CNYYA N3 NPAKTUKN

Hayynag craTsd

VIK 616.71-007.157-02: [616.579—008.64—02: 616.152.18-008.64]—056.76-036.1

DOI: 10.17816/pmj401142-150

®OCDAT-TUABET: KIMHUYECKUU CJIVYAN CEMETHOTO
THIIO®OCPATEMHYECKOIO PAXHUTA

A.M. Mugpmaxoea
Hepmcruti 20¢yoapcmeentbiti meouyurcKu yrusepcumem umeny axaoemuxa E.A. Baznepa, Poccus

PHOSPHATE DIABETES: A CLINICAL CASE OF FAMILY
HYPOPHOSPHATEMIC RICKETS

A.M. Miftakhova
E.A. Vagner Perm State Medical University, Russian Federation

Henp. TIpoaHaIU3UPOBATD CITy4all PEAKON HACIEACTBEHHON TATOIOTHY MUHEPAILHO-KOCTHOTO OOMEHA.
Marepuausl 1 METOABL. B NIPEICTaBICHHOM MATEPHUAIE ONUCAHA KIMHUYECKAd KAPTUHA TEUEHUS TUIIO-
(hOC(HATEMUYECKOTO PAXUTA Y IBYX WIEHOB OZHON CEMBH.

Pe3yabTarsl. [10 NONYYEHHBIM PE3YAbTATAM IPOCIECKUBACTCA ABHOE PA3NUYUE B TLKECTH TCUCHHUA B 3aBU-
CUMOCTH OT IOJIA. Y MaTepu pebeHKa ONPEAENAETCA TEYEHHE 3a60/1EBAHUE ¢ GOJIEE TO3AHUM AEGI0TOM U OC-
JIOKHEHUAMH CO CTOPOHBI HIKHHMX KOHEYHOCTEH, OJHAKO IALMEHTKA CMOIVIA CAMOCTOATEIBHO BHIHOCHTD 1
PORUTDL PEOEHKA. Y MATbUMKA — PAHHEE BBIABICHUE, IPOIPECCUPOBAHNE OCIOKHEHUH C PAHHETO BO3PACTA CO
CTOPOHbI KOCTHOM CHCTEMBI C HAPYIIEHMEM CO CTOPOHbBI OPI'AHOB 3PEHMSA ¥ HEBPOJIOIMIECKON CUMIITOMATH-
KO (TONOBHBIE OOMIY, BHYTPUYEPEIHAS TUIIEPTCH3KA).

Beisoppl. KimHu4eckuii mpuMep akTyaleH Uil Bpadeil PaKTUIeCKoro 3seHa. Heobxoauma paspadboTka an-
TOPUTMOB MOHUTOPHUHIA OCJIOKHEHUH (PocaT-AuadeTa U IOMCKA IaTOTEHETUYECKOH TEPAIIHHL.

Kirouessie cioBa. TunodocdareMuueckuil paxut, BuTaMuH D, xoctHad aedopmanys, pocdar-auader,
CEMENHBIN CITy4al.

Objective. To describe the clinical picture of the course of hypophosphatemic rickets in two members of the
same family. Phosphate diabetes is a rare hereditary pathology of mineral and bone metabolism.

Materials and methods. There is presented a clinical picture of the course of hypophosphatemic rickets in
two members of the same family.

Results. According to the results obtained, there is a clear difference in the severity of the disease course de-
pending on the sex. The child's mother had a course of the disease with a late onset and complications from
the lower extremities, but the patient was able to bear and give birth to a child on her own. The boy had an
early detection, early progression of complications of the skeletal system with visual impairment and neuro-
logical symptoms (headaches, intracranial hypertension).
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Conclusions. The clinical example is relevant for practitioners. It is necessary to develop algorithms for
monitoring the complications of phosphate diabetes and searching for pathogenetic therapy.
Keywords. Hypophosphatemic rickets, vitamin D, bone deformity, phosphate diabetes, family case.

BBEJEHUE

Tunodocdaremmueckust  paxur  (pocdar-
JUAGET) — HACTEACTBEHHAS TYOYIOMATHA C Jie-
(bekroM peabcopbrmu (pocdaToB B MPOKCUMAb-
HBIX KAHAIBIAX WM BBICOKAA PE3UCTEHTHOCTh K
OOBIYHBIM [I03AM BUTAMHHA D, CI€ICTBHEM YErO
ABeTCa runepdocdarypusd, runodocharemus,
KIMHKKA paxuTa|1].

AKTY&IBHOCTb  M3y4deHMd  (ocdar-nuadbera
CBA3AHA CO MHOKECTBOM HEPEMIEHHBIX [IPOOJIEM
y NMALUEHTOB, CTPAJAIONINX JAHHOM I1ATOIOTHEH
[2]. OTKPBITBIMU OCTAIOTCS BOIIPOCH! AMATHOCTH-
KU, MEJUKAMEHTO3HON TEPANNH, AUCIIAHCEPHOTO
HAOMIOZEHUA U PEAOWINTALMY HALMEHTOB IIPU
OCNOXHEHMAX [3]. HecBoeBpeMeHHAA IMarHOCTH-
Ka runodoc(areMudeckoro paxura CBA3aHa C
OOJBIIMM CXOJCTBOM KJIMHUKU C JIPYTUMU T€HeE-
TAYECKU  JICTEPMUHUPOBAHHBIMU ~ META00/IYE-
CKMMY HAPYIMIEHWAMY Y1 3400/ICBAHMAMU MUHE-
PAILHO-KOCTHOTIO 06MeHa [4; 5] Manoe Komude-
CTBO MYOIMKALMI C KIMHWUYECKUIMU IPUMEPAMU
(hbocdat-madeTa 3a IOCIEIHUE TO/IBI TAKKE TIPU-
BOJIUT K IO3/JHEMY BBIABJIECHUIO JJAHHON ITATOJIO-
T'UHU B KIMHIYECKOU PAKTHUKE [0; 7).

KJIMHUYECKUY CIIVYATL

[MarpentT B., MambunK, BO3pacr 6 Jier 5 Me-
cALeB, KuTeb [1epMCKOro Kpas (faTa poxie-
Hug 13.09.2015). fIBka HA aMOYIATOPHBIN NPU-
€M K JICTCKOMY 3H/IOKPUHOJIOTY C 5KI00AMHU Ha
34IEPKKY POCTd U IeDOPMALNI0 HIKHUX KO-
HEYHOCTEIL.

