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3AKNHOYEHUE

no pesynbratam uccnegosaHua JHK meTogom KNMHMYECKOro CeKBEHMPOBaHUA

Homep porosopa: [ata 3abopa marepmana:

MayueHT: [ata noctynneHua matepuana B 1abopatopuio:
[arta poxaeHus: Mon:

Bupg 6uomarepuana: Kposb EDTA [aTta roToBHOCTU UccnenoBaHUA:

Bua uccneposaHua: 840 MaHenb "HacneacTBeHHble HAapPYLWIEHUA PENPOAYKTUBHOM cuctemsbl"
HanpaBurtenbHblii gnarHos: [NepBuYHan AMYHMKOBAA HEAOCTATOYHOCTb.

PE3YJ/IbTATbl UCCNNEAOBAHUA

BapunaHTbl, KOTOpble MOryT 6blTb BEPOATHOW MPUYMHOM 33a601€BaHUA MPUOPUTUINPOBAHDLI MO
NPOMNPUETAapPHOMY anropuTMy C Yy4yeTom pekomeHgaumi ACMG, Hanuvumio B 6Hasax AaHHbIX,
NONYNAUMOHHbBIX YacTOT N APYrnX KpUTepmUes.

Ha ocHoBaHMM npoBeAeHHON npuopuTM3auMm U GeHoTuna nauMeHTa, OMUCAHHOIo B
npeacTaBNeHHbIX AOKYMEHTaX BapWaHTbl CrPynnMpPoBaHbl MO CTeneHW BepOATHOCTM MX MaTOreHHOCTU
OnA naumeHTa. B rpynnax BapuaHTbl pacnofioXKeHbl B NopAaKe CHUMKEHUA NMPUOPUTETHOCTH.

BapuaHTbl, He MmeloWwMe MNPU3HAKOB MATOFEHHOCTUM, MO0 MMetowme HEKOTOopble MPU3HAKK
NaTOreHHOCTU, HO, HecooTBeTCTBYyHLWMNe GeHOTUNY, ONMCAHHOMY B COMPOBOAUTE/NbHbLIX AOKYMEHTaX,
MOTYT BbITb HE BK/IOUYEHbI B 3aK/II04EHME.

MoapobHO c onncaHnem ucciesoBaHMUA MOXKHO 03HAKOMUTBCA B MPUIOKEHUMN K 3aKNHOUEHUIO.

BHUMAHWE! BapuaHTbl, OO6Hapy)XeHHble B pe3yabTaTe WCCAen0BaHUA, He ABAAOTCA
YCTaHOBNEHHbIM AMArHo30Mm, a MOryT ObiTb MCNONb30BaHbl B COBOKYMHOCTM C AaHHbIMU 4PYrUX
N12abopPaTOPHbIX U UHCTPYMEHTA/IbHBIX METOA0B TO/IbKO BPAYOM reHETUKOM.

[N yTOYHEeHUA 3HAYMMOCTU OOHAPYMKEHHbIX BapMaHTOB, B TOM YMC/IE C YYETOM KAMHUYECKOWN
KapTMHbI NauneHTa Heobxoanma

Bpay-reHeTuk
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le/I3HaKI/I NaTOr¢eHHOCTHU U KOMMEHTAapuu

Cunapom

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

PeneBaHTHBIX BapHaHTOB HE OOHAPYKEHO

2. Bapl/laHTbI, HMEIIHUE OJJMH UJIH HECKOJBbKO 3HAYUMBIX NPU3HAKOB NMATOIr€HHOCTH

I'etepo3 NRBA1 ENST000003 | c.74_80delACGG

chr9:124503315CAGTCCGT>C AROTHBL 73588 ACT

p.Tyr25fs 102

Ilpusnaku namozennocmu eapuanma:
IIpusooum k cogucy pamxu cHumuléanus
Omcymcemeyem 6 nonyasiyuonnvix bJ{ (GNOMAD, GENOMED)
Brusinus sapuanma na ghynkyuio cena
/Jlpyzas unghopmayusn:
Heckonbko KOMNbIOMEPHBIX AN2OPUMMOE NPEOCKA3bIBAION HENAMO2EHHOCTb.
Knaccuguxayus ACMG: Likely Pathogenic.

