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UccneposaHue PesynbTaT KoMMeHTapuit

OnpepenexHve mMytauuii B CM.KOMM. Pe3ynbTaT npunaraetcs Ha oTAenbHOM bnaHke

reHax LDLR, APOB, PCSK9,
LDLRAP1 mMeToaoM NGS

BHuMaHKe! B 3NneKTPOHHOM 3K3eMnnspe 6r1aHKa Ha3BaHUE UCCIEN0BaHNS COAEPXMUT CChISIKY Ha CTPaHULY caiTa C ONUCAHUEM
nccneaoBaHus. Www.invitro.ru
Pe3yanaTb| VICCﬂe,D,OBaHVIl‘/JI HE ABAKTCA ANarH030M, HeO6XO,C|,|/|Ma KOHCYy/NbTauuda cneunanancra.
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http://www.invitro.ru/

Texnuueckoe 3axkniouernue

PasBepHyToe IF¢HETHYCCKOC 3aKJIIIOUYCHHUE

OUO:

Merton nccienoBanus:

Huarnoctuueckoe NGS

I/ICCJIC,I[yeMBIC T'CHBI:

LDLR, APOB, PCSKY9, LDLRAP1

Pedepencuplii reHOM:

GRCh37 / hg19

Cpennee mokpbiTHe:

350

HaﬁHCHHble IMaTOI'CHHBIC X1 BCPOATHO ITATOI'CHHBIC BAPUAHTHI:

IToso:xeHne B IMojio:keHne B | AMHHOKHMCJIOTHasI | AJuieJIbHAsI Tun
Ten I'enornn " dbSNP IloxkpbiTHE .
reHome k/JIHK 3aMeHa 4acToTa HacJiel0BaHUs
APOB - - - - - - - -
LDLR NC_000019.10: G/A NM_000527.5: NP_000518.1: 0.00003185 | rs879254554 213x All
0.11105420G>A c.514G>A p.Aspl72Asn

LDLRAP1 - - - - - - - -

PCSK9 - - - - - - - -

*

AnnenpHas yacToTa npuBezeHa no 6aze qanHeix Genome Aggregation Database (gnomAD) (H/1 - HEeT HaHHBIX) **

Tun HacmenoBaHus mpeAcTaBieH Ans reHa mo 60ase manHbix Online Mendelian Inheritance in Man (OMIM), Tum

HacJICAOBaHUA Fr€HETUYCCKOTIO BapuaHTa JOJDKCH OIMMPEACIATECA BPAaYOM-IT'CHCTUKOM C YUCTOM HpeanonaraeMoﬁ HO30JIOTHH

n ¢enoruna (Al — ayrocomHO-mOMUHAHTHBIN, AP — ayrocomHo-peneccuBHbil, M® — MymbTH(AKTOPHUATBHBIN THIT

HaCJICIOBAHMS)

HaitneHHsle BapuaHTBI HEONPEAEICHHOTO 3HAUEHUS:

IMonoxenue B IMono:xkeHne B | AMHMHOKHMCJIOTHas | AJulebHas Tun
Ien I'enornn « dbSNP IMokpeiTHE .
reHoMe kJIHK 3aMeHa 4acToTa HacJIe0BaAHUS
APOB - - - - - - - -
LDLR - - - - - - - -
LDLRAP1 - - - - - - - -
PCSK9 - - - - - - - -

*

AnnenpHas yacToTa mpuBejieHa 1o 0a3e maHHbIXx Genome Aggregation Database (gnomAD) (H/1 - HET HaHHBIX) **

Tun HacienoBaHus TNpeACTaBiCH i reHa mo 0Oa3e ganHbix Online Mendelian Inheritance in Man (OMIM), Tun

HACJICAOBAHUA F€HECTUYCCKOIO BapuaHTa JOJDKCH OMMPEACIATHECA BPAYOM-T'CHCTUKOM C YUCTOM npennonaraeMoix'I HO30JIOTHH

u ¢enoruna (AJ] — ayrocomHo-gomMuHaHTHBIH, AP — ayrocomHo-penieccuBHblii, M® — MynbTH(AKTOPHATIBHBIH THI

HaCJIeIOBaHHSA)