Anamnes. PebeHOK OT 1-11 6epeMEHHOCTH,
1-e popipl, ecrecTBeHHbIe. CPOK rectaiuu 36 He-
Jienp, T10 mKane Anrap 9 6awioB, BeC U pocT Ipy
poxzaennn 3134 1, poct 49 ¢M, OKPYAKHOCTb I'0-
JIOBBI 34 €M, OKPYKHOCTD Ipyan 33 cm. Ha rpyz-
HOM BCKAPMJIUBAHUU JIO 12 MecALes.

Hacneocmeennuiti anammes. Otel] Malu-
enra B, pocr 160 cM, 310poB. Math marueH-
1a b., poct 150 cM, cTpajaer pocdar-guadberom.

B Bospacre 6 mecsrie (10.03.2016) Brep-
BBl OOPATWINCh K TeHeTuKy B Kpaesyio ger-
CKYIO KIMHMYeCKyIo 6ombHuLy I. Ilepmu (KIKDB)
10 TIPUYMHE OTATOMEHHOIO HACIE/ICTBEHHOIO
AHAMHE32. AKTUBHBIX 47100 HE NPEIBABILIIN.
OOBEKTUBHO: COCTOAHKE YIOBIETBOPUTENBHOE,
poct 59 cm, macca 5700 . UMT = 16,6 kr/m’,
SDS wumt =-0,56, SDSp =-1,23, poct HIXe
cpepHero. bompmon pOJHUYOK  OTKPBIT —
1,5 x 2 cm. [IpoABIEHUN PAXUTA HE BBIABICHO.
CO CTOpPOHBI APYTUX OPraHOB U CUCTEM IIATO-
JIOTUX HE BBIABJICHO.

BroxuMudeckoe UCCIeI0BaHAE KPOBU: YPO-
BEHb AKTUBHOCTH IIEIOYHON (hOCaTasbl ¥ Kajlb-
111 B KPOBU B HOPME, YPOBEHD (POC(HOPA B KPOBU
0,6 Mmonb/n (HOpMa 145-2,16 MMOB/MT) — TIO-
HIDKEH, YPOBEHb (POCPOpa B CYTOYHOM MOYE
27 mmorib/cyTkr (HOpMa 0,6—15 MMOJIB/T) — TI0-
BBIIIEH, YDOBEHb KAIBLIMA B MOYE B HOpPME. 32-
KIIOYEHHUE IO JIAOGOPATOPHBIM UCCICAOBAHMAM:
runogocgaremus 1 runepPocarypus.

PeKOMEH/I0BAHO: TIPOBEJICHAE MOJIEKYILD-
HO-TEHETUYECKOIO UCCIENOBAHNA UL YTOYHE-
HUA JUArHO3a. POUTENN OTKA3AINCh, TAK KK
UCCIIEOBAHNE CTOUT JJOPOTO.

Ha OCHOBAHMM IIOHWKEHHOIO YPOBHA
(ochopa B KpPOBH, MNOBBIIEHHBIX 3HAYECHUIT
3KCKpeun pocdopa B MOUYE U OTATOIEHHOIO
HACJIEZICTBEHHOI'O AHAMHE3A IIOCTABICH [JWar-
HO3 (ocdar-guadera. HasHaueHO JieueHHe:
Buramut D («AxBagerpum») o 2500 ME (5 xa-
1eab) B Cyrku. KOHTPO/b JieueHus: OfuH pas
B 10 guent (mpoba CynkoBuya).

B Bospacre 1 roga 5 mecaues (15.03.2017)
IIOBTOpPHAA KOHCyabrauusa reHeruka B KIKb
r. I[lepmu. Kanobpl Ha 33€PKKYy POCTA, MBI-
IIEYHYIO C1a60CTh, AE(POPMALMIO HIKHUX KO-
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HEYHOCTEH C MOMEHT4, KAK HAYal XOJUTbH
(¢ 11 mecsanes). O6BEKTUBHO: COCTOSHUE YIOB-
NETBOPUTENBHOE, pocT 72 ¢M (+ 13 M 32
11 mecaues), macca 9,5 kr (+3,8 kr 3a 11 mecs-
ues). UMT =183 kr/m’, SDS wmmr=+156,
SDSp = -3,8. bobIoit poAHUYOK 3aKphIT. [Ipo-
ABICHNUE PAXUTA: Ae(OPMAINA HIDKHUX KO-
HEYHOCTEN (BApyCHAA ie(OpMALUA TOTIEHEN).
CO CTOPOHBI APYTUX OPTAHOB U CUCTEM I1ATO-
JIOTUU HE BBIABJIEHO.

BrOXUMMYECKOE HCCIEN0BAHNE: B KPOBU
YPOBEHb AKTUBHOCTH IIEJIOYHON (HOCOTAZBI
950 En/n (mopma  156-369), docdop
0,7 MmMonb/n (HopMa 145-2,10), Kamplmit B
HOpME, B CYTOYHOM MOYE YPOBEHb (pocdopa B
Moue 32 MMonb/cytki (Hopma 0,6-25), ypo-
BEHb KAJIbIIMS B MOUYE B HOpME. Y3U nouek 6e3
IATONOrMU. Ha peHTreHoNnornieckom uCeueso-
BAHUM HIWKHUAX KOHEUHOCTEH: U3MEHEHUE Me-
Tapu30B  OOMBIIEOEPIIOBBIX, MaTOOEPIIOBBIX
KOCTEH ¥ BaprycHas aedopmanusa rojenu. Bee
11 Mecsres MmaryeHT moaydaa peryispHo BH-
TaMuH D («AKBAJIETPUM») 110 5 KaIENb B CYTKU
(2500 ME), o mecty XUTenbCTBA OUH Pa3 B
1,5-2 mecana nposoauay npoody 1o CynIkoBudy:
0€3 IPU3HAKOB IMIIEPBUTAMUHO32 BUTaMuHa D.

3aKIIOUEHNE BPAYA-TEHETUKA: OCHOBHOM
JMArHO3: (pocar-guader. X-CLEIVIEHHOE Ha-
cneposanue? CONYTCTBYIOMIUKU JMArHO3: COMa-
TOT€HHAA HU3KOPOCJIOCTb.  PEKOMEH/IOBAHO:
TEHETUYECKOE OOCIEIOBAHUE Ul YTOYHEHUA
BAPUAHTA MYTAI[11 I'€HA.

