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K/IMHUYHU ITPEINNOP'BKH

GUIDELINES

INPENNIOP'BKH 3A IOCTABAHE HA ITUATHO3ATA U JIEYEHHUETO
HA X-CBbP3AHATA XUIIOPOCPATEMUA B BEJII'UA (YACT 2)*

Laurent MR, De Schepper ], Trouet D et al. Consensus Recommendations for the Diagnosis and
Management of X-Linked Hypophosphatemia in Belgium. Front Endocrinol, 2021, 12:641543

X-cebp3aHaTta xunodpochatemus (XLH) e
Hali-yecTaTa reHeTu4yHa ¢opma Ha xunodpocda-
TEMUYHUSI PaXUT U ocTeoMasnauusi. MHaKTH-
BUpaia myrtauud B reHa PHEX Boau 0 moBu-
IIaBaHe HUBaTa Ha GUOpPOOGJIACTHHUS pacTeKeH
daktop 23 (FGF23), koeTo mpenu3BUKBa IO-
BUIIleHa 3ary6a Ha ¢ocdaTu npe3 6bOperrTe U
CMyTeHa MHUHepaar3alys Ha KOCTUTE U 3bOuTe.
HeoTnaBHa 6sxa MyGJMKYyBaHU MeEX/yHapOAHU
NpenopbKU 3a MOBeJAeHUWe NMpU X-CBbp3aHaTa
xunodpocdaremus (2011 u 2019 r.). [locnengHute
npenopbku ca oT 2021 1. ¥ ca cb3JaeHHu OT eKC-
neptu B bearus.

[TanuenTHTe Cc X-cBbp3aHa xunopochateMus
TpsA6Ba Aa O'bAAT JIEKYBAaHU OT MYJIUCIUILIH-
HapeH eKWI, BKJIOYBALl: NeJUaThbp; eHAOKpHU-
HOJIOT, KOUTO /la ce 3aeMe C JIeUeHUEeTO CJe/| 3a-
B'bpILBaHE Ha NybepTeTa; 3b60JeKap; OpToNes;
peHTreHoJior. Bozemo MscTo 3aeMa eKCHEPTHT
o MeTaboJUTHU KOCTHU 6osiecTu. OT Hero ce
O4YaKBa /la MOCTAaBU MpaBUJIHATA JUarHo3a 4 Jia
JlaJle yKa3aHUs 32 JIEYeHUETO.

[Ipu pena ¢ nNo-TeXKU KAMHUYHU GOPMU Ha
X-cBbp3aHa xunodpochateMus uau peppakrep-
HU Ha JiedeHHe C KOHBEHIMOHAJHUTE CXEMU C
docdop ¥ aHa/sOT HA AKTHBHHUA MeTabOJIUT Ha
BUTaMUH D, MoXe /ia ce MpoBe/ie JeYeHUe C UH-
xubutop Ha FGF23 - burosumab. J/leueHueTo c
TO3U MeJJUKaMeHT BOJU /0 MO0-A06pu pe3ysiTa-
TH, CPaBHEHO C KOHBEHI[MOHAJHOTO JIEYEHHUE,
BKJIIOYBAIL0 CaMO cylsieMeHTanus Ha ¢ocdop
Y aHaJIOT Ha aKTUBHHUSA MeTaboJIUT Ha BUTAMUH

"Yacr I e ny6sinkyBaHa B EHtokp. 3a6ou1., 2022, 51 (1):28-32.

D. Burosumab mMoke J1a ce ©3mo/13Ba U MPU B'b3-
pacTHU NaLlMEeHTH C Ta3u JUAarHO3a, BbIIPEKHU Ye
pacTexbT e 3aBbpIlieH, 32 HaMaJIsIBaHe Ha YeCTo-
TaTa Ha NceBJ0QPAKTYPHUTE.

PTH-MEJIMMPAHA XUIIEP®OCPATYPUA

Tyk ce BKJIIOUBAT BCUYKU HapylleHUs, BoJe-
IITY J10 IOBUIIIEHO HUBO Ha nmapaTtxopMmoHa (PTH)
- I'bPBUYEH, BTOPUYEH U TPETHUUYEH XUIlepnapa-
THUPEOUIU3bM, KAKTO U BCUYKH POPMU, IPU KOU-
TO JIeiCTBUETO Ha BUTaMUH D e koMIpoMeTH-
paHo. [Ilpy mbpBUYEH XUNepHapaTUPEOUU3IbM
HuBOTO Ha FGF23 e noBulieHo.

