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3AK/TIONMEHUE
no pesynabtatam nccneaosaHmna JHK metoaom KAMHMUYECKOro ceKBEHUPOBaAHUA

Homep porosopa: . [arta 3abopa matepmana:

MauyuneHT: [aTta noctynneHna matepuana B nabopartopuio:

[aTta poxaeHus: Mon:

Bupg 6uomarepuana: Kposb EDTA JlaTa roToBHOCTU Uccnea0BaHUA:

Bupg uccneposaHua: 1944 NaHenb "HacneactseHHble 3aboneBaHnA Kposu"
HanpaButenbHblii guarHo3: TPoMboUNTONEHNSA HEYTOYHEHHaA.

PE3Y/IbTATbl UCCNNEAOBAHUA

BapuaHTbl, KOTOpble MOryT ObiTb BEPOATHOM NPUYMHOM 3aboNeBaHMA NPUOPUTU3UPOBAHDLI MO
NPOMNpUeTapHoOMy anropuTtMy C Yy4eTom pekomeHgaumint ACMG, Hanumuuio B 6asax [aHHbIX,
NONYNAUMOHHbBIX YacTOT N APYrnX KpUTepmUes.

Ha ocHoBaHMM npoBeAeHHON npuvopuTUsaumm u deHoTuna naumeHTa, OMNUCAHHOro B
npeacTaBAeHHbIX AOKYMEHTax BapuaHTbl CrPynnMpoBaHbl MO CTENeHW BEPOATHOCTU MX MAaTOreHHOCTU
ANA naumeHTa. B rpynnax BapuaHTbl pacnosioXeHbl B NOpAAKe CHUMKEHUA NPUOPUTETHOCTH.

BapuaHTbl, HE MMmeloWwMe NPU3HAKOB MATOreHHOCTH, MO0 MMetowme HEKOTOopble MPU3HAKK
MaTOreHHOCTH, HO, HecooTBeTCTByWMe GEeHOTUMY, ONMMCAaHHOMY B COMPOBOAMUTE/NbHbLIX AOKYMEHTaX,
MOTYT 6bITb HE BK/IKOUYEHbI B 3aK/II0YEHME.

MogpobHO ¢ onMcaHnem nccneoBaHUA MOXKHO O3HAKOMUTBLCA B MPUNOKEHUMN K 3aK/TIOYEHUIO.

BHUMAHWE! BapuaHTbl, 0OHapy)KeHHble B pe3y/ibTaTe WCCAeA0BaHUA, He ABAAOTCA
YCTAaHOB/IEHHbIM AMArHo3oM, a MoOryT ObiTb WMCNO/Ib30BaHbl B COBOKYMHOCTM C AaHHbBIMW APYrUX
NabopaTopHbIX U MHCTPYMEHTA/IbHbIX METOA0B TO/IbKO BPQYOM reHEeTUKOM.

[AnAa yTOYHEHUA 3HAUYMMOCTU ODHApPY)KEHHbIX BapMaAHTOB, B TOM YMCAE C Y4ETOM KIMHUYECKOM
KapTMHbI NauneHTa Heobxoanuma

Bpau-reHeTuk
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le/I3HaKI/I MAaTOr¢eHHOCTH M KOMMEHTAapHUH

Cunapom

1. BapuanTsl, ABJsAOIIMECS: Han0o0J1ee BEPOSITHON NPUYUHOM 3200/1€eBAHUSA

chr22:36282754G>A AFOTHBL 16181

Ilpusznaku namozennocmu eapuanma:

Ilpusooum x mepmunayuu cunmesa 6enka

Brusinus sapuanma na ghynkyuio eena

Ipucymemeyem 6 nonyasyuouHwix 6a3ax OAHHbIX, HO C YACMOMOU HUJICE, YeM YACMOMAa Opy2ux NAmMO2eHHbIX 6APUAHNOE 8
2moMm eene.
Jlpyzas unghopmayusn:

Ipucymcmeyem 6 nonynsiyuonnvix BJJ 6 cemeposucommnom cocmosinuu (GNOMAD V2:0.000004005; GNOMAD
V3:0.000006575)

Knaccuguxayus ACMG: Likely Pathogenic.

