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CUHOPOM 3NMMOEPMAJIbHOIMO HEBYCA C TMMO®OCPATEMUEMWN:
ONMNCAHUE OBYX TEHETUHECKUN BEPUOPULIMPOBAHHDBLIX CITYHAEB.

BBEOEHUE. MATEPUAIIbl W METObI.

KoXHo-ckeneTHbIM cuHapoMm ¢ runocgocdatemuen (KCCI'), unn cuHapom nMHeUHOro canbHoro Heeyca — [lpoBegeH aHanNM3 aHaMHe3a, KIIMHMYECKUX AaHHbIX, NabopaTopHbIX U peHTreHorpadnyeckux AaHHbIX
pedkaa popma runogocgartemmdeckoro paxurta ([ ®P), obycnosneHHasa notepen oocdopa U3 opraHudmMa us-sa aByx nauumeHToB. OnA MonekynsipHo-reHetn4deckoro wuccnegoBaHumss [OHK nauuweHTOB Bblgensnu wu3
aHOMarnbHO MOBLILWEHHOro YPOBHA (pakTopa pocTta ombpobnactoB 23 (PPD23) B pesynbTtate coMaTU4eCcKkoM wuccedyeHHoro HeByca. MeToooM 3K3OMHOro cCeKBeHUpOBaHMUSA npoBedeH NMOUCK MyTauum B reHax HRAS,
MyTauun ogHoro 13 reHoB RAS-uenu. [laHHaa opma paxuTta xapakrtepusyetca Hanudmem anuaepmanbHbiX nnn  KRAS, NRAS Ha cekBeHaTope HOBOro nokorneHust Novaseq-6000.

calnbHbIX HEBYCOB, PacCMofiOXXEHHbIX N0 NMHAM bnalwko, n TskenbiM TedeHnem [ OP. OcobEHHOCTLIO NopaXXeHUs

KOCTHOW TKaHMW Npu OAaHHOM CUHAPOME SABMISETCA COYeTaHue paxmTUYEeCKMX U3MEHEHUUN N KUCTO3HO-PUOPO3HOU

avucnnasmmn, YTo odbycnaBnmMBaeT PUCK YacTbiX nepenomoB. CrioXKHOCTb rEHETUYECKON ANAarHOCTUKM 3aboneBaHus

COCTOUT B HEOOXOOMMOCTM NOUCKa COMATUYECKMX MyTauunu B MaTepuarie rnopaXeHHbIX TKaHeW MnauueHTa

(3anngepmmnc, KocTb). [laumeHTbl ¢ AaHHbIM 3abofieBaHMEM WMMEKOT BbICOKMW PUCK WHBanuausaumm wm3-3a

Bbipa>XeHHOW MbILLIEeYHOWU TMNOTOHUN, OCTeOManaLUmMmn N CNOXHOCTU KOPPEKLUMN TaxXenon runodgocdaremumin,

PE3YJIbTATHDI.

[TauneHT M. obpaTtunca c xanobamun Ha gedopmaumm ckenerta, CHUWKeHUe ABuUratenbHOW akTUBHOCTU, HEBYC DOOMbLUNX pa3MepoB, PACMOMNOXEHHbIM HA BOSIOCUCTOW YacCTu rosfioBbl, Nuue,
TynoBuLle no nMHUAM bnawko. TaxecTb TedyeHnsa 3aboneBaHna Obina obycnosrieHa Taxenoun runodgocdaremmen (dpocdop Kposu 0,47 mmonb/n), Ha oHe KOTOPON UMESUCH Bblpa)KeHHas
ocTeoMandauus U MbllLEYHAA TMMNOTOHUSA, YTO ABMANOCb NPUYNHOU OTCTaBaHUS MOTOPHOIO U PU3NYECKOro pasBUTUS pebeHka. [lnarHo3 KOXHO-CKEeneTHbIM CUHOPOM C rmnodocdaTeMmen
Obin ycTaHoBneH B Bo3pacTte 1 roga 8 mecsaues. [1o gaHHbIM reHeTUYeCKOro uccrnenoBaHns dblla obHapyXeHa paHee onucaHHasa MyTauus - 3aMeHa rnytaMmmHa Ha aprmHuH B 61 KogoHe
reHa HRAS. lNauneHTy Oblna Ha3HadyeHa Tepanua npenapatamu docdopa v anbdakanbumgona, Kotopas umena orpaHNYeHHbIN 3PMEKT B CBSA3U C pa3BUTUEM NOOOYHOU peakumn B BUOE
cuHgpoma manbabcopbunn. B HacTosLee BpeMsi Marib4Mk CaMOCTOATENbHO HE XOOUT 1U3-3a BblpaXeHHOW crnaboctn n 60nm B Horax.

