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AKTYaJIbHOCTH HCCJIEI0BAHNS: BBU/Y OTUMOP(HU3MA KIMHHYECKOW CHMITTOMATHKH MAI[ICHTaM
¢ MHI'MD gacTto craBsT omnbouHble uardo3s [3]. B cBsi3u ¢ 3TUM 3a/iepikKa MOCTaHOBKY JTUArHO3a
B nuteparype koiebnercs ot 5 qo 10 net [1]. [To3gHss AuarHOCTHKa 4acTO acCONMHUPOBAHA C XYI-
ITUM TIPOTHO30M Te4eHHs 3a0oseBaHus [2].

Lean uccaenoBanusi: 0000IMNUTH HAyIHBIC JAHHBIC IO JUATHOCTUKE MUTOXOHIPHATLHON HEHpO-
racTPOMHTECTUHAILHOW JHIIE(ATOMHOTIATHH, BBIACIUTH OCHOBHBIE CHMIITOMBI 3a00JI€BaHHs HA OC-
HOBaHHUH MPEACTABICHHOTO KIMHUYECKOTO CIyvas.

MarepuaJjbl U METOABI: HAMH MPOBEACH aHAIN3 OMYyOIMKOBAaHHBIX MaTepuaiioB Ha Temy MH-
'3 ¢ 1994 1o 2019 rr., peTpOCEeKTUBHBIN aHATN3 KIMHUYECKOTO cliydas nanudeHTa otaenenus [a-
crpodaTeposoruu Kinuankun @I'BOY BO CIIBI'TIMY Munsnpasa Poccnn, 060011eHIe HAKOTIEHHO-
IO KJINHUYECKOTO OIbITA.

Pe3yabrarel: onucan ciydail Kpaiine peakoro 3abonesanus MHI'UD (1-9 Ha MUIIITHOH YeIOBEK),
XapaKTepU3YIOUIeToCss HapylIieHneM (QyHKIuu (epMeHTa TUMUAMH(POCGHOPUIA3bl, YTO MPUBOIUT K
HAKOTUIEHUIO THUMHUJIMHA U JIE30KCHYPHUIMHA, HapyllaeT peruiukanuio MuToxoHapuaipHor JIHK.
VY Hamrero mampeHTa MeXAy HadajioM CHMIITOMOB M TIOCTaHOBKOW JMarHo3a mpounio 4 roaa, BBUILY
HEe CHenU(pUUHOCTH KIMHUYECKOH KapTuHBL. 3a nepuoj Habmrogenus B KiuHuke ObUTH BbIICICHBI
3 OCHOBHBIX CUMITOMOKOMIUIEKCA: PELUAUBUPYIOLINE PBOTHI, KOTOPbIE TPAKTOBAINUCH KAK MPOSIBIIE-
HUS CUHAPOMAa WHTECTUHAJIBHOW MCEBI000CTPYKIINH; MPOTPECCUPYIONIas MOIMHEHPOTaThs ¢ BhIpa-
YKEHHBIM OOJIEBBIM CHHIPOMOM, Pa3BUTHEM MPOTPECCHUPYIOIIETO OTPaHUYEHHS TOJBIKHOCTH U HEH-
POCEHCOPHOH TYrOyXOCTH, TOpa)KeHnEeM OeJIoTro BEeIIeCTBa rOJIOBHOTO MO3Ta; IOCTEIIEHHO Pa3BUIIaCh
TsKeas OeIKOBO-KaJIOpUHAs HEJOCTATOYHOCTh C UCXOAOM B KaXeKCHIO, HECMOTPSI Ha TPOBOJUMOE
JIeueHUE U HyTPUTHBHYIO moanaepkKy. Jnarnoz MHI'MD Ob1 okoOHUATEIbHO MOATBEPKIACH y Hallu-
€HTa TocJie BbIABIEHHUS AByX MyTanuu B rene TYMP.

BeiBoabl: g ymydmenus nporrosa Tedenns MHI'MD Bakna paHHSAsS AuMarHocTuka 3abosena-
HUS, YTO BO3MOKHO JIMIIb B CIIy4ae MEXIUCHUIUIMHAPHOTO MOAX0/a, OCBEIOMJIEHHOCTH Bpauel pas-
HBIX CIIenHajbHOCTEH 0 cumnTomax Oonesnu. Huddepennuansueiii quarno3 npu MHI'UD nposo-
nutcst ¢ Oone3npto KpoHa, menmakneil, CHHIPOMOM BepXHeW OpBDKEEdYHON apTepuu, HEBPOTEHHOM
AHOpEKCHeH, XPOHUYECKOW BOCIMAIUTEIbHON JAEMUEIMHU3UPYIOIIEH MOoNMHEeHponaTuel, 4To 3Ha4Yu-
TEJIBbHO YBEJIMYMBAET BpEeMs MOCTAHOBKM JUArHO3a M COMPSIKEHO C HEOIArompHUsATHBIM MPOTHO30M
JUIsl maruenTa. Jisi MOATBEP KACHHUS TUarHo3a ONpeAeisiiOT YPOBEHb TUMHUANHA B KPOBU WK MOUE,
OTIPEICNIAIOT aKTUBHOCTH (pepMeHTa TUMUIUH(POChOPHIa3hl U MTPOBOAIT FEHETHYECKOE UCCIIeI0Ba-
HHE Ha BbIsiBIIeHHE MyTauuid B rene TYMP.
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