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AYTOCOMHO-AOMUHAHTHbIA TMNO®OCOATEMUNYECKUA PAXUT, OBYCJIOBJIEHHbIU

MYTALMEW B FrEHE FGF23, - NEPBbIN KNNHUYECKUA CNYYAU B POCCUN

© K.C.Kynukosa, E.B.Bacunbes, B.M.MNeTpos, A.H.Tionbnakos

OIbY HaunoHanbHbI MegUUNHCKIIA CCefoBaTeNbCKUM LIEHTP SHAOKPUHoNorm Munsapasa Poccuu, r. MockBa, Poccus

AyTOCOMHO-AOMUHaHTHbIN runopocdpatemmnuecknii paxut (AL FOP; Autosomal dominant hypophosphatemic rickets, ADHR;
OMIM 193100) - pefkoe HacnenCcTBeHHOE 3ab0eBaHME, XapaKTepusyoLleeca HapyLeHnemM MUHepan3aLumn KOCTHOW TKa-
HU B pe3ysnbTaTe 136bITOYHOrO BbiBefeHus dpocdopa ¢ moyoi. aHHas opma MOP obycnosneHa myTaumsamMm reHa pakTopa
pocTa ¢pubpobnactos (FGF23), B pe3ynbTaTe KOTOPbIX HapyLIaeTcA Npouecc Aerpagaumm 6enka FGF23, yto npuBoguT K 130bI-
TOUYHOMY €ro HaKOMJIEHUIO B OPraHU3Me.

MaunenTol ¢ ALl TOP geMOHCTPMPYIOT HEMOMHYIO NEHETPAHTHOCTb 3ab0neBaHNA: UneHbl OAHON CeMbW C OAHOWM U TON Xe
MyTauuein B reHe FGF23 MOryT UMeTb Pa3fInyHyto CTeMNeHb TAXKECTN paxuTa Uan O6biTb MOMHOCTbIO 340POBbLIMU HOCUTENA-
MU reHeTryecKkoro aedekra. KnnHuyeckasa KapTuHa faHHom GopMbl paxmTa BKIlOUaeT B ceba paxutmyeckne gepopmanmm
cKeneTa, HapyLleHue Xxoabbbl BCneacTBre MbllleyHol cnaboctu n 6oneBoro cMHApoMa, abelieccol 3y6oB. Bospact maHnde-
CTaumm 3aboneBaHVA MOXET ObITb Pa3NIMUYHBIM, B HEKOTOPbIX C/Ty4YasaX y NaLMeHTOB MOXET HacTynaTb CMOHTaHHaA pemMuc-
cua. Broxnmmnyeckumm n ropMoHasnbHbIMKM MapKepamiu natonorun agnaiTca runodocdatemun Ha doHe runepdocdatypun,
MOBbILWEHVE YPOBHSA WeNouHON PpocdaTtasbl U HopManbHbI yposeHb 1,25(0H),D B KpoBu. B faHHON cTaTbe NpeacTaBieHo
onucaHve nauneHTa ¢ nerkon popmont Al FOP, y kotoporo Bnepsble B Poccum 6bina obHapyxeHa MyTaums B reHe FGF23.

KJMIOYEBBIE CJTIOBA: ayTocOMHO-HOMUHAHTHBIN runodochateMmnyecknin paxuT; Gaktop pocta prubpobnactos 23; FGF23; npepopmauus
Hor; runodpocdatemus; runepdocdatypus; KMIMHUYECKWN CIyYaid; MyTaums

AUTOSOMAL DOMINANT HYPOPHOSPHATAEMIC RICKETS IS ASSOCIATED WITH MUTATIONS
IN FGF23 GENE IN CHILD FROM RUSSIA
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Autosomal dominant hypophosphatemic rickets (ADHR) is a rare disorder characterized of renal phosphate wasting and
rickets/osteomalacia. ADHR is caused by mutations in a circulating peptide, fibroblast growth factor 23 (FGF23). The clinical
manifestations depend on the age of patients and the importance of hypophosphatemia. In childhood, clinical manifesta-
tions are rickets with lower extremity deformities. In adult onset, it can cause osteomalacia, osteoporosis, bone pain, tired-
ness. ADHR displays incomplete penetrance and variability in age of onset of clinical features. Biochemical and hormonal
markers of the disease are hypophosphatemia, hyperphosphaturia, increased alkaline phosphatase level and a normal level
of 1,25(0OH) 2D. We present the first report a baby with ADHR from Russia which one was found heterozygous for the R179Q
mutation in FGF23 gene.