Knaccugpurayuss CLINVAR: Pathogenic (not provided - 1, Pathogenic - 13).

3(160]188("-[”}1, aAcCCouuupoBannbvle ¢ 2eHoM:

Deafness, autosomal dominant 17 (603622), AD
Macrothrombocytopenia and granulocyte inclusions with or without nephritis or sensorineural hearing loss (155100),
AD

Pexomennyercsi comocraBieHHe (EHOTHIA MAIMEHTa ¢ (EHOTUIIOM 3a00JEBaHMI ACCOUMHMPOBAHHBIX C TEHOM U
o0cie[oBaHUE POIUTENCH AT YCTAaHOBIICHHS TPOMCXOXKICHUS BapraHTa (de novo/Hace 1yeMblid).

2. Bapl/laHTI)I, HMEIIHUE OJIMH UJIH HECKOJIBKO 3HAYUMBIX MPU3HAKOB NMAaTOIr€HHOCTHU

PeneBanTHBIX BapHWaHTOB HE 06Hapy>1<eH0

3. BapuaHTBbI ¢ HEeM3BECTHBIM KJIMHUYECKMM 3HAYEHHUEM

PeneBaHTHBIX BApHAHTOB HE OOHAPYIKEHO

CnucoK reHoOB BXOAAIIMX B HCCJIe0BaHUE
1944 Tlanens "Hacnencreennsle 3a00sieBaHus Kpou"

ABCA3, ABCB7, ABCG5, ABCGS8, ACD, ACTB, ACTN1l, ADAMTS13, AK1, AK2, ALAS2, AMN, ANK1,
ANKRD26, AP3B1, AP3D1, ARPC1B, ATM, ATR, ATRX, BLM, BLOC1S3, BLOC1S6, BRAF, BRCA1, BRCA?2,
BRIP1, C150RF41, C60RF25, CBL, CD59, CDAN1, CDC42, CDKN2A, CEBPA, CECR1, CLCN7, CLPB,
CSF2RA, CSF3R, CTC1, CTLA4, CTSC, CUBN, CXCR4, CYB5R3, CYCS, DDX41, DHFR, DKC1, DNAJC21,
DNASE2, DTNBP1, EFL1, EGLN1, ELANE, EPAS1, EPB41, EPB42, EPCAM, EPOR, ERCC4, ERCC6L2, ETV6,
F10, F11, F12, F13A1, F13B, F2, F5, F7, F8, F9, FADD, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF,
FANCG, FANCI, FANCL, FANCM, FAS, FASLG, FGA, FGB, FGG, FLI1, FLNA, FYB, G6PC3, G6PD, GATA1,
GATA2, GBA, GCLC, GFI1, GFI1B, GGCX, GINS1, GLRX5, GP1BA, GP1BB, GP9, GPI, GPR143, GSS, HAVCR?2,
HAX1, HBA1l, HBA2, HBB, HFE, HK1, HMOX1, HOXA11, HPS1, HPS3, HPS4, HPS5, HPS6, HRAS, IFNGR2,
IKZF1, ITGA2, ITGA2B, ITGB3, ITK, JAGN1, JAK2, KCNN4, KIF23, KLF1, KRAS, LAMTOR2, LMAN1, LPIN2,
LYST, MAGT1, MAP2K1, MAP2K2, MASTL, MCFD2, MECOM, MKL1, MLH1, MPL, MSH2, MSH6, MTHFD1,
MTR, MYH9, MYO5A, NAF1, NBEAL2, NBN, NF1, NHP2, NOP10, NRAS, NT5C3A, OBFC1, OCA2, P2RY12,
PALB2, PARN, PAX5, PC, PDHAL, PDHX, PGK1, PGM3, PIEZO1, PKLR, PMS2, POT1, PRF1, PRKACG, PROC,
PROS1, PTPN11, PUS1, RAB27A, RAC2, RAD51C, RASGRP2, RBM8A, RECQL4, REN, RHAG, RIT1, RNF168,
RPL11, RPL15, RPL26, RPL27, RPL31, RPL35A, RPL5, RPS10, RPS19, RPS24, RPS26, RPS28, RPS29, RPS7,
RTEL1, RUNX1, SAMD9, SAMDY9L, SBDS, SEC23B, SERPINC1, SERPINF2, SFTPB, SFTPC, SH2DI1A,
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http://omim.org/entry/155100