Ha ocHOBaHMN %4106, AHAMHE34, KITMHUKH
U UCCIEN0BAHNAY OBUIA IIPOBEAEHA KOPPEKIUA
NeYEHUs: TAONETKN KATbLU (HA OCHOBE ANY-
HOW CKOPJIYIIBL) 110 OJHOM Ta0JIETKE OUH Pa3 B
JieHb, BUTaMuH D («AkBagerpum») o 3500 ME
(7 Kanenp) OfUH pa3 B AEHb, JUIUTENLHO. KoH-
TPOJIb AKTUBHOCTU INEJNOYHON (POCPATA3bl B
KPOBU U Ka/IblIMA B MOYE OJUH pa3 B 14 jpHeil.
Popurenn OT TEHETUYECKOrO HUCCIEAOBAHUA
OTK43QJIMCh.

C 1 roma 5 mecALes MaUEHT PEryaapHO
HAOMIONAETCA Y TEHETUKA, HEBPOJIOTA U OPTO-

144

neaa. JucnancepHoe HaO/MoAEHNE Y HEBPOJIO-
ra ¢ 1 roja 6 MECAINEB C IMArHO30M: CHH/IPOM
BHYTPUUYEPENIHON TIunepreHsuu. Jucnancep-
HOE Hab/TIofIcHIE Y opTomeaa ¢ 1 roga 6 mecs-
I12: IVIOCKOCTOIIME U BAPIYCHAA JiehopMarius
TOJIEHEI.

B Bospacre 2 siet 3 mecaues (or 22.12.2017)
PEHITEHOrPAGUA TA300€/JPEHHBIX U KOJIEHHBIX
CYCT4BOB: PA3PHIXJIEHHOCTb META(PU3OB JJIMHHBIX
TPyOUAThIX KOCTEI.

B Bospacre 3 ner (or 27.09.2018) nmosrop-
HAg KOHCYJIbTALMA T'eHETUKA. KaIo0bl Ha Je-
(hOpMALMIO HIKHUX KOHEYHOCTEM. Poct 82 cM,
Bec 11,75 kr. Bapycnasa pepopmanus roneHen.
BUOXUMMYECKOE  UCCIEJOBAHUE KPOBU  OT
19.09.2018: ypoBeHb AKTMBHOCTU IEIOYHOMN
docdorasbr 648 Ex/n (Hopma 156-369), doc-
dop 0,5 mmonb/1 (Hopma 1,45-2,16), Kanbimil
24 mMonb/n (B HOpME 2,2-2,7). Inaruos: ¢oc-
(ar-guader. JledeHue: pacTBOp BUTAMMHA D
(«AxBagerpum») 1o 10 xanens (5000 ME) ogun
pa3 B ieHb. TaONETKU KaMbLUA: 11O 2 TAONETKE
OJIUH pa3 B ieHb. PexomenjoBano: Y3U nouek u
HAOJIOICHUE ~ OPTOIE/A, MOJEKY/LAPHO-TEHE-
TUYECKOE UCCTIEA0BAHNE, [IOBTOPHOE 3aKII0YE-
HHAE Bpava-TeHeTuKa. OCHOBHOWM —[JMATHO3:
(hocdar-muadet. X-CUEIVIEHHOE HACIEJOBAHNE?
OcnoxHeHue: BAprycHas AepopManusa HIKHUX
KOHEYHOCTEN. COIyTCTBYIONINI IMarHO3: COMA-
TOT€HHA HU3KOPOCIOCTb.

B Bospacre 3 ner (29.09.2018) snepsblie
IIPOKOHCY/IBTUPOBAH 3HJOKPUHONIOrOM B KJIKb
r. [lepmu. Kamobpl HA UCKPUBIECHUE HIDKHUX
KOHEUYHOCTEH, 3aJEPKKYy POCTa, AeHOPMALUIO
Yepena M INEPUOJUYECKUE TOJOBHBIE OOMHU.
OOGBEKTUBHO HA OCMOTPE Y 3HAOKPUHOJIOIA:
COCTOSHUE YJIOBIETBOPUTEIbHOE. PocT 82 M
(+10 3a 1,5 roma), Bec 11,75 xr (+2 Kr 3a
1,5 roga), UMT = 17,8 xr/m’, SDS umr = +1,69,
SDSp = -4,09. I'masuple AOMOKM C IPU3HAKAMU
3K30(pTambMa, Jeopmanus  (POpMBI  Uepera.
3aKIOYEHNE JIETCKOTO 3HJOKPUHOJIOT: OCHOB-
HOU JIMarHO3: (pocdar-iuader. OCIOKHEHUE:
CUHJIDOMAJIbHAS  32I€PKKA  pocTd. BaprycHas



epmcKuiA MeanLMHCKNIA XypHan

2023 Tom XL No 1

fiepopManyd HIWKHUX KOHEYHOCTEH. COmyTCT-
BYIOIWIL:  3K30(TaIbM. Jlepopmaniud  yepera.
PexoMeHI0BaHO:  KOMIILIOTEPHASA TOMOIpadud
yeperna, KOHCYIbTAIUKA O(TAIbMOIOrA U HEH-
poxupypra.

B Bospacre 3 ser 2 mecues. KoHcymnbra-
g okymucra (ot 15.11.2018): ocnoBHOM Anar-
HO3: 34CTOMHBIA JUCK 3PUTEIbHOIO HEPBa.
[IpoBesieHa KOMITBIOTEPHASA TOMOrpadus yepe-
I12: 3aPAMEHUE CATUTTAIBHOTO IIBA.

SAKIOYEHNE: 3APAIIECHUE  CATUTTATBHOTO
mBa. Koncynpranua verpoxupypra (20.12.2018)
C JMATHO30M: KPAHMOCHHOCTO3 CATUTTAIBHOIO
mBa. Ckaouedamd. CUHAPOM BHYTpUYEpEII-
HOM runepreHsun. Pocdar-rader. Pekomeno-
BAHO OIIEPATUBHOE Jle4eHUE. [10BTOpHAA KOH-
CY/IbTALMA OKY/IUCTA B BO3PACTE 3 JIET 5 MECALIEB
(12.02.2019): 3aCTOMHBIA [JUCK 3PUTEILHOIO
HEpBA O0OMX 17143, XPOHMYECKOE TEYEHHE. AH-
THOIATHA CETYATKN OOOUX I7143.

