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B npakrtuke Bpaya 601b110€ 3HaU€HHE UMEIOT HACJIeICTBEHHbIE 3a00J1€BaHMsI C HApYIIEHUEM
MUTMEHTHOTO 0OMeHa. B mepro/ie HOBOpOXKIEHHOCTH TIepe/1 BpauoM CTOUT 3ajada IpOoBEACHUS T ]-
(bepeHIanbHOro 1uarHo3a 3a001eBaHni, OCHOBHBIM CUMIITOMOM KOTOpPBIX sIBIseTcA kenryxa. OT
IIPaBWJIbHO YCTAHOBJIEHHOI'O JMarHo3a 3aBUCHUT aJIEKBaTHOCTh Ha3HAYEHHOTro jJedeHus. Cpeau 3Tux
OoJie3HEN Ba)KHOE MECTO 3aHMMAIOT TUTMEHTHBIE I'eNaTO3bl.

[TurmMeHTHbIE TenaTo3bl BPOXKACHHOIO XapaKTepa BOSHUKAIOT 110 IPUYMHE HACIIEICTBEHHBIX
ne(eKToB BeIpaOOTKH (PEPMEHTOB, IPUHUMAIOLIMX YY4acTHE B KOHBIOTALUH, [TOCIEAYIOMEeH TpaHe-
MOPTHPOBKE U BBIACICHUN OMIMpyOrHA (B OONBIIMHCTBE CIIy4aeB — €ro HEKOHBIOTUPOBAHHOM (hpak-
1un). PacripocTpaHeHHOCTh 3TUX HACIEICTBEHHBIX CUHIAPOMOB CpEIM HaceJIeHUs cocTaBisieT oT 2%
1o 5%. Nannas rpynna Oone3Heid BkiouaeT cuaapom Kpuriepa-Hasipa, cuaapom [labuna-JxoH-
coHa, cuHJIpoM JKunb6epa. OTIHYUTENBHOM 4epPTOM IeraTo30B CIYKUT OTCYTCTBHE SIBHBIX ITPOSIBIIE-
HHI BOCIIAJIMTEIBHOTO Mpoliecca.

[TpoTekaroT MUIrMEHTHBIE TeNaTo3bl 100POKaYECTBEHHO, IPU COOIIIOIEHUH MTPABUIILHOIO 00-
pa3a )KM3HU U MUTAHUS BBIPAXKEHHBIX CTPYKTYPHBIX U3MEHEHUN B ICUEHU HE HACTYIAET.

Cungpom Kpurnepa-Halisipa - Bpoxka€HHas 3]I0Ka4€CTBEHHAs: HEKOHBIOTMPOBAaHHAs TUIIEP-
OUIMpPyOMHEMHS, XapaKTEPU3YIOLIAsICS KEITYXOU U TSHKENBIM MOPAKEHUEM HEPBHOW CHUCTEMBI. | u-
nepOomInpyOuHEMHUsI ITPU JaHHOW MATOJIOTUH — CJIE/ICTBUE HApYILIEHHUsI KOHBIOTAI[MK B IIEYCHU OUIIH-
pyOuHa C TIIIOKYPOHOBOM KHCIOTOM M3-32 OTCYTCTBHUS WJIM 3HAUUTEIBHOM HEJOCTaTOUYHOCTU (ep-
MEHTa TIIIOKYPOHUITPaHC(epassl.

Cunnpom XKunbbepa (mpoctas cemeiHasi XoJeMus, KOHCTUTYLIHOHAJIbHAs TUIIEpOUIUpyOu-
HEMMsl, HeKOHbIOTUPOBaHHAsl THIEPOUITUPYOMHEMHUS, HET€MOJIUTHUYECKas CEeMEeHHas KenTyxa) — IUT-
MEHTHBIN renaTo3, XapakTepU3yIOIUNCS YMEPEHHBIM HHTEPMUTTHPYIOIUM MTOBBIILIEHUEM COJIEPKa-
HUS CBOOOJHOrO (HENpsIMOro) OMIMpyOMHa B KPOBU BCJEJCTBHE HApyLIECHHs BHYTPUKJIETOYHOIO
TpaHcnopTa OunMpyOrHa B TENaTOLMUTAX K MECTY €0 COEIMHEHUS C TIIIOKYPOHOBOM kucnoTou. Jlis
JAHHOTO CHH/APOMA XapaKTepPHO HAapYIIEHWEe CUHTEe3a OEIKOB JUTaHAWHA U IPOTEHHA Z.

Cunnpom /labuna-/I>koHCOHA — SH3UMONIATHYECKas JKENATyXa, PEIKUN MUTMEHTHBIN rernaro3
ayTOCOMHO-PELIECCUBHOTIO TUIIA HACIIEN0BAHNUS, XapaKTEPU3YIOLUICS HAPYILIEHUEM SKCKPELIMH CBS-
3aHHOTO OMIMpyOMHA W3 TENaTOLUTOB B KEIYHbIE KaWLISAPbI, YTO MPUBOAUT K PEryprutanuu Ou-
mupy6una. [lpuumHa 3abosneBaHust 0o0yciOBJI€HAa HAcIeNCTBEHHBIM JedexkTtoM ATd-3aBucHMOi
TPAHCIIOPTHOM CHUCTEMbI KaHAJIbIIEB IeNaTOUNUTOB. 3aJepxkKa OMIMpyOrHa B TeraTolUTax CBs3aHa ¢
M3BpallleHUeM B HUX MeTa0oJu3Ma aJipeHaIlHa, B pe3yabTaTe Yero MPOUCXOJUT He TOJBKO HAKOM-
neHue OmnupyOrHa, HO U MeJlaHUHA, C JaJIbHEHIIINM Pa3BUTHEM MEJIaH03a MEUYEHH.

HccnenoBanue JaHHBIX CHHIPOMOB HEOOXOIUMO BCIIEACTBUE TOTO, YTO OHU SIBJISIOTCS aKTy-
aJIbHBIMH MPOOJIEMaMH JIJIsl CUCTEM 3[IpaBOOXPAHEHHS] MHOTHX CTpaH, HETaTUBHO BIIUSAIOT HAa HKOHO-
MHYECKOE U COLHAILHOE PAa3BUTHE OOILECTBA.
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