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[aTta neyatu pesynbTaTa: 14.11.2025

WccnenosaHme PesynbTaT KoMMeHTapuit

PaclumpeHHas MoneKynsipHO-reHeTuYecKkas AnarHoCcTuka HacsieACTBEHHOro atepockneposa (rewol LDLR,
APOB, PCSK9, LDLRAP1)

O6Hapy>xeHne BapMaHTOB B CM.KOMM. He obHapy»XeHO NaTOreHHbIX M BEPOSITHO MAaTOrEeHHbIX BApMaHTOB B
reHe APOB npomoTtope u 29 3k30Hax reHa APOB

O6Hapy>xeHne BapuaHToB B CM.KOMM. He o6Hapy»XeHO NaToreHHbIX M BEPOSTHO MaTOreHHbIX BapuaHTOB B
reHe PCSK9 npoMoTope 1 12 ak3oHax reHa PCSK9

O6Hapy>xeHne BapuaHTOB B CM.KOMM. He obHapy>XeHO NaTOreHHbIX M BEPOSITHO MAaTOrEeHHbIX BApMaHTOB B
reHe LDLR npomoTtope u 18 s3k3oHax reHa LDLR

O6Hapy>xeHne BapMaHTOB B CM.KOMM. He o6Hapy»eHO NaToreHHbIX M BEPOSTHO MaTOreHHbIX BapuaHTOB B
reHe LDLRAP1 npoMoTope n 9 ak30Hax reHa LDLRAP1

[eHeTMyeckoe 3aK/It0YeEHNE CM.KOMM. [MaToreHHbIx BapnaHTOB, BEPOATHO NATONEHHbIX BAPMAHTOB B NreHax

LDLR, APOB, PCSK9, LDLRAP1 obHapy>xeHo He 6bino.
Pe3ynbTaT npunaraercs Ha oTAeNbHOM 61aHKe

WcnonHuTenb MewwkoBa H.I., Bpay KIMHUYECKOW NabopaTopHOM AMarHOCTUKM

BHuMaHne! B 3neKTpOHHOM 3K3eMnnspe 6r1iaHka Ha3BaHWe UCCeNoBaHNs COAEPXMUT CCbINIKY Ha CTPaHULY caliTa C OnmncaHuem
ncecneaoBaHns. www.invitro.ru
Pe3yanaTb| MCCﬂeﬂ,OBaHMVI HE ABNAKTCA ANAarHO30M, HeOGXOLI,I/IMa KOHCY/bTauua cneunanncra.

M.M. / Noanuck Bpaya
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WccnepoBaHne

KoMMeHTapuii K pe3ynbTaTy UccieqoBaHus

Y nauuweHTa 6b11 NpOBEAEH MOUCK NAaTOMEHHbIX N BEPOSTHO MATOreHHbIX BapuaHToB B reHax LDLR, APOB, PCSK9, LDLRAP1.
MaToreHHbIX M BEPOSITHO MATOFEHHbIX BapMaHTOB 0BHapYy»eHO He 6b110. OTpULATENbHBIA pe3ysibTaT 06bIYHO HE MOXET
CBWAETENbCTBOBATL 06 OTCYTCTBUM Y MALMEHTA aTePOCKIEPO3a, MMMNepxoecTePUHEMUMN NN CEMENHOMN
rmnepxonectepuHeMmnn, 0aAHaKo B 6onbLIMHCTBE Cny4yaeB MOXET CBUAETENBbCTBOBATb 06 OTCyTCTBUU MOHOIEeHHOM CIZ)OprI
CEMEWNHON TMMNepXoNIeCTEPUHEMMUMN.

BHuMaHve! B 3neKTpoHHOM 3K3eMnispe 6naHKka Ha3BaHWe nccneaoBaHus COAEPXUT CCbIIKY Ha CTpaHuUy calTa C onMcaHueM

MCCnenoBaHns. WWw.invitro.ru
Pe3ynbTaThbl UCCEN0OBAHUIN HE SBNAIOTCS AMArHO30M, HEOBX0aAMMa KOHCYbTaUus CreLuanmcTa.

M.M. / Noanuck Bpaya
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Texnuueckoe 3axknouerue

Pa3BepHyTO€ reHeTHYECKOE 3aKTI0UYEeHHe

DUO:

Meron uccnenoBanusi: | Jlmarnoctuueckoe NGS

Uccnenyemplie TeHBI: LDLR, APOB, PCSK9, LDLRAP1

PedepencHblii reHOM: GRCh37 / hgl9

Cpennee noKpbITHE: 876x
PaBHOMEpHOCTB 91.71%
MTOKPBITHUS:

HaﬁﬂeHHBIe MMaTOIrCHHBIC U BCPOSATHO IMAaTOICHHBLIC BAPHUAHTDI:

IIaToreHHbIX U BEPOSITHO MATOT€HHBIX BADUAHTOB O0OHAPYKEHO He ObLIO.

Monosxenune B Iloso:xkenue B AMHMHOKHCJIO0THAS AJl1ejbHAs
Ten Tenorun . dbSNP ToxpeiTHe Tun Hacjae0BaHus**
reHoMe k/IHK 3aMeHa qacToTa

APOB

LDLR

LDLRAP1

PCSK9

Haiigenneie BapHWaHTbI HCOMMPCACICHHOI'O 3HAYCHU A

BapuaHTOB HeonpeaeJeHHOTr0 3HAYeHHUsI O0HAPYKEHO He ObLIO.

