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PE3YJIbTAT TEHETUYECKOI'O NCCJIEOOBAHUNA: BR1111

NABOPATOPHbIV HOMEP: 1111

®.N.0./VHM NMPOBAHA: NNN

OATA POXOEHNSA: 00.00.0000r.

MNnoJt: MYK.

MCCNEAOBAHHbLIVI MATEPUAJT:  |BeHO3HasA KPOBb

MPNYNHA NCCJIEAOBAHNSA: MUTOXOHOpPWanbHoe 3abosieBaHme
BbIMOJIHEHHOE NCCJELOBAHWUE: cekBeHMpOBaHME MUTOXOHAPWASIBHOIO reHoMa
OATA BbIOJAYN PE3YJIBTATA: 02.10.2023r.

B xope cekBeHMpOBaHWA MOSIHOrO SK30Ma Yy npo6aH,u,a OblfI BbIABNEHDI cnegywoumne
HYKNneoThaHble BapUaHTbI:

MNATOIEHHbIE BAPNAHTHI:

[Mosunyuns BapuaHT kAHK = YacTtoTta PedepeHcHas [ny6buHa

[eHoTuMn  9K30H

(GRCh37/hg19) (AK) annens* NOCNefoBaTENbHOCTL* | MpOYTEHUS**

He o6Hapy>xeHo

*YacToTbl annenen npueegeHbl no 6ase The Genome Aggregation Database (Bbi6opka o 141456 yenoBek). H/A=HeT faHHbIX (He onmcaH)
** KonmyecTBO HE3aBUCUMbIX MPOYTEHUIA yYacTKa reHoma, Cogep Kallero MyTauuio.

HEW3BECTHOI O KITMHNYECKOI O SHAYEHWNA:
Mosnuma (GRCh37/hg19) [eHoTUN

HykneoTnaHbIn apnaHT YacTtoTa [nybuHa

(AK) annens* NPOYTEHNA**

He obHapy»eHo

*YacToTbl annenen npuseaeHsl no 6ase The Genome Aggregation Database (Bbibopka g0 141456 yenoBek). H/A=HEeT aHHbIX (He onucaH)
** KonmMyecTBO HE3aBUCUMbIX MPOYTEHUI yYacTKa reHoMa, CoOAepXKaLlero MyTauuto.

WHTEPMPETALWA PE3YJIbTATOB NCCJIEQOBAHNA

Y npo6aHaa 6bin NpoBeeH aHanM3 MUTOXOHAPWANbHOro reHoMa MeTO4,0M BbICOKOMPOU3BOANTENbHOIO
CeKBEHNPOBaHUS.

B xopne nccnenoBaHms He BbIABIEHO KIIMHUYECKN 3HAUYNUMbIX BapMaHTOB B MUTOXOHAPWUANbHOM reHoMe,
UMEIOLLMX U3BECTHYIO UMK OXMNAAEMYIO CBA3b C KIIMHUYECKUMU NPOABNEHNAMN U GEeHOTUMNOM NnaLmneHTa.

AHATIN3 NPOBOAWIIN:

- e
BMOTEXHOMOr 777 anB.B.
BuonHbOopMaTHK 1o BapbuTos t0.A.
Bpau-reHeTuK, 1abopaTopHbIf reHeTUK ¥ /'_‘ ~ ®ensaxkos MLA.

[eHeparbHbIN AUPEKTOP ~~ " AceeBM.B.
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ONMMCAHVE METOLA

Boigenenne mTHK B cocTaBe reHoMHon [HK BbIMOAHANOCH CTaH4APTHLIM CNOCO60M U3 LLeNIbHOM
Kposu. AMnanduKaums nonHon nocnegosatenbHocTn MTAHK (16569n.0.) nponsBogmnacb METOLOM
LR-PCR ¢ nomolybto 2x nap npanmepos.

AHanma MTAHK naumeHTa npoBefeH Ha cekBeHaTope HOBOro nokoneHusa «MiSeqg» («lllumina», CLLUA) meTogom
MapHO-KOHLEBLIX YTeHU (2x150n.0.) CO CpefHUM NOKPLITUEM LeneBbiX pernoHos 401x.
BUONHOOPMALLMOHHBIN KOIMHE U GUIBbTEPUHT pe3yibTaTOB CEKBEHUPOBAHUA MPOBOAMIICA C MOMOLLbIO
nporpamMmmHoro obecrnedyeHuna GATK (https://www.broadinstitute.org/gatk/) B cooTBeTCcTBUMN C
pekomeHgaumammn BROAD Institute (https://www.broadinstitute.org/gatk/events/slides/1506/GATKwr8-D-4-
Manual_filtering.pdf).

[na aHHOTaLWK BbISIBIEHHbIX BapMaHTOB MUCMob30oBanack pedpepeHcHasa nocneoBaTesibHOCTb
NC_012920.1 (6asa gaHHbIx RefSeq).

[ns OLeHKN KIIMHNYECKON peneBaHTHOCTU BbISIBJIEHHbLIX BapUaHTOB MCMNOMb30BaHbl 6a3a gaHHbIX
dbSNP, ClinVar, OMIM, MITOMAP, Human Mitochondrial Genome Database, nutepaTypHble faHHble, a
TakXe fgaHHble cekBeHnpoBaHus MTOHK KOHTPOMbHbLIX 06pasyoB. B 3ak/toyeHme BKIKOYEHbI TOMbKO
BapuaHTbl, UMeLLME BO3MOXHOE OTHOLWEHME K KITMHUYECKNM NPOABNEHNAM Y NaumMeHTa. BapuaHThbl,
KnaccuoumLMpoBaHHbIE MO Pas3fIUYHbIM KPUTEPUSAM KaK HENTpasbHble, B 3aKKOYEHNE HE BKITHOYEHDI.
[MONHBIN CMNCOK BbISABIEHHBIX BApMaHTOB U faHHble CEKBEHUPOBAHUA MOy T BbITb NpefoCcTaBNeHbl Mo
3anpocy Nnevauero Bpava.

OrPAHNYEHNA METOJA
MpoBeAeHHOe UccnefoBaHNe He UCKIFOYAEeT HaNMynsa MATOXOHAPWANBHOW NaTONOrK, T.K. NaToreHHble

BapuaHTbl, CBA3aHHbIE C pasBUTMEM 3aboneBaHUsA, MOTyT HaxoAnTbCA kak B MTOHK HenccnenoBaHHbIX
TKaHel opraHmsma (HanpumMep, MbllLeYHOoN), Tak 1 B agepHon OHK.

CBEJJEHWNA O KAYECTBE WCCJIELOBAHWSA:

O6meekqpmquTBo 794982

NPOYTEHUI Bcero BbisiBNeHo 43

CpeﬂHﬂHqﬂMHa 2%150M.0. BapuaHTOB

NPOYTEHUI

CpepfHee nokpbiTHE 401x BapuanTos nocne 0
bunbTpaunn

CIMNCOK NCMOJIb3YEMBIX NMPOIPAMM U NNUTEPATYPHI:
1) MITOMAP - https://www.mitomap.org/
2) RefSeq database- http://www.ncbi.nim.nih.gov/refseq/
3) dbSNP - http://www.ncbi.nlm.nih.gov/SNP/
4) ClinVar - http://www.ncbi.nlm.nih.gov/clinvar/
5) OMIM - http://omim.org/ u
6) mtDB - Human Mitochondrial Genome Database - http://www.mtdb.igp.uu.se/ V
7) MSeqDR: the Mitochondrial Disease Sequence Data Resource Consortium —https://mseqdr.ttgfy”ex.p
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