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X-cUenneHHbIn JOMUHAHTHbIN
rmnogochareMmyeckuin paxuT (X-I OP)

Opyrue HazBaHuA X-T OP:

« MMnodochaTeMUIecKnii paxmt

« X-CLEMNNEHHbBIN paxuT

+ BUTaMUH-D- pe3nCTEHTHBIN paxuT

« GochaT-gnadet

+ X-Linked hypophosphatemia (XLH)
« X-Linked hypophosphatemic rickets

X-T®P- peakoe HacneACTBEHHOE 3a60NeBaHNe KOCTEN. EFro pacnpocTpaHeHHOCTb OLieHUBAEeTCS KaK 1 Ha
20 000 HoBOPOXAeHHBIX. X-TOP 06bI4HO AUArHOCTUPYETCA B AETCTBE, HO MHOTAA CUMNTOMbI MOFYT 6bITb CNa-
60 BbIpa)eHbl, U MOCTAHOBKA BEPHOr0 AWArHO3a 3anas/bIBaeT.

PaHHAA 1 BepHasa gMarHoCTMKa ABAAETCA KKYOM K ycnewHoMy BegeHuto X-I' OP!

YTO HYXXHO 3HATb:

docdop - 3To MUHepan, KparHe BaxkHbI AN opraHnamMa. OH B Hanbonblel Mepe coaep-
XKUTCSI B KOCTHAX M OTBEYaeT 3a POCT, MUHEPanU3aLmMio U BOCCTAHOBIEHNE KOCTHOW TKaHW. Tak-
e hochop HeobxoanM ansa 06ecneyveHna MblLLL SHepren. 3TO BaXKHENLLNA d1eMeHT B 06ec-
neveHnUn hyHKLMOHMPOBAHMA KOCTHO-MbILLIEYHONM cucTeMbl. Hanbonbliee sHadeHme dpocdop
VIMEET B Neprof akTUBHOIO pocTa opraHuama (T.€. B IETCKOM BO3pacTe).

['eH PHEX oTBeuvaeT 3a perynauunio obmeHa docdopa B opraHname. OH HaxoanTca Ha X-
XpomMocome. MyTauum aToro reHa nNpuBoLAT K HapyLIEHNIO peabcopbunm (06paTHOMY BCachl-
BaHWIO) hocdhopa B NoYKax, v OPraHnam TepseT U3BbITOUYHOe KoMuecTBO dhocdhopa ¢ MOYOI.
Kak cnencTeue, pasBmnaetcs runodocdaremMust - CHUXKaeTes ypoBeHb Gocdopa B KPoBu. B pe-
3y/bTaTe 3TUX NPOLLECCOB HapyLLaeTCa MUHEPaNn3aLms KOCTelN 1 obecnedeHne MblLL SHepPrUel
HepocTaTok pocdopa B KPOBM MPUBOAUT K CHUXKEHWUHKO MPOYHOCTU KOCTEN, XPOHUHYECKOW 60U,
MbILLIEYHON CNabocTn 1 ap.

Mpun X-T OP HeakTnBHbIE hopMbI BUTaMKHa [, (pbiOuid XXup, Xonekansumdepon B npenapa-
Tax akBaAeTPUM, BUraHTon) HeathheKTUBHbI. Ha AaHHbIA MOMEHT OCHOBHBLIM CMOCOBOM feve-
HUA X-TOP B feTCKOM BO3pacTe ABASETCS pPerynspHbIi Npuem npenapaToB Gochopa v akTue-
HbIX GopM BUTaMKHa [ (anbdaxkansUmnaon unm KanbuuTpunon). Bapocnble naumeHTbl ¢ X-I OGP
Yallle MoNy4aroT TONbKO aKTUBHbIE (POPMbI BUTaMUHa [, BOBMOXHO Ha3Ha4YeHne npenapaTtos
dochopa no cTpornm NokasaHuaM (6epeMeHHOCTb, CUbHAsA MblllieyHan cnadocTb, MOArOTOB-

Ka K ornepauusaM Ha KOCTAX).



}{f\) CnefyeT NOMHUTb, YTO MOMUMO X-CLEMNEHHOIO JOMUHAHTHOMO rnnodoc-
(haTeMn4eCcKoro paxmTa, BbI3BaHHOrO MyTaLMsaMU reHa PHEX, nmeeTcsa ellle 5
apyrux gopm [ OP, NpUYNHOM KOTOPbIX ABASKOTCA MyTauuu APYrnx reHos

NN ONyXosb:

X-T OP AOMWHAHTHBIN: X-T®OP peleccueHbIi: AYTOCOMHO-PELIECCUBHBI:
ren PHEX reH CLCN5 rerbl SLC34AT, SLC34A3, SLC2A2,
(caman pacpocTparieHHan (cnppom lerTa) ENPPT, DMP1, SLC9ASRT. KL
dbopma FdP) ' ! '

BO3MOXXHbIE BAPUAHTbI ®OPM

coMaTUHecKne MyTaLum reHoB ONYXONb-MHAYLMPOBAHHASRA
ayTOCOMHO-OMUHAHTHbI NRAS, KRAS, HRAS (KOXXHO-CKENETHbI ocTeomMansuus
reH: FGE23 runodochaTeMnYecKuin CUHAPOM/ (y beTel KpaliHe peako
Cutaneous Skeletal BCTpeyaeTca ata popma)

Hypophosphatemia Syndrome/
Epidermal Nevus Syndrome with
Hypophosphatemic Renal Rickets

B HEKOTOPbIX Crydaax MONEKYNTAPHO-TEHETUYECKNIN aHa I3 HE MO3BO-
NSAET TOYHO 06HAPYXMUTb AedeKTHbIN reH (faxke Nnpu Hanu4iumn nHbopma-
LMK O 3a60/1eBAHUM Y HECKOBKUX Y1EHOB CEMbMW MaLUeHTa). 3TO MOXeT
6bITb CBA3AHO C TEXHUYECKNMM OrPaHNYEHUSIMIN METOAMKM UCCNENOBAHNS
U HaNUUneM fedeKkTa B TOM FeHe, KOTOPbIM NMoKa He M3BECTEH BpadaMm,
Kak BO3MOXXHas npuymHa passutua [ OP

[narHo3 '®P ocHOBbIBAETCA Ha HANTMYUN KITUHUYECKNX, OUOXUMUN-
YECKNX U PEHTIEHOOMMYECKNX MPUSHAKOB, MOJMIEKYIAPHO-TEHETUYECKAS
ONArHOCTUKA ABMAETCS TOJIbKO AOMOMHUTENBHBIM METOLOM.