Ionoxenue B Tloso:xenue B AMHHOKHCJIOTHAs! AnneJabHast
Ten TeHorun dbSNP

reHome kJIHK saMena acrora® IMokpeiTHE Tun nacaexoBanus**

APOB

LDLR

LDLRAP1

PCSK9

* AnnenmpHas yacToTa npuBelneHa 1o Oase maHHbIX Genome Aggregation Database (gnomAD) (/@ - HET JaHHBIX)
** Tun HaclaeIOBaHWS TpEACTaBIeH A reHa mo Oase mamaeix Online Mendelian Inheritance in Man (OMIM), tun
HacJleIOBaHUs TEHETUYECKOTO BapHUAHTa JIOJDKEH ONMPEAETISTHCS BPaYOM-TeHETUKOM C YU9ETOM HpPEeArnoaraéMoil HO30JI0THH
u QeHorumna (Al — ayrocomHO-moMuHaHTHBIH, AP — ayTocoMHo-penieccuBHbI, M® — MynbTH(hAKTOPUANBHBIA THIT
HAaCJICIOBAHHSI )

Pe3yabTarhl JaHHOTO MCCAEI0BAHUS MOTYT OBITH NPABUJIbHO HHTEPNPETHPOBAHBI
TOJIbKO BPA4OM-T€HETHKOM




Anamu3 JIHK manmenta npoBeneH Ha cekBeHatope HoBoro mokosenust (MiSeq, Illumina) meromom
napHO-KOHIIeBOro yteHus (2X151 m.H.) co cpeauuM nokpeitueM He MeHee 70—100x. J{ist mpoOGONOAroTOBKU
ObUTa WCMOJNB30BaHA METONMKAa TapretHoro oboramenuss reaoB LDLR, APOB, PCSK9, LDLRAPI. [lns
Ha3BaHUS BBIBJICHHBIX BApUAHTOB HCIIOJIb30BAJIACh HOMEHKJIATypa COOOIIecTBa HGVSY.  Kauectso
[OJIY4CHHBIX IPOYTCHMH oueHHBanoch ¢ mnomompro FastQC?. Beuio mpoBemeHo BbpaBHHBaHHE Ha
pedepeHCHYI0 MOCIeI0BaTeIbHOCTh TeHOMa deoBeka Bepcuu GRCh38 ¢ momorsio BWAE! nocne wero 6oum
HCIoNMb30BaHbl HHCTpyMeHTH GATK 4.1.5.0" nns MapKHUPOBKH TYIUIUKATOB, COPTHPOBKU M PEKATUOPOBKHU
0a30Boi1 olleHKH KadecTBa. OOHAPYKEHHE MOHOHYKJICOTHIHBIX BAPHAHTOB, KOPOTKUX BCTABOK M JCJICHUN OBLIO
BBITIOJTHEHO C MCTIOJB30BAHUEM AITOPUTMA DeepVariant[5]. O dexThl HalIEHHBIX BAPHAHTOB ONPEACIISIIUCH MPU
nomom Ensembl Variant Effect Predictor™ u ANNOVAR" ¢ wucnonssopanuem aHHOTAIAIl [0 BCEM
M3BECTHBIM TPAHCKPUIITAM Kaxaoro rexa us 6assl RefSeql® ¢ mpumenenmem psga MeronoB mpeickasaHus
narorennoctn 3amet (PolyPhen-2%, SIFTH9 MutationTaster2™!, MutationAssessor™?, PROVEAN™, 1 1p.), a

(4 phastCons™). s ouenxu
[16]

TAaK)KE METOJOB OIICHKH SBOJIIOIIMOHHON KoHcepBaTtuBHOCTH (PhyloP
MOMYJISIIUOHHBIX YacTOT BBISBIEHHBIX BapHAHTOB HCIOJIb30BaHbl BBIOOPKU MpoekToB «1000 reHomoB»
ESP6500™" u Genome Aggregation Databasel™®!. JIisi OIICHKM KJIMHUYECKOW PENeBAaHTHOCTH BBISBIICHHBIX
BAapUAHTOB HCIIOJIb30BaHbl 0a3za JaHHBIX oMIME!, CHeIaJIu3upOBaHHbIE 0a3bl JAHHBIX M JIUTEpaTypHBIC
naHHble. B 3akioueHue BKIIIOYEHBI TOJBKO BapHUaHTHI, MMEIOIIUME BO3MOXKHOE OTHOIIEHHE K KIMHHUYECKUM
MPOSIBIICHUSM y TalueHTa. MeToa He MO3BOJISICT BBHISBIATh HWHCEPIUU W Jeienuu JumHou Oonee 10 m.H.,
MyTallii B MHTPOHHBIX OOJACTAX (32 MCKIIOUYEHHEM KAaHOHMWYECKHUX CAlTOB crutaiicuHra +/-20 HyKJI€OTHIIOB),
BapHallly JIMHBI TTOBTOPOB (B TOM YHCIE SKCIAHCHHM TPHUILIETOB), a TaKXKe MYTAaIlMM B IeHaX, y KOTOPHIX B
TEHOME CYIIECTBYET OJIM3KHI MO IMOCIEA0BAaTEIbHOCTH Hapaior (IceBaoreH). Meron He MmpeaHasHaueH s
ONpeAeNeHUs] LHC-, TPAHCIOJNOXKEHHUS] Tap TEeTEePO3UTOTHBIX MyTalui, a Takke [UIsl OLCHKHM YpPOBHS
METUJIMPOBAHUS, BBISIBICHUS XPOMOCOMHBIX IEPECTPOEK, MOJUIUIOMANU, BBISBICHUS MYTAllMil B COCTOSIHUU
MO3auIU3Ma.



