOBHOM Mpu3HaK
6ose3nu Hoppu — ciierniota npu poxxaIeHUU UK B pAHHEM JeTCKOM
BO3pacTe M3-3a IereHepaluy ceTYaTKU, KOTopasi HAUMHaeT pas-
BUBAThCH ellle B yrpode matepu [1-3]. B nutepatype onurcaHo
oonee yuem 400 cnyuaeB BH. PacnipocTpaHeHHOCTD U exkerogHast
3abosieBaeMocTh BH He n3BecTHBI. DTHUYECKAs TIPeaPacIioio-
XKEHHOCTb He BbIsIBJIeHA [4].

B xnuHMYecKoii KapTUHE K HanboJiee pacIpoCTpaHEHHBIM 9KC-
TPaOKYJISIPHBIM ITPOSIBJIEHUSIM OTHOCSITCS HEMPOCEHCOPHAS Ty~
X0Ta, 3aIepP>KKa HEPBHO-TICUXMYECKOTO Pa3BUTHUS, YMCTBEHHAs
OTCTAJIOCTh ¥ pacCTpoiicTBa moBeneHus [4-6]. HeiipocencopHas
ryxoTay 00JIbHBIX pa3BUBAETCS, KaK MPaBUJO, MO3XKe 3pU-
TeJIbHBIX HApYIIeHU !, a OTCTaBaHUE B TICUXUIECKOM Pa3BUTHU
He onpenessieTcs y IeTeil B epBbie Mecs bl )KU3HU [2, 7]. Bone3Hb
Hoppu nuddepeHnpyoT ¢ TakuMu 3a00JIeBaHUSIMU, KaK PETHU-
HOTMaTHsI HEIOHOILIEHHBbIX, CMHApoM [laTay, peTuHOOIacTOMA,
cuHapom BapOypra, ceMeitHast aKccygaTUBHasI BUTPEOPETUHO-
natus u ap. [2, 8-10].

JImarHo3 BBICTaBJSIETCSl HA OCHOBAHUM:

® ka100 (IeTH He BUAAT C POXKICHUA);

® HacJICACTBEHHOIO aHAMHE3a;

® KJIMHUYECKUX JaHHBIX (IEMKOKOPH ST, KOTHUTUBHBIE U TICHU-
XOMOTOPHBIC HAPYILICHUS);

® 3aKJIIOYECHU I MHCTPYMEHTAIbHBIX METOIOB MCCIICIOBAHUST
(oTanbMoCKOMNUS, 3JEKTPOPETUHOTrpadusi, TOHOMETPUS IJ1a3,
ToOHOrpadus);

® OMOIICKU CeTYaTOM 000JIOUKU;

® MOJIEKYJISIPHO-T€HEeTUYECKOro TecTupoBanus [2, 11-13].

B HacTosiiee BpeMst a(pheKTUBHOIO JIeUEHM ST HE CYLIECTBY-
eT. JleueHnue nauueHTa ¢ 6ose3Hbio Hoppu MmoxeTt norpedosarb
y4acTUs cpa3y HECKOJbKMX MEIUIIMHCKUX crielnajnucToB [1-2].
PaznuuHbIMU TIPOSIBICHUSMU MATOJIOTUU TOJIKHBI 3aHUMAThCS
TeauaTpsl, 0pTalIbMOJIOIH, OTOJIAPUHTOJIOTY, HEBPOJOTH U METH-
LIMHCKKE TeHeTUKU. JleueHre 601e3HM HaMTpaBeHO Ha N30aB-
JICHUE OT KOHKPETHBIX CUMIITOMOB. 1151 JIedeHU ST KaTapaKThl
U OTCJIOCHUS CETYATKU MPUMEHSIFOTCS XUPYPTHICCKUE METOIBI.

Jist npenynpexxaeHu st BO3MOXHOTO poxaeHus pederka ¢ bH
MPU CEMEMHBIX Cayydasix 3a00eBaHUS HACTOSITEIbHO PEKOMEH-
NyeTCsI UCTIOJIb30BaHUE METOMIOB TTPpeHATaJIbHOW TUaTHOCTUKK
[1, 14-15]. 3agepxKa MCUXUYECKOTO Pa3BUTHUS Y IeTeil ¢ 60se3-
Hblo Hoppu HOoCcUT BTOpUYHBIH XapakTep. [Icuxonornueckas
peabunuTanus AeTeil ¢ JaHHOM reHeTUYeCKOol NaToJIoTue, ajaek-
BaTHOE COLIMAJIbHOE OKPYXKEHME UMEIOT 00JIbIIIOe 3HAYSHUE IS
CHUXEHU S BBIPAXXEHHOTO OTCTaBaHU S B ICUXMYECKOM Pa3BUTUH
pebenka [1, 3, 6, 16].
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IIporHos 61aronpusITHBI# 1151 )KM3HU, OMHAKO OH 3aBUCUT
OT TSIXKECTHU U TeUeHU 3a0o0eBaHus. CpeaHssT TPOTOJIKM-
TEJBLHOCTD XU3HU MOXKET CHUXKAThCS 32 CYET OOIIUX PUCKOB,
CBSI3aHHBIX C MHBAJIUAU3UPYIOIIUMHU IposiBiaeHusIMu bH.
Hcnonb3oBaHne YETKMX KIMHUKO-TEHETUYECKUX KPUTEPUEB ITPU
nuddepeHInaTbHONM ITMarHOCTUKE HACIeICTBEHHOM MaTOJOT MK
CeTYaTKH y JeTeH MO3BOJISIET MPaKTUKYIOIIEMY Bpauy ONpeaeTUTh
TaKTUKY AaJbHENIIETO BeACH U MallMeHTa, JaTh F’eHETUYECKU I
MPOTHO3 B OTSATOIEHHBIX CEMbSIX, TPU HEOOXOAUMOCTU MPOBO-
NUTh NpeHaTaJbHYO TMarHOCTUKY TJIOJIa HA pAaHHUX CPOKax
0EpPEMEHHOCTH C 1IeJIbIO BISIBJIEHU I HOCUTEJIbCTBA MYTalIUiA.