KEYWORDS: autosomal dominant hypophosphatemic rickets; fibroblast growth factor 23; FGF23; lower extremity deformities; hypophos-
phatemia; hyperphosphaturia; case report; mutation

AKTYAJIbHOCTb

AyTOCOMHO-AOMUWHAHTHbI runodocpatemmuecknii
paxut (AL TOP; Autosomal dominant hypophosphatemic
rickets, ADHR; MIM 193100) - peakoe Hac/eaCTBEHHOE 3a-
6oneBaHVe, XapaKTePU3YIOLLEeCs HapyLLEHNEM MUHEepanu-
3alUKN KOCTHOWM TKaHW B pe3ynbTaTe U3ObITOYHOrO BbiBeAe-
Hua pocdopa ¢ moyon. [laHHaa dopma TOP obycnosneHa
MyTauuAMK reHa ¢akTopa pocta ¢ubpobnactoB (FGF23),
B pe3ynbraTe KOTOPbIX HAPYLIAETCA MpoLecc Aerpagauuu
6enka FGF23, yTo NPUBOANT K N3OBITOYHOMY €ro Hakorse-
HUio B opraHmame [1]. FGF23 aBnsieTcst 6eNKOBbIM FOPMOHOM,
NPEenMyLLECTBEHHO CEKPETUPYETCA OCTEOLMTAMMN U ABASET-
ca dumsnonornyecknum ¢ocHoToHUHOM [2], KOTOPLIN Hemno-
CPeACTBEHHO UMM KOCBEHHO y4YacTBYeT B MaTOreHe3e MHO-
rux 3aboneBaHuni, CBA3aHHbIX C runodocdatemmen. K Takum
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3ab0neBaHNAM OTHOCATCA OMyXOJb-MHAYLMPOBaHHAs OCTe-
oManAumMa Onyxosb-MHAYUMPOBaHHasA ocTeoMansauus [3],
X-cuenneHHbI runopochatemmueckunn paxut [4], aytocom-
HO-JOMWHAHTHBIN 1 ayTOCOMHO-PELIECCUBHBIN rnodocda-
Temuuecknin paxur [5-7], cungpom MakKbtoHa-OnbpaiiTa [8]
N KOXHO-CKeNeTHbIN runodocdatemmueckun cuHgpom [9].
MN3BecTHO, UTO NpU AaHHbIX 3aboneBaHUAX 0ObIYHO PUKCK-
pyeTca noBbilWeHHanA KoHUeHTpauna FGF23 B KpoBw.
MocTtaHoBKa gnarHo3a ALl TOP moxeT 6biTb OTCpoUEeHa
B CBSI3U C T€M, YTO MALVEHTbl MOTYT EMOHCTPUPOBATh He-
MOJHY0 MEHETPAHTHOCTb 3a00N1eBaHUSA: UNleHbl OQHON CEMbU
C O[JHOM U TOM e MyTauuen B reHe FGF23 moryT umeTb pas-
JINYHYIO CTEMEHb TAXKECTY PaxmTa UM 6bITb MOMHOCTbIO 310~
POBBIMU HOCUTENAMU reHeTuveckoro gedekra [10, 11, 16].
KnuHuueckas kapTvHa gaHHol GOpMbl paxuTa BKIOYaeT
B Cebs paxuTnyeckue pepopmaunuv CKeseta, HapylleHue
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Ta6nuua 1. brioxummueckune nNokasaTenm NauyeHTa u ero poautenen

Mokasarenb MauywmenT LW.C. Matb OTey
®ocdop CbIBOPOTKY, MMOJIb/N 0,76 1,27 1,32
WenouHas docdatasa, Ea/n 719 74 55
Kanbuui obwumin cbiB., MMOJb/N 2,44 23 2,27
MapaTropmoH, nr/mn 61,47
TRP, % 72 79,03 81,3
TmP/GFR, mmonb/n 0,54 1,0 1,11

MpumevaHwne: gaHHble NnaumeHTa LW.C. npeacTaBneHbl Jo Havyana neyeHms.

