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Kaporuanapie maparanarmuoms! (KIII') — 310 penkue HEWpPOIHIOKPUHHBIC OIYXOJH, Pa3BHBAIONTHECST B

obmactu Oudyprauuu connoi aprepun. KIII' xapakTepu3yrorcss HU3KUM YPOBHEM 3JI0KAY€CTBEHHOCTH (4—
6 %), 0JTHaKO BCE MaparaHrInOMbl 00J1aIal0T METACTATUYECKUM MOTeHIMAIoOM. 3nmokadectBeHHbIe [1I" yacTo
CBsI3aHBl C HACIEICTBEHHBIMH MYyTallUsIMU B TeHe-cymnpeccope omnyxoiu SDHB. Myramus 3apoapliiieBoi
JHUU B TEHE-CYNPECcOpe OMYXOJH sIBIsieTcss (PaKTOpOM, MPEeapacroyiaraloliiM K 3a00JeBaHUI0, KOTOPOe
TpeOyeT comaThuueckoro coObITHa — motepu rereposurotHocT (LOH) B KauecTBe «BTOpOTO ynapay,
BEIIYIIETO K NOTEPE aJljIeIsl TUKOrO TUIA U Pa3BUTHUIO OIYXOJIH.

Hamu npoBeneHo wucclieloBaHHE XPOMOCOMHBIX HapylleHuM y mamueHTa co 3iokadectBeHHor KIIT,
MMEIOIIET0 TePMUHAIBHYIO MATOTCHHYI0 MyTaruio B reHe SDHB. BrImonHeH CpaBHUTENBHBIN aHaIN3
yacToThl anbTepHatuBHOro amwiens (VAF) B mape «omyxonb vs Hopmay. M3 chomcka eIMHUYHBIX
HYKJICOTHIHBIX oymmMopdu3MoB (SNPs), moiydeHHBIX py aHaiau3e sk3oma (Bcero 57.907 SNPs), BeiOpanbl
SNPs cooTBeTCTBYIOMIUE CASAYIOMNM ITapaMmerpam: 1) o0Imas JyinHa CeKBeHUPOBAHHOM TTOCIIEA0BATEILHOCTH
cocrasisiia > 25 mis oopasua omyxoiu 1 HopMsl (40.016 SNPs), 2) VAF Bapeuposan ot 0.35 o 0.65 (22.425
SNPs), 3) SNPs obumn anroTHpOBaHBEl B dbSNP v. 150 (21.871 SNPs). 3arem mis SNPs, npormenmux Bce
(GUIBTPEI, IPOBEACHO CpaBHEeHME 3HaUeHN VAF Mexmy oOpasiiaMu OImyXoJid M HOPMBI C HCIIOTh30BAaHHUEM
TouHOro Tecta dumepa. OTIHYNE OMYXOIH OT HOPMBI Mexkay 3HaueHussMu VAF > 0.2 or <-0.2 mpu p < 0.05
CUYMTAJIOCh 3HAYMMEIM. B pesynbrate, Uil Kaxk0i XpoMocoMbl copmupoBaHo 3Haderne VAF mis omyxonn
n HOopMBL. Ha pucynke 1 mpencraBineno VAF mis kaxkmoro SNPs mims xpomocomsl 1 1 2 B HUCCIIEIyEMBIX
oOpasnax onmyxonu U HOpMbL. OtkiioneHne VAF ot 3Hauenus 0.5 MapkupyeT Aelenuio KOpPOTKOTo Iuieda
XPOMOCOMEI | M IOTEPIO TeTEPO3UTOTHOCTH B oOnacTu okanu3anuu rena SDHB [1p36.13].

Takum obpazom, y
HCCIIEyeMOT0 MaeHTa c
TEPMUHAIIBHOM MyTallMed B IeHe
SDHB moarBepxkaeHa moTeps
ajuleny  OWKOro  THIA,  4TO
cormacyercd C  KJIaCCHYECKHM
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MEXaHH3MOM MHAKTHBAIUH T€HOB-
CYIIPECCOPOB OIyXOJIH.
HMcnonp30BaHHBI  HaMH  METOJ
MOXET OBITh TPEUIOKEH IS
OIIEHKHM TeTEepO3UTOTHOCTH  Ha
OCHOBE JTAaHHBIX
BBICOKOIIPOU3BOAUTEINBHOTO
CEKBECHUPOBAHUSI.

Puc. 1. 3nauenne VAF nnsa xkaxnoro SNPs Ha xpomocome 1 u 2. a)
Jenenyss KOPOTKOro Iuieda xpomocoMel 1, 0) xpomocoma 2 6e3
auIenbHBIX  HapymeHud. CuHEM o00o03HaueHBI SNVS HOPMBI,

opamkeBbIM — SNVs omyxomnu. VICTOYHUK: COCTaBICHO aBTOPaMHU

Hccneoosanue evinonneno 3a cuem cpanma Poccuiickozo nayunozo ¢ponoa (npoexkm Ne 21-14-00353). Paboma
evinonnena na ovopyoosanuu I[KIT “I'enom” HMEB PAH (http://www.eimb.ru/rus/ckp/ccu_genome_c.php).
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