B Bospacre 3 ner 5 mecaues (15.02.2019)
IAIUEHT IIPOKOHCYIBTUPOBAH HEMPOXUPYPIOM
B I. TiomeHu B PefiepIbHOM LIEHTPE HEUPOXU-
pyprun. [IpOBEJEHO ONEPATUBHOE JICYEHUE:
MUKPOXUPYPIUYECKAs KPAHUOIIACTUKA CATUT-
TAJIBHOTO KPAHUCUHOCTO34.

[IoBTOpHAA KOMIIBIOTEPHAA TOMOIPAQHUA
yeperna mocae omeparr 0T 16.02.2019 (Ha
BTOPO¥1 JIEHb IIOCJIE OIEPALK): KOCTU CBOJA
yepena B COCTOAHUM TI0C/IE MHUKPOXHPYruye-
CKO¥ KPAHUOIUIACTUKY CATUTTAIBHOIO KPAHUO-
CHHOCTO32. B 00/macTy OnepaTuBHOIO BMENId-
TEJIbCTBA TEMATOM HET.

[IoBTOpHAA KOHCY/IbTALMA OKyIMCTA (Ha
4-11 fenp nocse onepaun) or 19. 02.2019: au-
arHO3: 34CTOMHBIA JIUCK 3PUTENBHOTO HEPBA
0001X I7143, XPOHUYECKOE TEYEHHUE. AHTHMOIA-
THA CETYATKU OOOMX I71a3. PEKOMEHIOBAHO: OC-
MOTP O(PTAILMONIOrA B JUHAMUKE C KOHTPOJIEM
COCTOSIHUS I1a3HOrO AHa, Y3U Ia3HbIX S0JOK,
ONTHYECKAS KOTEPEHTHAS TOMOTPA(pUSL.

OcMOTp nepest BBIIUCKOU 13 defiepanbHo-
ro nenrpa Heirpoxupypruu or 20.02.2019. Jlo-
KAJIBHBIN CTATYC IPY BBIIUCKE: NTOCIEONEPALHU-

OHHAA paHa 4YUCTad, O€3 NPU3HAKOB BOCIAJIE-
HUS, ¢ (POPMUPYIOMUMCA 34 CYET NEPBUYHOTO
HATSDKEHUA TKaHEH pyOLOM, IIBBI COCTOSTENb-
Hple. [IalUEHT MOCIe ONEpaluy C IONOKHU-
TEIbHOU JMHAMUKOH, TONIOBHBIX OOJIEI HET.

Buoxumnyecku aHaau3 KpOBU  OT
22.02.2019: akTMBHOCTD WENOYHON Pocara-
3b1 547 Ep/nm (Hopma 156-309), docdop
0,8 Mmonb/m  (HOpMA 1,45-2,16), Kamblui
1,23 mmoinb/n1 (HOpMa). ITonyuyaer perynasapHo
sutamut D B o3e 8 kanens (4000 ME) opun
pa3 B JA€Hb U TAOJETKU KAIbLUIA 110 OFHOH
TAOJNETKE OJUH PA3 B JICHD.

B Bo3pacre 3 ner 6 mecsies (20.03.2019)
KOMIIBIOTEPHAS TOMOrpa(us yepena. JaKmoye-
HUE: COCTOAHME II0CTIE MUKPOXUPYPIUYECKON
KPAHUOIUIACTUKY, ITIONMOCCANbHAA (PUOPO3HAA
JUCIUIA3UA KOCTEU 4Yepeld, BEHO3HAA Mailb-
(bopmarnys MATKUX TKAHEH 3aTHUIOYHOM 00s1aC-
! C1eBa. [IOBTOpHAA KOHCY/IbTALMA HEMPOXH-
pypra or 27.03.2019, KIKb r. [lepmu: naruenr
TIOCJIE ONEPALUU C HOJOKUTENBHON JAUHAMU-
KOM, I'OJIOBHBIE OOMM OTCYTCTBYIOT, HET IPO-
IPECCUPOBAHUA JiehopManiuy yepena. JInaruos:
KPaHUOCUHOCTO3. TTocieonepauonHoe cocTos-
HUf, KPAHMOIUIACTUKA. PEKOMEH/IOBAHO: Ha-
omozenue y Hepponora, KT romosHoro mosra
OJIVIH Pa3 B TOJ,

B Bospacte 3 zer 9 mecses (27. 06.2019)
IIOBTOpHAA KOHCy/branusa OKymicra B KIKb
I. [lepmu. [IMarHos: 3aCTOMHBIN UCK 3PUTEIb-
HOTO HEPBA 000MX 7143, XPOHUUECKOE TEUEHHE.
[unepmerponua C1aboyl CTeNeHn OOOMX IJIA3.
PekoMeH/10BaHO: OCMOTP O(TAIBMOIOIA B JU-
HAMHKE C KOHTPOJIEM COCTOSIHMA ITIA3HOTO JIHA,
Y3U 171a3HBIX A6JI0K U ONTUYECKAA KOT'E€PEHT-
Has TOMOTPA(USL.

[IoBTOpHAsA KOHCY/IbTALMA TI'CHETHKA B
Bogpacre 3 ner 10 mecaues (or 04.07.2019):
KaM0Obl Ha Ae(OpPMALMIO TOJIEHW, HU3KUN
poct, 60MM B HOraX IIOC/IE (PU3MYECKON Ha-
Ipy3ku. OOBEKTMBHO: COCTOSHUE Y/IOBJIETBO-
purenbHoe, pocT 86 cM (+ 4 cm 32 8 mecsH-
nes), macca 135 kr (+2 Kkr 3a 8 MECAIEB),
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UMT = 18,6 kr/m’, SDS nmr = +2,24, SDSp =
-4,1. BaprycHas seopmanus rojeHen, 60mplie
BBIDAKEHA ITIpU XOApOe Cr1eBa. BeicTymaromas
pebepHas aneprypa. BUOXUMMYECKUIT aHAIU3
kpoBu or 11.06.2019: menounas ocdarasa
1177 Ep/n (Hopma 3-258). OCHOBHOM JANArHO3:
(hocdar-mrader. X-CHEIUIEHHOE HACIEI0BAHNE?
OcnoxXHeHNE: BAPryCHAA Ae(OpMANA HIDKHUX
KOHEYHOCTEN. 3aCTONHBIA JUCK 3PUTEIBHOIO
HepBd O00OMX IJ143, XPOHHMYECKOE TEUECHHUE.
CONYTCTBYIOIUY JUATHO3: COMATOICHHAA HU3-
KOPOCIOCTb, KOppeKIyA JIEUeHNS: KAIUIM BUTA-
muHa D no 10 kanens (5000 ME), ogun pa3s B
JIeHb, JUIATEILHO, KOHTPOJIb OUOXMMUYECKOIO
AHAIM32 KPOBHU (AKTUBHOCTD IMIENTOYHOH (POC-
(barazsl, pocdopa, KabLUil) ¥ KAIBIUA B MO-
ye, Y31 1OueK U peHIreH KUCTEH U HIDKHUX
KOHEYHOCTEI.