BCBIIHOCT IBPBUYHMUAT XuINeplapaTu-
peongnsbM U X-cBbp3aHaTa xumnodocda-
TeMUsl MOraT Ja UMAT CXOAHA GUOXMMHUY-
Ha KOHCTeJIallUs - TOBHILIEH NAapaTXOPMOH,
noBulieHo HUBO Ha FGF23, nHedposmTuasa,
xunodpocparemus. [[bpBUYHUAT XUllepnapa-
TUpPEOWU3bM 0baye JIeCHO ce pa3/ivMyaBa I1o
TOBA, 4Ye Ce ChbuyeTaBa C XUNEPKaJLueMus U
XUNEepPKaJLUYpUs U JUICBAT AAHHU 33 OCTEO-
MaJsianus UM paxuT. [Ipy mbpBUYHMSA XUIIEp-
napaTupeoujusbM HMBOTO Ha 1,25 (OH),D
€ BUCOKOHOPMAJ/IHO WM MOBHMIIEHO, a MpHU
X-cBbp3aHaTa xunodpocparemMuss HUBOTO HA
1,25 (OH),D e HamaJieHo.

Makap 4 ps/iKO, B K/IMHUYHATA [PaKTHKa ce
cpellaT ¥ mauueHTH ¢ HepamuaHa popma Ha X-
cBbp3aHa xunodocharemus (HsAMa APYrH uJe-
HOBE Ha CEMEMCTBOTO C TasH JuarHosa). B tesu
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KJIMHWUYHU "TIEPJIN" 3A IPAKTUKATA

Xunodpocharemusita MoxKe a ce Jb/DKH Ha
IIUPOK CIEKTHP OT NPUYUHHU.

3aToBa mpu U3sCHsSBaHe Ha xunodocdare-
MUYHH ChCTOSIHUSI BUHATH 3amo4yBaMe ¢ jlabopa-
TOPHUS MUHUMYM - 001 U HOHU3UPAH KaJLUH,
docdop, kpeatunuH, 25(0H)D, ankanHa pocda-
Ta3a ¥ MapaTXOpPMOH.

[Ipy wu3scjienBaHe Ha CEPYMHOTO HUBO Ha
docdopa npobaTa TpsAOBaA Jla ce B3eMe Ha TJIaj-
Ho. ToBa e mbpBara ,KJIMHHUYHA MepJia“, KOSITO e
MHOI'0 BaKHa 3a mpakTukaTta. HuBoto Ha ¢oc-
¢dopa ce BiMsIe MHOTO OT JjMeTaTa, 0COOEHO aKO
T e 6orata Ha ¢ocdop. BropoTo Hal-BakKHO
v3cJje/iBaHe NMpPU MalUeHT ¢ xunodpochaTeMus
e U3MepBaHEeTO Ha TyOysiHaTa peabcopOIus Ha
dochopa (TRP). Hopmanno Ta e mexay 82 u
95% (cpeznHo > 85%), a npu nayUeHT ¢ xunodo-
chaTemus 6u Tps6Baso Aa e gAaxke Hax 95% (B
ONMHUTa Ha OpraHu3Ma Jia 3aJ/bpPKU BCUUYKHS Ha-
audeH ¢ocdop). Makcumannata TRP e 100%.
Taka, ako TRP e moBuiieHa, Tpsi6Ba Jja MUCJIUM
3a HapylueHa abcop6uus Ha pocdopa Ha HUBOTO
Ha TbHKUTE YepBa. AKO e HaMaJieHa, IpUYuHaTa
3a xunodocdatemusTa e B 6b6peka. Toa e BTO-
paTa ,KJMHHYHA nepJsa“ - 6e3 ToBa U3MepBaHe
He MOKeM /ia MIOCTaBUM CUTYypHA U TOYHA Jipar-
Ho3a. [Ipu xunodocdatemus, AboKala ce Ha
6bOpevHa 3ary6a Ha ¢pocdopa, TRP e nox 82%.
Axo xunodocdaTtemMusTa € OCTPO HACT'BIUJIA,
HampuMep MpPU CIEIHU CbCTOSHUSA, KPUTUYHO
60JIHM MALMEHTH, TOraBa MPUYMHATA BEPOSTHO
e TpaHcleayaapeH npeHoc Ha ¢pocdop U u3Mep-