FGF23 («ropmMoH hakTop pocTa ¢hmbpobnacToe 23») NPOU3BOAMTCS B KIeTKax
KOCTHOM TKaHW U KOHTponupyeT o6MeH dpocdopa 1 BuTaMuHa [l B opraHusme.

B 60/bLUMHCTBE C/ly4aeB Yy NaUMeHTOB
¢ X-T'®P HapyLleH KOHTPOb 06pasoBa-
HUA FGF23, 1 9TOT TOPMOH B KPOBU MO-
BbILLIEH.

Bbicokui ypoBeHb FGF23 nprBoguT K Ha-
PYLLUEHUIO peabcopbummn dhochopa B NoY-
Kax 1 pasBuTULO rvnepdochaTtypum (MHOro
hocdopa B Moye). YpesmepHoe BbiBeeHe
thochopa 13 opraHnama ¢ MoYOM NPUBOANT
K aHOMasibHO HU3KOMY YPOBHIO Gocdopa B
KpoBWU (runodochatemMun).

HW3K1I ypoBeHb ochopa B opraHusMe
MPUBOAUT K HAPYLUEHWIO MUHEpanaa-
LI KOCTEN, CHUXKEHUIO UX MPOYHOCTU
N UCKPUBIEHNIO.

fopMoH FGF23 6110KMpyeT paboTy dhepMeHTa 1 anboda-ruapokcunasbl
M HapyLlaeT B nNoykax npouecc nepexona ButaMmnHa [ n3 HeakTuBHoOM hop-
Mbl B @KTUBHYHO. Takxe ropMoH FGF23 yBennymBaeT akTUBHOCTb (DepPMEH-
Ta 24-rTapoKcunasbl B OpraHuamMe, a OH paspyLlaeT BuTaMuH [

CHIKEeHE 06pa30BaHMA akTUBHOM hopMbl BUTaMuHa [ (KanbunTpro-
Na) Bbl3blBAeT KOMMEHCATOPHOE MOBbILIEHME NAPATrOPMOHa (BTOPUYHbIN
rmnepnapaTpeos). [oBbileHne NapaTropMoHa elle 60fblUe yBennYMBaeT
BbIBefieHMe hoctopa M3 opraHnama (runepdocdaTypuio).



OCHOBHbIE KITMUHUYECKUE NMPU3HAKWU I ®P*

LOETU

06bI4HO cMTOMBI X-T'DP BrepBble NPOABASOTCS

B paHHeM feTcKoM Bo3pacTe (0T 6 Mecser 1o 1,5 neT).

B ¢BA3K ¢ TeM, 4TO hochop UMeeT OYEHb BaXKHOE 3HaYeHme
[I719 HOPMaSIbHOIO POCTa U pasBUTUS KOCTER, IETU C 3TUM
3abof1eBAHUEM PACTYT OYEHb MEASIEHHO U HYacTO UMEKDT POCT
HUXXe cpefHero.

OCHOBHbIe CUMMNTOMbI Yy pebeHKa:

* paxuTudeckne nedopMaunn rpyaHom KNeTkm

* HeoBbl4HasA hopmMa Yepena (rmnepTpodua NoGHbLIX BYrpoB
Ha NEePBOM rogy XKU3Hu)

* 3a[ep>XKKa pocTa UM HUSKUIA POCT

* 60/1b B KOCTSIX 1 MblLLILAX

* BbICTPasn yTOMNSEMOCTb NpU xofboe (pebeHoK NpocuTes
Ha PyKW UM NMOCUOETD)

* NO3/Hee NpopesblBaHve 3yH60B

* NPo6BEMbI ¢ 3y6amMu (BbiNafeHUe, Kapuec, abclecchl)

« nedopmalm Hor (O-obpasHast u X-o6pasHas fedopmalms)

* HapyleHNe NOXoaKK (MoxoaKa Mo TUMY «yTUHON)

B3POC/IbIE

NHorga cMMNTOMbI O4eHb CNABo BbIpaXkeHs,

U AMarHo3 BMepBble yCTaHOBAMBAETCS

BO B3POC/IOM BO3pacTe.

OCHOBHble CUMMATOMBbI Yy B3pOCJIOrO:

* 60Mb B KOCTSX, CYCTaBax U MblLLLAX

* MbllLEeYHas cnabocTb

* Npo6nembl ¢ 3y6amu (4acTble abelecchl, Kapuec,
NapOAOHTO3)

* NEPENTOMbI MEJIKUX KOCTEN (4acTo BbIABAAOTCA MPK
CNyYaiHO BbIMOMHEHHOM PeHTreH-McCneJ0BaHNN)

* cnabast PaCTAKMMOCTb CBA3OK U CYXOXXUNIA
(NprdmHa: KanbUudukaLms cBA30K)

* HapyLLeHWe xoabbel ("nepeBanuBaroulasca”
WAV NpUXpaMbIBaroLLIast MOXOAKa)

* HapyLLeHWe NOABMKHOCTU CYCTaBOB
(aHTe30MaTUK, apTPO3bI)

* CHUXKEHUe cryxa

* HU3KUI poCT

* NOBbILLIEHWE apTepUanbHOro AaseHus
pasnmyaTbes i I

* KNnuHU4Yeckue npusHakm u cumMntombl X-F'OP moryT
N UMETb PasHYyIo CTeneHb BbIPAXEHHOCTU.

&

69 wCTPAKL-BETHMY




X-F'OoP U TEHETUKA

X-F'®P HacnegyeTcs DOMUHAHTHO C X-XPOMOCOMOM.