B Bospacre 4 ner 1 mecaua (or 31.10.2019)
MIOBTOPHAS ABKA C PE3YJIbTATAMU OOCIEN0BA-
HUSA K BpA4y-T€HETUKY. BUOXMMUYECKUIT aHAIN3
KpoBu oT 14.10.2019: xampuuit 24 MMOJb/1
(B HOpME), AKTUBHOCTD IEJOUHON (pocdara-
3l 543 En/m (mopma 0-500), dochop
0,86 mmonb/n (HOpMa 1,45-2,16), KambIuil
1,23 mMomb/n (HOpMa). PenrreHorpagus Ko-
NeHHbIX cycraBoB OT 09.2019: 60KanoBugHOE
pacmmmpenue Metau3apHON 30HBL Meragu-
34pHAA IUTACTUHKA 0AXPOMYATAS.

[IOBTOPHO OCMOTP O(PTAILMOJIOrA B BO3-
pacre 4 ner 3 mecaues (or 08.11.2019). Jlnarnos:
AHOMAJIVSL PA3BUTHSA JUCKA 3PUTENBHOTO HEPBA,
YACTUYHAA ATPOQUA 3PUTENBHOTO HEPBA (MMe-
JIMHOBBIE BOJIOKHA C OOEUX CTOPOH). PekomeH-
JIOBAHA SIBKA HA KOHTPOJIb Yepe3 6 MECAIICB.

Ha mpueme y JIETCKOTO 3HAOKPHHOOrA :
HA MOMEHT OCMOTpA Maruenty B. 6 net 5 mecs-
1eB (25.05.2022). 7Kanobsl Ha 3a/IEPXKKY POCTA,
AeQOPMAIIUIO HIDKHAX KOHEYHOCTEN. OOBEK-
THUBHBII OCMOTP: COCTOSIHUE Y/OBIETBOPUTEb-
Hoe. Ha BOJIOCHCTOI 4aCTH I'OJIOBBI [IOCTOIIEPA-
[IMOHHBIE HIBBI, BBl COCTOATENBHBIE, €3 IPU-

' TIpreM BeJia aBTOp CTATHH.
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3HAKOB BOCIIAJIEHNH, TOJIOBHBIX GOJIE HET, 3pe-
HUE HE CHIKAETCA, ICUXOPEYEBOE DPA3BUTHE
COOTBETCTBYET BO3PACTy. CTajus MOJIOBOIO CO-
3peBaHuA 10 TaHHEPY COOTBETCTBYET 16 CTa-
muu. TTonosoe pasBUTHE COOTBETCTBYIOT BO3-
pacry. HikHME KOHEYHOCTU C BAPIYCHOH [e-
(bopmanuen ToNeHEN, «yTUHAA> NOXOAKA IPH
xoap0e. MHBIX PaXUTUYECKUX TIPOSBIEHUI CO
CTOPOHBI CKEJIETA HE BBIABICHO.

AnTponomerpuyeckue fanubie: poct 100 cm
(+ 2 cm 32 6 mecsies), SDS pocra = -3,89, Bec
19 kr UMT=19 xr/m* SDS UMT = +2,06,
[Tnomaap tena = 0,61 M°. dusndeckoe passu-
THE PE3KO JAUCTAPMOHMYHOE 34 CYET HUBKO-
POCJIOCTH TIPY JJOJDKEHCTBYIOIEM Bece. OXKu-
penne 1-i1 creneHu OOYCIOBNEHO HU3KUM
POCTOM IIPU JJOJDKEHCTBYIOIEN MACCe TeNa 10
BO3PACTY.

JIaGOpaTOpHBIE U MHCTPYMEHTA/IBHBIE UC-
cneposanusd ot anpend 2022 1. Ha doune pery-
JEIPHOIO IpueMa BUTaMUHA D (<AKBafeTpUM»)
B 7103¢ 12 kanens (6000 ME) ofiuH pas B icHb 1
Tpenapara KaabLUd [0 OFHOM TabNeTKe OfUH
pa3 B JIcHb, OMOXUMUYECKHIT AaHAIU3 KPOBU OT
16.04.2022: akTMBHOCTb MET0UHOM (pocdaTassl
535 En/n (Hopma 156-369) — nosbimeH, hoc-
dop 0,79 mmonb/n (Hopma 1,45-2,16) — nonu-
JKeH, Kaapuu 1,22 MMOJIb/1 (HOpMA), YPOBEHb
(ocdopa B CYTOUHOM MOUE 29 MMOJIb/CYTKA
(Hopma 0,615 MMOJIb/TT) — TIOBBIIIEH, YPOBEHD
KAJIbLIUA B MOY€ B HOpME. Y3 nouek 6e3 maro-
norun. Y3U MUTOBUAHOM KeJIe3bl 6€3 IATONO-
rvi. PeHTreHOrpagus KONEHHBIX CYCT4BOB OT
04.2022: 60KanoBuHOE paCIIMPEHne MeTa(u-

3ADHOM  30HBI, MeTapu3apHad  IUIACTUHKA
0axpoMuaTas, MPU3HAKK OCTEONEHUYECKOTO
CHHJIPOMA.

34KIIOUEHNE JIETCKOTO 3HJOKPUHOJIOrA OT
25.05.2022.

OcHosHoll duazro3: GocdaT-auadbeT ¢ ru-
neppocarypuen.

Ocnoxcrenue: COMATOTEHHA HU3KOPOC-
JOCTh. Baprycnaa peopManysi HIDKHUX KO-
HeyHocTen. OcreneHndyeckuit cunapom? Kpa-
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HUCHHO3TO3, ITOCTONEPAIIMOHHOE COCTOSHHE,
TIOJIOKUTENbHAS INHAMYKA.