PedepeHcHble 3HaueHusA: pocdop cbiBopoTKY, 1,45-1,87 Mmonb/n (0-14 ner), 0,87-1,45 mmonb/n (>14 net); wenouHas dpocdatasa, 156-369 Ea/n (1-3 ner),
40-120 En/n (>19 neT); Kanbuuid 061MiA CbIBOPOTKM, 2,2-2,7 MMOb/N; NapaTropMoH 15-65 nr/mn; TRP (TybynapHas peabcopbuus docdatos), 85-95%;
TmP/GF (makcumym Ty6ynsapHoii peabcopbumm pocdatos K ckopocTu Kiyboukosor dpunbtpaumu, no Payne, 1998) mmonb/n, 1,22-1,6 (2-12 ner), 0,95-1,34

(25-65 ner).

X0Ab0Obl BCeACTBYE MbILLEeYHOW c1abocTn 1 6051eBOro CUH-
ApoMma, abcuecchl 3y6oB. Bospact maHudectauum 3abonesa-
HUA MOXKET ObITb PA3/IMYHBIM, B HEKOTOPbIX CJTyYasX y naum-
€HTOB MOXET HacTynaTb CNOHTaHHaA pemuccma [10, 11, 16].

PaHHAA gnarHocTrka 3a6oneBaHNs NO3BONAET CBOEBpE-
MEHHO Ha3HauYNTb HEOOXOAMMOE NeyeHe C Liesibio NpeaoT-
BpALLEHVA PA3BUTKA TSXKeNbIX aedopmalnin ckeneta u ns-
6exxaTb HeonpaBOAHHbIX XUPYPrUYECKMX BMELLATENbCTB
Ha KOCTAX.

B paHHOWM cTaTbe npeacTtaBneHO onMcaHue naumeHTa
¢ nerkon popmon ALl FTOP, y kotoporo Bnepsbie B Poccuu
6bina obHapyxeHa MyTauma c.536G>A: p.R179Q B reHe
FGF23.

OMUCAHME CNTYYAA

MpoBeaeHbl OUEHKAa aHaMHe3a, KIIMHWYECKMX OaHHbIX
nauuneHTa, aHanm3 nabopaTopHbIX N PeHTreHorpaduUeckmx
rnokasarenen.

leHomHyto [OHK naumeHTa Bbigensnu n3 nepudepuue-
CKMX NENKOUWUTOB C UCMOJib30BaHMEM Habopa Pure Link®
Genomic DNA Mini Kit (Thermo Fisher Scientific, CLLUA)
Mo METOAVKE, PEKOMEHLOBAHHOW NPOU3BOAUTENEM.

MonekynapHo-reHeTU4YeCKUn  aHannM3  MNPOBOAWNICA
METOZIOM  BbICOKOMPOWU3BOANTENIbHOTO  MapassiefibHoro
CEKBEHNPOBAHMA C UCMNoNb3oBaHueM naHenu Custom lon
AmpliSeq (Life Technologies, CLLA), BkntouaBLuein npanme-
pbl A1A MySIbTUMIEKCHON aMmnndmrKaLmm 22 reHoB, accoum-
MPOBaHHbIX C HaCleACTBEHHbIMU HapyweHuamn docdop-
HO-KanbLMeBoro obmeHa.

B kauecTBe pedepeHca reHa FGF23 ncnonb3oBanach no-
cnepoBatenbHocTb Genbank (http://www.ncbi.nlm.nih.gov/
sites/entrez) nog Homepom NM_020638. Hymepaums n o60o-
3HaueHre MyTaLnmM aHbl B COOTBETCTBUM C PEKOMEHAALUSA-
mu Human Genome Variation Society (http://www.hgvs.org/
mutnomen/recs.html).