Pe3yabTarhl JaAHHOTO MCCIEI0BAHUS MOTYT ObITH NPABUJIbHO HHTEPIPETHPOBAHBI

TOJBKO BPAYOM-TCHETUKOM

Anamm3 JIHK manuenTa npoBenieH Ha cekBeHaTope HoBoro nmokosieHus (MiSeq, [llumina) merogom napHo-
KoHIeBoro ureHus (2x151 m.H.) co cpegaum mokpeitieM He MeHee 70—100x. Jlns mpoGomoaroToBku ObLia
HCIIONIb30BaHa MeToauKa TapretHoro oboramenus renoB LDLR, APOB, PCSK9, LDLRAP1. J[lns HazBaHus
BHISBIICHHBIX BapHAHTOB MCIIONIB30BaNach HOMeHKnaTypa coobuiectea HGVSH. KawectBo momyuenHbIx
npouTeHnii oneHuBazoch ¢ nomompio FastQCE. Beuto mposemeHo BbIpaBHHBaHHME Ha pedepeHCHYIO
MOCJIeIOBAaTEILHOCTh reHoMa yesnoBeka Bepcuu GRCh38 ¢ momornisio BWA[3], OCJIE Yero ObUIM KMCIIOJIb30BAaHEI
uactpymentsl GATK 4.1.5.01 s MapkupoBKH IyIIHKAaTOB, COPTUPOBKM M PEKaTHOPOBKH 0a30BOH OLCHKH
kauecTBa. OOHapy)eHHE MOHOHYKJICOTHUIHBIX BAapHUAHTOB, KOPOTKUX BCTABOK U JeJIelUi ObUIO BBINOJIHEHO C
ucronb30BaHneM anroputma DeepVariant®), DddexTsl HaiiieHHBIX BapHAHTOB ONPENEIAINCH IPH ITOMOIIH
Ensembl Variant Effect Predictor® u ANNOVARU! ¢ wucnonesoBanmem aHHOTAmMii 10 BCeM H3BECTHBIM
TPaHCKPHIITAM Kaxaoro reHa u3 6a3el RefSeql® ¢ npumenennem psia MeTonoB mpejcka3aHus IaTOr€HHOCTH
3ameH (PolyPhen-2l, SIFTI MutationTaster2*), MutationAssessor*?, PROVEAN™, i nip.), a Taxoke meromos
OLIEHKH 3BOJIIOIIMOHHON KOHCEPBATUBHOCTHU (PhyloP[14], PhastCons[lsl). Jl71s1 OLlEHKH [16], IOMYJISIUUOHHBIX YACTOT
BEISBIICHHBIX BAPHAHTOB HCIIONE30BAHbI BEIGOPKH TIPoekToB «1000 reromosy» ESP6500171 1 Genome Aggregation
Database*8]. JInisi OIIEHKH KIMHUYECKON PENICBAaHTHOCTU BBISBJICHHBIX BapHAHTOB HCIIOJIB30BaHBI 0a3a JaHHBIX
OMIMI | cenmanm3nuposarHble 6a3bl NAHHEIX M JIMTEpaTypHBIC JaHHBIE. B 3aKiIi0ueHHE BKIIOYEHBI TOJIBKO
BApUAHTHI, UMEIOIINE BO3MOKHOE OTHOIICHUE K KJIMHUYECKUM IPOSIBICHUAM Yy MalueHTa. MeTo He MOo3BoJIseT
BBISIBJISITh MHCEPIIUU M JeJICNUU JIMHOW Oosiee 10 m.H., MyTalluu B MHTPOHHBIX OOJIACTAX (32 MCKIFOYCHUEM
KAaHOHUYECKHX CaWTOB ciulaiicuHra +/-20 HyKJIeOTHIOB), BapHallMK JJHMHBI TOBTOPOB (B TOM YMCIIE DKCHAHCHH
TPUILIETOB), a TaK)K€ MYTallMd B I€HaX, y KOTOPBIX B T'€HOME CYIIECTBYET OJM3KUU MO MOCIEeI0BATEIbHOCTH
napa’nor (mceBnoreH). MeTon He MpeaHa3HaueH s ONpeeeHHs IUC-, TPAHCIIONIOXKEHHS Map reTepO3UTOTHBIX
MyTalui, a TakKe JJIs OLIEHKU YPOBHSI METUIMPOBAHMS, BBISBIIEHUS] XPOMOCOMHBIX MEPECTPOEK, MOTUIIIOU]INH,

BBISIBJICHHUA MyTaI_[I/II\/’I B COCTOSAHHMH MO3aulInu3Ma.
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