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KoHpepeHUUA Mo opdaHHbIM U EeTCKUM

SHAOKPUHHBLIM 3a6051€ BaHNAM '.‘_ | 1 dFAOY BO Mepebiit MTMY umM. U.M. CeyeHoBa MunagpaBa Poccuu, . Mockea, Poccus MOHUKY
— 2 BY3 MO MOHWKI nm. M.®. Bnagnmupckoro, r. Mockea, Poccus
Iun0KpUHHas opdaHeTHKa: " TMNO®OCHATEMUYECKUN PAXUT:

AOCTUXEHUA U NepClneKTuBbI = HYTb K DMAFHO3y HA I'IPI/IMEPE K."MHMLIECKOFO CITYYAHS.

BBEOEHMUE. [ nnodpochpatemmnyecknn paxut (I OP) anHannemMT K reTeporeHHom rpynne HaCJ'Ie,EI,CTBeHHbIX
3aboneBaHui, CBA3aHHbIX C NOBbILEHHbIM BbiBegeHneM docdopa ¢ mo4yon n passmutmem HapylieHmn ctpoenus || MATEPUAIIbBI U METO[bI. Coop aHamHe3a, aHanus

ckeneta (HU3KOpPOCNOoCTb, AedopMaunn rpygHoOU KNeTkn, NO3BOHOYHUKA, HUXKHUX KOHEeYHOoCcTen). PaanunyatoT deHoTHNA N MEOULIMHCKOW OOKYMeHTauun pebeHka Ha ba3se
Heckonbko BUaoB [ P no tuny HacnegoBaHUA Y NO MOMEKYNAPHO-reHETUYECKON 3TUOMNOIrMN. X-CLENNEHHbIV MI'LI MOHWKWN. MonekynapHo-reHeTu4eckoe obcneaoBaHue
OOMUHAHTHbLIN [ PP — Hanbonee pacnpocTpaHeHHas opma 3aboneBaHus. HYactota: 1:20000-25000 yenosek. Ha 6a3e PIBHY «MI'H

A3BVBAETCA MDY AedhekTaX B rede PHeEX

ALY, - 1 s =
PE3YJIbTATDI. MNaynenTtka 15 net npeabasnseTr >|<ano6b| Ha HN3KOPOCIOCTb, HAapPYyLLEHUE OCAHKU, Barblryc HMXXHUX KOHEYHOCTEN, OO B NEBOM KOreHHOM cycTtaBe. OT 2 bepeMeHHOCTH, oT 1
camMocToATeNbHbIX poaoB B 38 Heaenb. [pu poxaeHunn: poct — 49 cm, Bec — 2900 r. PaHHee pa3BuTue no Bo3pacTy. B xoae obcrnenoBaHus y reHeTUKa ObIN UCKNOYeHbI MyKononncaxapmnao3sbsl. Ha MPT
11eBOro KOJIEHHOro cyctaBa B 12 neT — paxntonoaobHble NSAMEHEHUSA; B aHanNn3e KPoBU — MOBbILLEHWE LWeNno4YHOU pocdaTasbl, CHUXeHne HeopraHmndeckoro doocdpopa o 0,63 MMonb/n, KpeaTUHUH,
Kanbuun odwmn, ButammH D n napatropmoH — N; cyTo4yHOM aHanns3 moyun: dpocdatypus (46,4 mmonb/n), kansunn — N. ObpaTtunace gnga goobcneaoBaHna M NPUHATUA PELLEHUA O TaKTUKE NEeYeHUs.

[Tpn ocmoTpe: pocT — 144 cm, Bec — 40 Kr, TeNocnoXxeHue npasunbHoe, gncnponopunoHansHoe. Mukpouedanus, BbiICOkoe HEDO, NOSHbIN HEPOBHLIN 3yOHOU paAn. BopoHkoobpasHas rpyaHas KneTka.
Ckonnog, B opTornegmnyeckom kopcete. Banbryc HWKHMX KoHeYHoCTeN (0cobeHHO crneBa). [lepopmaumna 1-x nanbLeB CTOM.