KAunnueckum cayuam

Pe6enok B. B Bo3pacTe 4 jieT 2 MecsILIeB XU3HU MOCTY NI
B IICUXOHEBPOJIOTMYECKOE OTIEJICHUE IJIsI AeTeH paHHEro BO3-
pacta OI'BY3 «JleTckas ob6jacTHasI KJIMHUYecKast O0JIbHUIIA»
r. benropona ¢ xkajno6amMu Ha OTCTaBaHUE B ICUXOMOTOPHOM pa3BH-
TUU (HEe BUIUT, HE CTOUT, HE XOIUT CAMOCTOSITEILHO); HealeKBaT-
HOE arpeccuBHoe MoBeaeHue (ObeT cedsl Mo roJIoBe, KycaeT MaTh).

W3 anaMHe3a XXU3HU U3BECTHO, YTO MAIIMEHT OT MepBOit Gepe-
MEHHOCTH 1 pOJIOB. B TeueHUe nepBoil MOJOBUHBI OEPEMEHHO-
CTHM MaTh pebeHKa MepeHecia OCTPYI0 PECUMPATOPHO-BUPYCHYIO
MHGEKIINIO B JIETKOI (popMme, TecTOo3 B BU/I€ TOLIIHOTHI U PBOTHI.
Co BTOpOIi ITOJJOBUHBI 0epeMEHHOCTH Y MaTepy MalMeHTa OTMe-
yajach yrpo3a npepbiBaHus OepeMeHHOCTH B 16-22 Henmenu, Xpo-
HU4YecKas peTornaalneHTapHast HeI0CTaTOUHOCTh, XpPOHUYECKast
BHYTPUYTPOOHAs TUITOKCU S TIona. B TeueHue Beeit 6epeMeH-
HOCTH y MaTepu pebeHKa B KPOBU OIPEIEIISIIICS BBICOKUI TUTP
anrturen K Chlamydia trachomatis.

Ponbr cpounble, camonipou3BosibHBIE. Bec mipu poxxaeHun —
4370 r, nnuHa teaa — 60 cMm. OneHka 1o mkaie Anrap — 8/8
6asuoB. K rpynu mpuiioxeH B IiepBbIe CYTKH, B3sIJ1 €€ aKTUBHO,
He cpeiruBal. [IpuBuska BLI2K B pognome caeiaHa. Beimucan
Ha 5-€ CYTKHU B YIOBJETBOPUTEIbHOM COCTOSIHUM C AUATrHO30M:
«CUHIPOM MOBBILLIEHHOM HEPBHO-Pe(pIEKTOPHON BO30YAUMO-
ctu. Puck peanusauuu BHyTpuyTpoOHOit nHMeknu. KpymHbiii
101>,

Ha nepBoM romy XxM3HU HaXOIUJICSI HA UCKYCCTBEHHOM BCKapM-
JIMBAaHUM U3-3a TUITOTAJIAKTUM y MaTepu. [Ipodunaktuyeckue
MPUBUBKHU OBLJIY MIPOBEACHBI ITO KaJeHAApIo 0€3 OCTOXHEHUA.
dDusnuecku, co ¢JIOB MaTepu, peOCHOK pa3BUBAJICS COOTBETCTBEH-
HO BO3pAacCTy, HO C IMEPBBIX MECSIIEB JKM3HU OTCTAaBaJI B HEPBHO-
TICUXUYECKOM Pa3BUTHMU.

Co cjioB Matepu, y 6JJM3KUX POIACTBEHHUKOB peOeHKa HaCIe-
CTBEHHBIX 3a00JIeBaHU i He oTMedaeTcs. OMHaKo y OTIIa pebeHKa
B paHHEM JIETCKOM BO3pacTe OIpPeesisiioCh OTCTaBaHUE B IICUXO-
MOTOPHOM Pa3BUTHUHU B BUJE HAPYLIEHU S ABUTATEIbHBIX (DYHK-
LM, a y TeTH ¥ 6a0YIIKK CO CTOPOHBI MAaTePU OTMEYAETCsS MUOMHU ST
CpeIHeH CTeIeHU.

W3 nepeHeceHHBIX 32a00J1eBaHU I B TeUEHUE KU3HU: HECKOJBbKO
pa3 6oen OPBU B nerkoit popme, oTMevaaach xeae30aeuInT-
Hasg aHeMus | cTeneHu, Tuapolese ¢ 06enx CTOPOH.

