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3AK/TKOMEHUE
no pesynabtatam uccneposaHna JHK metoaom KAMHUYECKOro ceKBeHUPOBAHUA

Homep porosopa: [ara 3abopa martepuana:

MayuneHT: [arta noctynneHua matepuana B naboparopuio:
[aTta poxaeHua: Mon:

Bupg 6uomarepuana: Kposb EDTA JlaTta rotToBHOCTU Uccnen0BaHUA:

Bua uccnepoBaHua: 586 MaHenb "MutoxoHApUanbHbIA reHom"
HanpasutenbHblit guarHo3: CUHAPOM [N1a304BUraTeNIbHbIX HAapyLWEHWIA. Inunencus

PE3Y/IbTATbl UCCNNIEAOBAHUA

3urorHocr I'erepomnazmu Tryouna
Bapuant (hg38) . I'en TpanckpunT k/IHK P o NPOYTEHHN
|

IIpu3HaKH MATOTeHHOCTH U KOMMEHTAPHH

Cunapom

BapI/IaHTLI, HMEIIIUe OAUH WJIN HECKOJbKO 3HAYUMBIX ITPU3HAKOB MATOI¢HHOCTH

MT- ENST00000386347. | m.3243A>

chrM:3243A>G I'ereporiazmus TL1 1 G

9,5% 5413

Knaccuguxayus CLINVAR: Pathogenic (Pathogenic - 19).

3a60ﬂeaauu}l, accouuupoeannble Cc CeHom:

MELAS (OMIM: 540000)

Progressive external ophthalmoplegia (PEO)

Maternally inherited diabetes mellitus with or without deafness (OMIM: 590050)
Cardiomyopathy (OMIM: 590050)

Deafness

MERRF (OMIM: 545000)

YuuteiBas YPOBEHB I'€TCPOIIA3MUU BaAPpUAHT CTOUT PACLHCHUBATH KaK MYTallUIO C HCU3BECTHBIM KIIMHUYCCKUM 3HAYCHUEM.
Pexomenyercss comocTaBicHHe (EHOTHNA MalnueHTa ¢ (PEHOTHIIOM 3a00JIeBaHUN AaCCOIMMPOBAHHBIX C TEHOM U
00cieI0BaHNe POTUTEIICH JJIsl YCTAHOBIICHUS MPOUCXOKICHUS BapruaHTa (de novo/HacieyeMbIii).

Bpau-reHeTuK

Crp.1wm3 2.




NHOOPMALIUA Ob HCCIIEJOBAHUN
MH®OPMALIMA OB UCCNEAOBAHUA
Ananus [HK npoBoaMTCS MO TEXHONOMMMN CEKBEHMPOBAHUSA HOBOTO MOKOSIEHNSt METOAOM NapHO-KOHLIEBOTO YTEHMUSI.

MeTon nos3BonsieT BLIABUTb Hacnegyemble WM BHOBb BO3HUKLINE (de novo) BapnaHTbl HyKJ'IeOTVI,EI,HOI7I
nocneagoBaTesibHOCTU (O,D,HOHyKJ'IGOTI/ID,HbIe 3aMeHbl, HebonbLune nHcepuumm n geneunm — 0o 10 I'I.O.), KOTOpble
MOTyT ABNATbCA FIpW—II/IHOVI reHeTM4YecKoro 3aboneBaHus.

O6paboTka OaHHbIX CEKBEHWPOBaHUS MPOBOAWUTCA C WCMOMb3OBaHMEM aBTOMAaTU3WPOBAHHOIO anroputMma,
BKIIOYalOLLIEro BblpaBHMBaHWE MNPOYTEHWA Ha peddepeHcHylo nocrieaoBaTenbHOCTb reHoma 4enoseka (hg38),
MOCTNPOLIECCUHT BblpaBHMBAHUS, BbISIBIIEHNE BapuUaHToB W (UNbTpaLMi0 BapuaHTOB MO KayecTBy, a Takke
aHHOTALMIO BbISIBIEHHbIX BapuvaHTOB UM WX MpuopuTe3aunio ¢ ydyeToM pekomMeHaauuin ACMG. BapuaHTbl, He
COOTBETCTBYHOLLNE KPUTEPUSIM KAYecTBa, U3 JaribHeLwero aHanmaa UCKIoYarTes.

ABTOMaTU3NPOBAHHbLIA anropuTM MPUOPUTE3NPYET BapuaHTbl MO BEPOSTHOCTM UX KIMHUYECKOrO 3HAYeHus Ans
AaHHoro naumeHTta. OgHako, 3TO He 03HaYaeT, YTO KaKo-NMbo 13 0BHapYKEHHbIX BapnaHTOB SIBNSIETCA MPUYMHON
3aboneBaHnsa y nauneHTa.

[ns oueHKn KNMHUYECKON peneBaHTHOCTU BbIABNIEHHbIX BapuaHTOB MNpu panbHenweM aHanunse Heobxooumo
Mcnosmnb3oBaTb 6a3y AaHHbix OMIM, cneunann3npoBaHHble 0asbl AaHHbIX MO OTAEeNbHbIM 3aboneBaHUsaM (r|p|/|
HaJ'II/ILII/II/I) N nutTepartypHblie AaHHble

[aHHble CekBEeHMpPOBaHUS U OGHapyXeHHble BapuaHTbl He SBMSAOTCA OKOHYaTeNlbHbIM AMarHO30M M OOSKHbI
NCMOMb30BaTbCA COBMECTHO C APYrMMM NabopaTopHbIMU U KIMHUYECKUMU AaHHbIMW. KoppekTHas MHTepnpeTaums
pe3yrnbTaToB FEHOMHOIO aHanmn3a MoXeT GblTb BbINOMHEHA TONBKO BPpaYoM-TEHETUKOM.

UccnepoBaHne BbINOMHAETCS Ha  BbICOKOMNPOM3BOAUTENbLHOW CcUCTeMe ANsl  CEeKBEHUPOBaHUA
HYKNeunHoBbIX kucnotT NeHockaH 4000.

PeaucmpauyuoHHbIl Homep chedeparibHoU Criyx6bi Mo Had3opy 8 chepe 30pasooxpaHeHusi: P3H 2025/24616.
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