HampgeHHaa myTauma aHHOTMpPOBanacb C NOMOLLbIO NPO-
rpammbl ANNOVAR, KoTopas No3BONAET CpaBHUBATb CMNCOK
OOHOHYKNEOTMAHBIX 3aMeH, MOJYYEHHbIX MO pe3ysbTaTamM
CEKBEHVPOBAHMA, C PAAOM CMNeLManM3npoBaHHbIX 6a3 aaH-
Hbix [12, 13].

Pe3synbraTtbl $u3MKanbHOro, 1abopaTropHoro

N NHCTPYMEeHTaJIbHOro nccnegqoBaHna

[eBouKka pokgeHa Ha Cpoke 36 Hep C HOPMasibHbIMU
[pOCTO-BECOBbIMU NMOKasaTenamu (46 cm, 2660 r) ana recta-

LMOHHOro Bo3pacTa. Pogutenn pebeHka 6binu KNMHUYECKU
3[0pOBbI, NPy 06CIefoBaHMM ypoBeHb Gochopa B KPOBM
1 NokasaTtenu peabcopbuum pochaToB moum HbiM B HOpMe
(Tabn. 1). B cembe poOCTBEHHUKOB C AedopMaLmaAMN CKe-
neta He 6bin0. MNcMxomMoTOpHOE pa3BUTHE pebeHKa Ha nep-
BOM rofly XV3HW COOTBETCTBOBAJIO BO3PACTy, NepBble 3yObl
npope3anuncb B 6 mec. C Bo3pacTa CaMoOCTOATENIbHOW XOb-
6bl, ¢ 1 roga 2 mec poauTeny Havanam OTMeYaTb NOCTENEeHHO
dopmupyoLytoca BapycHyto fgepopmMaLmio HOr y pebeHKa
1 U3MEHEHE NMOXOAKM MO TUMY KYTUHOW».

IleBouka obcnenoBaHa B 2 rofa 3 mecsLa B CBA3U C Jie-
dopmaumamm Hor. Mpyu ocmoTpe ¢u3nYeckoe pasBuUTHe
pebeHKa COOTBETCTBOBASIO HOPMe, obpaLlanm Ha cebsa BHU-
MaHMe «MepeBasvBaloLLANACA» MOXOAKA, YMEPEHHO Bbipa-
XeHHasa O-o6pasHaa gedopmMauus HOr (MeXMbILLEKOBOe
pacctosiHne 4,5 cm), Apyrux paxutuueckux gedopmauui
ckeneta 3aduKcMpoBaHo He 6bino. Mpy ocmoTpe 3y6oB
MaToNOMMYeCKX M3MeHeHUin He BbisiBneHO. [pu nabopa-
TOpHOM 00C/iejoBaHUN B KPOBY OblIV BbIABNIEHBI rNOdoC-
datemms (no 0,76 mmonb/n (Hopma 1,45-1,87 mmonb/n)), no-
BblLLEHME YPOBHA LienoyHon pocdatassl (LLUD) go 719 Ea/n
(Hopma 156-369), Npu HOpMasnbHbIX NOKa3aTeNax Kanbuusa
1 napaTropMoHa B KpoBw (cm. Tabn. 1). B aHanuse mouu Bbl-
ABneHa runepdocoatypusa (MHAEKC TyGynapHon peabcopb-
uvn pocdaTos (TRP) coctaBun 72%, makcmym TybynsipHom
peabcopbuun docdatoB K cKOpocTr KiyboukoBow Gpunb-
Tpauun (TmP/GFR) 6bin paBeH 0,54 mmonb/n). Mo pe3ynbra-
TaM PEHTIeHONOMMYECKOrO UCCNIEfOBAHMA KOCTEN BEPXHUX
U HUXKHMX KOHEYHOCTE onpeaensnncb XxapakTepHble paxu-
TUYECKME N3MEHEHUS KOCTHOWN TKaHW: Pa3pexeHue CTpyk-
Typbl U «6axpomyatocTb» MeTadurzos, O-obpasHas gedop-
MauuA KOCTEN rofeHen, CTeneHb TAXKECTU paxmTa (cornacHo
Kputepuam «Rickets Severity Scale (RSS) [14]) oueHnBanacb
B 4,5 6anna (puc. 1, 2).