[TpobaHay ObINo Ha3dHavYeHO MOJeKYspHO-reHeTu4eckoe obcrneaoBaHne B CBA3U C KITMHNYECKOW KapTUHOM HAcneaCcTBEHHOro paxmutonogoobHoro 3abonesaHns. MeTogom npsamMoro CeEKBeHUpPOBaHUA MO
CaHrepy ObINO NpoBeaeHO NccnegoBaHUe BCEU KOOMPYIOLLEN nocneaoBaTeribHOCTU M 00NacTu MHTPOHHO-3K30HHbIX coeanHeHun reHa FGF23, cBa3aHHOro ¢ pasButMemM ayTocCoOMHO-AOMUHAHTHOro [ OP.
[TaTOreHHbIX N BEPOATHO NATOreHHbIX BapuaHTOB He ObINo 0bHapyXeHo. bbin npoBeaeH aHanni 116 reHoB B pamKkax naHenu “HacrnegctBeHHble OOMe3HM ¢ naTtosiorMen ckeneta MeTogomM MacCoBOro
napannenbHOro CEKBeHMpoBaHUA Ha npundope lon S5. BeiaBrneHo nameHeHne HykneotuaHon nocnegosatenbHocTn B reHe PHEX (NM _000444) B 20 ak3oHe ¢.2069A>C, p.His690Pro, B retepo3nroTHom
COCTOSIHMWN, HE ONMNUCaHHOE B MeXAyHapoaHoU ba3e AaHHbIX 0 reHeTun4decknx 3abonesaHnax HGMD. B koHTponbHOW BbIDOpKe 300p0OBOro HaceneHusa, cornacHo 6ase gnomAD, gaHHas 3aMeHa HU pa3y He
BCTpeTunacb. Anroputmel npeackasaHna natoreHHocTtn (SIFT, Mutation Taster, DEOGENZ2, FATHAMM, fathamm_MKL coding) pacueHnnun gaHHbIW BapuaHT Kak BEpPOATHO NaToreHHbin. Mytauum B reHe

PHEX obycnasnusatoT pa3sutune [ P ¢ X-cuenneHHbIM JOMUHAHTHBLIM TUNOM HacnegoBaHUA.

bbina npoBegeHa Banunaauuns 06Hapy>|<eHHoro BapMaHTa MeTo4oM NMPAMOro aBToMaTU4YeCKOro cekBeHmpoBaHua no CaHrepy: BapuaHT BbIABMEH B reTEPO3UrOTHOM COCTOSAHUN Y npobaHga, He BbIABIEH Yy
OTUEN:-METEPY - PO baHAa: YPO ©0VCI1aBIIMBAST NPDONCXOXAEeHUne MvTaunm de Novo. bbIiCTaBJ1EH ANATrHO3: X-CUeNnJ1IeHHbI AQrabdandTHELA | (DE Y.

3AKIMIOYEHME. OLeHka GUOXMMUYECKMX NOKasaTeneil KpoBy, oLieHka akckpeTopHoit doyHkumy | | KOHTAKTBI. Mopososa fioamuna AMUTpreBHa, acCHCTEHT acbenpol | /4
: inoYeK, NPOBEAEHNE MOMEKYIAPHO-TEHETUYECKON AMArHOCTVKM Y NaUMEHTOB C Nogo3peHnemM Ha | [MeAnUnHckon reretrki VIKM um. H.B. Ckningpocodekoro ®TAOCY BO £

o anI/ITOI'IO,EI,O6HbIe COCTOSIHWS OKa3bIBaOT GOMbLLONW BKMAA HA NYTU K AMArHO3Yy U NO3BOSSIOT 'lepaoro MI MY um. W.M. CeueHoea Munsnpasa Poccun
(CeveHoBckum yHmsepcuteT), MockBa, Poccus; Bpad-reHeTukK

peKOMeH,EI,OBaTb aKTyanbHYIO TaKTUKY MaToreHeTu4yeckon Tepanmm n mexgmcumniamnHapHoOu KOHCYNbTAaTUBHOrO oTaenerunst MILL FBY3 MO MOHUKM um. M.&.
?':_I'IOMOLLI,I/I NayneHTy. Bnaanmunpckoro, MockBa, Poccus
" TenedoH: +7 (915) 333-73-49
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