SLC11A2, SLC19A2, SLC25A38, SLC37A4, SLC45A2, SLC46A1, SLC4Al, SLFN14, SLX4, SMARCD2, SOS1,
SPTA1, SPTB, SRC, SRP54, SRP72, STAT3, STX11, STXBP2, TBXA2R, TBXAS1, TCN2, TERC, TERT, TF,
THBD, THPO, TINF2, TMPRSS6, TP53, TPI1, TRNT1, TUBB1, TYR, TYRP1, UBE2T, UNC13D, USB1, VKORC1,
VPS13B, VPS45, VWF, WAS, WDR1, WIPF1, WRAPS53, XIAP, XRCC2, YARS2, ZCCHCS.
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NHOOPMALIUA Ob UCCIIEAJOBAHHUU

Anann3 [OHK npoBoguTCcA NO TEXHONOrMU CEKBEHMPOBAHUS HOBOrO MOKOMEHUS METOAOM MapHO-KOHLIEBOro
yTeHusi. [na npobonoAroToBKM UCMONb3yeTCa METOAMKA CeNeKTUMBHOrO 3axBaTta ydacTkoB [HK, oTHocswwmxcs k
KoanpyroLwmnm o0nacTaM reHOB C W3BECTHbIM KIUHUYECKUM 3HaYeHUem (KJ'IVIHI/ILIeCKI/IIZ 3K30M) UM TreHos,
acCcoUMMPOBaHHbIX C rpynnon 3aboneBaHui (MaHeNn reHoB) N ONUCaHHbIX B Kypupyemown 6ase gaHHbix OMIM vnu
crneumanm3npoBaHHbIX Kypupyembix 6asax.

CpenHee NoKpbITUE LIENEBLIX Y4aCTKOB CEKBEHMPOBAHMS B UCCIeQyEMbIX FeHax cocTaBnsieT He meHee 70x. JTo
O3Ha4aeT, YTO KaxXabl uccneayemMbll y4acTok reHoma B cpeHeM aHanuaupyetcs He meHee 70 pa3 BO n3bexaHue
BINUSHUS TEXHUYECKMX OLLIMOOK UTEHMST Ha pe3yrbTaTbl UCCNeAoBaHUs. Takoe NOKpbITUE NO3BONSIET OCYLLECTBNATD
OeTeKUMI0 BapMaHToB, B cpeaHeM, He MeHee YyeM B 98% LieneBbIX y4acTKOB, BXOAALIMUX B uccnegosaHve. [Ons
CNOXHbIX y4YacTkoB reHoma (Hanpumep, GC-6oraTtbix y4acTKOB) CpefHee MOKPbITUE MOXET ObiTb HMKE. Y4acTku
reHomMa C MoKpbITUEM, HE COOTBETCTBYHOLLUM KPUTEPUSIM OOCTOBEPHOCTM BCNEACTBUE TEXHUYECKUX OrpaHuYeHuin
CVKBEHCA, B AaNbHENLLMIA aHanu3 He BKITHOYaOTCS.

MeTtoa nosBonsieT BbIABUTb Hacnegyemble WM BHOBb BO3HMKWMWE (de novo) BapuaHTbl HYKNEOTUOHOW
nocrefoBaTelbHOCTU (OAHOHYKNEOoTUAHbIE 3aMeHbl, Hebonblune nHcepunn u geneumm — go 10 n.o.), koTopble
MOTYT ABNSATLCH NPUYNHON reHeTu4eckoro 3abonesaHus.