Conymemeyroujue  0UazHo3bl:  AHOMAINA
PA3BUTHA JMCKA 3DUTENBHOIO HEPBY, YACTHY-
Hasg ATPOUA 3PUTETBHOTO HEPBA.

PeKOMEHJIOBAHO NPOUTH  T'E€HETHYECKOE
MOJIEKY/IIDHOE  OOC/IEAOBAHUE TI0 IIPOrpamMme
«Alb(pa-OH0> MALMEHTY b. 1 MaTepy NaLUEHTa,
TAK KAK CEMbf IUIAHUPYET POXKJECHUE BTOPOIO
pebenka. Taxke peKOMEH/IOBAHA PEHTTEHOOTU-
9eCKas ICHCUTOMETPUSA UL YTOUHEHUA HAINYKA
OCTEOIIEHUH, OIPEAENEHNS YPOBHA BUTAMUHA D,
NAPATIOPMOH4, HOHU3UPOBAHHOTO KaIblus. [10
PE3y/bTATaM HOTYYEHHBIX aHATU30B HA OBTOP-
HOW KOHCYJIBTALMU OYIeT PEMmaThCA BOIPOC O
IPUMEHEHNY  KOMIVIEKCHON TEPANUY, BKJIIO-
YAIONIEN ME/IUKAMEHTO3HYIO TEPATINIO TIPENapa-
TaMu (hocopHOTO Gydepa (CTaprosast 03a U3
pacyera 40 MI/Kr/CyT 1O 37IEMEHTAPHOMY (POC-
($opy) B COYETAHHM C  AIb(DAKUIBLHOIOM
(craproBag po3a 0,5 Mxr/cyr), Take JIPK u
MacCcaK. O6A32TENBHO HEOOXOAUM PETYILAPHBIN
KOHTPOJIb GUOXUMUYECKOTO aHATN32 KPOBU (AK-
TUBHOCTb INEJNOYHON  (pocarassl, (Hocdopa,
KJIbLMN) U KIbLHA B MOYE OJMH Pa3 B 2 HEJlE-
i, Y3U 10YeK U ONpeieneHnue CKOPOCTH KIIy-
60YKOBOI (DMJIBTPAIMK OfIMH Pa3 B 6 MECSIIEB,
PEHTTEH HIDKHUX KOHEYHOCTEN OIIH Pa3 B IO,
JlucriancepHoe HAOMOACHNE Y BPAYeH: OTab-
MOJIOT, OpTOIes], HEPPOIOT, HEUPOXUPYPT, H-
JIOKPUHOJIOT U HEBPOJIOT.

[IporHo3upyeMbIit pOCT, Pa3BUTHE U IIPO-
I'PECCUPOBAHUE OCIOKHEHUI 3aBUCUT OT Teue-
HMA OCHOBHOTO 3a6071€Banus (hocdar-uadera
¢ runoocaTeMuueckuM paxuTom. [lanment
B. cocrour Ha yuyere 1O WHBAIUAHOCTH, CB-
3aHHOM € OCNIOKHEHUAMA (Pocdar-1uadera.

JlonoNHEHNE K CEMENHOMY dHAMHE3y I1d-
uuenra b. Ilanuentka A (Mama manuenra b)),
KeHmyHa, 31 rof, gata poxaerus 06.05.1991.
Boneer Gocdar-auabeToM, HECKOIbKO Pa3 Mpo-
OIEPUPOBAHA C LENBIO YCTpaHEHUs jedopMa-
MY HIDKHUX KOHEYHOCTEW, NPUOABIIA B POCTE
IUTIOC 5 CM 32 CYET OIECPALIUIL.

AHaMHE3 TAMEHTKU A. BriepBble K IeHeTH-
Ky 0OpaTwnch B Bo3pacte 8 zer (25.12.1998)
C Ka106aMu Ha IeOPMALMIO TOIEHY, Ha 60N B
HOTAX ¥ MBIIIAX, HUSKUI POCT, YTOMIAEMOCTb.
JlaHHBIE KATO6bI TOABUITICH B BO3pACTE 6,5 T,
KMBYT JJJIEKO OT LIEHTPA, 110 ITOY NPUYMHE HE
obpamamcy (Komu-IlepMAnkuit OKpyr, Ceno
IOpbr).

Ha npueme Bpava-reHeruka (25.12.1998):
HA MOMEHT OCMOTPA PEOEHKY 8 JeT, HU3KOPOC-
JIOCTb, «yTUHAA NOXO/IKA», BAPIYCHAA AepopMa-
111 TOJIEHEN U KOJIEHHBIX CYCTaBOB. B Bo3pacre
8 ner 7 mecdaues: pocr =112 cm (+ 2 cm 32
8 MecAnes), Bec = 25 Kr (+ 1,5 Kr 3a 8 mecA1es),
VMT = 20 kr/m’, SDS umt = +1,2, SDSp = -2,9.

bru1o IPOBEAEHO 00CIeJOBAHNE
(26.12.1998). BUOXUMIYECKOE HCCIIEOBAHNE
KPOBM BBIABWIO PE3KOE IIOBBILEHUE YPOBHA
AKTUBHOCTH IEJOYHON  pocdarasel  (bonee
1000 E/mm), cHmwxkeHue Qocdopa MeHee
1,0 MMOJIb/ J1, KAJIBLWI B TIPEZETAX HOPMBL

PeHTreHONOrMYECKOe UCCIEA0BAHNE HITK-
HUX KOHEYHOCTEM: M3MEHEHHE METa(pu30B
OOMBIIEOEPIIOBBIX, MATOOEPIOBBIX KOCTEN U
BAPIYCHAA 1e(hOPMALUA I'OJIEH.

Ha ocHOBaHUM K100, KITMHUKA 1 1aO0pa-
TOPHBIX HCCIEAOBAHAN IIOCTABIEH JUATHO3
(hocdar-nuadera.