BaHe Ha TRP n3061110 He ce HaJjiara, TbH KaTo
KJIMHUYHATa CUTyalus e JOCTaTbuHa, 3a 4a OpU-
eHTUpa jekaps. TpeToTo BaxKHO U3c/e/|BaHe M0
I'bTSA K'bM IPAaBUJIHATA JIUArCHO3A € /]a Ce U3MepPHU
HuBoTO Ha 1,25(0H),D. ToBa me Hu nomorue jga
pasrpaHUYMM OTKbJE W/Ba NP06JEMBT — OT Ma-
PAIUTOBUAHUTE *KJie3U (aKO MapaTXOPMOHBT €
MOBUILIEH; TYK HU IOMara KaJUAT — aKo € B HOP-
Ma, 0co6eHO B /I0JIHATA MOJIOBUHA HAa HOPMATa,
BEPOSTHO He CTaBa JiyMa 3a MbpPBUYEH XUIEPIa-
paTUpeonAM3bM; IoMara HU U KJIMHUYHaTa Kap-
THHA, BKJ. OCTE0J,eH3UTOMETPUUHHUSAT ,IOJNUC”
Ha XulleprapaTUpPeonu3Ma) Uiu OT MOBUIIEHO
HUBO Ha FGF23. B nbpBUsA ciayyall, npu m'bpBU-
4eH xunepnaparupeonusbm, 1,25(0H),D e e
HOpMaJleH - B ropHaTa N0JIOBUHA Ha HOopMaTa
WJIY TIOBUIIIEH, a BB BTOPHUS caydai — Ha FGF23-
MequupaHa xunopocdaremus - 1,25(0H),D me
e HaMaJIeH WJIM HOpMaJleH, HO B Jl0JIHAaTa M0JI0-
BUHA Ha HopMaTa. ToBa e 1 TpeTaTa ,KJIUHUYHA
nepJia“

®OCDOP - [TPENPATKHW K'bM BUOXUMU -
TA, PU3UOJIOTUATA U KAJILUEBO-
®OCPOPHATA OBMAHA

®ochopbT € 0T KPpUTUIHO 3HAYEHHE 32 Opra-
Hu3Ma. Toll e He06XO MM NPU CKeJIETHOTO pas-
BUTHUE KAaKTO NPU Jlella U IOHOIIM, Taka U NP
Bb3pacTHU. PochopbT e HeM3MeHHa YacT OT
KOCTHaTa MUHepa/M3alus. YyacTBa B U3rpax-
JlaHeTO Ha KJIeThuHUTe MeMbObpaHU. PochopbT
€ 4aCT OT CTPYKTypaTa Ha HYKJEOTUAUTE, a Te
- 4acT OT /1e30KCUPUOOHYKIeMHOBaTa KHceJMHa
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JIUOEPEHIIMAJTHA JUATHO3A HA FGF23-
MEJJMMPAHUTE ®OPMHU HA XUTI0DOCDA-
TEMUS C BbPEYHA 3AT'YBA HA ®0CPOP

CunapomuTe ¢ nopuieHo HUBO Ha FGF23
ca:

— X-cBbp3aHuAT xunodpochaTeMUIeH paxUT
- NpPUYMUHSABA Ce OT MHAKTHUBUpAlla MyTalus B
PHEX reHa; ToBa e 1 e/lHa OT Hal-4eCTUTe HAC-
Jie/ICTBEHU IPUYMHU 32 PAXUT;

— TyMOp-UHAyLMpaHaTa ocCTeoMajalus -
TOBa e eJIHA OT Npuj06uTUTE GopMHU Haxunodoc-
daTeMus1 U cae0BaTeNHO TPsAOBA Aa ce ThPCU
NPU Bb3PACTHU NaLlMEHTH C XPOHUYHA XUnodoc-
daTemus;