TexHuyeckne orpaHuyeHuMs MeToda He MO3BOMAIT BbIABMAATbL MHCepuuMn W derneumn anuHon Gornee 10 n.o.,
MyTauuM B MHTPOHHbIX 0BNacTax (3a WCKMYEHUWEM KaHOHWYECKMX CaWTOB CnNnavicuHra), Bapvauun OSvHbI
MOBTOPOB (B TOM YMCrie 3KCNAHCMW TPUMMETOB), a TaKkke MyTauuu B reHax, y KOTOpbIX B FeHOMe CyllecTByeT
Onm3kuin No nocregoBaTensHOCTM napanor (ncesgoreH). Metoa He nNpegHasHadeH Ansa onpegenexHuns asbl nap
reTepo3nroTHbIX MyTauui, a Takke A5 OLEHKW YPOBHA METUNMPOBAHWSA UMW BbIABAEHWUS MyTauun B COCTOSHWUU
Mo3auvuuama.

B HekoTOpbIX cnydasx OMOMHOpMAaTUYECKMIA aHanM3 AaHHbIX NO3BOMSET 3arnoA03pUTb HanMume CTPYKTYPHbIX
nepectpoek (MukpogeneuMn m mukpogynnukauun). OgHako 3TOT MNOAXOA He SBNSAETCH pPeKoOMeHOOBaHHbIM
METOAOM aHanv3a Bapuauui Yucria KOMUA reHoB, M ODHapyXeHHble NEepPecTpovku Moanexar obs3aTenbHoMy
NOATBEPXKAECHNIO pedEepeHCHbIM METOAOM (XPOMOCOMHbBI MWKPOMATPUYHbLIN aHanu3). Menkne CTpyKTypHble
HapyLleHuWsl, OOHOPOAUTENBCKNE ANCOMUM U MO3aUYHbIE BapuaHTbl YMCIia KOMUi reHOB METOAOM CEKBEHMPOBAHWS
He BbISBNAOTCH; AN 3TOr0  AOmkeH ObiTb  MCNOMb30BaH BanMAMPOBAHHBLIN  METO4  XPOMOCOMHOIO
MUKPOMATPUYHOIO aHanu3a. HeBbisiBNeHME CTPYKTYPHbIX BapuMaHTOB MpPW CEKBEHMPOBAHWM HE WCKITHOYaeT Uux
HanMuns y naumeHTa.

O6paboTka [OaHHbIX CEeKBEHMPOBAHMUS MNPOBOAWUTCA C MWCMOMb30BaHMEM aBTOMaTU3UPOBAHHOIO anroputMa,
BKIIOYAIOLLIEro BblpaBHMBaHWE MNPOYMTEHUN Ha pedepeHCHyl nocrnegoBaTenbHOCTL reHoma denoseka (hg38),
MOCTNPOLIECCUHI BbIPaBHWBAHWSA, BbISBIEHNE BapUaHTOB M (UNbTpPauUMi0 BapuMaHTOB MO KayecTBYy, a Takke
aHHOTaLWUI BbISIBNIEHHLIX BapuMaHTOB MO KAHOHWYECKOMY TPAHCKPUNTY KaXOoro reHa v Mx npuopurtesauuio ¢
yyeTom pekoMmeHaaumi ACMG. BapuaHTbl, He COOTBETCTBYIOLLNE KPUTEPUAM KayecTBa M3 JanbHelLwero aHanusa
NCKno4aTcs.

ABTOMaTU3NPOBaHHbIA anropuTM NPUOPUTE3NPYET BapuaHTbl MO BEPOSITHOCTM WX KIMUHUYECKOrO 3HAYEHUs Ans
JaHHoro naumeHta. OgHako, 3TO He 03HayaeT, YTO Kakoii-NIMGo U3 0GHapYKEHHbIX BapMaHTOB SBMSETCSA NPUYMHOM
3aboneBaHVs y nauueHTa.

