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MHuoxkecTBeHHast 9K30cTO3HAs XOoHApoauciiasust (MIX/]) — 9o ayTocOMHO-IOMUHAHTHOE
zaboJieBanmne, obyciobiennoe Bapuantamu B FXT1 u EXT2. 3aboseBanne xapakTepusyer-
cst TOOPOKAYECTBEHHBIMU KOCTHBIMU HOBOOODA30BaHUSIMHU Ha CKejere dejoBekahttps://www.
zotero.org/google-docs/TnwAOKA. Benkn EXT1 u EXT2 gapnsrorcs riukosuiTpancdepasa-
MU, YYaCTBYIOIIUMU B IIOJIMMepHU3aIun renapatcyibdara. Oun jiokaausyores B P u anmapa-
te Tonbmkuhttps: / /www.zotero.org/google-docs /?7jxhJKL. Kommieke EXT1/EXT2 ssisiercs
daKTOpOM KacKaia CUTHAJIOB JIjId (DPU3UOJIOTUIECKON PEryIsdiiuu XOHIPOIIUTOB.

IHenn: BrisBienne maToreHHbIX BapuaHTOB accormupoBanubix ¢ MOX/] B 9Ky TCKOi 10Ty~
JISSTUH. AHAJIN3 CBA3M MATOIEHHOTO BapHAaHTa € caliTaMU CBA3BIBAHUs OEJTKOBOIO KOMILIEKCA
EXT1/EXT2.

[TarmenTor u MmeTob: Beibopka naruentos ¢ MOX/ nmposojimiacs n3 Menko-renerniaecko-
ro peructpa r. fJAkyrcka. MeTobpr MaccoBOTo apaJie/IbHOTO ceKBeHnpoBanus u Metos CeHrepa
OBLIN WCITOJTE30BAHDI JIJTsT BBIBJIEHNS TTATOT€HHBIX BAPHAHTOB. B MCC/IeIOBAHUN TIPUMEHSETCST
AlphaFold ms momenmupoBanus crpykTypbl 6ekoB 1 MEGA11 119 MHOYXKeCTBEHHOTO BBIPAB-
HUBaHUS.

PezyabraTer: B cembe Nel y mpobamjia 9K30CTO3bI PA3HBIX PA3MEPOB U jedopMalinii, Bbi-
3BaBIIIE NHBAJINIHOCTh, KAK y MaTepuu U JBorOpojHOro opara (pucynok 1.A). B cempe Ne2
y IalieHTa 9K30CTO3bI HA PEOpax, IJIEYeBOl KOCTH, B 00JIACTU KOJIEH, OEJIPEHHBIX U OOJIbIITe-
Gepriosbix KocTsx (pucyHok 1.B). Taprernoe cexkpernuposanue 4800 reHOB-KaH/IMJIATOB C JIATb-
Heiinreit Basmanueit meronom Csnrepa ObLIO TPOBe/IEHO B 00enx ceMbsx. OOHApYyKeH BapUaHT
c.1019G>A (p.Arg340His) B rene EXTI y 4 namnueHTOB U3 JIByX HEPOJICTBEHHBIX SIKYTCKHUX
cemeii (pucynok C). MuoxkecTBerHOe BbipapHuBanue FXT1 ykaspiBaeT HAa KOHCEPBATHBHOCTD
apruansa B nosuiun 340 (Pucynok 1.D). C 1esbio olleHKN BayKHOCTH apruHuHa B mo3unuu 340
na 6esike EXT1 66t crenepupoBan kommieke EXT1/EXT2 ¢ nomompio AlphaFold (Pucyrok
1.E). TermoBas kapra paccTosiHUII aMHHOKHCIOT B KOMILJIEKCEe MOKa3biBaeT, 4rTo Ha 340 mosu-
MO [IPUXOJIUTCS KAK MUHUMYM JIBa Mpejickasanubix caiita kontakta EXT1 ¢ EXT2 (Pucynok
LF).

Sakarouenune: Havu mnentudurmposan Bapuant ¢.1019G>A p. Arg340His rena EXT1
B AKYTCKO# momyssannn, accormupoBanubiii ¢ MIX/I. Ilo maHHBIM MOmeMpoBaHUS JAHHBIN
YUYaCTOK TIpeJICTaBIseT coboil ojuH u3 caiitop kontakra Komiiekca EXT1/EXT2, napyiienne
paboThI KOTOPOT'O MOKET JiezKaTh B ocHOBe marorene3a MIOX/I.
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Puc. : Pucynok 1. Anamms Bapumanta Arg340His B reme EXT1. A) PomociioBrast cembu Nel.
B) Pomociosras cembu Ne2. C) Xpomarorpamma ¢ 0GO3HAYEHHEM MPUIMHHOTO BAPHUAHTA.
D) Pesyabrarsl muo)ecTBerHoro soipasauBanus EXT1. E) Tpexmeprasi Mojiesib KOMILIEKCA
EXT1/EXT2. F) TensoBasi kKapra paccrostHuii aMuHOKUCIOTHBIX octaTkoB EXT1 n EXT2 B

KomIiekce. Kpacubimu crpesikamu ykazanbl ToUukn KoHTakTa 340 aprunnna EXT1 ¢ EXT?2.



