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Hctunnas nonunuremus (3puTpemMusi, 0one3nb Bakesa- Ocnepa) — 3TO XpoHHYECKOE KIIO-
HabHOE MUeNonpordepaTHBHOE 3a00JIeBaHNE, BOSHUKAIOIIEE B PE3YJIbTaTe HAKOTUICHUSI MyTaIlui
MYJIbTUIIOTEHTHON KPOBETBOPHOM KJIETKU-TIPEIIIECTBEHHHULIBI, IPUBOAUT K HAKOILICHUIO MOP(OIIO0-
TUYECKH HOPMAJIbHBIX SPUTPOIUTOB, JICUKOLIMTOB, TPOMOOILIMTOB U MX MPEIIECTBEHHUKOB B OTCYT-
CTBUE OIpPEAENSEMOro CTHUMYJa U 3aBUCUMOCTH OT MEXaHHU3MOB, PETYIHUPYIOIIUX 3PUTPOIOI3 B
HOpPME.

Yacrota 3a6oneBaemoctu - 0,5-1,0 Ha 100 ThIC. HaceneHus B roa. COOTHOLIEHHE MYXYHUH U
KeHIMH coctaBisieT 1,2-1. Cpexnuit Bo3pact manueHToB - 60-70 sieT, mpu 3TOM MOXKET Pa3BUBATHCS
1 Y MOJIOJBIX JIFOJAEH U JETEH.

Otronorus 3a0071€BaHUs HE BBISICHEHA. Y CTAHOBJICHA T€HETUYECKAs! MPEPaCION0KEHHOCTD,
YTO MOATBEPXKIAETCS CIlydyasMHU CEeMEHHOW MCTUHHOW monuuuteMuu. B rpynmy (akTopoB puCKOB
pa3BuTHUsl 3a00JIeBaHUSI OTHOCST TOKCHYECKHE, HOHU3UPYIOIIUE, BUPYCHBIE BO3ACUCTBUsA. DakTo-
pamMu pa3BUTHUS DPUTPEMHUH MOTYT CTaTh XUMHUYECKHE BEIIECTBA, KOTOPBIE COJIEPIKATCS B JIAKOKpa-
COYHOM MPOYKITUHU, TOKCHYECKUE CPEJICTBA OBITOBOM XUMUH, & TAKIKE CTPECCHI, KUIIICUHbIC HH(]ECK-
11U, paauanus, TyOepKyie3 U Xupypruieckie ornepanui. Y Bcex MalueHTOB 3aMeUYeHa MyTalus B
rere ssHyc-kuHasbl-2 (JAKV617F), raoe B mo3umnuu 617 BanuH 3aMeHEH (DeHUTAIAHUHOM, TIPUBOJISI-
e Kk Tpancopmanuy reMONO3THYECKIX CTBOJIOBBIX KIIETOK, MPpoiudepalnu KIeTOK dpUTpoodia-
CTHYECKOTO, TPAHYJIOIUTAPHOTO, METaKapHOLIUTAPHOTO PSIOB.

Haubonee BoIpa)keHHBIM KIMHUYECKUM MPOSBICHIUEM UCTUHHOM MOMUIIUTEMUU U TPUIMHON
Han0oJiee CepbE3HBIX OCIOXKHEHUH SBISICTCS APUTPOIUTO3. BOJIBIIMHCTBO MCCIEOBAaHUN MaTore-
He3a UCTUHHOM MOMUIIMTEeMHUH ObUTH COCPENOTOUYEHBI Ha ApUTpornod3e. JlJoMUHUPOBAHNE SPUTPOHI-
HOTO KJIOHA UCTUHHOM TOJUIIMTEMUH HAJ] TOJUKIOHAIBHBIMUA SPUTPOUAHBIMU MTPEANICCTBEHHUKAMU
MO3KET OBITh YACTHYHO CBSI3aHO C €T0 CIIOCOOHOCTHIO Oomee 3 heKTHBHOTO 3aBepIieHus AuddepeH-
IIUPOBKU B CPEJI€ C HU3KUM COJICPKAHUEM DPUTPOTOITHHA. YUUTHIBAS CTIOCOOHOCThH 3PUTPOUTHBIX
KJIETOK-TIPEIIECTBEHHUKOB UCTUHHOW MOJUIMTEMUU K BBDKUBAHUIO N Vitro B OTCYTCTBUE DPUTPO-
MOATHHA, & TAKXKE UX MOBBIIICHHYIO YYBCTBUTEIHLHOCTD K SPUTPOMOITHHY B YaCTHOCTH M KPOBETBOP-
HBIM ()aKTOpaM pOCTa B LIEJIOM, CYIIECTBYET 3HAUUTENbHBIN HHTEpeC K QYHKIMHU perenTopa ¢hakropa
pocta mpu 3TOM 3abosieBannu. PazHooOpa3Hble W 4acTO MPOTUBOPEUYMBHIE HAOIIOIEHUS] OTHOCH-
TEIbHO TOBEJECHUE SPUTPOUJHBIX KIIETOK-NPEAIIECTBEHHUI] WCTUHHON MOJIUIUTEMUU MOIATBEP-
KIAIOT, YTO MPU WUCTUHHOW TOJMIIMTEMHUEN SPUTPOUITHBIC MPEIICCTBEHHUIIBI CBEPXIKCIIPECCUPO-
BaJIM aHTHANONTOTHYeCckuil 6emok Bcel-x1 1 Obun ycTONYMBBI K alloNTO3y B OTCYTCTBUE IPUTPOIIOD-
THHA. XpOMaTorpaMma MariueHTOB ¢ UCTUHHOW TOJMIIUTEMHUEH XapakTepu3yeTcs: 0oee BhIpaKeH-
HOM TeTEepOr€HHOCThIO M TMOBBIIIEHHOW KOHIEHTpalueld HM3MEHEHHBIX OJIMTOCaXapuI0B, YEM B
HOpPME.

Craguu pa3ButTus 3a00JI€BaHMs BKIIIOYAIOT HAYAIBHYIO CTAIUIO (TMPENOTUIIUTEMHUYECKas,
MIPOIPOMAITbHAS ) - YBEIIMUEHHUS SPUTPOIUTAPHON MACCHI, CTAIUIO0 CTA0OMIFHOTO MPOTEKaHUsI 3a00J1e-
BaHUs - aCCOIMAIIMU C MACCUBHOM Mpoudepamnuen 3puTpOIUTOB, CTATUIO TOCTIOIUIETEMHYECKOTO
Muenopuoposa - ha3y 1eKOMIICHCAIIMU TeMOI033a, ITUTOTICHUH, aHEMHH, TUTIEPCTUICHH3Ma, BO3HUK-
HOBEHUE 0YaroB SKCTPaMENYJUIIPHOTO reMomnods3a. Y 15% nanueHToB B KOHEYHOM UTOTe pa3BHUBa-
eTcst Muenoudpo3 U HEMOCTATOYHOCTh KOCTHOTO MO3Ta. OCTpBIN JIEMKO3 BOSHUKAET CIIOHTAHHO B
1,0-2,5% cmydaes.

Jlnarno3 ycraHaBiIMBaeTCs HA OCHOBAaHMM KJIMHUYECKOTO aHalin3a KpoBH. OnpaBaaHHO peH-
Ta0eNbHBIMU SIBIISIFOTCS HCCIIEIOBAHUS DPUTPOLIUTAPHON MacChl U onpeieneHne 00bemMa Miia3Mbl.
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