W3 anaMmHe3a 3a00J1eBaHUSI U3BECTHO, YTO C POXKICHUS Y peOCH-
Ka 0TMEYaJioCh TOMYTHEHUE POTOBUIILI, HUCTArM. Bo BpeMst mep-
BOT'0 OCMOTpa 0(hTaIbMOJIOTOM B 1 MeCSI1I BBISIBJICHBI BPOXKICHHAS
KaTapakTa, BpOXIEHHas TIayKoMa, IeCTPYKIIUS CTEKJIOBUIHO-
ro Teja, oTclioliKa ceTyaTKU 3puTeabHoro Heppa. C 1 mecsina
KM3HU HaOJIIOMAeTCsT y HEBPOJIoTra ¢ TMarHO30M «ITIepUHATaIbHOE
nopaxeHue 1eHTpaabHoil HepBHOI cucTeMbl (LIHC), cunapom
HapyILIeHU I MBIIIEYHOI'0 TOHYCA, TUIEPTEH3UOHHBIN CUHAPOM,
CUHJIPOM HEPBHO-Pe(hIEKTOPHOI BO30YyIUMOCT».

C poxeHMs y MalMeHTa OTMeYaaoCh OTCTaBaHUE B HEPBHO-
MCUXUYECKOM Pa3BUTUM. JIepXKUT roJoBy ¢ 5 Mecs1eB, CUAUT
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¢ 1 roma 7 MecsitieB, He TI0J13aeT, He XOOUT. [0BOpUT 5 CJIOB: «<Mama»,
«rama», «1ss», «0adba», «aai». B mociennee BpemMs y pebeHka
oTMeYaeTcs HealeKBaTHOE arpecCUBHOE TTOBeIeHNE: ObET ceOst
10 TOJIOBE, KyCaeT MaTh.

BriepBble Ha cTallMoOHapHOE JiedeHHe B TICMXOHEeBPOJIOTUYe-
ckoe otneneHue Ne 3 OI'bY3 «['opoackas neTckast 60JIbHHUIIA»
r. benaropona nonasn B Bo3pacte 2,5 Mecs1eB ¢ MpU3HAKaAMU Mepu-
HaTtajsibHOro nopaxeHus LIHC 1 KOHbIOHKTUBUTA.

B otneneHun Haxoauics B TeYEHUE HEIEJIU, BBITTUMCAH B yIOB-
JIETBOPUTEJIbHOM COCTOSIHUU B CBSI3U C OTKA30M OT CTalllO-
HApHOro JeueHus ¢ auario3om: «[lepuHaTaibHOE ITOPaXeHUe
IIHC runokcryecku-muieMMryecKoro reHe3a, paHHu BoccTa-
HOBUTEJIbHBIN MePUO., CAHAPOM JIMKBOPHOW TUTIEPTEH3UM, CUH-
IPOM HEPBHO-PEe(hICKTOPHON BO3OYIMMOCTH, 3aIepKKa CcTa-
TUKO-MOTOPHOTO Pa3BUTHUSI, CHHIPOM TOHYCHBIX HApyIICHU .
KeneszonebuuutHas aHemus 1-it crenneHu. BHYyTpuyTpoOHBIit
YBEUT B cTanuu peMuccuu. BpoxnenHas katapakra. ®ubpo3s
CTEKJIOBUIHOTO Tesia. OTcloliKa CeTYaTKH 3pUTETBHOTO HepBa.
BropuuHast MemMKaMeHTO3HO KOMIIECHCHPOBaHHasI TjlayKoMma.
HHbeknst MOYeBBIBOISIIIMX ITyTeid. MaJible aHOMa Uy pa3BUTHST
cepiia (OTKpbITOE OBaJIbHOE OKHO — 2 MM, HEZIOCTaTOUHOCTb KPO-
BooOpaeHust — 0-s ¢1.)». B I'’/I b Ob1710 mpoBeaeHO HE0OXoaMMOoe
o0cliefoBaHME U JICUCHHUE.

[To 3akI0YeH M0 OKYJIMCTa BBICTaBJICH AMArHo3: «BpoxaeHHast
rmaykomMa. BpoxkaeHHast KaTapakTa.

3akJIoueHue reHeTrKa: «BpoxaeHHast KaTapakTa, BpOXIeHHasI
rJIaykoMa, IeCTpYKIUs CTEKJIOBUIHOTO TeJla, OTCIOWKA ceTJyaT-
Ku». Bbijia B3siTa KpOBb HA KAPUOTHIL.

ITo nTaHHBIM UHCTPYMEHTAJbHBIX METOJIOB 00CICIOBAHUS
B BO3pacTe 2,5 MecsILeB:

e DyekTposHledasorpadus — BeIpaxkeHHast Helipodusuo-
JIornyecKasi He3pejaoCTh, TUCHYHKIINST CTBOJOBBIX CTPYKTYP
Mo3ra. JJoMUHUpYeT HU3KOAMIUIUTYIHAs MEeIJIECHHOBOJHOBAS
aKTUBHOCTb. TUMTMUHBIX COOPMUPOBAHHBIX SITUKOMIIJIEKCOB
He 3aperucTpupoBaHoO.

e HeiipocoHorpaduueckoe ucciaegoBaHue — NaToJIOTus He
BBISIBJICHA.

o MMyHOMepMeHTHBIN aHalu3 — HalineHsl aHTuTena IgG
K IIMTOMETaJIOBUPYCHOM MH(MEKIINH.