3(160]188{1Hull, aAcCCouuupoBannvle ¢ 2eHom:

46, XX sex reversal 4 (617480), AD

46XY sex reversal 3 (612965), AD
Adrenocortical insufficiency (612964), AD
Premature ovarian failure 7 (612964), AD
Spermatogenic failure 8 (613957), AD

Pexomennyercss comocraBiaeHue (EHOTHIIA TTAaMEeHTa ¢ (EHOTUHOM 3a00JeBaHMI ACCOUIMHPOBAHHBIX C TEHOM H
o0cIieoBaHEe POUTEINEH ISl YCTaHOBJICHHS IPONCXOXICHHS BapraHTa (de novo/Hacieryemblit).

3. BapuaHTBbI ¢ HeM3BECTHBIM KJIHMHUYECKMM 3HAYEHHUEM

PeneBaHTHBIX BApHAHTOB HE OOHAPYIKEHO

Crnucok reHoB BXOASAIIMX B HCCJI€OBaHUE
840 [Tanens "HacnencTBeHHbIe HAPYIIEHUS PENIPOAYKTUBHON CUCTEMBI"

AARS2, AMHR2, ANOS1, ANXA5, AR, ARL13B, ARL6, AURKC, BBS1, BBS10, BBS12, BBS2, BBS4, BBSS5,
BBS7, BBS9, BMP15, C8orf37, CATSPER1, CC2D2A, CCDC28B, CEP164, CEP19, CEP290, CFTR, CHD?7,
CYP11B1, CYP17A1, CYP21A2, DIAPH2, DPY19L2, DUSP6, ENPP1, F2, F5, FGF8, FGFR1, FGG, FIGLA,
FLRT3, FMR1, FOXL2, FSHB, FSHR, GNRH1, GNRHR, HESX1, HEXA, HFE, HFM1, HS6ST1, HSD3B2, IFT172,
IFT27, ILL7RD, INPPSE, KHDC3L, KIF7, KISS1, KISS1R, KLHL10, LEP, LEPR, LHB, LHCGR, LHXS3, LHX4,
LZTFL1, MCM8, MCM9, MKKS, MKS1, MNS1, MYO7A, NANOS1, NLRP7, NOBOX, NPHP3, NROB1, NROB2,
NR5A1, NSMF, OFD1, PATL2, PCSK1, PHF6, PNPLA6, POF1B, POLR3B, POMC, POR, POU1F1, PPARG,
PROK2, PROKR2, PROM1, PROP1, PRPH2, PSMC3IP, RDH5, RHO, RLBP1, RPGRIP1L, SDCCAGS8, SEMA3A,
SEPT12, SLC26A8, SOX10, SOX2, SOX3, SPATA16, SPRY4, SRD5A2, SRY, STAG3, SYCP3, TACS3, TACRS,
TAF4B, TEX1l1l, TMEM67, TRIM32, TRIP13, TTC21B, TTC8, TUBB8, UBE2B, USP9Y, WDPCP, WDR11,
ZMYND15, ZP1.
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http://omim.org/entry/617480
http://omim.org/entry/612965
http://omim.org/entry/612964
http://omim.org/entry/612964
http://omim.org/entry/613957

NHOOPMALIUA Ob UCCIIEAJOBAHHUU

Anann3 [OHK npoBoguTcA NO TEXHONOrMU CEKBEHMPOBAHUS HOBOrO MOKOMEHMS METOAOM MapHO-KOHLIEBOrO
yTeHusi. [na npobonoAroToBKM UCMONb3yeTCa METOAMKA CeNeKTUMBHOrO 3axBaTta ydacTkoB [HK, oTHocswwmxcs k
KoanpyroLwmnm o0nacTaM reHOB C W3BECTHbIM KIUHUYECKUM 3HaYeHUem (KJ‘II/IHI/I‘-IeCKI/Il7I SKSOM) nnn TreHoB,
acCcoUMMPOBaHHbIX C rpynnon 3aboneBaHui (MaHeNn reHoB) N ONUCaHHbIX B Kypupyemown 6ase gaHHbix OMIM vnu
crneumanm3npoBaHHbIX Kypupyembix 6asax.

CpenHee NoKpbITUE LIENEBLIX y4aCTKOB CEKBEHMPOBAHWS B UCCIeQyeMbIX reHax cocTaBnseT He meHee 70x. 3To
O3Ha4aeT, YTO KaxXabl uccneayemMbll y4acTok reHoma B cpeHeM aHanuaupyetcs He meHee 70 pa3 BO n3bexaHue
BINUSHUS TEXHUYECKMX OLLUMOOK YTEHMST Ha pe3yrbTaTbl UCCegoBaHMsA. Takoe NoKpbITUE NO3BOMSIET OCYLLECTBNATb
OEeTeKUMI0 BapuMaHToB, 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 COOTBETCTBYHOLUUM KPUTEPUSIM JOCTOBEPHOCTUN BCNEACTBUE TEXHUYECKMX OrpaHUYeHui
CVKBEHCA, B AaNbHENLLMIA aHanNn3 He BKIHOYaoTCS.

