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AKTYaAbHOCTb. X-CLIEMAEHHbIA AOMMWHAHTHbIN runopocoda-
Temuyeckuin paxut (X-linked hypophosphatemia; XLH) — ato
pPEeAKOE HaCAEACTBEHHOE reHeTuYeckoe 3aboneBaHUe, BbI3BaH-
HOoe MyTaumsaMu B reHe PHEX (pacrnoAOXEHHOM B AOKyce
Xp22.1), KOTOPbIN KOAMPYET CBA3AHHbIM C MOBEPXHOCTbIO KAET-
K1 GEepPMEHT, pacLLEenASIOLLMI 6eA0K, — docdaTperyAvpyoLLyro
HenTpanbHyt0 3HAonentuaady PHEX, npeumyllecTBeHHO 3Kc-
npeccupyemsblit B octeobaactax, octeoumntax u 3ybax. 1o pea-
KO€e reHeTMyeckoe 3aboneBaHWe, MMeoLLEE TPYAHOCTH PaHHEN
AVArHOCTUKK, MpPU KOTOPOW BaXeH MYyABTUAMCLUNAMHAPHbIV
MOAXOA.

Llenb uccnepoBaHUA. A\eMOHCTPALUMA KAMHWYECKOTO CAY-
yaa CceMenHOW X-CUeNAeHHOM runodochatemMmn y AeBOYEK
13 GUxopranbHOM BUAMHUOTUUECKOW ABONHM.

MauueHTbl U MeToAbl. AeBouka A. 1 AeBoYka U. U3 ABOMHU
B Bo3pacte 3 ropa 10 mec (MioAb 2018 1.) HBbIAM rocnUTanu-
3MPOBaHbl B OTAEAEHWE MCUXOHEBPOAOTUW, TAE B OUOXMMMU-
YEeCKOM aHaAM3e KPOoBW ObiAM BMepBble 3apervcTprpoBaHbl
BbICOKME MOKa3aTeAu LEeAOYHOW docdaTasbl: naumeHTka A. —
1209 HMOAb/A; naumeHTka WM. — 1016 HMOoAb/A. 10 AaHHBbIM
peHTreHorpadumn Ta3obeApeHHbIX CycTaBoB OblAa BbiIBAEHA
MeTadusapHasa Aucnaasus. M3 aHamHesa M3BECTHO, YTO AEBOY-
KW OT nepBort 6epeMeHHOCTH, BUxopruanbHOWM, BUamMHUOTUYE-
CKOM, NpoTEKaBLUEN Ha BCEM MPOTAXEHWUM C Yrpo30W Mpepbl-
BaHus. Ha 15-i1 Hep 0TMeYaAoCb KpOBOTEUEHME, POAbI Ha 32-1
HeA NyTEM 3KCTPEHHOro KecapeBa ceyeHus. AeBOYKU POAM-
AVCb HEAOHOLLIEHHbBIMM, C HU3KOW MacCcomn Tena, achuKcren aer-
Kou ctenenu, N’bH no pesyc-pakTopy XeATyLIHOW GOpMbl, CPeA-
HeW cTeneHu TsxecTu. B npouecce pranyeckoro, KOrHUTUBHOIO
pa3BUTUS y AEBOYEK OTMeYanaCb HU3KaA AMHaMWKa pocTa,
nosaHee npopesbiBaHue 3y6oB, 3aAepXKa PeYeBoro pasBuTus,
BapycHaa aedopmauma HUXKHUX KOHeuHocTen. B 4 ropa 1 mec
(okt6pb 2018 r.) no HanpaBAaeHuto reHeTka KAL MATKB
roCnUTaAn3MpoOBaHbl B OTAEAEHME HACAEACTBEHHbIX Hapylue-
HUI obmeHa BewectB MAIKB, rae no pesyabtatam npoBe-
AEHHOro AabopaTtopHOro 06cAeAOBaHMA Yy AEBOYEK BbISBAEHO