OnddepeHumanbHas AMArHOCTUKA MPOBOAWMIACE MEX-
ay pas3nuuHbimu dopmamu FTOP. Y naymeHTKN no pesynbra-
TaM MONEKYNAPHO-TEHETUYECKOTO WCCNENOBAHUA B TeHe
FGF23 6bina BbisiBNeHa reTepo3UroTHas MUCCEHC-MyTaLuus
B 3K30He 3: ¢.536G>A: p.R179Q (TpaH3numA ryaHUH-ageHnH
B no3uyuum 536, NprBOAALLAA K 3aMeHE apriHMHa Ha rnyTa-
MVH B no3nunn 179). MyTauma HaxognTca B KOHCEHCYCHOM
nocnefoBaTeNbHOCTU AN NPOTEONINTUYECKOTO pacLiene-
Hua (Arg176-His177-Thr178-Arg179) 6enka FGF23. Ha oc-
HOBaHUM MNPOBEAEHHOrO 06CnefoBaHUsA MauneHTy Obin
YCTaHOBJIEH AMarHo3 «runodocpaTeMmuecknii paxmT ayTo-
COMHO-AOMUHAHTHbIN Tumn». MNaumeHTke OblI1O0 Ha3HaYeHo
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Puc. 1. PeHTreHorpadua Koctein BEpXHUX KOHEYHOCTEN.

nevyeHuve npenapatamu ¢ocdopHoro bydpepa B coueTaHUn
c anbdakanbLaoNoM.

OBCYXAEHUE

F®P - rpynna 3aboneBaHunii, XapakTepumsyolwasaca pas-
BUTVIEM PaXUTUYECKMX M3MEHEHUIN KOCTHOWM TKaHW BCnefd-
CTBME NOBbILEHHOTO BbiBeAeHNs dochopa U3 opraHmama.

B 2000 r. 6bin ugeHTNdUUMPOBaH reH FGF23, KOTopbIi
KOLMPYET CEeKpeTupyemblii 6ENOK, NPYHUMAIOLWMIA yyacTre
B perynaummn paboTbl HaTpuin-pocPopHbIX KOTpaHcnopTe-
pPOB B MOYEYUHbIX KaHasibLiax, COOTBETCTBEHHO, PErynnpyio-
wuin npouecc peabcopbunn docdopa (Consortium ADHR,
2000). N3BecTHO, uTo fedeKkTbl reHa FGF23 MoryT NprBOANUTD
K passutmio Al TOP, KNnuHMYeCcKas KapTMHa KOTOporo oby-
CJIOBJIEHA U30bITKOM MHTAKTHOro FGF23 B opraHu3me U, Kak
cnefcTeue, rmnopochatemuent. IHTepecHo, uto gpyroe 3a-
6oneBaHve, cemenHbli runeppochaTeMmueckin onyxose-
BbI KanbumHo3 2 Tuna (Hyperphosphatemic familial tumoral
calcinosis, HFTC; OMIM 211900), TakXe Bbl3BaH MyTaLMsMU
B reHe FGF23, ogHako npu AaHHOW natonormm yposeHb FGF23
CHVXeH. Pa3BuTune aByX pPasfiMuHbIX COCTOAHWI Npu fedek-
Te OfHOrO reHa 3aBUCUT OT BVAHMA MyTauuid Ha GYHKLMIO
FGF23. lNpn onyxoneBom KasnbLUHO3e MyTauuK 3aTparnsa-
0T KOHCepBaTUBHYIO 0bnacTb B N-KOHLeBOW 4yacTtu 6enka
1 BedyT K HapyLUEHUIO ero BHYTPUKIIETOUHOIO NPOLECCMHra
W, KaK CnefcTBure, CHKeHUIo akcnpeccun [15]. Mpu AL TOP,
HanpoTMB, MyTauuM MOTyT ObITb KnaccuduUMPOBaHbI Kak
«fedeKTbl ¢ nosbieHreM GyHKUMM», Bce onucaHHble npu
JaHHOM BapuaHTe paxuTa 3ameHbl (R176Q, R176W, R179W
n R179Q) 3aTparnBaloT OfHO 13 ABYX OCHOBaHWI TaK Ha3bl-
Baemoro RXXR-mMOTnBa, OTBETCTBEHHOIO 3a NpoLecc npoTe-
onvTMyeckon perpagaumm 6enka [10, 11, 16, 17]. MyTtauus
R179Q, koTopas 6biia OOGHapyXeHa y Hallel MNauueHTKH,
Kak 1 gpyrmne onvcaHHble 3ameHbl B RXXR-moTumBe, Hapywa-
€T y3HaBaHVe yJyacTka 6enka Afia npoteas, Taknum 06pasom,
fenaet 6eNoK YCTONUMBBIM K PACLLEMNSIEHNIO Ha HEAKTMBHbIE
dparmeHTbl. Kak pesynbraT, nonHopasmMepHbil FGF23 coxpa-
HAETCA B aKTMBHOM HOpMe, HapyLuas npouecc peabcopbumm
docdopa c passutrem runepdocdatypun u, Kak cneicTsue,
runodochatemun. lTmnodochatemus B nepuo pocta KocTem
ABNAETCA NPUUNHON pa3BuTuA fedopmaunii ckeneta y ae-
Tel, y B3pOCSIbIX — MPUUYMHON MbILLIEYHON C1abocTu, CycTaBs-
Hol 60nu 1 abcueccos 3y60B.