1. Ecnu 6oneH oTel, Bce govepu 6yayT
B0/bHbI, BCE ChIHOBbS - 300POBbI.

XY

OTteL 60neH

XX

Martb spoposa

XY XX XY XX
" ] ] | | L1
CbIH 300poB Houb FOP CbIH 300poB Houb FPP
X
| | [ 1]
OTel 3a0poB MaTb 60onbHa
2. Ecnu 60MbHa MaTh,TO pUCK nepefath AT
3aboneBaHune pebeHky Moboro nona g ~ 2
cocTanaeT 50%. e I
X X
] 1] n s
CbIH 300pOB LDoub F'OP CbiH FTOP Joub 3p0poBa

3. Y peten ¢ X-TOP B 20-30% cnyyaes
POAUTENN MOHOCTLHO 340POBbLI, T. €.
3ab0neBaHNe BO3HUKAET Cnopaanyecku
(cnyvaiiHo).

OTcyTCTBI/Ie 3aboneBaHusi B cEMeNHOM aHaMHese He UcktouaeT Hanuune X-T'OP y pebeHka.




X-TOP N ANATHOCTUKA

PaHHee BbIsIBNEHWE 3a60/1€BAHNA 1 MOCTAHOBKA TOYHOIO AMarHo3a AB-
NSeTcs 3aN10roM aMMOEKTUBHOMO JIeYEeHUs U 61aronpuaTHOro NPorHo3a
Mo 3abofieBaHnto. MNalUMeHT oMKeH 6biTb 06Ce0BaH Cleay LMK
Bpavyamu: neamaTpoM, SHAOKPUHONOrOM, HEGPOIOroM, Bpa4oM-0pTo-
NefoM, CTOMAaTONOMOM, BPa4YOM-TeHETUKOM, PEabUTUTONIOOM.

ns nocTaHOBKMW AMarHo3a Heo6XxoauMbl:

OCMOTP pebeHKa: oLeHKa AedopMaLnn CKeNeTa, MblLLEYHOM
CUJbl, Pa3BUTUA MOTOPHbIX HABbIKOB, U3MEPEHME POCTA U BECA.

@ 3yveHne ceMenHoro aHaMHesa.

& AHann3 Kpoewu Ha hocdop, KanbLmii, WenodHyro Gocharasy,
cﬁ KpeaTUHWH, NapaTropMOH.
[Mpu oLeHKe YpOoBHSA pocdopa B KPOBM HEOOXOANUMO MpUMe-
HATb BO3PACTHbIE HOPMbI JAHHOIro NapameTpa. (CM. CXemy
«HopMasbHble 3HaYeHna cogepxxaHma Gocdopa B KPOBU»).

T AHanmM3 Mo4K (PasoBYHO YTPEHHIOK nopuuto!) Ha dhochop,

(= KanbLUWW, KpeaTuHUH. [na onpeaenennsa runepdochaTtypun
Heo6X0AMMO NPUMEHATL creumanbHble GOpPMYSbl pacyeTa
TYyOynapHoOn peabcopbunmn hocdaTor (CM. cxemy “‘Hopmans-
Hble 3HaYeHWA TYBYNApHOM peabcopbummn GocdaTos B MoYe).
PyTUHHOE n3MepeHne hocdhopa B MoUe ABASETCA MaNoUHMOP-
MaTVBHbIM ON9 BbIABAeHUS runepdocdatypuu.

@3 PeHTreHorpapus KUCTeM 1 KOCTeN HOI AN OLEHKU COCTOSIHUS
s KOCTHOWM TKaHW.

[eHeTUuecknii aHann3 reHa PHEX Ha Hanuume MyTauuii (Hy>KHO

NOMHUTb, CYLLECTBYHOT N APYINE IeHbl, ﬂ,ereKTbI KOTOPbIX BEOYT |

K ApyrmM dopmam FOP).



HOPMAJIbHbIE 3HAYEHUA ®OCDOPA B KPOBU

HOPMANbHBIE 3HAYEHUA TYBYNAPHOW PEAGCOPELMN ®OCDHATOB B MOYE
(Stark et al. 1986, Alon & Hellerstein 1994, Payne 1998)

PACHET MHOEKCOB PEABCOPBLIUN ®OCPOPA B MOYE

TRP (%) - npoleHT peabcopbLmn docdaToB M3 nodedHoro hunbTpaTta. TMP/GFR - MakcMarnbHbIA ypoBEHb
TyGynsipHol peabcopbLmnm hocdaToB K CKOPOCTU KITy6oUKoBOM dunbTpaumm (CK®), MMmonb/n. Ycnosue
NpoBefleHNsl aHanm3a: 3a60p KPOBM U3 BeHbl (HaTOLLIAK) 1 pa3oBast BTopas YTPEHHSAS NopLMS MOYM B OANH eH

KpeaTuHuH Kposu, docdop mouu,
1 MMmonb/n mMMmonb/n
TRP- - ®ocdop kposy, >< KpeaTuHuH Mouu, X 100 %

MMonb/n MMonb/n

«ecnm TRP < 0,86 (86%), To TmP/GFR= TRP x hocdop cbIB., MMOb/N
«ecm TRP > 0,86 (86%), ToTmP/GFR= 0,3 x TRP/ (1- 0,8 x TRP) x hoccop cbIB.

PEDEPEHTHBIE 3HAYEHMA MOKA3ATENA CA/KPEATUHWH B PA30BON norPUNN MO4HN
(no Michael P Metz, Ann Clin Biochem 2006, 43: 398—-401)

Ca/KpeaTUHUH (MMOJIb/MMOIb), TOYKA OTCEYEHUS
BospacrT, net (cut-offs), ecnu nokasaTesnb BbiLIE 3TOFO 3HAYEHMS,
3HAuUT - rUNepKanbLuypus

lNpumedarue: Ecnn y naumeHTa nokasaTtenb Ca/kpeaTnHUH 60fbLue TabAMYHOro 3HaUYeHWs], 3TO MOXET yKasblBaTb

Ha HanM4YKne runepkanbuuypum (prck HedpokanbLHosa!) 1 aTo TpeByeT nepecMoTpa TakKTUKM ledeHuns. B HeKoTopbIxX
cnyYyasx noTpedyeTcs NMPOBECTM CYyTOYHbIA CGOp MOYM ANA OLIEHKUN rMnepKanbLnypun. B Hopme y peGeHka KanbLni

B CYTOYHOW MOPLIMM MOYMN COCTaBNSAET He 6onee 4 Mr/Kr/CyTKu.

b.
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[ocTuxKeHne HoOpManbHOro YPOBHS hocdopa B KPOBU He ABNAETCA Liesbho
NEeYeHNa U He aBNgeTca KpuTepneM ath@eKTUBHOCTM Tepanun! OCHOBHOWM
LIeNbHo KOHCEPBATUBHOMO SleUeHua ABNAETCA YydLLEHNe CTPYKTYPbl KOCT-
HOM TKaHW (OLIEHMBAETCA MO AaHHbIM PEHTrEHOrpadmm) n obecneveHme
MbILLIL| 9Hepruel 3a cyeT dhocdopa, YTobbl MOMOYb OPraHn3My HOPMaIbHO
pPa3BMBaATbLCS.