— aBTO30MHO-ZIOMHHAaHTeH xumnodocoare-
MmudeH paxuT (ADHR) - nmpuyunsiBa ce oT My-
Tanusa B reHa 3a FGF23; cpemat ce u no-yeku
$EeHOTHUNHY U35IBH, TAKa Ye € Bb3MOXKHO JJUarHO-
3aTa Jia ce 3a6aBU WJIM U3sBaTa Ha 6oJiecTTa Jia
HacT'bIIM U B N0-3psijia Bb3pacT. [Ipu no-6orata
¢damMusHa aHAaMHe3a U KOTaTo JIeKapsT ce KoJie-
bae f1aJiv He cTaBa iyMa 3a FeHETUYHO 3a00J151Ba-
He, 6M MOI'bJI /]a HAlIpaBX U FreHeTHY€eH aHa/Iu3, B
KOMTO Jla ce BKJItouM reH'sbT 3a FGF23 (u egenmy-
asHo PHEX zeHsm).

— aBTO30MHO-peLecuBeH xunodocpaTeMu-
YeH paxuT (3acerHaTv Morar /ja 6'b/IaT HIKOJIKO
renu: DMP1, ENPP1, FamZ2c);

— CUHApOM Ha $ubpo3Ha AuCIIa3Usa/CUH]-
pom Ha McCune-Albright - npuyuHsABaT ce oT
MOCT3UT0THA, aKTUBUpPAlla COMaTHUYHA MyTalus
B GNAS reHa.

Tyk criaziaT ¥ HAKOU KpallHO peJiKU reHeTHY-
HU CUH/JIPOMH, [IPU KOUTO MyTallys B peljenTopa

3a FGF23 nmpuunHsBa TeXKH KOCTHU AedopMa-
LJMY, KAKTO U MHOXeCTBO Jpyrd MajpopMallH,
v3paseH JiuleB AucMopdUu3bM U T.H. Te ca 06eKT
Ha HEOHATOJIOTHUATA.

MOXKE JIU JA UMA XUITIOPOCPATEMMUA],
XUNEP®OCOATYPUA U HOPMAJIEH FGF23

ToBa ca cbCTOSIHUATA, C KOUTO TPsAOBA Ja ce
HanpaBu AudepeHIHalHaTa AUArHo3a — CbCTO-
SIHUS, IPU KOUTO edeKThT e B caMus 6bOpek.
Tyk oCHOBHO Tpsi6bBa JAa Ce W3KJOYW Hacae[-
CTBeHUAT xunodpochaTeMUyeH PaxXUT C XUIIep-
kanuuypus (HHRH). [lanueHTHT MOXe Jja UMa U
HopMaJsiHo HMBO Ha FGF23. MHoro no-BaxHo npu
Te3U NalueHTH e He HUBOoTo Ha FGF23, a MHoOrO
TUNUYHAaTa KOHCTesJalus, BKJ/OYBAallla OCTe-
ONEeHHs/HUCKA KOCTHA MHUHepasiHa MJIbTHOCT,
XHINepKaJAuuypusi, BHCOKOHOPMAa/JIHO WJIH
noBueHo HuBo Ha 1,25(0H),D 1 HMCKO HMBO
Ha naparxopmoHa (PTH). Ilapamxopmonesm e
NOHUJCEeH U npu4uHama He e, 4ye nodo6eH Ha
Hez20 nenmud ce npou3egexcda om HemMuUNU4YHO
Mmsicmo (PTHrp), kakmo 6u 6u/10 npu majaue-
HeHama xunepkaayuemus, a 3aujomo 4yyecm-
sume/IHOCmma Ha 6s6peyume KoM delicmau-
emo Ha napamxopMoHa e N08UWEHA.

HacnencrBeHussT xunodpochareMuyeH pa-
xuT ¢ xunepkaauuypus (HHRH) BcbmuocT
npesAcTaBsiBa Trpyna 3a00J/sBaHUs, XapaKTe-
puUsupaliu ce ¢ eJuH o061y GeJjier — MOBUILEHA
YyBCTBUTEJIHOCT Ha GbOpenuTe KbM JEeUCT-
BHETO Ha MapaTXOpPMOHA. 3acerHaTu ca TeHUTe
SLC34A3, SLC34A1 u SLC9A3R1, kaTo MyTauuu
B NNOCOYEHUTE I'eHHU BOAAT /10 PEHOTUIIHO CXOJ-
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