Puc. 2. PeHTreHorpadua KoCTein HUKHUX KOHEYHOCTEN.

PacnpoctpaHeHHocTs Al TOP B pesynbrate MyTauui
B reHe FGF23 Heu3BecTHa. B nutepaType npepcraBfieHbl
ONUCaHNA NaLneHTOB OPUTAHCKOrO, HEMELIKOTO, aMepUuKaH-
CKOrO, MCMaHCKOro, TYHUCCKOTO U KUTaNCKOro MPOMCXOXK-
feHmm ¢ AL TOP [11, 17, 20], npn 3Tom BO BCEX NpenCTaB-
NEHHBIX Cy4yasnx NpPosABeHUs 3ab0NeBaHNA CPEAMN UYSIEHOB
cemeli 6T PA3NNUYHBIMU: OT 6ECCUMMTOMHBIX HOCUTENEN
MyTaL MM [0 TAXKENIOro TeYeHMA paxumTa.

Seton M. et al. (2013) npeactaBunM onMcaHNe XeHLWMHbI
85 net ¢ [OP B pe3ynbrate myTauum reHa FGF23 [16]. UHTe-
pecHO, YTO NauMeHTKa MMeNa KacCMUecKyl KapTuHy pa-
XuTa ¢ MaHudecTaumenn 3aboneBaHus B OeTCKOM Bo3pacTe
1 Hanuunem runodochaTemmun, Torga Kak BO B3POCTIOM BO3-
pacTe NPOoABMEHNA paxmUTa NPaKTUUYECKM OTCYTCTBOBaNU A0
MOMeHTa 6epeMeHHOCTH, Korga 6b1510 OTMeYEHO yxyaLleHune
TeueHund 3aboneBaHus. B npeactaBneHHoM cemMmbe aHaiorny-
Hyto myTauuio (R176Q) yHacnenoBan CbiH NaUMeHTKY, OfHa-
KO OH OblT KIIMHNYECKU 300POB U He umen runodocdare-
mun. o pesynbTatam NpoBefeHHbIX paHee nccneqoBaHnn
6bII0 OTMEYEHO, YTO KOHLEeHTpauua FGF23 B cbiBOpOTKe
6blna noBblleHa He y Bcex nauuneHTos ¢ ALl TOP, uto moxet
06ycnaBnuBaTb NepemMeHHbIn deHoTrn 3aboneBanuna [18].

