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JleTanu3auusi OCHOBHOIO AHAIHO3A: M bieynas auctpodus Jromenna. B 3x30He 14 rena DM D (OMIM 300377) BBIABNIEH HOHCEHC Bap HaHT C.
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rs398123865) B reMH3HrOTHOM COCTOS HUH, NP HBO/A LM K P €KACBP EMEHHOH TEp MHHALIMHK TPaHC/A p.R539*, HeonucaHHblH B KOHTP 0J1bHOH
seiGopke gnomAD v4.1.0. Hy k1eoTiIHbii Bap MaHT OIMCaH B MEK1Y Hap OHOM 6aze HGM D professional CM 080213], a Takke B Gase LitVary
NALMEHTOB ¢ MbieuHoi aucrpodueii Jrowenna Resch etal., 2021]. B cooTBETCTBHM C P OCCHHCKHUM Py KOBOACTBOM MO MHTEP NP €TaLMK [JaHHBIX
nocJj1e10Bar 1 JIHK 4yesioBeka, Bbisi BJIEHHbIH HY KJIEO 1 Bap MaHT CeJTy €T PAacLEeHHBaTh Kak naroreHHpli. CornacHo 6aze nanHbIx OMIM,
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M3 aHaMHe3a U3 HK PEeOEHOK POIMICA OT 6 GepeMEHHOCTH, 3 CaMOCTOATENbHBIX poioB. Math pebeHKa Ha Y 4eT B JKEHCKY IO KOHCY JIbTalMIO 10
MOBOJY HAcTOsiLUEH Oep EMEHHOCTH B a'BOBpEMs.
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J 3KHX CIEeLIMaTUCTOB HE COCTOMT. ?\\)
9
EEE}] ]

: 6.x kpou ot 17.07.25 Bunupy Sun 001 MkMonb/1 (5-21)-Hopma, bunupy OuH n @%21 MKMOJTB/N-HOp Ma, [ ntoko3a 5,29

(4-6,1)-vopma, ACT 234,79 En/n (0-40)-neBpniierne, AJIT 322.23 En/n (0-40)- vﬁka dochokunasza 13 7&1&0] .(],0 - ‘
¥Watermarkly, <
M\ A\

02 %O Q2"

MUHCTpy MEHTAIBHAA IHArHOCTHKA:



3 Y\u . - %u L b
OHMTI o &.2025 Heiip ohu3rMonoru4ecKue np u3Hax OMKM MCCIIEAY EMBIX Mbillll] IO Mep BUYHO @szy THITY .
¥3 G&ﬁ nonocty 15.04.25 Dxonp H3HAKH y ME[ g&?ﬂgommm. CrneHoMeranus. | P\d‘ ‘
@%plom.nonocm ot 18.04.25 3akmo4eHue: @(’ THHa renatocrieHemeranyu. Jlumdpoane 119 B’Hyrp uOp OIIHBIX IUMPOY 3710B. \j? -
'O 06bexTuBHbI cTaTyc: Ha MOMeHT ocMOTPa ¢ T es10cnoxeH1e np aBH/IbHOE, TIP OTIOp LMOH }’oxmue NOKpOBbI PU3HONOrHUECKOH \e\e
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