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H AYTOUMMY H ®IrBY «HMWL aHaokpuHonornm» Munsapasa Poccun, Mocksa

KnuHu4yeckmm cnyvyam cuHgpomMma MHOXXeCTBeHHOU 3HAOKPUHHOU Heonna3um 1 Tuna

MATEPWANbLI,METOlbl U PE3YIbTATDI.

[TaumneHTKka A., 25 net obpartmnacb c xanobamum Ha M3ObITOYHbLIM BEC, HApPYyLLEHME MEHCTPYyasibHOro LUukna (OTCYyTCTBUE MEHCTPyaLun B
TedeHne 3 MecsLEB), roOnoBHYKO bonb, obulyo cnaboctb. B xoae obcnegoBaHua nNoATBEPXKAEH KIMUHUYECKUUM CUHOPOM MHOXECTBEHHbIX
OHOOKPUHHbLIX Heonnasun 1 Tuna: nepsuyHbiu auneprnapamupeol (IITIT): rmnepkansbunemua — Ca ckopp. 2,71 mmonb/n (2,15-2,55),
HopMoOKanbLUnypus 6,78 mmonbe/cyT (2,5-8,5) Ha poHe noBbILeHUA napartropmoHa o 116,8 nr/mn(16-65).

[lo pesynbTatamM MeTOAOoB Tonuyeckoun auarHoctukm (Y3W, cumHturpadpua okonowmtoBuaHbix xenei ¢ ODIKT/KT) noaresepkaeHo
Hann4ne obpasoBaHUSA 1EBOU HUXKHEWN OKOMNOLLUTOBUAHOW Xenesbl p. 2,9x2,2x1,3 cMm. BBnay Hannumna y naymeHTkn B aHaMHese nposiakTUH-
CEKPETUPYIOLLEN MUKPOAOEHOMbI rMnodusa, MepBUYHOroO runepnapatnpeosa npoBeaeHo obcnegoBaHWe Ha nNpeagMeT KOMMOHEHTOB
cuHgpoma MOH-1. o pesynsratamMm ropMoHarnbHbIX NCCcneaoBaHUW NOATBEPXKAEHO NOBbILLIEHWE nponakTuHa Kposu (/33,7 MEa/n) Ha doHe
Tepanun kabepronuHom 0.25 Mr B Hegento, AaHHbIX 3a HanM4yne gpyrux HapyweHnm yHkummn ageHormnodusa He nonydveHo (TTI, NOP-1,
OCI, JII, HoyHOM nopgaBnaALWMKA TecT ¢ 1 Mr gekcamMeTasoHOM, KOPTM30M CYTOYHOWU MOYUM — B npepenax HopmManbHbIX 3Ha4dyeHun). [lo
pesynstatam MPT ronoBHoro mo3sra noATBepPXAEHO Hanuyine MukpoadeHoMbl aurnogusa p. 5,59 x 6,3 X 5,5 MM ¢ napa(D)cennspHbim
pacnpocTtpaHeHmnem, Knosp |. o gaHHbIM KT opraHoB OptoLLHOM NOIOCTU C 3aOPHOLLIMHHBIM MPOCTPAHCTBOM BbISABIIEHbI HEUPOSIHOOKPUHHbIE
obpa3osaHUsi 20/108KU MOOXKer1yO04YHOU XXese3bl P. 7X6 MM N /x5 MM. XpomMorpaHuH A, racTpuH — BbllLe pedepeHca . B xoaoe reHeTn4yeckoro
TecTupoBaHua naHenun “Tunepnapatnpeod” B reHe MEN1 (NM 130799.2) B 4 3k30He ODHapy)XeH paHee onnucaHHbLIN B nuTepaTtype BapuaHT
(HG38, chr11:64807677A>G, c.658T>C) B reTepo3nroTHOM COCTOSHUW, NPUBOASALLMNNA K aMUHOKUCNOTHOWN 3ameHe (p.Trp220Arg) c rmybuHoun
nokpbIiTna 118x (rs1085307971). N3 ocnoXHeHUN BbiABMeEHHbIX KoMnoHeHToB MOH-1 no pesynstatam DEXA BbigBneHo . cHuKeHne MIK
HUXXe 3Ha4YeHUU, OXXnaaeMblX No BO3pacTy B MNOACHUYHOM OTAeNe no3BoHOYHKUKa (4o -2,0 SD no Z-kputepuio B L1-L4).

3AKINIOYEHMUE.

Takum obpasom, nNpu anarHOCTUKE NEPBUYHOIO runeprnapaTtmpeonsa Bpad OormKeH nckntodatb cnHapom MOH-1. [Ina Bepmudunkaymm
cuHgpoma MOH-1 pekomeHaoBaHO NpoBeaeHNe reHeTUYECKOro nuccnengosanus. [launeHTbl ¢ ycTaHOBNEHHbIM cuHApomomM MOH-1
OOJMKHbl HAXOAUTbLCA NOA KOHTPONEM 3HOOKPUHOMOra, OHKorora, npoxoas perynapHbii MOHUTOPUHI COCTOAHUA.
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