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COBPEMEHHBIE METO/IbI MOJIEKYJISPHO-TEHETUYECKO JUATHOCTUKU
CEMEMNHOMWM T'MIEPXOJECTEPUHEMUN

E.B. IllaxTmneiinep, JI.E. UBanomyk, M.!. Boesona

Hayuno-uccaedosamenvckuii uncmumym mepanuu u npo@huAaGKmu4eckol MeouyuHsl —
Guauan OI'BHY «Dedepanvruiii uccaedosamenvckutl yeump Mucmumym yumonoeuu u eenemuxu CO PAH»,
Hoeocubupck, Poccus

BBenenne. CeMeifHas TIUITepXOJeCTEPUHEMMUS
(CI'XC) — 3abosieBaHUE C TIPEUMYLIECTBEHHO ay-
TOCOMHO-IOMUHAHTHBIM ~ TUIIOM  HacJelIOBaHUs,
COIPOBOXAIOIIEECS] 3HAYUTEIBHBIM  TIOBBIIIICHU -
€M YpPOBHSI XOJIECTEpUHA JIMIIONPOTEUIOB HU3KOMU
IJIOTHOCTU KPOBU, a TakKXe PaHHWUM pa3BUTHEM
U TIPOTPECCUPYIOIIUM TEYEHUEM aTepoCKiepo3a.
CI'XC onacHa paHHUM pPa3BUTHEM OCJIOXHEHUIA:
HIIEMAYECKOM OOJIe3HM cepilla, aTepOCKIepOTHYe-
CKOTO TMOpaxkeHUsI COCYIOB MO3Ta M apTepUil HIXK-
HUX KOHeyHocTteii. HecMoTpsa Ha pacrpocTpaHeH-
HOCTb 3TOTO 3a00JieBaHUSI U JOCTYITHOCTh 3P deK-
TUBHBIX MeTomoB JeudeHusi, CI'XC yacto ocraercs
HEeIMarHOCTUPOBAHHOM M HEJIEYEHHOM, OCOOEHHO Y
neTent.

Ienp paGoTbl — MOJIEKYJISIDHO-TEHETUYECKasT
nuarHoctuka CI'XC y aull ¢ KIMHUYECKOW KapTh-
HoIi 3a0oJieBaHUSI B YCJIOBUSIX ['OpOACKOro JUMUI-
Horo ueHtpa (r. HoBocubupck).

Marepnan n meromsl. ChopMupoBaHa BEIOOD-
ka u3 80 mamumenroB ¢ auarHozom CI'XC mo xiu-
nudeckum kputepusim (DLCN). M3 80 uenosek
34 manueHTa OBLIM C OWATHO30M «OIIpeaeacHHAS»
CI'XC (DLCN > 8 6amrioB), 5 mMamydeHTOB C IHa-
rHozoM «BeposTHass» CI'XC (DLCN 6—8 6aioB)
n 41 yenoBeK ¢ aMarHo3oM «Bo3moxHas» CI'XC
(DLCN 3—5 6amnoB). I'pynma nmamnyeHTOB BKIHOYA-
sa 60 nmpo6aHmoB U 20 POICTBEHHUKOB ITPOOAHIOB.
Cpenu poncTBeHHUKOB npobaHmoB 70 % (n = 14)
cocTtaBuIM netu mpobanaoB. [lanueHTam mnpoBene-
Hbl KJIMHUYECKOe O0OCienoBaHue, YIbTPa3ByKoBas
MMArHOCTUKA, OIpeaeeHbl JUIUAHBIA NPOodUb
KPOBU UM mMoKazareaud oOiieil ouoxumuu. I'eHOM-
Hyto JJTHK Bbiaensiiv U3 BEHO3HOH KPOBU METOAOM
deHom-x10poOPMHOIN  BKCTpakLMU. BeimoaHeHO
TapreTHOe BBICOKOTEXHOJIOTUYHOE CEKBEHUPOBAHME
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Ha tatdopme MiSeq (Illumina) ¢ wucnonb3oBa-
HUEeM aBTOpckoil TapreTtHoi maHenu (NimbleGen
SeqCap, Roche). MLPA-ananu3 mnpoBeneH c uc-
nosbp3oBanemM Habopa SALSA MLPA KIT P062
(MRCHolland, Amsterdam) ¢ MOCIeIyIOIIUM pa3-
nejaeHueM (IyopecleHTHO MEUYEHHBIX (DparMeHTOB
METOIOM KaNWUIIPHOTO 3jeKTpodope3a (cekBe-
Hatop ABI3500). Ilpu wuHTepnpeTauuu pe3yJib-
TatoB MLPA-ananu3za wucnonb30BaHO TIpOrpaMm-
Hoe obOecneyeHue Coffalyser.Net (MRCHolland,
Amsterdam).

Pesynbratel. Y 19 npo6anmoB (73,1 % ot Bcex
BBISIBJICHHBIX y TIPOOAHIOB BapuWaHTOB) OIperesie-
HBI MATOTCHETMYECKW 3HAUMMbIC BapMaHTHl B TEHE
LDLR, y tpex mpobanmoB (11,5 %) ompeneseHbl
MaToreHHble BapuaHThl B reHe APOB u y 4YeThl-
pex TpoOaHIOB BBISIBJICHBI PEIKUE, MaTOTeHeThYe-
CKM 3HauMMble BapuaHThl B reHax LPL, SREBF2,
APOC3, ABCGS (15,4 %). Bcero y 47,5 % mpo-
0GaHIOB OIpele/ieHbl IMaTOreHeTUYECK 3HauMMbIe
BapuaHThl B reHax, accouuupoBaHHbIX ¢ CI'XC. Y
12 u3 14 gereit npodannoB (85,7 %) BbISIBICHBI I1a-
TOr€HETMYECKM 3HAYMMBbIC BapUMaHTBl B IeHaX, ac-
couuupoBaHHbIXx ¢ CI'XC: B 10 ciayyasgx — B reHe
LDLR, B onHoMm ciydyae — B reHe APOB v B ogHOM
ciayyae — B reHe SREBPFI. I3 6 poacTBEHHHMKOB
MalMeHTOB IIepBOM JIMHUM pOJACTBAa (MaTh, OTEll,
CHOJIMHTU) B OIHOM CJIyyae BBISIBJIEH TaTOTCHHBIN
BapuaHT B reHe LDLR.

3akmouenne. Cpenn 00CIIeTOBaHHBIX ITaIlMCH-
ToB (r. HoBocmbOupck, 3amamnasgs Cubupb) mpo-
JIEMOHCTPUPOBAHO TIPEOOIAJaHNE TETEPO3UTOTHON
dopmbr CI'XC, obGycnoBienHoit B 73 % ciydaes
peakuMmu BapuaHTamMu B reHe LDLR. BrisBieHbl
IBa HOBBIX BapuaHTa B reHe LDLR. Pabora BbImos-
HeHa nipu nopaepxkke PODOU Ne 19-015-00458.