[nsa oueHKkM 3HaUMMOCTK BapmaHTa He0bBX0ANMMO CONOCTaBNEHNE HANMAEHHbIX BAPUAHTOB C KIMHUYECKOW KapTUHON
naumeHTa, a B HEKOTOPbIX CIydasix 4ONOMHUTENbHbIM OMOMHOPMaTUYECKUIA aHanm13.

Ecnu 06Hapy)KeHHbIl7I BapuaHT paHee KﬂaCCMd)VILI,VIpOBaH Kak NaTOreHHbIN 3TO He 03HA4YaeT, YTO OH MOXET ObITb
naToreHHbIM U 'y Apyroro nauneHTa.

[na OUEeHKM KIMHUYECKOW peneBaHTHOCTU BbISIBIIEHHbIX BapvaHTOB Mpu AanbHenweMm aHanuse Heobxoammo
ucnonb3oBatb 6a3y gaHHbix OMIM, cneunanuaupoBaHHble 6asbl AaHHbIX MO OTAeNbHbIM 3aboneBaHusaM (Mpu
Hanuuum) N nUTepaTypHble AaHHbIe

B npropuTe3MpoBaHHbIN CMMCOK BKIOYEHbI OOHapyXXEHHble BapuaHTbl B KOAMPYKOLMX 06nacTsax reHos,
obnapatolme cpeHUM U BbICOKUM BRUSIHUEM Ha CUHTE3 6ernka (MUCCEHC, HOHCEHC, COBUM PaMKU CHUTLIBAHUS), @
TaKKe BapuaHTbl B CMNMAWCUHIOBLIX y4yacTkax reHoB. CMHOHMMWYHbIE BapuaHTbl (HE MpMBOAsLLME K 3aMeHe
aMWHOKWUCMOT) U BapuaHTbl B MHTPOHHbIX OGNacTsX reHoB, a Takke BapuaHTbl C BbLICOKOW 4acTOTOM U He
OMNMCaHHbIE paHee Kak NaToreHHble, He BKIMYEHb! B MPUOPUTE3NPOBAHHbIA CMIUCOK.

O6cnepgoBaHue popuTenen npobaHga WMnM Opyrux POACTBEHHUKOB MOXET noTpeboBaTbCst AN yCTaHOBMEHMS
npovcxoxaeHus (Hacnegyembiin/de novo) 0GHaPY>KEHHOTO BapuaHTa 1 YTOYHEHUST €ro NaToreHHOCTH.
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B cBA3M ¢ BbICTpbIM OGHOBMEHNEM MHGOPMaLUM O MAaTOFreHHOCTU BapuaHTOB U MOSIBIIEHWEM HOBbIX AAHHbIX, B
HEKOTOPbIX Crny4YasXx MOXeT OblTb pPeKoMeHOOBaH MOBTOPHLIA aHanM3 AaHHbIX CEeKBEeHWPOBaHWA. MOBTOPHbIN
aHanm3 JaHHbIX CeKBEHVMPOBaHWUS MOXET ObiTb PEKOMEHAOBaH NMpu U3MEHEHUW (peHOTMMNa nauueHTa, NosiBIeHnm
HOBbIX CMMMTOMOB, CBSI3aHHbIX C MporpeccuposaHnem 3sabonesaHus, NGO NPV MOSBMEHUN HOBbIX AaHHbIX
nabopaTopHOrO W WMHCTPYMEHTanbHOro 06crenoBaHns, W3MeHsIIoWMX HanpasneHus anddepeHumansHom
ANarHoCTUKN.

Mo 3anpocy nauveHTa unu fe4vallero Bpada MoryT ObiTb NpeacTaBneHbl NEPBUYHbLIE AAHHbIE CEKBEHWPOBAHMS B
dopmate FASTQ. OpHako, aHanu3 Takux AdaHHbIX TpebyeT pononHuTenbHoW wux ob6paboTkn, KoTopas
BbIMOJSIHAETCS TONBbKO NOArOTOBMNEHHBLIM CMELMANNCTOM.

