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'OrboOyY BO «TromeHckun TMY» MunspgpaBa Poccun, TromeHb
‘Mepguko-reHeTn4yeckana KoHcynbTauma NrbY3 TO «llepuHaTanbHbIN LEHTPY,
TroMeHb

X-CLUENMNEHHbIN QOMUHAHTHbIN TMMOPOCHATEMUYECKUN PAXUT: ONUCAHUE KNUHNYECKOIO CITYYAS

BBEOEHUE. N'mnodocdatemmnyecknn paxut (' PP) oTHOCUTCA K reTeporeHHOu rpynne
reHeTU4YeCKunx saboneBaHun, cBsa3aHHbIX ¢ aecdekTtom peabcopobumm chocdaTtoB B
NPOKCUMarnbHbIX KaHanbuax, nposasnaowmxcsa docdgartypuen, runocdpoccgaremumen u
paxutuyeckumu gedopmaumnamm ckenerta. Hacrtora X-cuenneHHoro gOMUHaHTHoro [ ®P
coctaBnset 3,9:100 000 HoBopoOXXAeHHbLIX. Bepudukaumna dopmbl P npoBoanuTtcsa no
pe3ynbTaTtaM MOJIEKYNAPHO-reHeTU4YeCKoro uccnegoBaHua. PaHHee BbisiBfieHUe U Ha4Yano
naToreHeTU4YeCKOU Tepanuun onpeaensaroT NPOrHo3 3aboneBaHNA U KA4YeCTBO XXU3HWN
nauneHToB.

MATEPUAJIbI N METOObI. lNMauuveHtka 1 r 11 mec. lNpu obOpaweHUn K Bpadvy [OETCKOMY
9HOOKPUHONOrYy Xanobbl Ha HU3KOPOCNOCTb, WU3MeHeHue noxoaku. [laumeHTKe npoBeOdeHo
obcnepoBaHne: OUMOXMMUYECKUM U TOPMOHaNbHbLIM aHarin3 KpOBM C pacyeToM WHAOEKCa
TyoynapHoun peabcopoumm doccartoB (TRP, %) nu makcumyma TRP K CKOpoCTU KIybO4YKOBOW
dumnbTpauumn (TMP/GFR, MMonb/n), oueHKa CyTOYHOUN 3KCcKpeuuun cdocdopa u Kanbuna ¢ MOYOM,
COOTHOLWIEeHMe Kanbuus/KpeaTMHUHa B MoOYe, peHTreHorpadpma HUXHUX KOHEeYHOoCTen C
onpegeneHnem RSS (Rickets Severity Scale), maccoBoe napannenbHoe cekBeHnpoBaHue (MIC,
NGS), naHenb «PaxutononoOHble 3aboneBaHus» (22 reHa).

PE3YJIbTATbI. [lo pe3ynbTatam obcrnegoBaHUA YCTaHOBJIEHO:. 3aAdepXKa pocta (SDS pocta —2,4/SD), paxutnyeckue gedopmaumm ckKkeneta
(paxuTnyeckue «opacnetku» n «4etkn», O-obpasHaa gedopmauuna Hor), runodgoccdaremun (poccdop Ao 0,64 mmons/n), noBbiweHue WP Ao
1188 Ean/n, runepdocdaTtypuna (TRP=67 %), BblpaXeHHble paXuTuyeckme nameHeHus metacpumsoB No AaHHbIM peHTreHorpadpum (RSS=8 6annos.).
[0 COBOKYMHOCTU KIMMHUYECKUX U nabopaTopHbIX NMPU3HAKOB YyCTaHOBJNeH AuarHo3d «lunodocdaremnyeckmm paxurt», nauumeHTKa Obina
HanpaBrieHa Ha rocnutanu3auunio B ®PI'bY «HMWUL sHaokpuHonorum» ¢ uensio Bepudpukaumm dhbopmbl 3aboneBaHuUa U onpeaerieHNs TakKTUKU
TepaneBTU4YeCKOro BMmewartenscTBa. [10 pe3dynbTaTtaM MOJIEeKYNAPHO-reHeTU4eCKoOro aHanusa ooHapyxeHa retepo3mrotHasa mytaumsa c.1996C>T
(p.GIn666Ter) B reHe PHEX. PewweHneMm KOHCUNMyma nauuveHTKe Oblna pekomMeHAOBaHa Tepanusa npenapatoM MOHOKMOHAarNbHbIX aHTUTeEN K

dakTopy pocta pudbpobnacroB-23.

SAKITIOHEHUE. KomnnekcHasa oueHKa noka3aTteneu napuuvanbHbIX PYHKUMU no4veK, hochopHO-KanbuneBoro oomMeHa B
KPOBM U MO4e y nauneHTta ¢ peHOTUNOM paxutonoaoobHoro 3aboneBaHMA MMEKOT BaXKHOe 3Ha4YeHMe ONA CBOEBPEMEHHOro

yCTaHOBJI€EHNA NPaBUITbHOIo AnNarHo3a.

KOHTAKTDI.
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