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Meraxpomarndaeckas sefikomucrpodust (MJI/I) - sT0 ayTocomHO-perieccuBHOe Helipoere-
HepaTUBHOE 3ab0JIeBaHne, BO3HUKAIOIIEE B pe3ysbrare JieuIuTa JU30COMaJIbHOr0O (hbepMeHTa,
apuicyabdarassl A (ARSA), 4To NIpUBOIUT K HAKOIIEHUIO TIepebpo3ui-3-cyibdara u JaibHeii-
meii nporpeccupyiorieii gemuennauzaiuu. [1] B pabore onuckiBaercst ciydail sKyTCKOrO MaJIb-
qukKa, 7 jet, ¢ uadanruabuoir MJL/I, npossiisdiomneiicss Terpaiernei, CrraCTUIHOCTHIO MBIIIIIIL,
MpunaKamu, rmepudeprdeckoil oJMHelponaTeir 1 rpyObIM OTCTaBaHUEM B IICUXOMOTOPHOM
pPa3BUTHUMN.

Henpio paboTsl siByisieTcst morck MyTtaiuu B reie ARSA st mudpdepenimaabHol THArHOCTUKA
MeXKJTy (DEHOTHITMIECKU CXOKUMU 3200/ I€BAHUSIMU.

Marepuasbl 1 MeTOIBI. Y MMaruenTa ObLT IPOBEJIEH MMOUCK TATONeHHBIX MY TaIlUil, ACCOIMUPOBaH-
HBIX C HACJIEJICTBEHHBIMU (hopMaMu JieiikoaucTpoduii, a Tak»Ke ¢ APYTUMU HACICICTBCHHBIMA
3a00JIEBAaHUSIMHI CO CXOXKMMU (peHoTHnmIecKuMu nposiBjiennsavu. Anamus JTHK nanmuenrta mpo-
BEJIEH HA CEKBEHATOpe HOBOro mokojeHuss MiSeq merogoM mapHo-KOHIEBOTo urenust (2x151
[.LH.) CO CPEJHUM MOKPBITHEM. BbIIM UCIOJIB30BAHBI METOJMKA CEJIEKTUBHOIO 3aXBaTa ydacT-
koB /JIHK u aBromarusupoBannbiii anroputm kommanuu [llumina inc. Takke nmpumenuim psy
MeToJIoB npejickazanust narorennoctu 3amen (SIFT, Polyphen) ¢ ucnosb3oBanuem mporpamm-
Horo obecnedyenusi Variant Studio Software v.3.0 Illumina inc. JIjst omeHKH HOIMYISIIIMOHHBIX
YACTOT BBISIBJIEHHBIX BapUaHTOB HMCIIOJIb30BaHbl BHIOOPKHU poeKToB «1000 Genomes», ExAC.
JI1g OlleHKM KJIMHUYECKOW PEeJIEBAHTHOCTU BBISABJIEHHBIX BAPUAHTOB UCIIO/Ib30BaHa Oa3a JlaH-

aix OMIM.

Pesynbrarsl n ux obcyzxeHue. Y UCCIIEAyeMOro BbISIBIEH DaHEee ONUCAHHbBI BAPUAHT HYKJIEO-
TUJIHOM [I0C/IeI0BATEIbHOCTH B 5 9K30He reHa ARSA B rOMO3ZUIOTHOM COCTOSTHUM, IPUBOISATIAI
K 3aMeHe aMUHOKHUCJIOTHI B mo3unuu 6eka (p.Asn352Ser, NM  000487.5).

Bakmouenne. Takum oOpas3oM, BeIIBIEHHAsT y OOJIBHOrO MucceHc-MmyTarust B rene ARSA nana
BO3MOYKHOCTH MOCTABUTh KJIMHWYECKUI JIMArHO3, YTO MO3BOJIUIO CKOPPEKTUPOBATH JIAJIbHET-
YO0 TAKTUKY BEJEHUsT HAIlMEHTA.

HNcrounukm n Jureparypa

1) OMIM® and Online Mendelian Inheritance in Man®): https://www.omim.org/entry/2
50100
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