D,aHHbIe CeKBeHnpoBaHuAa " 06Hapy>|<eHHb|e BapunaHTbl He 4ABNAKTCA OKOHYaTellbHbIM AOWMAarHo3oM W OOJTKHbI
ncnonb3oBaTbCA COBMECTHO C ApYyruMun ﬂaGOpaTOprIMVI N KIMMHN4YEeCKNMN OaHHbIMW. KOPDEKTHaﬂ nHTEpnpeTauna
pe3ynbTaTtoB reHOMHOIro aHanmsa MoxeT ObITb BbIMONMHEHA TONbLKO Bpa4OM-reHETUKOM.

UccnepgoBaHMe BbLINONHAETCA Ha  BbICOKONMPOM3BOAUTENILHOW CUCTEME AN CeKBEeHUpOBaHUs
HYKneuHoBbIX kucnot FeHockaH 4000.

PeaucmpauyuoHHbIl Homep ¢hedeparnbHoU criyxbbi o Had3opy 8 cghepe 30pagooxpaHeHus: P3H 2025/24616.
FPYNMNUPOBKA BAPUAHTOB MO BEPOATHOCTU X MATOFEHHOCTU ANA NALUUEHTA

1. BapuaHThl, ABnsOWMEcH Hanbornee BepOATHON NPUYNHOM 3aboneBaHuUA.

B gaHHyto rpynny BKMOYATCS Crieaylowe BapuaHThbI:

a. O6osHauyeHHble Kak naToreHHble B pedepupyeMbix 06asax BapuaHToB, Takux kak Clinvar wnn B
crneumanuanpoBaHHbix 6as3ax BapuaHTOB W onucaHue eHoTMna nauveHTa UMeeT MPUsHaku COOTBETCTBYLIME
onuMcaHHbIM NpU AaHHOM 3a6oneBaHuu.

6. He o6osHadeHHble kak naToreHHble B pedepupyeMbix 6asax BapuaHToB, Takmx kak Clinvar wnm B
cneumnanu3npoBaHHbIX 6a3ax reHOMHbIX BapUaHTOB, HO MWMEIOLLME BbLICOKYD BEPOSTHOCTb MaTOrEeHHOCTMH,
OCHOBa@HHYI0 Ha HECKOMbKUX 3HAYUMbIX KPUTEPUSIX MaTOreHHOCTU (BbICOKUA CKOP NaTOrEeHHOCTW) U onucaHue
¢heHOTMNA NauUMeHTa UMeeT NPU3HaKM COOTBETCTBYIOLLME OMNMUCaHHbIE NPU AaHHOM 3a60neBaHNM.

Takue sapuaHmsi csiedyem paccMampueamb KakK 6epOsimHyH0 NPu4YuHy 3abosieeaHusi 8 nepeyro o4yepeosb.
Adna Hekomopbix eapuaHmMoe, 6K/IIOYEHHLIX 6 3my 2pynny (u3eecmHble Namo2eHHble eapuaHmMbl C
nonHBIM coomeemcmeueM ¢heHomumna) ycmaHoesieHUsl NpPOoUCXoxdeHuUsi eapuaHma ocmaemcsi Ha
ycMompeHue epava. [Ons eapuaHmoe, paHee He 0603Ha4YeHHbIX KaK Namoz2eHHble ycmaHoeJsIeHue
npoucxoxoeHus1 eapuaHma G0JDKHO 6bImb pekoMeHAo8aHO nayueHmy.

