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[TpoBeneHre MapeHTEPaIbHOTO MUTAHUE CTABUT CBOCH IIENBIO MOJCPKAHUE TPODUUIECKOTO
romeocrasa opranusma. Kak ycranasimusaer ESPN (EBponelickas accouunanus KIMHUYECKOTO MUTa-
HUS 1 MeTa0O0JIM3Ma) MapeHTEPaTbHOE MUTAHUE TOJDKHO OBITH TPUMEHEHO B CIIydasX MPOTHBOIMOKA-
3aHMH K IEpOPATBHOMY U SHTEPAIILHOMY IMUTAHUIO B TeUEHUE 3-7 THEH, JaHHBIM CPOK YCTaHABIIMBA-
eTcsl I TOro, 4TOOBl M30eKaTh MepeKapMIIMBaHUs NalueHTa. Panee mporpeccupyioiiee nmuTaHue
MPUMEHUMO K OOJBHBIM C TSDKEJIBIM HCTOIIEHHWEM IMPH HEBO3MOXHOCTH HTEPAJHLHOTO MUTAHUS.
[TonmHoe mapeHTepaibHOE MUTaHHE HECET OOIBIIOE KOJTMUYECTBO PUCKOB U OCIOXKHEHUH, TOATOMY OHO
MOKET IPUMEHSATHCS TOJIBKO MPU YCIOBUU HEBO3MOKHOCTH M CIOIB30BAHUS IPYTUX BUIOB MUTAHUS
y MalueHTa.

OcnoXXHEHUs] BHYTPUBEHHON HYTPUTUBHOW MOAIEPKKH B IIEPBYIO OYEPEb CBSI3aHbI C HECO-
0J1r0/IeHHEM TTOKA3aHU I U TPOTHUBOIOKA3aHUH K TapeHTEPAIbHOMY TUTAHUIO, HETTPABMIIBHON OI[E€HKHU
COCTOSIHUSI OOJIBHOTO, HAapYIIEHUEM METOAOJOTHH M TEXHOJIOTMH MapeHTEpaIbHOTO MHUTAHHS, a
TaKXe C OTCYTCTBUEM I'PAMOTHOTO MOHUTOPHUHIA MPOLECCa. BBIAEIAIOT IB€ TPYIIIbl OCIOMKHECHUI:
MEeTabOIMYECKHE OCIIOKHEHHS (CBSI3aHHBIC C TUCOAIIAHCOM KOJMYECTBA U Ka4eCTBAa BBEICHHS HYT-
PUTHBHBIX CYOCTAHIUH ), TEXHUYECKHUE OCIOXHEHHUS (CBSI3aHHBIE C HAPYIIICHUEM TEXHUKH KaTEeTePH-
3aIMH ¥ CTAaOMJIBHOCTH HYTPUTUBHBIX CyOCTaHIINMN).

Cpenu MmeTab oMY ecKuX 0CI0KHEHNH Hanboiee pacpoCTpaHECHHBIMU SBIISIOTCS SITPOT €HHAS
TUTIEPTIIMKEMUsI, PpeQUIUHT — CHHIPOM, KUPOBAs MEPErpy3Ka. ITH OCIIOKHEHHS BEAYT K HapyIlle-
HUIO OOMEHHBIX MTPOIIECCOB OPraHU3Ma, YBEIMYUBAIOT BPEMSI IPOBOXKICHHS B CTAIMOHAPE U CMEPT-
HOCTh MaIMEHTOB. IX OCHOBHBIMH NMPUYMHAMU SBJISIOTCS HETOYHAs OIlEHKA COCTOSIHHS OOJBHOTO,
M30BITOYHAS KaJOPUHHOCTh BBOJAMMOM CMECH € AWCOATaHCHOW JO3UPOBKOW HYTPHEHTOB, BHICOKAS
CKOpPOCTh BBEJICHUS U M30BITOUHOE KOJIMYECTBO HYTPUECHTOB. B cilydae NIUTENbHOTO MpeObIBaHUS
MalKUeHTa Ha MapEeHTEPATbHOM MUTAHUU PA3BHBAIOTCS 3a00JIEBaHUS MEUEHU, aCCOIMUPOBAHHBIC C
MapeHTepaIbHbIM MUTAHUEM U IEDUIIUT KOCTHOTO KaJIbITUS.

Co CTOPOHBI TEXHUUECKHX OCIIOKHEHUH HanboJiee OMacHO HapyIIEHUE CTPYKTYPbl BBOJIUMBIX
HYTPUEHTOB, CBS3aHHOE C HAPYILUECHHEM YCIIOBUWM XPAHEHHUs, U MPUTOTOBIEHUE cMecel. bonbmas
YacTh TEXHUYECKUX OCJIOKHEHUW CBSA3aHA C OCYIIECTBJIECHHWEM BEHO3HOrO JaocTyna. B panuuii ne-
pUOJ IPUYMHOM SIBJISIETCS HApPYLICHUE TEXHUKHA BEHO3HOr'O JIOCTYIIA, a IPU MPOJOJDKUTEIILHOM HC-
MOJIb30BAHUN BEHO3HOT'O JIOCTYIa HEMPaBWIbHBIM YXOJ] 32 KATETEPOM U OTCYTCTBHE JIOJHKHOIO MO-
HUTOPHHTA.
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