Tepanusa ayTOCOMHO-AOMMHAHTHON GOpPMbl paxuTa Co-
CTOUT B Ha3HauyeHun npenapaTtoB ¢pochopa 1 aKTUBHbIX Me-
TabonuToB BUTaMmHa D. B TeueHmne nocneaHero pgecatune-
TUA NpoBOAWINCH paboTbl Mo pa3paboTke HOBOro cnocoba
neyeHus naumeHTos ¢ FOP un 6bin N306peTeH npenapart, co-
JeprKalmin MOHOKIOHarNbHble aHTuTena K FGF23, koTopble
[oKasanu cBot 3$PeKTUBHOCTL B JieueHUU X-CLemnIeHHOro
JomunHaHTHoro TOP [19]. Bo3aMo»KHO, AaHHbIN criocob neuve-
HWA CTaHEeT OCHOBHbIM B Tepanuu FOP.
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3AKNIOYEHUE

B 3akntoueHme Mbl NpeacTaBAsemM MepBOro nauMeHTa
n3 Poccum ¢ ALl TOP, gnarHo3 KOoToporo NoaTBEPXKAeH MO-
NEKYNAPHO-TEHETUYECKN: OOHapy)KeHa reTepo3nroTHas
myTauma ¢.536G>A:p.R179Q B reHe FGF23. Pe3ynbraT mo-
NeKyNAPHO-TeHEeTUYECKOrO UCCNIelOBaHNA AeMOHCTPUpPYeT
Ba’KHOCTb JaHHOIO MeToAa AMArHOCTUKM B BbIABIEHUM NpU-
UMH Pa3BUTUA PAXMTa, C LIENIbI0 TOYHOW MOCTAHOBKM ANArHO-
33 1 pa3paboTKK NyaHa BeAeHNs TaKuX MNaLueHTOB, Kpome
TOro, NO3BOSIAET NPOBOAUTb KOHCYNbTUPOBAaHME CeMbMU
Ha NpeameT BEPOATHOCTM POXKAEHUA AeTEN C aHAaNOMMYHbIM
3aboneBaHneM.

COKPALLEHMNA B TEKCTE

Al TOP — AyTOCOMHO-AOMUHAHTHBIN rnnodochaTemmye-
CKUI paxuT

FGF23 - ¢akTOop pocTa pubpobnactos 23

L® - wenouHasa pocdaTasa

TRP - 1ybynapHas peabcopbumsa docdaTtos

TmP/GFR - makcumym TybynsipHon peabcopbuum doc-
$aToB K CKOPOCTU KyboUKoBOW GpunbTpaLuu

OMIM - Online Mendelian Inheritance in Man - meaun-
LMHCKaA 6a3a AaHHbIX 06 N3BECTHbIX 3ab0NeBaHuAX C re-
HETMYECKNM KOMMOHEHTOM 3TMOJIOMK, U FeHax, OTBET-
CTBEHHBIX 32 UX pa3BuTHE

AONOJNIHUTENIbHAA UHOOPMALINA

UcTouHuk ¢uHaHcmpoBaHuA. MoneKynsapHO-reHeTYeckoe uncce-
[OBaHe BbINOJIHEHO MpU GUHAHCOBOW MOAAEPKKE NPOrPamMmMbl MOMOLLM
LEeTAM C SHAOKPUHHbBIMY 3aboneBaHNAMU «Anbda-dHOOo».

Cornacue nauyueHTa. 3akoHHble MpeAcTaBUTENN NaUMEHTKN Bobpo-
BOJIbHO NMOANMCaNU MHGOPMMPOBaAHHOE Cornacue Ha NybnmnKaLmio nepco-
HanbHON MeAMUMHCKON uHbopmMaumm B obesnmueHHon dpopme (MMEHHO
B 3TOM XypHane).

KoHpnuKT mHTepecoB. ABTOpbI AEKNapUPYIOT OTCYTCTBME ABHbIX
1 NOTEeHLMasbHbIX KOHGIMKTOB MHTEPECOB, CBA3aHHbIX C NMy6nvKaLumen Ha-
cToALWEN CTaTbM.
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