KPUTEPUN SODEKTUBHOCTU JIEMEHUA

B JETCKOM BO3PACTE BO B3POCJIOM BO3PACTE

- ynyyquerne quHaMnKu pocTa

- ynydlleHne hUsnyecKon akTuBHOCTH
pebeHka

- ynyylleHne GUanyeckom akTUBHOCTU

- yAyYlleHWe CTPYKTYPbl KOCTHOW TKaHU
(KoHcONMAauMa nepenoMoB, ecn Ta-

KOBble UMENUCH) MO JaHHbIM PEHTreHo-
- NpefoTBpaLLeHNe PasBUTUS UMK rpacdum
nporpeccun aedopmalinii ckeneta
- CHUXKEHWE aKTUBHOCTU LEeNoYHOR doc-
dhaTasbl (Heo6A3aTENBHO ee NoHaa Hop-

Manusauus!)

- ynyJLleHue CTPYKTYpbl KOCTHOW TKaHW
Mo AaHHbIM peHTreHorpadum

- CHUXKEHWE aKTUBHOCTY LLEENOYHOM doc-
(haTasbl (He0HA3aTENBHO €€ NOHAaA HOP-
Manuaaumsal)

% NMNJIAHUPOBAHWUE CEMbMU

IInst B3pOC/bIX, y KOTOPbIX MMeeTca X-I' PP, npy nnaHnMpoBaHNN CEMbU HEOO-
XOANMO FeHETUHECKOE KOHCYNBTUPOBAHME C Lesbro ONpeaeneHnst pUCKOB nepe-
fayun 3a601eBaHNA AETSAM, @ TaKXKe NONYYEHUA PEKOMEHAALMA NO BEAEHUIO
H6epeMeHHOCTH. [pOTUBONOKA3aHU K 6epeMeHHOCTI Y Nl ¢ X-T' OP HeT.

Mpu HanM4yMK pucKa nepegadn 3aboneBraHus, NOCAe POXAEHUS pebeHKa
HeOo6X0AMMO B NepBble 6 MeCALEB XXU3HW BbIMOMHUTL MOJIEKYNAPHO-TEHETU-
YECKUIM aHanmM3 n BUOXMMUYECKUIA aHANIN3 KPOBU, YTOObI ONpeaenTb HEOHXO0-
AVMOCTb U CPOKM Havasa KOHCEPBATUBHOIO JIEHEHUS.

&

B aCTPAHA-JETAMS




PEHTITEHOJIO MMECKUE CHUMKU

PeHTreHorpamma PeHTreHorpaMma Kucteu
KOJIEHHbIX CYCTaBOB C PaxUTUYECKUMU U3MEHEHUAMU
C paxXUTUYECKNMU
N3MEHeHNAMU

Ha peHTreHoorMyeckmx CHMMKax B 30Hax MeTapusoB Tpy64aTbIX
KocTel (nokasaHo cTpenkamMu) onpeaensaroTcst XapakTepHble Ans
paxuta USMEHEHNS:

- HEPOBHOCTb Kpasa MeTadumaa

- BOFHYTOCTb MeTadu13a ¢ UCTUPaHNEM (HEUETKOCTbIO) Kpaes KOCTH,
hopMUPOBaHME BOKANOBUAHbBIX BAABIEHUN

- NOBbILLIEHWE NPO3PaYHOCTU 30HbI MeTapun3a

Al
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X-roP N JIEMEHUE

y MEQUKAMEHTO3HOE JIEMEHUE X-T®P B IETCKOM BO3PACTE

JledeHue cocTonT B NpuemMe npenapatoB Gocdopa B COMETAHUN C aKTUBHbIMK GOpMamMn
BUTaAMUHa .

/" docdop ButamuH [ - -

@ Ha4danbHasa A031MpoOBKa COCTAB/ALT:

20-60 Mr/Kr/cyTku Anbhakansumaon 1-2 MKr/cyTku

0.7-2.0 monb/Kr 30-50 Hr/Kr/cyTKU

MakcuManbHasa 003UPoBKa:

He Gonee 80 Mr/Kr/CyTKu nnu

Mpw Gonee Markmnx heHoTunax (Hanpumep, KasnbLuTpron 1-1,5 MKr/cyTiu

y MNafieHLEB C ceMeiHoi Ghopmoit X-TOP) 20-30 Hr/Kr/cyTrA

crneayeT UCMonb30BaTh 60/1ee HUSKYH _
103MPOBKY (20-30 Mr/KF/CyT.). JleyeHre MOXKET 6bIThb HAYaTO BMMUPUYECKI:

¢ anbdakansumgona 0,5 unn 0,75 MKr/cyTku

MpuM.: cogep)aHune anemeHTapHoro gpocdopa WAV C KanbLMTPMONa 0,5 MKF/CyTKY

B npenapaTe "Reducto-spezial 602 mg/360mg’-
1 T126.=200 mr C NOCNEAYHOLLEN KOPPEKTUPOBKOM Ha OCHOBE
B npenapaTe "“Socdopoc” - 1 1ab.=187 mr KANHWYECKUX U BUOXMMUYECKUX NapaMeTpoB.