Beimucan B ynoBJIeTBOPUTEILHOM COCTOSIHUM TI0J] HaOTI0ICHUE
Y4YaCTKOBOTO TeraTpa, HEBPOJIOTra, OKYJIHMCTA IT0 MECTY KUTEb-
cTBa. [1o pekoMeHTaIMKM HEBPOJIOTA TTOCJIC BBIITUCKHU B aMOy-
JIATOPHBIX YCJIOBUSX Moy4as aH1edados, nuakap0, acrapkam
B BO3PACTHBIX 103aX.

B 3 mMecs1a nmociie KoHcyabTauu odraabmonora MocKoBCKOro
HWMU rnaszubix 6ose3Heit um. I'enbMroabia MuHHUCTEpCTBaA
3apaBooxpaHeHust PMD HampaBiieH Ha cTallMOHAPHOE JIEYeHUe
U1 o0clienoBaHue B OTAEAECHME MaTOJOT UM TJ1a3 Y IeTeil TaHHOT O
YUPEXKACHUS 151 ONpeNeSeHU s TAKTUKY JaJIbHEUIIEeTo JeUeH U T
(cM. Tab1.).

3akJIrouYeHe TOHOMETPUU, TOHOTpa(UU U SJIEKTPOPETUHO-
rpaMMBI: 3pUTeIbHBIC BBI3BAHHBIC MMOTEHIIMAIBI 000X T1a3 (3BI1
OU) — aMnIMTyna He BBIXOIUT 33 YPOBEHb HaBOIOK.

CocTostHIEe 060JI0YEK TJ1a3 TIPH YIbTPa3ByKOBOM HUCCICIOBAHUN
ot 25.04.2017 r.: OU — rpyOble MOMYTHEHUS B PETPOXPYCTATUKO-
BOIf 30He, BOpPOHKOOOpa3Hasi OTCIONKA CETYATKU.

Bbrito nmposeneHo neuenne: Apytumont (0,25%) — 2 pa3a B ieHb,
KopHeperenb — 2 pa3a B neHb, AzonTt OD — 3 pa3a B aieHb, OS —
2 pa3a B IeHb.

CocTosiHue rina3 npu Beinucke: Vis OD = OS — cBeTo-
omymeHue. OU — criokoiiHbIe, COCTOSIHUE 0€3 TUMHAMUKMU.
Buyrtpurnasznoe naBnenue ooboux riaa3 (BI'I OU) B HopMme.
TIporHo3 1o 3peHu10 00ouX rj1a3 — 0ecrnepcrneKTUBHBIN.
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Tabauua

CocTosiHUe raa3 pe6eHKa npu nocTynAeHuu [Tabauua

cocTtaBAeHa aBTopamu] / The condition of the child's eyes upon
admission [table compiled by the authors]

OcTtpoTa 3peHua Npasebli raas AeBblii rAa3

CeeToolyumeHue

06a raasa (OU)
He GUKCUPYeT, NoAHas

CeeToolyumeHue

MonoxeHue raasa OU He dukcupyer,

MOAHasA NOABMXHOCTb

NOABUXHOCTb
KOHbIOHKTUBA CrnokoiHas CnokoiHasn
Porosuua OnanecuumpyeT (OA > OC) Onanecumpyet

MepeaHsis kamepa | CpeaHel raybuHbl CpeaHel raybuHbI

Papyxka, 3paqok Paayxka Paayxka
cybaTpodruHas, 3payok cybaTpoduyHas,
LUMPOKKI, PUTUAHDBIN, 3PayuoK LLIMPOKUH,
€AMHUYHbIE 3aAHKe PUTUAHBI
CUHEXMHU
XpycTanmk [MomyTHeHuA B BewwecTBe | [oMyTHEHUA
B BellecTBe
CteknoBupHoe HexHas ¢pubposHas HexHasa ¢prbposHas
Teno membpaHa MembpaHa

3a XpyCTaAnkom 3a XpyCTaAnkom

JIvarHo3 Mpu BBITTMCKE: TIPaBHIi I71a3 — YBEUT BHYTPUYTPOOHBII
B CTaAUM PEMUCCH U, BPOXIECHHAs KaTapakTa, GubOpo3 cTeKJIo-
BMJIHOTO TeJIa, OTCJIONKA CeTYaTKH, BTOPUUYHAS MEAMKAMEHTO3HO
KOMIICHCUPOBaHHas TJlayKoMa; JIEBBI I1a3 — YBEUT BHYTPU-
YTPOOHBIN B CTAINM PEMUCCUY, BPOXKIEHHAasI KaTapakTa, prudpo3
CTEKJIOBUTHOTO TeJIa, OTCJIOKa CeTUYaTKH, BTOPUYHASI MEIUKa-
MEHTO3HO KOMIIEHCUPOBaHHasI TJlayKoMa.