Hasnaueno siedenue: BuraMut D — maci-
Hbi pactsop 1o 25 000 EJ, B cyrky, npenapar
(utnH 10 3 TabneTky B AeHb. Ha pone nede-
HUA ¥ HAOMOJEHNA B TEYEHNE MHOTUX JIET YPO-
BEHb (pOC(HOpa B KPOBU OCTABAICA HU3KUM, HO
AKTUBHOCTb INENOYHON (hOC(aTa3pl B KpOBU
ObUIa B IIpefenax pepepeHCHbIX 3HAUCHUIL
JlepopManyi TONEHU U KOJNEHHBIX CYCTABOB
IPOrPeCCUPOBATIA BCIEACTBUE TIO3AHEN MOCTA-
HOBKU JIMATHO32 U HECBOEBPEMEHHOIO HAYAIA
TEPAINNL.

B Bospacre 18 ser (18.05.2009) mauument-
Ka A. BHEpBbE OBUIA NPOKOHCYIBTUPOBAHA B
«BoccTaHOBUTENBHON TPABMATONIOTUM U OPTO-
negun uM. akagemuka [A. Mmmsaposa> («BTO»
uM. aK. [A. imzaposa), 1. Kypran. Ha 06beKTuB-
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HOM OCMOTPE HIDKHUX KOHEYHOCTEN BBIAB/ICHO:
BAPYCHO-AHTEKYPBALMOHHAA Ae(pOpMAnus I1pd-
BOW OOMBIIEOEPIIOBON KOCTH, Wb KONEHHBIX
CYCT4BOB CHIDKEHA, CYOXOH/IPATBHBIN CKJIEPO3,
fiehOpMALIA MEKMBIIIETKOBBIX OYTOPKOB.

B mocnemyiomeM ManMeHTKA A. HEOHO-
KPATHO NPOXOJWIA ONEPATUBHOE JIEYEHNE B LIEH-
Tpe «BTO» nm. ak. I'A. Mimm3zaposa B 1. Kyprase.

XpOHOJIOTUA  ONEPATUBHOIO JIEYEHUSA B
«BTO» nmenu ax. I'A. Mnmsaposa:

e 25072012 (Bospacr 21 rox). Ocreo-
CHHTE3 ANNapaTtoM Mm3aposa mpasoro 6epaa.
Ocreoromuss  60MBIIEOEPLIOBON  OEAPEHHON
KOCTU B IIPOKCUMAJILHOM TPETU U AUCTAILHON
TPETH JUI KOPPEKIIUH OCH.

e 2808.2012. Ocreocunres ammapaTom
Wmuzaposa npasor  ronaeHu.  OCTEOTOMUA
OOMBIIEOEPIIOBOM  KOCTU B MIPOKCUMAJIBHO
TPETH U JUCTAILHON TPETH, ManoOepIioBOM
KOCTY B IUCTATIGHOM TPETU.

B pesynbraTe ABYX Onepanuil yCTpaHEHA
BAPYCHO-AHTEKYPBAIIMOHHAA AepopManus npa-
BOrO O€/ipa U MpaBoit rojeHu. [1paBas HIDKHAA
KOHEYHOCTb YUTMHEHA HA 7 CAHTUMETPOB.

Opnaxo B anpene 2013 1. (Bospact 22 ro-
Jld) Tpu fABKE HA KOHTPOnb B «BTO» mm. ak.
['A. Mim3aposa 1. Kyprana ormedeHa OTpHILIA-
TEJbHAS JMHAMYKA 32 CYET NIPOIPECCUPOBAHUA
OCHOBHOIO 320071€BaHUA — TUNOPOCPATEMHU-
YeCKOro paxurd. Ha OOBEKTHBHOM OCMOTpE
YCTAHOBJICHO YKOPOUYEHUE JIEBOM HIKHEU KO-
HEYHOCTU HA 5 CM, YKOPOUEHHUE JIEBOTO Oezpa
Ha 3 CM 32 cyeT AeopMaLy, YKOPOUEHHUE JIe-
BOM TONEHM HA 1 CM 32 cYeT JehOpMalIUH.
JIBIKEHME B CYCTABAX HIDKHUX KOHEUHOCTEN B
IIOJIHOM OObeMe. MblieyHas Cuna 5 6aJuIoB.

C LIEbI0 KOPPEKLIMH BBIEYKA3aHHBIX KO-
CTHBIX M3MEHEHUI Ha (POHE OCHOBHOTO 3a060-
NIEBAHUA TIPOBEZCHO OIEPATHBHOE JICYCHHUE B
nepuof ¢ 15.04.2013 o 09.09.2013:

e 2304.2013 (Bogpacr 22 ropga). buio-
KAJIbHBIN OCTEOCHUHTE3 JIEBOM T'OJIEHU allapa-
ToM Mnuzaposa. Ilepros KOppeKIuu COCTaBUI
32 pua. Havano duxcanumm ¢ 24.05.2013;
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e 2705.2013. BunokanbHbII OCTEOCUH-
T€3 JIEBOTO Geapa ammapatoM Wmusaposa. Ile-
pUOJ KOppeKuuu coctasun 20 fHEN. Armapar-
Hag (uxcauua ronenu 140 nHeir, n 6egpa —
106 mueit. Havano duxcarmu 17.06.2013 u
cuarue 09.09.2013.

[TarmenTka A. 6pu1a Bbinucana (13.09.2013)
U3 CTAMOHAPA B IOJMMEPHON JIOHTETE HA M-
OynaTopHOe HAOMOAEHUE, CPOK (PUKCALMHN OIUH
MecAnl, JacthuHoe BbI3IOpOBIeHUE. COCTOAHNE
VAOBETBOPUTEILHOE.

B Bospacre 24 ner (03.09.2015) nmauuent-
Ka A. pogma nauyenta b. Pogpl ecrectBeHHbIE,
6€3 ONepPATUBHOTO BMEIIATENbCTBA. [Taruenty b.
B BO3pacTe 6 MECAIEB ObUI MOCTABIEH JUArHO3
(ocdar-abeTa, BHIIEONUCAHHBIN  KIMHNAYE-
CKWIT Cy4ail. HUKTO U3 4WIEHOB JAHHOU CEMbU
HE TIPOIIETT MOJIEKY/IAPHO-TEHETUYECKOE 00CIIe-
Josanue. [TanyenTtka A. 1 ee Cynpyr IWIaHUpyoT
POAUTH BTOPOTO PEOEHKA.