F.D, [1031MpOBKa KOPPEKTUPYeTCs B 3aBUCUMOCTM OT:

BbIpaXXeHHOCTU PaXUTUMECKUX USMEHEHWI YpoBHSA NapaTropMoHa B kposu (MNTI)
KOCTHOW TKaHM (N0 Rg Tpy6YaThIX KOCTER)

AKTUBHOCTY WenouHoi dhoctoTtasbl (L) YpOBHSA KanbLWA/KpeaTUHWHA B pa3oBOi
HaNUYKUIO/OTCYTCTBUIC HehpOoKanbLMHO3a nopumMm Mouu

.‘ Ocobble ykasaHusa No npuemy:

MpenapaTbl hpochopa NokasaHo NpPUHUMaTL Mpw runepkanbuuypmm
pPaBHOMEPHO B TeYeHWe OHS, pacnpeaenns (Ca/kpeaTuHuH > 0,6 MMOSb/MMOSb) 403y
Ha 4-6 NPUEMOB, YTO CBA3AHO C BbICTPbIM HEOOXOAMMO:
BbIBeAeHWEM NpenapaTta U3 opraHmnsma. - CHM3UTb
- OTMEHUTb NPUEM MTHOOBIX
Mocne HopManusaluK ypoeHsa LD vacToTa thopmM BuTamMmHa /.
npuema MOXET CHKATbCA 0 3-4 pas B CYTKU. PeepeHTHble 3HaYEHUs nokazaTens

Ca/KkpeaTvHuH B MOYe NpecTaBieHbl Ha c1p. 10
[Npnem npenapatoB Gochopa He pekoMeHayeTCs
COBMELLATb € MOJTOMHbIMU MPOLYKTAMM. XK Anbbhakanbuupon v KansyuTpron
HeNb3d NPUHUMaTL OAHOBPEMEHHO!
X Bbicokue gosuposku dhocdopa (CBbiLe
60 MI/Kr/cyT.) HeNb3s UCMOb30BaTh
ONUTENbHO (Make. 6 MecsiLIER)

Ecnv naumeHTy NokasaHo NporpeccrBHOE yBenuMYeHre A03bl (HO He 6onee 80 Mr/cyTKn), TO 4ns
NpeAoTBPaLLEeHUs OCAIOKHEHWIA CO cTOPOHbI KT (anapes, TOWHOTA, pBOTAa) U rMnepnapaTupeosa
cnenyeT yBeNuydnThb KpaTHOCTb NpUeMa Lo 6-8 pasd B CYTKMU U CKOPPEKTUPOBATL JO3UPOBKY Mpena-
paTa BUTaMuHa L.

BO3MOXHO HagHaYeHne Tepanim PEKOMEUHAHTHBIM FOPMOHOM POCTa NPY BbIPaXXeHHON
3afepxke pocta. OAHaKO, JaHHbIA CMocod NedYeHUs He ABNAETCA OCHOBHbIM.




X-ro°P U IEYEHUE

@\ MEOUKAMEHTO3HOE JIEMEHUE X-T'®P BO B3POCJIOM BO3PACTE

OCOBEHHOCTb BeeHWs B3POCbIX NaLUneHToB ¢ X-I P 3aknrovaeTcs B Ha3-
HaYeHUN UCKITIKOYMUTENBHO NpenapaToB akTUBHbLIX GOpM BUTaMUHA /]

(anbdaxkanbUnaon nnnM KanbumMTpron), 6e3 HasHaveHusa npenapaToB Goc-
(hopa. ATO CBA3AHO C MeHbLUEN NOTPEOHOCTLH B3POCIOro OpraHMama B
dochope, a TakKe BbICOKMM PUCKOM Pa3BUTUA HedpOoKasbLMHO3a (MoYe-
KaMeHHoW 601e3HM).

MNprem npenapaTtoB Gocdopa y B3pocsbix NaumueHToB ¢ X-I OP MoxeT 6bITb
Ha3HayeH TOJIbKO NPU CTPOruX NoKasaHUAX:

- BbID@XXEHHAas MbllleyHas ¢cnabocTb (YeNoBeK UCMAbITbIBAET TPYAHOCTU
Npv XoAb6€e U caMoOBCYXKNBAHUN)

- MIPEACTOAWME ONepaLnm Ha KOCTSX UKW NepenoMbl (A9 yayYlleHnsa BOC-
CTaHOBJIEHWSI KOCTHOW TKaHW)

- BOBMOXHO Y XeHLLMH ¢ X-T OP BO BpeMsa 6epeMEHHOCTH.
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PacueTHada gosa npenapartoB BUTammHa [

Anbodaxkanbumaon: 0,75-1,5 MKr/cyTKu
Kanbuntpuon: 0,5-0,75 MKr/cyTKu

.
% PacueTHasa gosa npenapatoB docdopa

600-1600 Mr/cyTKu.
Y B3pOC/IbIX MaLMEHTOB HE MCMOMBb3YHOTCA pacyeT AO3bl Ha KI BeCa.

&
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X-F'oP U JIEMEHUE
@ CTOMATOJIOMMYECKAS MOMOLLb

MaumeHTaM NoKasaHo: YCUNEHHasa r’MrneHa nonocTu pra ¢ NPUMEHEHUEM LLIAAALLIMX METOLOB
OUUCTKM 3YOOB. BbIOOP B NEpBYHO ovepeb 3y60COXPaHAOLLMX METOAOR NIEYEHUA BOCMaNeHui,
HEXeNU XUPYPrudyeckmx (CTapaTbCsa NeYnTb Kapuechl, NyabnnUTbl U NePUOAOHTUTbI, HEXENN
yAanaTh 3y6bl). BaXHO MOMHUTB, YTO Aaxe Yepes 06bluHble TPELLMHbI 9Manu MOXET NMpou-
30MTU 3apaxkeHue 1 rnéenb Nynbhbl, TO3TOMY PEHTIEH-KOHTPONb (OpTONaHTOMOrpaMma nnm
MaHopaMHbI CHUMOK 3y60B 1K [aHOpaMHbIi CHUMOK YeTkoCTU- 3TO B3aMMO3aMeHAeMble
HasBaHWA MeTofa) NPOBOAMTCH 4 pasa B rof] Aaxe Npu OTCYTCTBMM »anob, 0CMOTP CTOMa-
TOoNoroM kaxaole 3 Mecaua. lNpn HeOOXOAUMOCTU NaUMEHTY MOXET ObiTb BbIMO/IHEHA
KOHYCHO-Ny4YeBas KOMMbroTepHas Tomorpadus (KIKT) 4entocTi nnmn MHTEPEeCyOLLEro y4acTKa.

KOHTPOJIb BESOIMNMACHOCTU JIEMEHUA

KOHTPO/b B KPOBU MapaTropMOHa, KallbLKA, LWenodHon dhocoaTassl,
KpeaTuHWHa pas B 3-6 MeCALEB.