PexkomeH10BaHO TpH BBITTMCKE: HAOTIONCHUE OKYJIMCTA IO MECTY
XKUTeNbcTBa, KOHTpoab BI'Z] OU; B MHCTHILISLIMSAX B 00a T1a3a:
1) 6puH30MaMU B IpaBbIii IJ1a3 — 3 pa3a B IcHb, B JIEBBII T1a3 —
2 pa3a B neHb; 2) TumoJion (0,25%) 2 pa3a B ieHb; 3) nekcarnaHTe-
Hou (5%) — 2 pa3a B ieHb. PekoMeH10BaHa MOBTOPHAS TOCITUTA-
JIM3als B JaHHOE OTIEeIeHHE IJIsI IMHAMUYECKOTO 00CIeI0BaHUS
U OTIpeieICHU S albHeiero JeueHus yepes 1,5 mecsua.

Brniepsbie nuarno3 bH y pebeHka Ob1J1 TOATBEPXKAEH MOJIEKY-
JIIPHO-TEHETUUYECKUM METOIOM B Bo3pacte 9 MecsitieB. B o6pas-
e JHK mpoBeu monck MyTalunii B KOTUPYIOIIE 4acTh TeHa
NDP meToioM NPSIMOTO CeKBEHUpOBaHU . B 3-M 3Kk30He reHa
NDP Boisinena mytauusi Gly67Glu B reMO3MTOTHOM COCTOSIHU M.
[Mosy4eHHBII pe3yabTaT MOATBepXKIaeT 1uarno3 6oxesnu Hoppu
y 00CJIeIyeMOoro rnalueHTa.

HeonnokpatHo obcnenoBadn B HUUM um. I'enbMmrosblua.
16.06.2017 1. mpoBeaeHa CUHYCTPaOEKyIOMJIacTHKA Ha TPaBOM
r1asy. Xupyprudeckoe JeuyeHrue OTCIOMKHM ceTYaTKU MPU3HaHO
OecriepcneKTUBHBIM. B Bo3pacTe 9 MecsiiieB KOHCYIbTUPOBAaH
B YCJIOBUSIX MEIMKAMEHTO3HOTO MUAPHAa3a B OTACJIEHUN MUKPO-
XUpypruu riasa JIeCHWHTpaacKoit 00J1acTHOI IeTCKOM KJIMHUYEe-
ckoii 6onbHULBI (OJIKB) Cankr-IleTepOypra. PekoMeHmoBaHa
TOCTIMTAIM3AIUS B OTACIICHIUE MUKPOXUPYPTUU IJ1a3a JJIsI TIePBO-
T'O 9Tara orepaTUBHOTO JIeUeHUSI OTCJIOWKY CEeTYaTKU B TIJITAHOBOM
TOpsIIIKe.

B Bozpacre 1 roma 1 Mecsiiia mpoBeieHO oNiepaTUBHOE JICYCHUE —
JICHCBUTPIIBAPTIKTOMMUSI, IPEHaX CyOpETMHAIBLHOM KU IKO-
ctu (CPXK), ninacTtuka paaykKHoi 000JIOUYKU — JJIsl MOMBITKU
CTabMJIM3all MU MAaTOJOTMYECKOro Mpoliecca U MpoduIaKTUKKA
BO3HUKHOBEHM I BTOPUYHBIX OCJIOKHEHU . B mocieonepanu-
OHHOM MEepHUOoJe MoJTydasl MECTHYIO TPOTUBOBOCTATUTEIbHY IO
U 1e3MHOU LU PYIOLIYIO TepaTuIio.
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CTpaHMlIKa neauaTpa
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16.01.2018 r. mpoBeneHO OepaTUBHOE JI€YEHME Ha JIEBOM IJIa3y —
JIeHCBUTpIIBapTIKTOMUS, ApeHax CPXK, mmactuka pamyxkHoit
000JIOUKU.

28.08.2018 r. mpoBeneHO onepaTUBHOE JIEUEHUE HA IPaBOM
IJ1a3y — JJIEHCBUTPIIBAPTIKTOMUS C YAaJeHUEM SITUPETUHAb-
HBIX MEMOpaH.

O6bexkTuBHBIN ctatyc: OU — nmpuaaTKu rjia3HbIX s106710K
HE U3MEHEHBI, ABUKEHUS [TIa3HbIX 010K 03 BUAUMBIX OTpaHHUYe-
Huit. OD — poroBulia 6e3 oTeKa, ¢ SIBJICHUSIMU AUCTPODUU CTPO-
MBI, SMUTEIU3UPOBaHa Ha BceM MpoTsxkeHuu. ChopmupoBaHHast
nepenHss KaMepa riyookas. 3payok pacuiupeH, 1e(opMupoBaH.
Adakus, yactuuHasg aBuTpus. ToTajabHas OTCI0MKA CETUATOMN
000J10YKH B BUie 3aKpbiToii BopoHKH. BI'J] /1 B mpenenax
HOPMBI.

OS — poroButia 6e3 0TeKa, C IBACHUSIMU TUCTPODUN CTPOMBI,
SMUTENN3NPOBaHA Ha BceM NpoTsikeHun. ChopmupoBaHHas
TepenHsisi Kamepa rryookasi. B miockocTu pagykHO 060JI09KYT
HaxoaMuTcs MollHast (udpo3Hast MemOpaHa. Adakus, 4acCTUu-
Hast aBUTpusi. ToTaabHast OTCIIOWKA CeTUYaToi 000JI0YKH B BUIE
MOJHOCTbIO 3aKpbITOI BopoHKU. BI'J] /11 B mpeaenax HOPMBbI.