Y naymeHTta /. nmenucb MHOXEeCTBEHHbIE TMraHTCKMEe HEBYCbl, PAcnoJIOXXeHHble Ha nuvue, TynoBulle No NUHUAM bnaliko, BONMOCUCTOM 4acTu ronoBbl. B aHamHe3e oTmeyanocb ABa
nepenoma nesou begpeHHON KOCTU, B pe3yrnbTaTe KOTOPbIX CPOPMMPOBANioCb YKOPOYEHME NIEBOU HMXHEU KOHEYHOCTU U AedopmMaums NO3BOHOYHMKA. [1o npnymnHe pas3HOCTU ANUHbI HOT, a
TaKkkKe u3-3a MbllLeYHOU cnabocTu, ManbyuK nepeaBuraeTca TOMbKO C MOMOLLbK XOAYyHKOB. Ha ocHoBaHuu runodgocdartemun, runepdpocdatypun, BbICOKOM aKTUBHOCTU LLENOYHOWU
docdaTasbl B KPOBU, a TAaKKe HaNUYUA TSXKENbIX paxuTUYEeCKUX U3MEHEHUUN N KUCTO3HO-(PMOPO3HOW AuCnasnum KOCTHOU TKaHW, pebeHKy B Bo3pacTte 8 neT Obin yCTaHOBMIEH OMarHos3
rmnodocdaTteMmNYECKOro paxmuta B coctaBe cuHApOMa NUHENHOro HeByca. [laHHbIM AmnarHo3 Obifl NOATBEPXKOEH MOMNEKYNAPHO — reHETUYECKU. ObHapyXXeHa paHee onncaHHas MyTauusa —
3aMeHa rnyrtammHa Ha aprmHuH B 61 kogoHe reHa NRAS. lMayneHTy Oblna nHuuumpoBaHa Tepanus npenapatamum dpocdopHoro bydepa B coveTaHuUn ¢ anb@akanbunagonom, Ha PoHe
KOTOPOM OTMEeYarnochb yBennyeHne asuraternibHom aktuBHocTtu. OaHako, B xode AnHamMnyeckoro obcnengoBsaHus Yyepes 4 roga npoBoAMMOUN Tepanun ynydlleHUn CTPYKTYPbl KOCTHOMN TKaHU He
HabnogaeTcd, KpoMe Toro, ObIfI0 BbIABIEHO OCMOXHEHME - HedpokanbumHo3. Takke npu npoBegeHnn MCKT Obino BbigBrNeHO OBa obpa3oBaHUA NEBOM MOYKU HESICHOM 3TUOSMOMNUU C

WKWI@HREI_HM pa3Mmepom A0 18 MM ¥ [NPU3HAKN MHOXECTBEHHDbIX KACT.

[MpenoctaBreHo KnuHu4yeckoe onucaHuve PP BcneacteBme mytauum B reHax HRAS m NRAS. CnoXxHoCTb BegeHUA nauMeHToOB C AaHHbIM 3aborneBaHuem KOﬁTAKTbl-
obycrioBneHa BbipaXeHHOU rmnocgocdartemmen, KoppekLuua KOTopou npenapatamu pocdopa orpaHuyeHa U3-za NoOOUYHbLIX peakuun. [NNaToreHeTUYECKUM PalkihHa EnksaBeTa HukornaeeHa,

o o KNMUHNYECKUU OpaANHATOP — OETCKUA
MeTOA4OM Jfle4YeHUsA NpPu OJaHHOW NaTosIorMu SAABMSIeTCA npenapat MOHOKMOHaNbHbIX aHTUTen K ®PP23 - bypocymab, pencrBue KOTOPOro HarpasJieHO Ha SHOKDUHOIOT

6nokunpoBaHue peuentopoB K PPP23, 4yTOo NO3BONUT HOPManM3oBaTb peadbcopouunto cpochaToB B NOYKaxX U HOpMannM3oBaTb YPOBeHb hoccdopa B KPOBM. ®OIrBY «HMULL 3HAOKDUHOMOTMMY
MwuH3gpasa Poccumn, Mocksa,
Poccus.
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