"‘E KoHTpob B MoYe KanbLms (B CyTOYHOM MOPLMIW) AU KanbLWUA/KpeaTuHNH
B (B pazoBOi yTpeHHel nopumm) pa3 B 3-6 MecsLIEB.

% Y3W novek Ha NpeaMeT Hanuuns HedbpokanbLMHo3a (CUHAPOM «6enblx
| MMpaMua» WK rMnepaxoreHHble BKAOYEHNS) pas B 6 MecsiLeB.

ﬁ HOBbIE PASPABOTKU B JIEMEHUWU X-T®P

Ons nederuns X-F'OP 6b1n1 pa3paboTaH Npenapat - PEKOMOUHAHTHble aHTuTena Kk FGF23.
B 2018 roay npenapaT AT-FGF23 (Burosumab) nonyuun peructpauuto 8 EBpone (EMA) u
B CLUA (FDA) 1 paspelueH ans nedeHus getert ot 1 roga ¢ X-I'OP.

HaxHbli npenapat 6nokmpyeT FGF23, 4To NprvBOoanT K HOpManuaauum peabcopbumn hoc-
tdhopa B noykax (opraHnsm He TepsT dochop B U3ObITOYHOM KONUYECTRBE), HOpMaNusyeTtcsa
ypoBeHb dhochopa B KPOBM U, COOTBETCTBEHHO, YIYHLLAETCA MUHEPaNN3aLmMsa KOCTHON TKaHK 1
obecreyeHe MbllL SHepruen.

MNpuMeHeHe AaHHOro NpenapaTta Nokasano xopolwne pesynbTaTtshl B nedeHun X-I'OP
Mo AaHHbIM 3apYyBEXHbBIX NCCNefoBaHUI. TakKe PEXUM NMPUMEHEHUS AaHHOrO npenapara
(1 pas B 2 Hepenu) yoobeH Anda naumMeHToB. [laHHbIn npenapaT HECET NMOHMKEHHbIE PUCKK B
OTHOLLIEHWUM Pa3BUTUS HeDPOKabLMHO3A.

B Poccum AT-FGF23 (Burosumab) noka He 3apermcTprMpoBaH.

&
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/4
XI/IPVPFI/I‘-IECKAFI nomMoLlb Ansd KOPPEKLUK AEDOPMALIMN HOT

HapylleHne MuHepannsaummn kocten npu X-I P npnuBoanT K pasBUTUIO
nedopMaLmni Hor Y pebeHKa, KOTopble OrpaHNYMBarOT ero akTUBHbIE Nepe-
NIBUMXKEHWA, CMOCOBCTBYHOT PasBUTUIO apTPO30B KPYMHbIX CYCTABOB U fle-
(hopmMaLmm NO3BOHOUHKKA. KpoMe Toro, Aedopmanmm HOr BeyT K Bblpa-
YKEHHOMY KOCMETUYECKOMY AehEeKTY, HTO MOXET SABNATLCS NPUHUHON
N5 CEPbE3HbIX NEPEXMBAHNI pebEHKA MO NMOBOAY CBOEN BHELIHOCTU.

Bo3aMoXkHble TUnbI gedopmanuin Hor npu X-FOP:

- O-06pasHas (BapycHas fgedopmaums),
- X-06paszHas (BanbrycHasa aehopmanms),
- CoveTaHue X 1 O-06pasHoit (AedopmaLmsa No TUNy «ayroLLero BeTpa)

Hopma Bapyc Banbryc «Jlyrowun setep»

C uenbro ucnpaeneHus gehopmMaumii Hor NPUMEHSAKOTCA

pasfinyHble XUpypruyeckme MeToqnKn: MeToamnKa
ynpaeaseMoro pocTa (BpeMeHHbI reMuanunbusmones) &
N METOANKA OCTEOTOMUN. B AeTCKOM BO3pacTe, Korga

pebeHOK aKTUBHO pPacTeT, MPUMEHAETCA METOANKA g
YNPaBISIEMOro POCTa- BPEMEHHbIV FTeMnanupunanoaes. - f
[aHHbIN MEeTO[ BKIIKOHAET B CebA MOCTAHOBKY 8-06pasHbIX

MNAacTUH Ha 30Hbl pOCTa 6epPEHHbBIX U HONbLIEHEPLIOBBIX

KOCTeM B MecTe MakcumarnbHoi AedhopMaumm (CM.pycyHOK).
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BPEMEHHbII7I rEMHU3NMOU3NOAE3

JaHHbI cnoco6 KOppeKLUm ABNSETCA OCHOBHbIM B IETCKOM BO3pacTe

B CUJTY ClefytoLLMX 0CO6eHHOCTEN:

1) UMeeT MUHMMaNbHOE BO3AENCTBIME Ha KOCTb (MVHUMHBA3VBHAs METOAMKA): yCTa-
HOBKa 8-006pa3HbIX NIACTUH 3aHUMAET HECKOMNBKO MUHYT, He TPeOYeT LUMPOKOro one-
paLMOHHOro Mo, Ha CNefyroLWmWi AeHb NOce MOCTaHOBKM MNACTUH PeBEHOK MOXKET
CaMOCTOATENbHO XOAUTb U BECTU aKTUBHbIV 06pa3 XU3BHU;

2) MoxeT 6bITb MpoBeAeHa B NI0H0M BO3pacTe 3a 2-3 rofa A0 3aKpbITUS 30H pocTa
(T.e. npuMepHO 10 13-14 neT). PaHHW OeTCKNii BO3PACT He ABMAETCA NPOTMBOMNOKa-
3aHMEM K MPUMEHEHWNIO AaHHOW METOAUKN, 6OSIee TOro, B PAJe CriydaeB MOXET
ABNATLCHA OCHOBHbBIM KOPPEKLMU.

3) ahheKTUBHOCTb METOAMKM 3aKTKOYAETCH B UCMONb30BAHUM COOCTBEHHOMO MOTEH-
Lpana pocTa KOcTel pebeHKa: KOCTb C YCTaHOBAEHHbIMU NacTUHAMK UCNpaBaseTcs
CaMOCTOSITENBHO B peaynbTaTe GU3N0NorMyeckoro npoLecca pocTa.