CHUXEHWE ypOBHSA TybyAAapHOW peabcopbumn docdopa B nou-
Kax TRP = 46,6% (peBouka W.), TRP = 54% (apeBouka A.), runo-
docharemus po 0,97 MMoAb/A. Ha peHTreHorpamme KucTen
PYK — KOCTHasf MAOTHOCTb AMGGY3HO CHWXEHA, OTMEeYanoCb
HaAM4YMe KUCTOOBPa3HbIX MPOCBETAEHUI B AOKTEBOW U AyYEBbIX
KOCTSIX, KOCTSIX 3ansiCTbsl, B MACTHbIX KOCTSIX U danaHr nanbLEeB
A0 5 X 4 MM, OTMeYaracb «M3bEAEHHOCTb», Pa3MbITOCTb KOHTY-
pOB MeTadU30B NAOKTEBOW W AYYEBOW KOCTEW C MpepbliBaHWEM
KOPTUKAAbHOTO CAOSl. B AeueHun 6biAM MCMOAb3OBaHbI Mpe-
napatbl pocdopHoro bydepa, aktuBHasi dopma BUTamMuHa D,
He AaBLUME AONKHOIO apdekTa. Mpu nccrepA0BaHUM METOAOM
BbICOKOMPOU3BOAUTEABHOIO MapaAAeAbHOro0 CEeKBEHWPOBAHUA
no TapreTHoM naHeAan «HacAeACTBEHHble 3abOAeBaHWA Cke-
AeTa» Oblna BbiiBAGHA MyTauus B reHe PHEX, v B Bo3pacte
4 ropa 8 Mec AeBoYKaM OblA YCTAHOBAEH KAMHWYECKWI AWa-
FHO3: «X-CLEMAEHHbIN AOMMUHAHTHbIM runopocdaTeMUUEeCcKmi
paxuTt. [eTepo3urotHasa MyTtaums ¢.1568+1G>A B reHe PHEX.
ComaTtnyeckasn HU3KOPOCAOCTb». YunTbiBasi O-06pasHyto Aedop-
MauMio HOr, AeBoYkaMm Oblaa NPOBEAEHa KoppurMpylowas
0CTeoTOMUSI Ha AeByto HoAbLLebepLOBYtO KOCTb. C 8 AeT 6bIA0
HayaTo NaToreHeTMYyeckoe AeYeHUe He 3aperncTpMpPOBaHHbIM
Ha Tepputopumn Poccuickon depepauum npenapatoMm MOHO-
KAOHAAbHBIX aHTUTEA K dakTopy pocta ¢ubpobaactoB 23.
AVHaMKKa pocTa M AabopaTopHbIX A@HHbIX Ha GOHE AeueHus
NOAOXUTEAbHASA.

Pe3ynAbTaThl U 3aKAOUeHUe. AaHHbIM KAMHWUYECKUI Mpu-
Mep AEMOHCTPUPYET BaXXHOCTb BpayebHOW OCBEAOMAEHHOCTM
0 peAknx dopmMmax paxuTMUecKmx 3a6oAeBaHNIM, CAOXHOCTU AWa-
FTHOCTUKM M AeYEHMS, @ TakKe O HOBOM NaToreHeTMYeCKom Tepa-
nuu. B cBOIO oyepeab, BpavyaM CAEAYET MPOABAATb KAMHUYE-
CKYKO HaCTOPOXEHHOCTb B OTHOLLUEHWW AAMTEABHOTO OTCYTCTBUSA
apdeKTa MAU HE3HAUUTEABHOTO YAYYLUEHWS TeYeHWs paxuTa
aKTMBHOIO Ha GOoHe Tepanuu BbICOKUMK AO3aMW MpenapatoB
BUTaMmHa D, MOCKOAbKY CBOEBPEMEHHAA AMArHOCTUKa MMe-
€T BaXHOe 3HauyeHWe AN HOPpMaAM3auMM pocTa U pa3BUTUA
pebeHKa 1 AAA MPEAOTBPALLEHWUSA OCAOXKHEHUIA.