Huarno3: OU — 6one3Hb Hoppu. OnepupoBaHHasi TOTaJbHast
OTCJIOM KA ceTYaTOi 000J0UKHU, TUCTPpOdUsT poroBull, aakusi,
aBUTpusl. PeKoMeHI0BaHO MpoBeaeH e BUTPIKTOMUU C yIaJeHU-
€M SMUPETUHATBHBIX MEMOPAH Ha JIEBOM IJ1a3y C OPTaHOCOXPaH -
0L 11eJIbI0 B TIJTAHOBOM MopsiaKe. PekoMeH10BaHO 3aKanbIBaTh
B IIpaBbIii I71a3 IUKI0(eHak — 2 pa3a B IeHb B TeueHue 1 Mecsa.
[MocTostHHO mpuHUMaeT [lenakuH (CupoI), OpuH30IaMUI, TUMO-
JIOJT, IeKCamaHTeNIo.

MPT rosioBHoro mo3ra ot 26.06.2019 r.. MPT-nipu3Haku HaJlu-
YUl 30H TUTIEpUHTEHCUBHOTO M P-curHasa B BelliecTBe roJIOBHOTO
MO3Ta MePUBEHTPUKYIISIPHO 3aTHUM pOraM OOKOBBIX KeJTyTOUKOB.
CocTostHUE TToCIIe OTIepaTUBHOTO JICUSHU ST KaTapaKThl, OTCIOMKYI
CeTYaTKH.

[MocnenHsist rocnuTanu3anus B ICUXOHEBPOJIOTUYECKOE OTIE-
JleHue a4 neteii paHHero Bo3pacta OI'BY 3 «Jletckas obaacTHas
KJUMHUYecKast bosbHULIa» Obljia B MapTe 2021 1., rae 60JbHOMI
pebeHOK HaxoauJIcs Ha IIaHOBO# rocruTtaau3auuu ¢ 3.03.2021 r.
mo 17.03.2021 1. ¢ amarHo3oM: «Pe3unyanbHO-OpraHnyeckoe
nopaxenue LIHC, cuHapoM TMKBOPHOI ruTiepTeH3nH, addek-
TUBHO-PECTIUPATOPHBIN CHHIIPOM, 3a/IePKKa CTATUKO-MOTOPHO-
rO Pa3BUTUS C MUOTOHUYECKUM CUHIPOMOM, TpyOast 3amepxKa
TICUXopeveBoro pa3BuTusi. OmepupoBaHHas TOTaJIbHAS OTCIIONKA
cetuaroit ooonouku OU, acdakusi, aButpus. bonesnb Hoppu».

OO0111e€ COCTOSTHUE TIPU TTOCTYIJICHU Y ObILJIO CpeiHEel CTereHn
TSIKECTH 3a CYET BBIPaKeHHOM HEBPOJOTMYECKON CUMIITOMA-
TuKku. TenocnoxeHnune npaBuibHoe. KoxXHble TOKPOBHI OJe-
Hble, yucthbie. [lepudepuyeckue TUM@OY3JIbl HE YBEJIUYEHBI.
HuxHsig annnepTypa rpyaHoii KJIeTku pa3dBepHyTa. Yactora
nbIXaHUs — 22 B MUHYTY, HOCOBOE JbIXaHUE CBOOOIHOE. 3¢B
crokoeH. [TepKyTopHO — HaJ JIETKUMU OTNpenessieTcs SICHbI I
JIETOUHBIH 3BYyK. B JIerkux npixaHue my3puabHOE, XPUTIOB HET.
OO6macTh cepaiia mpu OcCMOTpe He u3MeHeHa. [ paHuIIbI OTHO-
CUTENHbHOM TYIOCTHU cepalla B HopMe. TOHEBI cepalia sicHbIe,
PUTMHUYHBIC, 9aCTOTa cepAeYHBbIX cokpamenuit (YUCC) —
122 ynapa B MUHYTY, Ha BEpXYIlIKe U B TO4UKe BOTKMHa BbICIYLIU-
BaeTCsl GYHKIIMOHATBHBIN CUCTOTUYeCKU it TyM. ZKMBOT OOBITHOM
(opMBI, aKTUBHO yJacTBYeT B akTe nbixaHus. [leueHb 1 cesie3eHKa
He yBeJnyeHbl. AnineTut Xopomuit. Ctyn 1 pa3 B cyTKH, opopm-
JieH. MoueucnyckaHue B HOpMe.

HeBposiornueckuii craryc: co3HaHue ssicHoe. Ha ocmoTp
pearupyeT rpOMKUM IJ1aueM, OTCYTCTBYET KOHTPOJb 3PEHUSI.
Co CTOPOHBI YePEITHO-MO3TOBbIX HEPBOB:

1-s1 mapa — (OyHKIIMSI COXpaHEeHa;
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2-g mapa — 3peHHMe OTCYTCTBYET, B3TJISIA He PUKCUDYET,
He ITPOCJICXKUBACT, TUTICPTEIOPU3M IJIa3;

3-4, 4-91, 6-s1 Tapbl — IJIa3HBIE IIEIY CHMMETPUYHBI, 3pa4KU PaB-
HBbIC, I POKUeE, adakus. JIBUKCHUS TIa3HBIX SI0JJ0K OTpaHUUYCHBI
B CTOPOHBI, XaOTUYHBI. Peak1ust 3paukoB Ha CBET OTCYTCTBYET;

5-s1 mapa — TOYKU BbIX0Ja HepBa 6€300JIe3HEHHBI;

7-s1 TTapa — JIUII0 CUMMETPUYHOE;

8-5 mapa — cliyX B HOpMeE;

9-10 mapbl — rJI0OTaHUE B HOPME;

11-g mapa — 6e3 MaToOJOrMUYeCK1uX 0COOEHHOCTE;

12-51 mapa — sI3bIK 1O CpeAHEel TMHNUU, KOHYMK SI3bIKa BBEPX
He MOJHUMaeT.