KouHcynbraius oprorena ot 29.06.2021
naneHTku A, (Bogpact 30 ner). JKamoOer Ha
NEPUOAMYECKUE 60N B 00IACTH O€/Ipa CIIPABA.
OOBEKTUBHO: IPUXPAMBIBAET NIPU XOABOE, JBU-
KEHHE B TA300€PEHHBIX CYCTAaBAX B IIOJHOM
00beME € 06EUX CTOPOH. JAKIIOUEHHE OPTOIIE-
J1d: OCHOBHOM JMarHo3: gocdar-auadber ¢ ru-
nepgocharypueit. OCTOKHEHUSA: BAPYCHAS [IE-
(bopMaIA HIKHUX KOHEYHOCTEH. COCTOAHME
IOCJIE ONEPATUBHOIO sevyeHus. COCTOUT Ha
ydeTe [0 UHBATUAHOCTH, CBA3AHHOM C (pocdaT-
AnabeToM. PeKOMEH/IOBAHO: PEHTIEHOJIOrnYe-
CKOE€ WCCIEIOBAHUE HIKHHUX KOHEYHOCTEY,
OMOXMMUUYECKOE UCCIEA0BAHNE KPOBU M MOUH,
ONPEJENIEHNE CKOPOCTH KIYOOUKOBOM (DUIIBT-
pauyy, Y3W mouek, KOHCyIbTanus He(ponora
1 HEBPOJIOTA.

PE3YJIBTATBI U UX OBCYKITEHUE

B BBIIEONUCAHHOM KIMHUYECKOM CIy4ae
CEMENHOr0 (pocar-gruadbera NPOCIEKUBAIOTCA
NPOSABJIEHUA HEPEMEHHBIX MNPOoOIeEM, Kacaio-
IUXCA PAHHEN JIMATHOCTUKY, JIEYEHUT U IIPO-
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(OWIAKTUKY OCIOKHEHWI. Ciiydail ¢ MalyeHT-
KOU A: B pe3y/ibrare MO3/HEN TOCTAHOBKU JIU-
arHO34 U MOHOTEPAINU BBICOKUMH JIO3dMHU BU-
TaMUH4 D BO3HUKIM OCTOXHEHUA CO CTOPOHBI
OIOPHO-/JIBUT'ATENBPHOIO  AIAPaTd, IMOTPEOO-
BABIIME JUIMTEIBHOTO M MHOIOKPATHOIO XH-
PYPIUYeCKOro JieyeHusa. B cay4yae ¢ manueH-
TOMB. — paHHAA IIOCTAHOBKA JIMATHO32 HA
OCHOBE KJIMHHUKO-TA00PATOPHBIX JIAHHBIX U
HACJIE/ICTBEHHOIO AHAMHE3d, TEPAIUA BBICOKHU-
MU J03aMU BUTAMHUHA D U OGUONOTMYECKU-
AKTUBHOM JJOOABKOM Ka/IbLIn/, 6€3 IIPUMEHEHNA
(hocopcopepKamux  npenaparos.  OJHAKO,
HECMOTPA Ha paHee BbIABICHUE TUIIOpocdare-
MUYECKOTO PAXUTA U HAYAIO JICYEHUS BUTAMU-
HOM D ¥ Kanpnuaowm, y nanuenTa b, BO3HUKIN
MHOKECTBEHHBIE OCJIOKHEHUA: KOCTHAA Jie-
(opmanyg yepena, KPaHUOCUHOCTO3 CaruT-
TAJILHOTO B4, CKaouedand, CUHAPOM BHYT-
PUYEPENHON TMIEPTEH3NH, dHOMANUA PA3BU-
THS JJACKA 3PUTENBHOIO HEPBA, COMATOICHHAS
HHU3KOPOCJIOCTb U BAPIyCHAA  JiehOpManyd
HIDKHUX KOHEYHOCTEN. B HACTOAIMIT MOMEHT Y
MALKEHTa b. HAGMIOAAETCA IPOrPECCUPOBAHUE
KOCTHOM Jie(hOpMALIMK HIKHUX KOHEYHOCTEH,
4TO B OYAyIIEM, BO3MOKHO, HOTPEOYET Onepa-
TUBHOI KOPPEKLIUU.

Cneyer TAaKKE OTMETUTb, YTO KIMHUKA
TUIO(OCHATEMUIECKOTO PAXUTA U TAKECTb
TEUEHWS Y MAIUEHTKU A. ¥ NanueHTta b. omu-
4aloTCa. B smreparype ecTb CBeAeHHd, 410 Y
IALMEHTOB MYAKCKOI'O I0JA 3a00J€BAHKE MPO-
TEKAET TOKENEE, UTO TAKKE IOATBEPAKNACTCA
HAIIMMA  KIMHUYECKUMU npumepamu  [1-7].
AHAIM3 KIMHUYECKUX CJIYY9AEB AKTYAIEH UL
IPAKTUKYIOIMX Bpd4Yer € LEAbl0 Auddepen-
[IMATBHON JIUATHOCTUKUM U CBOEBPEMEHHOIO
MOHWTOPUHIA OCIOKHEHWI Y IALUEHTOB C
(dhocdar-gradeTom. Takke NMPeJCTaBIIeTCa He-
OOXOJUMBIM  IIPOBEZACHUE  MOJIEKY/IAPHO-
TEHETUYECKOTO MCCIEIOBAHNSA TIAIMEHTOB U
WICHOB MX CEMbU I 320/IATOBPEMEHHON KOH-
CY/JIBTALMH 110 BOIIPOCAM IUIAHUPOBAHUA U PO-
JKJICHUS IETEH.

BbIBOIBI

Taxum 00pa3oM, HECMOTPA Ha YCIEXH,
JOCTUTHYTBIE B M3y4eHUH OP(AHHBIX 3a60Ie-
BAHUI B HALIEH CTPAHE, TPEOYETCA JAIbHENIIEe
YIIYOIEHHOE U3yYeHHE TUIIO(POCHATEMUYECKO-
IO PAXUTA I Pa3pabOTKU AITOPUTMOB 0OCIIE-
JIOBaHUA C LIEIBI0 PAHHEN OCTAHOBKU JUATHO-
34, CBOEBPEMEHHOI'O BBIABJIECHUA OCIOKHEHUI,
KOMILIEKCHOTO JIEYEHNUS 1 YIYUIIEHNS Ka4eCTBa
JKM3HU TALMEHTOB U UX CEMEI.
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OunancupoBanue. lccnenosanue He
MMEJIO CTIOHCOPCKOM MOJIEPIKKU.
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