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Pe3rome. B cTaThe MpeACTaBIIeH aHAINM3 IBYX KIMHUYECKHX CiIydaeB 00yie3HM MeHKkeca B OTHON
CEMbBC.

KiroueBsble cjioBa: aetu, neuuT Meau, 0oyie3ab MeHkeca.

Resume. The article presents an analysis of two familial clinical cases of Menkes disease.
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BBenenue. bonesnp Menkeca (001€3Hb KypUaBbIX BOJIOC) — X-CIEIUICHHOE PEIIECCUBHOE
HacJIeJICTBEHHOE 3a00yieBaHue, XapakTepusytomieecs Aepuuurom Meau B opranusme. [lpuanHoit
Oone3nu sBisitoTcss myTtanuu B reHe ATP7A, kotopelii kogupyer ATd-a3y, yyacTByOIIYHO B
NOTJIOIIEHUH MEOW W3 MHUIIM M IepeJaye HOHOB 3TOr0 MeTalyla B JpYrue KIETKH.
Henocratounocts Menbcoaepkamux (EpPMEHTOB MPUBOJUT K HApPYLIEHUIO CTPYKTYpbl U
(bYHKIIHM KOCTEH, KOKHU, BOJIOC, KPOBEHOCHBIX COCYIOB U HEPBHOU cucTeMbl. OCHOBHOI BHEIITHHIA
IPU3HAK KJIACCUUECKOH (popMbl 3a00Ji€BaHNs — OECLIBETHbBIE KYIPSBbIE )KECTKHUE BOJIOCHI.

Heab padorbi: Ha ocHOBaHuM aHanmm3a IBYX KIMHUYECKUX clydaeB 0oje3Hn MeHkeca B
OJIHOI ceMbe, MPOBECTU CPaBHUTENbHYIO XAapaKTEPUCTUKY AeOl0Ta, TeYeHUs U OCOOEHHOCTEN
JIMarHOCTUKH 3TOT0 HACJEICTBEHHOI O 3a00JIeBaHusl.

Marepuansl M MeroAbl: [I[poBeieH  pETPOCHEKTUBHBIA  aHAIW3  MEIUIIMHCKOMN
JIOKYMEHTAIUH, pe3y/IbTaThl HHCTPYMEHTAJIBHBIX U JJAOOpaTOpHBIX Hccienoanuit 2020-2025rr.

OcHoBHBIE pe3yJabTaThl U 00cyxknenne. Crapmmii pedenok 2019 roga poxaenus: ot 1
6epemennoctu (X®PIIH). Poxel 1 cpounsle, MaioBecHbIM K cpoky recrauuu. Bec 2440 r, O.
rosioBbl 33 cm, Anrap 8/8. Jlo rona BeIsIBIEH perpecc ncuxoMoTopHoro passutus. C Bo3pacta 1
roj 3 MecsleB NMPUCOEINHIWINCH, MUOKIOHUU. B Bo3pacte 1 roj 6 mecsieB peOeHKY BBICTaBIIECH
JIMarHo3: TeTparnapes ¢ Oyap0apHbIMU HapyLIEHUSIMU, MUJIETNCHs (IPOTUBOCYAOPOKHAS Tepanus
— tonamakc). Ha MPT I'M: BeIsiBNIEeHBI pe3uayaibHble INIMO3HbIE H3MEHEHHS B O€JIOM BEIIeCTBE
o0oux nonymapuii I'M. VMmeHbllleHHe pa3MepoB C ydyacTKaMU HM3MEHEHMs] CUTHaja B O0OMX
Tajlamycax. B Bo3pacte 2 et 5 Mecs1eB NOBTOPHO OCMOTPEH BPaYOM-T€HETHKOM: 00CIIeZIOBaHHE
Ha AaKTHUBHOCTb JIM30COMHBIX (EpMEHTOB B JEMKOIMTaX, MOJIEKYJISIPHO-TEHETHYECKOE
UCCIIeIOBaHMEe, aHAJIM3 Ha MUTOXOHJpHANIbHBIE OO0JIe3HH, CHHApOM JIM — oOTpHUATEeNbHO.
BrisiBiensl OMoXxuMHueckre MapKephbl B KpoBU ¢ 60j1e3HbI0 MeHkeca (11epyI0IIa3MUH U Me/lb) U
YCTAaHOBJIEH BapHaHT HyKJIeoTHaHOM 3aMeHbl ¢ 4084G na C (p. Ala 1362pro) B rene ATP7A B
TOMO3UTOTHOM COCTOSIHUH, T.€. C TIOATBEPKICHHBIM 3a00sieBaHueM: 0osie3Hb Menkeca. PeGenok
nepesesieH B 1 rpynny NaljIMaTUBHOTO HAOIIOACHUS.

Mnaammii pebenok 2022 roga poxaeHus: ot 2 6epemennocTu. Onenka mo Amrap: 8/9.
Bec npu poxnenun — 2680 r. OkpyxkHOCTh royioBbl — 34 cm. C Bo3pacTa 8§ MecslleB OTMEYEH
perpecc NCUXOMOTOPHBIX HABBIKOB. C 1 To/1a MOSBWIIMCH MUOKIIOHWH. Y YUTHIBAS OTATOIIEHHBIN
CeMeUHBII aHaMHe3, perpecc ICUXOMOTOPHOTO Pa3BUTHS, peOCHOK HAIPaBJIeH Ha KOHCYJIbTAIIUIO
Kk reHetuky. B 11.2023 renerudecku monarBepiklieHo 3aboseBaHue: 601e3Hb Menkeca. B 2023
roxy B Bo3pacte 1 rox 6 mecsies oocinenoad B PHIIL] «Mate u auts»: MPT I'M: npusnaku
NEPUBEHTPUKYIIIPHOTO TJIMO3a, PACIIUPEHUS OOKOBBIX U TPETHETO >KEIYyAOYKOB. BricTaBieH
muarno3: Hapymenuss oOmena wmemu [E83.0] Ilporpeccupytomee mopaxkenue I[[HC ¢
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BBIPaXECHHBIM TETparape3oM, rpyobIM HapylIeHHEM IICUXOPEUEBOT0 Pa3BUTH, MUKpOLe(hanuen.
Knmuangeckuit Bapuant 6one3nn Menkeca. PeOeHOK mepeBeieH BO 2-10 TPYMITY NaUTHATHBHOM
MTOMOILIH.

OO01re CHMIITOMBI: TIOJT MY>KCKOM, Ha9allo perpecca ICHXOMOTOPHOTO pa3BUTHs 110 1 rosa
JKU3HM, 3aTEM NPHUCOCIUHUINCH SMWICNTHYECKUE MHPUCTYIbl B BUAE MHUOKJIOHMM, pa3BUIACH
TsDKemasi OeNIKOBO-dHEpreTHYecKass HeAOCTaTOYHOCTh, U3MEHHMIIACh CTPYKTYpa BOJOC - JKECTKHE
KYp4YaBbl€ CO CTAIbHBIM OTTEHKOM BOJIOCHI.

JluHamuka 3a00jeBaHus: y 000MX HaOII0JaI0Ch IPOrPECCUPYIONIEE TEUEHUE C OBICTPBIM
perpeccoM ICuxXopeyeBOro pa3BUTHS.

3akuouenue. [IpeacraBiaeHHbI ciiyyall TEMOHCTPUPYET OJWMH M3 PEJIKUX BapUAHTOB
HACJIEJICTBEHHBIX O0JIe3Hel 0OMeHa, IPOsSBUBILEHCS 3a00J€BaHIEM Y IBYX POJHBIX OpaTheB.
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