MeHuHreanbHBIX 3HAKOB HEeT. YyBCTBUTEIBHOCTh — TUTIEP-
eCTe3us UCTepuIecKas M3-3a OTCYTCTBUS 3pEHUS.

MBIIeYHBIT TOHYC — TI0 TUTIOTOHUYECKOMY TUITY, CHUXKEH
B cnuHe. O1Iopa Ha IaJblbl CTOM, TTePECTYIAET C MOIAePXK-
KOI1, He TI0JI3aeT, TIOBOpauYMBaeTCs Ha OOK, ITBITACTCS MMOJI3TH,
CamuTCs CAMOCTOSITETbHO. [ MITepKMHE3bI BEPXHUX KOHEYHOCTE N
IIpY BO30YKICHUMU.

PacctpoiicTBa IBUXEHUI — I10 TUITY CITACTUYECKOMN TUTLIIe-
ruu. Mejnkast MOTOpMKa — HEJTIOBKOCTb MaJiblieB. CyXOXUJIbHO-
nepuocTaabHbie pedIeKChl BEPXHUX U HUXKHUX KOHEYHO-
cteit oxupiaeHbl: D = S. [laTronoruyeckue 3HaKU: CUMIITOM
BabuHCKOro MoJIOXKUTENbHBIN ¢ 00erX cCTOpoH. BeretaruBHast
HepBHAas cucTeMa — JepMorpadu3M KpacHbIi, IIUPOKUiA, CTOM-
KWW; TUTIEPTUAPO3 KUCTEW U CTOII.

IIcuxosmonmoHaabpHast cepa: aKTUBEH, IICUXOPEYEBOE Pas3-
BUTHE HE COOTBETCTBYET BO3pACTY, UTPYIIKAMU MAaHUITYJIUPYET,
HO caM B PYKH He GepeT, OKPYKAIIINX pa3IndacT 10 FOJIoCy.
Cam epxuT OyThlI104uKY. [To3HaBaTeIbHAS NeATEIBHOCTb PE3KO
orpaHWYeHa N3-3a OTCYTCTBUS 3pEHUSI.

B otnenenuu 6110 IpOBEIeHO J1TaOOPATOPHO-UHCTPYMEHTAb-
HOe 00cJ/ieloBaHue.

Oo6mumit anaaus kposu ot 04.03.2021 r.: sapuTpouuTsl — 4,14 X
10'2/11, remorto6uH — 118 /1, neitkountsl — 7,59 X 109/1, Tpom-
GounTsl — 257 x 109/11, 6azodunsl — 0%, nanoukosinepHbie — 1%,
503uHODUIb — 4%, cerMeHTOsI IepHbIE — 26%, MOHOLIUTHL — 5%,
nmuMbouutsl — 64%, COD — 4 mm/4.

O6mwmit ananmus Moun oT 04.03.2021 1. — rmokasaTeau B HopMe.

Komporpamma — B HopMe.

OKITI ot 03.03.2021 r.: cuaycoBblit  putMm, YCC — 150 ymapos
B | MUHYTY Ha (hOHe OECITOKOMCTBA, JIEKTpUUYECKas OCh cepaiia
B HopMme. HemoniHast 6;10Kana nmpaBoit HOXXKU nyuka ['uca.

buoxumunueckoe uccinenoBanue kposu ot 04.03.2021 r.: o0t
6es10K — 64,8 1/71, caxap — 5,53 mmounb/i, AJIT — 38 ME/m, Kanbimit —
2,45 MMOJIB/J1, KaJbLIMiA HOHU3UPOBaHHBIN — 1,13 /11, hochop —
1,47 mmonb/n1, menouHas ocdaraza — 2374 En/n, AJIT — 10,7 En/n.

D9TI ot 05.03.2021 r.: ne3opraHu3oBaHHbIN Tun DT
BripaxeHHast Heiipodu3noaornyeckas He3peaocTb. uddy3Hbie
M3MEHEHM I TOJIOBHOTO MO3Ta. YMEPEHHOE CHUXEHHUE OMO03TeKT-
pUYeCcKOl aKTUBHOCTH I'OJIOBHOTO MO3Ta. JIncyHKIMS CpeanH-
HBIX CTPYKTYp. TUIMMYHO c(POPMUPOBAHHBIX STTUKOMITIEKCOB
He 3aperucTPUPOBAHO.

Koncynpranms ncuxonora 05.03.2021 r.: akTyaJabHBIN ypo-
BEHb pa3BUTHUS peOeHKa 3HAYUTEbHO HUKE BO3PACTHOM HOPMBI.
TpynHocTU B 00y4eHU U 00YCIOBIIEHBI OTCYTCTBUEM KOHTPOJIS
3peHus. 3agepkKa peuyeBoro pa3BUTHUSI. 3alepKKa CTAaTUKO-
MOTOPHOTO Pa3BUTHSI.