Koppekumns aedopmanmmn npu NCnonb30BaHNM AaHHOM METOAUKN MOXET 3aHUMaTb
0T 8 MecsaLEeB A0 3 NET, YTO 3aBUCUT OT ANHAMUKM pocTa pebeHKa U NpoBoAUMOro
MeOUKAMEHTO3HOI0 NeYeHUs;

CneayeT NOMHUTL, YTO YCTaHOBNEHHbIE 8-06pasHble NNacTUHbI MOCE KOPPEKLNM
nedhopMalnn JONXKHbI 6bITb CBOEBPEMEHHO YAaneHbl UM 30HbI PpOCTa AO0/MKHbI 6bITb
[1e6/T0KMPOBaHbI. B NpOTUBHOM Cllydae BbICOK PUCK pasBUTUSA AedopMannm B 0bpaT-
HYHO CTOPOHY (rUnepKoppeKLnn).

PebeHOK OOMKEH PerynsapHo NpoxoanTb PEHTIEHONOMMHYECKUIA KOHTPOSIb AedopMa-
LM HOT M OCMAaTPUBATHCH BPAYOM-OPTONEAOM HE pexke 2-3 pas B ro.

[1na naumeHTOB cTaplle 15 NeT, a TakyKe Ha 3aKpbITbIX 30HaxX pocTa AN KoppeKUun ae-
hopmaumit NPUMEHSIETCA METOAMKE KOPPUIUPYHOLLIMX OCTEOTOMUIA (C AW 6€3 UCNONb-
30BaHUA aI'II'IapaTHOI7I TeXHI/IKI/I).

Koppurupyowue octTeoTOMUU B paHHEM BO3pacTe, B TOM YUC/Ie C UCNONIb30BaHUEM
annapaToB BHelHen ¢pukcayumn, MPOTUBOIMOKA3AHbDI y nauneHTOB HEOKOHYEHHbIM
pocTOM (OTKPbITbIMU 30HaMM pocTa) ¢ FDP, Tak Kak NpUBOAAT K pa3BUTUIO BTOPUYHbIX
dedopmMauunn U MHOroKpaTHbIM peuuausamM aedopmMaluii.

Mpumep feACTBUA METOAMKM YNPaBAAEMOro pocTa (BpeMeHHbIW anudusnoges)

6 mecsALeB 1rop 2 ropga 25
nocne onepaLmu nocne onepawyu nocne onepawmu o rofa
nocne onepauuu
nonroga

nocne pa3énoKUpoBKU

Xupypruyeckoe ieyeHue ¢ NOMOLLbI METOAUKU BpeMeHHoro reMuanuduanoaesa apHeKTUBHO TONBKO
Ha (hoHe MeaUKaMeHTO3HOro NieueHus (npenapatamu pocdopa + anbdakanbumgona/KanbLUTPUONa).
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BAXXHAA UHOOPMALINA

Hnsa yrpaBiaeHNA CUMNTOMaMK U NMpedoTBpalleHNA yXyalWeHNA COCTOAHNA
OpraHnaMa rNnoKa3aHbl:

ﬁ dusmoTepanms (ans nogaepaHusa coCTOAHUA U NpeaoTBPaLLEHNS
EME panbHelero paspyLleHUs KOCTeN U CyCTaBOB).

Z CneupanbHble GrsnYeckue ynpaxHeHus, hora, nnaBaHue (A1s 06-
neryeHnst CUMMNTOMOR)

TlwaTeNbHas rMrneHa NonocTu pra (419 NpeaoTBpaLleHusa 3y6HON
6011, MHbEKLNA 1 abCcLEeccoB).

PerynapHas peHTreHorpadust TpyodaTbIX KOCTeN U, Npu Heobxoam-
MOCTW, N0o3BOHOYHMKa (1 pas B 12-18-24 mec.) AN MOHUTOPUWHIa
COCTOSIHUSA KOCTHOWM TKaHM, CYCTaBOB W BbIPaXXEHHOCTU KabLndu-
Kauuu CBA3OK.

- Mpu BbIpaXkeHHOM 6ONEBOM CUHAPOME MOMYT NMPUMEHATHCA HECTE-
&% POUAHbBbIE MPOTUBOBOCMANUTENbHbIE CPEACTBA B BO3PACTHbLIX A0O3U-
POBKax.

. OETU C X-TOP U LLUKOJNA

HekoTopble Guandeckmne ynpaxxHeHna aetam ¢ X-I' OP cnoxxHoO BbINof-
HATb. Ha 3aHATKAX N0 U3KyNbType HEOOXOAMMO AaBaTh aAeKBATHYHO Har-
PY3KY U TOMbKO YNpaXKHEHNHA, OA0OpPEHHble NedallmmMm BpayoM 1 GusmoTe-
PaneBTOM-PEAOUANTONONOM. YUNTbIBARA, YTO PEOEHOK MOXET UMETh HEBbI-
COKUI POCT 1 AeopMaLnMn HOT, OH MOXET 13-3a 3TOr0 NEPEXNBATL U OCO-
HEHHO OCTPO HY>XXAaTbCA B MOHUMaHUK 1 006por aTMocdepe B LUKObHOM
KOMMEKTUBE, MOPasibHOW NOAAEPIKKE U 3alIUTE CO CTOPOHbI YYUTENEN U
ONHOKTACCHUKOB. TOT BOMPOC 3aC/YyXXUBAET OTAENbHOMO BHUMaHUS CO
CTOPOHbI MCUXONOra U YYUTENEN LLIKOSbI.

&
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g BPAYEBHAA NOMOLLb NMALUMEHTAM C X-TOP
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Ecnuy pebeHka nmetotesa npusHakm X-I OP HeobxoanmMo 06paTuTbCs
K neaunatpy, a Ansa nofiHoro 06cneoBaHna 1 peLleHns Bonpoca o Tak-
TUKE NEYeHNs pekoMeHayeTcsa NponTn auarHoctuky B ®rey «HMUL,
AHpokpuHonorunm» MuHsgpaea Poccun, otgeneHue HacneacTBeHHbIX
aHAoKpuHonaTtui (BHLL). SHL - oauH 13 BeayLLIMX POCCUNCKUX HayYHbIX
LEHTPOB, OH pacnosiaraeT HeOOXOANMOM 6a30M 1 ONbITOM pPadoThl

L7151 OKa3aHWs KBanMULMPOBAHHOM MOMOLLM B3POCbIM U AeTAM ¢ X-T OP
KOHTaKTb!:

= 117036, r. MockBa, yn. AMuTpusa YibsaHosa, 4. 11

(M. AkageMnyeckast)

@ https:.//www.endocrincentr.ru
@ +7 495 668 20 79, 406. 4417

WHTEPHET-PECYPCbI OB X-T®P

YsHaTb 6onblie nHpopMaLum no 4aHHoOMy 3aboneBaHuto
MOXHO Ha canTax:

http://www.rickets.ru/ VngopMaLus, npeAcTaBNeHHas

https://www.xlhlink.com/ PYKOBOACTBOM K jieueHuto X-F'oP.
https://xlhuk.org CaMoneyeHue onacHo Ans

https://xlhalliance.org/
3p0poBbs!

