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IMeuatsn OpraHu3anvu

Baxno! ®opmar pesysbTara HCCIEIOBAHHSA MOKET OTIHYATECS B 3aBUCHMOCTH OT T1071a, BO3PAcTa U PErHOHA BBINONHEHHUS. Jmer Ne 1 u3 1
HWHTepnperaius pe3ynbTaToB He SBJIAETCS JUArHO30M, 3aKIII0UCHHE [0 Pe3y/IbTaTaM JaHHOTO HCCIIeI0BaHUs AT JIevaliuii Bpad.
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MEMOYHAPOOHAS
CUTUNAb e CETh NABOPATOPUH

3AK/IHIOMEHUE
no pesynbTatam ceKkBeHMpoBaHua [HK (KnMHuueckoe ceKBeHMpoOBaHME 3K30Ma)

®.U.0. naumnenTa/UHN:

Mon:

[arta poxaeHua:

Bug matepmana: Kposb (BeHO3Has)

[aTa Bblgaun 3aKN0ueHuA:

AwnarHos: CaxapHbiit guabeTt, 1 Tn. MaHudectauma ¢ aveapa 2024 r. nocne nepeHeceHHon OPU ¢
¥Kaxabl, CYyXOCTU BO PTY, y4aLLLEHNA MOYencnycKaHumsa, noTepm Beca. Fmnepravkemuma go 21.3 mmonb/n,
KeTOHYpMA, OAHOKPaTHbIV anun3og npotemHypun (0.41 r/n). UHCynMHOTEpPanma ¢ NONOKUTENbHbIM
apdeKkTom. AHTUrIMagMHOBbIe aHTUTeNa IgG 33.65 Ea/mn. CuHycoBaa TaxMapuTMKUA NIETKOM CTEMNEHMU.
Y31 OBIN: peakTnBHbIE USMEHEHWA NEYEHWN U NOAMKENYA0HHON Kenesbl.

1. MNaToreHHble MyTauum, ABNAIOLLUECA BEPOATHOM NpUUMHON 3a6oneBaHunn

MNonoxeHue (hg38) [feHoTnn leH MonorkeHue B 3ameHa AK  |9K30H TpaHckpunt |Yacrorta Fny6buHa
KOHK annens* npouTeHus

He BbiABNeHO

2. BeposrrHo naTtoreHHblie MmyTauuun, asaaowmeca BO3MOXXHO ﬂpM'-IMHOﬁ 3aboneBaHus

MonoxeHue (hg38)|feHoTnn FeH MonoxkeHue B 3ameHa AK  [3K3oH TpaHckpunTt |YacroTa rny6bunHa
KOHK annena* npouYTeHusa

He BbiABNEHO

3. MyTauum ¢ HeM3BeCTHbIM KIMHUYECKUM 3HaYeHUEM, UMEKLME BO3MOXKHOE OTHOLIEHMUE K
deHoTuny. lna yTouHEHUA cTaTyca NaTOreHHOCTM TaKMUX MyTaLUii U UX OTHOLLUEHUA K 3aboneBaHuio
y nauueHTa moryT notpeboBaTbca AONONHUTENBbHbIE UCCeA0BaHUA.

MonoxkeHue (hg38)|feHoTnn leH MonorkeHue B 3ameHa AK  |9K30H TpaHckpunt |Yacrorta Fny6buHa
KOHK annens* npouTeHus

He BbiABNeHO

*Yacmomel anneneli npusedensi no 6aze gnomAD v.4.0.0 (sbibopka 0o 807162 yenosek). H/O = Hem AaHHbIX (He OnMuUcaH)

MHTEPMPETALUA
Mo paHHbiM obpa3ua BR20621 6bin npoBeaeH MOMCK MATOreHHbIX MyTauUM, acCOLMMPOBAHHbBIX C
HacneacTBeHHbIMM dopmamm amabeta, meTabonMyecKMX U ayTOMMMYHHbIX 3ab60neBaHWUI, a TaKXKe C
APYTMMU HacnenCTBEHHbIMM 3a60/1€BAaHUAMM CO CXOAHBIMU GEHOTUNMNYECKMMM NPOABAEHUAMMU.
3HaYMMbIX U3MEHEHUI, COOTBETCTBYIOLLUX KPUTEPUAM NOUCKA, HE OBHApYXKEHO.

PeKomer,ye'rcn KOHCY/1IbTaunA BpavYa-reHeTuka. Pe3yanaTb| AdHHOro uccnegosaHunAa Moryrt 6bITb
NnpaBuUJ/IbHO UHTEPNPETUPOBAHDbI TOJIbKO BPA4YOM-TreHETUKOM.
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ONMUCAHUE NCCNEAOBAHUA

AHanun3 AHK naumeHTa npoBeneH METOAOM CEKBEHMPOBAHWMA HOBOro mokoneHua (NGS) B pexume
MapHO-KOHUeBOro 4teHua (2x210 n.o.). Onsa npobonoarotoBkn 6blna MCNONb30BaHA MeTOAMKA
CeNeKkTMBHOro 3axBaTa y4acTkos JHK, oTHocAawmxca K kogupytowmnm obnactam 3332 reHOB € M3BECTHbIM
KAMHMYECKMM 3HavyeHunem. OboraweHne OHK nposeaeHo ¢ npumeHeHuem 3oHAoB KAPA HyperCap
Heredity Panel.