Koncynbranus okynucra 10.03.2021 r: onepupoBaHHast OTCIOM-
Ka ceTuyaToii 000J04Ku, acdakusi, aBUTpus, 6o1ae3Hb Hoppu.

MPT ronoBHoro mo3ra: MPT-npusHaky Haau4YKs 30H TUIep-
MHTEeHCUBHOTO M P-curHaja B BelllecTBE rOJIOBHOI'O MO3Ta Mepu-
BEHTPUKYJISIPHO 3aJJTHUM pPOraM OOKOBBIX XKeJTYT0UKOB.

JIEYALLIMI BPAY, TOM 25, Ne 7-8, 2022, https://journal.lvrach.ru/



B otnenenuu momryunt KOMIIJIEKCHYIO Tepamnuio: KapbaMasernuH,
Cubason, [lnakap6, Tpuammyp kommo3utym, CepMHOH, AcITapKam —
BHYTPb B BO3pacTHBIX no3ax. @usnoneuenue: CMT Ha mosicHUY-
HBIIT OT/IeJ TO3BOHOYHUKA B CTUMYJTUPYIOIIeM pexkxume Ne 7, tazep
110 peueBbIM 30HaM Ne 7, a Takske Maccax u JIOK. Obiiee coctosi-
HUE MTPU BBIMTUCKE U3 OTAEEHUS — 0e3 MOJIOKUTETbHOU TMHAMUKU
B HEBPOJIOTMYECKOM cTaryce. [TalimeHT ObLT BBIIMKCAaH 110 MECTY
SKUTEJIbCTBA C PEKOMEHAALIMSIMU MO HAOTI0ICHKE CIIeLMaTUCTOB —
neauarpa, HeBpoJora, oKyJarcTa. Pe6eHOK ¢ BO3pacToM cTasl MeHbLIIe
TOBOPUTD, MPOSIBJISIET arPeCCUIO B OOIbILEH CTETIEHHU.

3aknoueHue

Takum 006pa3oM, B IpeACTaBICHHOM KJIMHUYECKOM Ha0II01e-
HUM AMarHO3 «00s1e3Hb Hoppu» BriepBbIie OblJ BBICTaBJIEH peOEHKY
yepe3 MeCsIl TOCe POXIACHMS U TTIOATBEPKICH MEIUKO-TCHETH-
YeCKUM HCCIeIOBaHUEM B Bo3pacTe 9 mec.

OnucaHHBIN ClyYail M3 TPaKTUKK ITOMOXKET MeraTpaM BOBpe-
M1 3aM0A03PUTh PEKYI0 HACIEACTBEHHYIO MaTOJIOTMI0 OPTaHOB
3peHus Ha poHe nmopaxenus LIHC, koTopasi, BeposiTHO, Obl1a
chopMUpoOBaHa B pe3yjibTaTe 3HaUMTeJIbHOM KOMITJIEKCHOI aHTe-
HaTaJIbHOM MaTOJOruM y MaTepu pebeHKa ele BO BpeMsl epBoit
MOJIOBUHBI OEPEMEHHOCTH.

Bone3nb Hoppu nipeacrapiisieT co00ii peaKyIO MaToJOTuIo,
COIPSI’KEHHYIO ¢ TOBOJIBHO 3aTPYIHUTEIbHOMN TeHETUYECKOM
uneHTudukKanuei. [loaTomy cBoeBpeMeHHast TMarHOCTUKA UMEET
00JIbIIIOE 3HAUYCHUE HE TOJBKO JIJIsI TPOrHO3a TEYCHU ST TaHHOTO
3a00JIeBaHM I, HO U KayeCTBa JaJIbHEW el )KM3HU MallueHTa.
B HacTos1IE€e BpeMs MOSIBUJIaCh BOBMOXHOCTB TOYHOM TMArHO-
CTMKHU HEKOTOPBIX HACJIEACTBEHHBIX 3a00JIeBAHUI CETYATKH
B pe3yJIbTaTe MPOBeNeHUSI MOJIEKYJISIPHO-TEHETUIECK X UCCIIEI0-
BaHuii. K coxkaneHuto, COBpeMeHHbBIe TOCTUXKEHU I HAyKU ITOKa He
HAIIUTA TOJIXKHOTO IIPUMEHEHU I B ITIPaKTUYECKOI paboTe menuar-
POB 1 0(DTAJIbMOJIOTOB MTPU PAOOTE C OTSITOIIEHHBIMU CEMbSIMU.
Heobxonmma coBMecTHas paboTta neauaTpoB, opTaJabMOJIOTOB,
OTOJIAPMHTOJIOTOB, HEBPOJIOTOB U MEIMIIMHCKUX FTEHETUKOB B 1Ma-
THOCTHKE, JICYeHU U 1 peabrINTALlMK TaKUX 601bHbIX neTeil. [l

KOHOAUKT MHTEPECOB. ABTOpbI CTaTb MOATBEPAUAM OTCYTCTBUE
KOHOAUKTA MHTEPECOB, O KOTOPOM HEOOXOAMMO COOBLLNTD.
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