2. BapuaHTbl, UMetoLMe 3HaYMMble NPU3HaKU NaToOreHHOCTH
B paHHylo rpynny BKMOYAOTCA creaylolime BapuaHThl:

Mmetlowme oguMH MM HECKOSbKO 3HaYUMbIX NPU3HaKoOB MaToOreHHOCTW. B 3Ty rpynny BKIHOYAKTCA BKITHOYEHbI
BapuaHTbl, KOTOPble UMEKT NPU3HAKMN KaK NaTtoreHHOCTU, Tak U HenaToreHHOCTn, HO C npe06na,anV|eM NpU3HaKkoB
naToreHHocTn. Takke MoryT ObITb pas3ninyHble Bapuvauun coBnageHud cbeHomrla nauneHTa Cc npu3Hakamm,
OMUCaHHbIMKX NP JAaHHOM 3aboneBaHuu.

Ona  Taknx BapnaHTOB Tpe6yeT0ﬂ cornocTtaBlieHne KIMHUYEeCKnXx wu na6opaToprlx OaHHbIX nauneHtTa C
OMUCaHHbIMU MpKn 3aboneBaHun. YcTaHOBNEeHne NPOUCXOXOAEHNA TaKUX BapPUaAHTOB ABNAETCA BaXXHbIM 0119 OLLEHKU
MX MAaTOreHHOCTW.

,qﬂﬂ ucrmfoquun/nodmeep)KdeHun namoeeHHOCMuU makKux eapuaHmoe Mo)xem 661mb pekomeHdoeaHa
KOHCYJIbmayusi epa4ya-eeHemukKa, crieyuajusupyrow,e2ocsi Ha aHasiu3se OaHHbIX CEeKeeHupoeaHusl.

3. BapMaHTbl, nmMmerwwme Kak npu3Hakm natoreHHOCTU, TaKk U HenaToOreHHOCTWU. MoxeT ObITb pa3nnyHasn
cTeneHb coBnageHus d)eHomna nauuneHTa Cc npu3HakamMmu, onncaHHbIM Npun gaHHOM 3aboneBaHuMm.

MaﬂOBepOﬂTHO, YTO TaKkme BapuaHTbl ABNAKTCA I'IpI/ILII/IHOIZ 3aboneBaHunsa. OpgHako B HEKOTOPbIX Chny4aax
MHcpopmaumq O TaKuMX BapuaHTax MOXeT ObiTb MoOnesHa Bpayy Ana conocrtaBlieHua C*)eHOTVII'Ia nayuneHta c
d)eHOTVIﬂOM, onucaHHbIM Anst 3aboneBaHus.

B cnyyae docmamo4yHo20 cxodcmea Moxem 6bimb pekomMeHdoOeaH NMOUCK Mymauull, He eblisiesisieMbIX
memodom NGS (Hanp. eapuayull 4yucsia Konui) Ha emopom asisiesie, noodmeepxoeHUe MNpPoUcXoXO0eHus!
eapuaHma u donosiHumenbHbIl  aHanu3 OaHHbIX U  KOHCYyNbmauyusi  epava-2eHemuka,
crieyuanu3upyrou,e2ocs Ha aHasiuze 0aHHbIX CeK8eHUPOB8aHuUsl.
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4. HocutenbcTtBO BapuaHTOB, CBA3aHHbLIX C HacneaACTBEHHbIMU 3aboneBaHusAMM.

B 3Ty rpynny BKIOYEHbl reTepo3nroTHble BapuaHTbl B reHax ayTOCOMHO-peLeCCUBHbIX 3aboneBaHui, paHee
OMUCaHHble Kak MaToreHHble wunn obrnagarlmne 3Ha4YMMbl npu3HakamMmmn naToreHHOCTHU. Takue BapuaHTbl He
SIBMSILOTCA NaToreHHbiMn camu no cebe, HO MOTyT UMETb 3Ha4YeHune nNpu Hanm4um He onpenerneHHoro BapnaHta B
Apyrom annene. B HEKOTOPbIX Cliy4daax 3T1a VIHd)OpMaLI,VIFI MOXeT UMETb 3Ha4YeHne anda poacTtBeHHUKOB NMNauneHTa.

* 3HaunMble BapuaHTbl onpeaeneHsl B KOHTekcTe pekomengauun ACMG (Very strong/Strong/Moderate).
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