A Takxe peKOMeHayeM O3HaKOMUTbCH CO cieayrwmMMn MaTepuailamMun:

MpakTnyeckoe pykoeoacTeo X-FTOP, 2019 (Clinical practice recommendations
for the diagnosis and management of X- linked hypophosphataemia, Dieter Haffner et all?
DOI: 10.1038/s41581-019-0152-5)

ExxerogHas Hay4yHoO-NpakTuveckas KoHdepeHuus, NOCBsLLLEeHHas aKTyaslbHbIM BOMpocam
TpaBMaToJIOrMn 1 OpTONeaun OETCKOro BospacTta «TypHepoBCKUe YTeHua» 2020 .
(Ooknaguuku: KpuctuHa CepreeeHa KynukoBa, Muxann AHaTonbesud MeTpos:

«8 okTA6psa Mneep N2 2» ¢ 52:08 no 1:42:40

MauueHTckasn ceccusi: «9 okTabps Mneep N2 2» ¢ 2:33:30 no 4:00:18)



NMPO®UJIbHbIE MEAUUWHCKUE YHPEXXOEHUA PASHbLIX PETUOHOB

r. Mockea

orey «<HMWL, asHpgokpuHonorun» MuHsgpasa Poccum

AuarHoctuka, neyeHune OP 1 MeauKo-reHeTUYeCKOe KOHCYIbTUPOBAHUE
OTaeneHne HacneACTBEHHbIX SHAOKPUHONATUI (NaLMeHTbl B Bo3pacTe oT O Ao 18 neT)
OTaeneHve HEMPOIHAOKPUHONOMMM U OCTEONATUI (MauneHThI cTaplue 18 neT)

117036, yn. IM.YnbaHoBa, 11

+7 495 668 20 79, no6. 4417

https://www.endocrincentr.ru

Orey «dHKLU petelt 1 noapocTKOB AO «MnbuHckasa bonbHUUa»

®MBA Poccun» Opronepuueckas xupyprudeckas nomoLlb

OpTtoneguyecKkast Xupyprudeckas noMoLLb 143427, MockoBcKasa 061acTb,

115409, r. Mockea, yn.Mocksopeybe, .20 r.0. KpacHoropck,4. [NyxoBo,

+7(499) 324-34-64 yn. PybneBcKkoe NpeaMecTbe, 2Kopn2

https://kidsfmba.ru/ +7-495-186-13-82
https://ihospital.ru/ru/

®rby3 «LleHTpanbHas geTcKas KnuHuyeckuit LeHTp cToMaToNorum

KJ/IMHWYecKana 6onbHuua GefepanbHoro KnuHuku MIFMCY um. A.U.EBgoknmoBa

MeAUKO-6UO0NTIOrMYecKoro areHcTBa» [leTckoe oTaeneHne KIMHUYECKOro

OpTonepuyeckas xmpyprudeckas noMoLb  LEHTPa CTOMAaToN0rnm

115409, yn.MockBopeube, 20 127206, yn. BydeTtunya, 9A

+7 499 324 34 64 +7 495611 29 35

http://cdkbfmba.ru https://kcs-online.msmsu.ru

r. CaHkTt-leTepbypr

®rey «<HMHUL, peTtckoi Tpasmatonoruum u optoneguu um. LU. TYPHEPA»
MuHsgpaea Poccun

OpToneguyeckas xupypruyeckas nomolLb

OTaeneHne TpaBMaToNormMm 1 OpToneanm

196603, r. MyLikuH, yn. lNapkoBas, 64-68

197136, r. CaHkT-leTepbypr, yn. JlaxTuHckas, 1 2AnTA
(KoHcynbTaTMBHO-AMArHOCTUYECKUIA LIEHTP)

+7 812 507 54 54

https://www.rosturner.ru

Ctomatonoruveckasa KnuHuka «benas Meagseauua»
BacuibeBCKUIM OCTPOB, 26-9 IMHUA 15 K 2, 1nT A, bL «bupyka»
BbiGoprekoe wocce 4.23 kopn 2

Bpau: EnuxunHa AHHa CepreeBHa

+7 (812) 605-78-08

https://wbdent.ru

r. ToMeHb r. Yoa

rY3TO

«ObnacTHas KnMHu4eckas 6onbHuua N21» KnuHuka bIrMy

[OunarHocTtuka u neyenue P OwnarHoctuka u nevyeHue OP
[eTckoe oTaeneHune NeT, MNeanaTpudeckoe otaeneHne No1
625023, yn. KOTOBCKOro, 55 450083, yn. Wapuesa, 2
Ten..+7 3452287514 Ten.:+7 3472231110
https://www.tokb.ru https://www.kbgmu.ru/
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Mbl OTKPbITbI K ANUAJIOIY!

Kynukosa KpuctuHa CepreesHa

Bpay - oeTckuin SHAOKPUHONOT, K.M.H.
OTOeneHna HacneACTBEHHbIX SHOOKPUHOMATUIA
®rey "HMWL sHAOKPpUHONOTMK'

KoHTakTbI:
e-mail: kristinakulikova87@gmail.com
Ten.. +7 92534284 97

“f1 roToBa NOMOYb KaK poAanNTENSIM, TaK M BpadyaM y3HaTb 60JibLUE

o X-F®OP! [laBauTe o6LaTbC U 06MEHUBATLCS OrbITOM!
O6paLyanTech 3a NMOMOLLbIO 1 3agaBanTe MHTEPECYHOLLME BOMPOCHI
0 ANarHOCTUKe uiu npuHumunax sedyequns X-r op!”
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