O6paboTKa Qp[aHHbIX CEKBEHMPOBAHWA NpoBeAeHa C WUCNONb30BaHMEM aBTOMATU3WMPOBAHHOIO
aNropuTMa, BK/IOYAIOLLErO BblPaBHMBAHME MPOYTEHUIM Ha pedepeHCHY nociefoBaTeIbHOCTb reHoOMa
yenoseka (hg38), nocTnpoueccHHr BbIpaBHUBAHMSA, BbIABIEHUE BaPUAHTOB U GpUABTPALMIO BAPUAHTOB MO
KayecTBY, @ TaKKe aHHOTAUMIO BbIABNEHHbIX BapPMaHTOB MO BCEM M3BECTHbIM TPAHCKPUMNTAM KaXK40ro
reHa u3 6a3bl RefSeq ¢ npumeHeHnem psaga MetToaoB npeackasaHma natoreHHocT 3ameH (DANN, GERP,
REVEL, SIFT, PolyPhen2, PrimateAl), a Take aNropMTMOB OLEHKU BAUSHUA BAPUMAHTOB Ha QYHKUMIO
canToB cnnaricmHra (AdaBoost, SpliceAl). Ins oueHKM NONYAALUMOHHbBIX YAacTOT BbiAB/IEHHbIX BAPUAHTOB
NCNo/Ib30BaHbl BbIOOPKM npoekToB «1000 reHomoB» M gnomAD. [nA OUEHKU KINHUYECKOMN
peneBaHTHOCTM BbIABNEHHbIX BAPWMAHTOB MCNOAb30BaHbl 6a3a gaHHbix OMIM, cneumanmsmMpoBaHHbIe
6a3bl faHHbIX NO OTAeNbHbIM 3a60neBaHMAM (MPU HAaNWMYUKU) U NUTepPaTypPHble AaHHble. B 3aKkntoyeHne
BK/IIOYEHbI TO/IbKO BapuaHTbl, MMEIOLWMEe BO3MOXKHOE OTHOLIEHME K KAMHUYECKMM MNPOABAEHUAM Y
naumMeHTa WAM COOTBETCTBYHOLIME APYIMM  YKAa3aHHbIM B 3aK/HOYEHUM  KPUTEPUAM  MOMCKa.
Monnmopdurambl, KnaccuPuuMpoBaHHbIE MO PA3/IUYHBIM KPUTEPUAM KaK HEUTPA/IbHbIE, HE BK/THOYEHDI B
3aK/to4eHme.

OrpaHMYeHUs MeTOAUKM: METOA He MO3BOAET BbIABAATb MHCEPLMM U Aeneunn ganHon 6onee 10 n.o.,
MYTalUMKU B MHTPOHHbIX 061acTAX (33 WCKNHOYEHMEM KaHOHMYECKMX CaWTOB CM/AalCUHra), Bapuauumu
AJIHbI MOBTOPOB (B TOM YMC/Ie SKCMAHCUM TPUMAETOB), a TaKKe MyTauun B reHax, Y KOTOpbIX B reHoMe
cywiectsyet 6AM3KMIA MO nocnegoBaTenbHOCTU napanor (ncesgoreH). Metoa He npeAHasHayeH Ans
onpeaeneHns ¢asbl Nap reTeposUroTHbIX MyTaUMI, a TaKKe AN OLEHKM YPOBHA METUAMPOBaHMUS,
BbIAB/IEHNSA XPOMOCOMHbIX NePecTpoek, NOANNAOUANM, BbIABNEHUA MYTaLMN B COCTOAHUN MO3anULIU3Ma.

3aKAYeHne He ABAAeTCA MeAUUMHCKUM OMarHO30M U NOANEKUT MHTEPNPETAUNN BPAYOM-TEHETUKOM.

NccnegoBaHue He ABASETCA MCKAOYAOLWMM B OTHOWEHUWU KaK HacNeACTBEHHbIX 3ab0neBaHWUi, TaK U
MYTaUUK, K HAM NPUBOAALLMX.
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OBLUME CBEAEHMA Ob UCCNEAOBAHUN U KAYECTBE CEKBEHUPOBAHUA

Bcero npouteHui

6313142

Bcero BbifiBN€HO BapuaHTOB

29084

[DnvHa npouteHui

2x210 n.o.

WnpurHa noKpbitna* (10x)

99.14%

CpeaHee nokpbiTne*

51.9x

BapuaHToB nocsie punbTpauumn no
6a30BbIM KPUTEPUAM HEMATOTEHHOCTU U
OL,EHKM NO KJAMHUYECKUM KpUTEpUam

0

*pacuem nocne ydaneHua adanmepos, 3'-mpummuHea Q20+ U 8bIPABHUBAHUSA NMpoYmeHuli Ha pegepeHcHbil 2eHom hg38

CCbI/TIKU HA UCMNOJ1Ib3OBAHHbIE BA3bl JAHHbIX U JIUTEPATYPY
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brnonor
BrnonHdbopmaTuK
Bpay-reHeTuK

https://www.omim.org/
https://gnomad.broadinstitute.org/
https://www.ncbi.nlm.nih.gov/clinvar/
https://www.deciphergenomics.org/
http://dgv.tcag.ca/
https://mitomap.org/
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