MeTtoa nosBonsieT BbIABUTb Hacnegyemble WM BHOBb BO3HMKWMWE (de novo) BapuaHTbl HYKNEOTUOHOW
nocrefoBaTenlbHOCTU (OAHOHYKNEeOoTuAHbIE 3ameHbl, HebGonblume uHcepuun n geneuun — o 10 n.o.), KoTopble
MOTYT ABNSATLCH NPUYNHON reHeTn4eckoro 3abonesaHus.

TexHuyeckne orpaHuyeHuMs MeToda He MO3BOMAIT BbIABMAATbL MHCepuuMn W derneumn anuHon Gornee 10 n.o.,
MyTauuM B MWHTPOHHbIX 0BMNacTax (3a WCKMYEHUEM KaHOHWYECKMX CanTOB CnnawcuHra), Bapvauun OSvHbI
MOBTOPOB (B TOM YMCrie 3KCMNAHCMW TPUMMETOB), @ TakkKe MyTauuum B reHax, y KOTOpblX B FeHOMe CyluecTByeT
Onm3kuin No nocregoBaTensHOCTM napanor (ncesgoreH). Metoa He nNpegHasHadeH Ansa onpegenexHuns asbl nap
reTepo3nroTHbIX MyTauun, a Takke AN OLEHKN YPOBHA METUNMPOBAHWA UMW BbISBMEHWUS MyTauui B COCTOSHUU
Mo3auvumuama.

B HekoTOpbIX cnydasx OMOMHOpMAaTUYECKMIA aHanM3 AaHHbIX NO3BOMSET 3arnoA03pUTb HanMume CTPYKTYPHbIX
nepecrtpoek (MukpogeneuuMn wn mukpogynnvkauun). OgHako 3TOT NOAXO04 He SABMSETCS PEKOMEHAOBAHHbLIM
METOAOM aHanv3a Bapuauui 4Yucria KOMui reHoB, M OOHapyKeHHble MepecTporiku nognexart obasaTenbHomy
NOATBEPXKAECHNIO pedEepeHCHbIM METOAOM (XPOMOCOMHbBI MWKPOMATPUYHbLIN aHanu3). Menkne CTpyKTypHble
HapyLleHuWsl, OOHOPOOUTENbCKNE ANCOMUM U MO3auYHble BapmnaHTbl YMCria KONMuin reHoB METOAOM CEKBEHMPOBAHWS
He BbLISBNAOTCA; AN 93TOr0  AomkeH ObiTb  UCNOMb30BaH  BanMOUPOBAHHBLIA  METO4  XPOMOCOMHOrO
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 BbIPAaBHWBAHWSA, BbISIBIIEHWE BapuMaHTOB M (OUMbTpPauUMi0 BapuMaHTOB MO KAa4ecTBy, a TaKke
aHHOTaLWUI BbISIBNEHHLIX BapMaHTOB MO KAHOHWYECKOMY TPaHCKPUMNTY KaXOoro reHa m ux npuoputesaumio C
yyeTom pekoMmeHaaumi ACMG. BapuaHTbl, He COOTBETCTBYIOLLNE KPUTEPUAM KayecTBa M3 JanbHelLwero aHanusa
NCKno4aTcs.

ABTOMaTU3NPOBaHHbLIA anropuTM NPUOPUTE3NPYET BapuaHTbl MO BEPOSATHOCTU UX KIMHUYECKOTO 3HAYeHUs Ons
JaHHoro naumeHta. OgHako, 3TO He 03HayaeT, YTo KakoW-NMGo U3 0GHapYKEHHbIX BapMaHTOB SBMSETCA NPUYMHOM
3aboneBaHVs y nauueHTa.

[nsa oueHkM 3HaUMMOCTU BapmaHTa HeobXOAMMO CONOCTaBNEHNE HaAEHHbIX BAPUAHTOB C KITMHNYECKON KapTUHOM
naumeHTa, a B HEKOTOPbIX Cydasix 4ONOMHUTENbHbIM OMOMHOPMATUYECKMI aHanNu3.

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

[na OUEHKM KIMHUYECKOW perieBaHTHOCTM BbISIBMIEHHbIX BapuaHTOB Mpu AarnbHenlwem aHanuse Heobxoaumo
ucnonb3oBatb 6a3y gaHHbix OMIM, cneumnanuanpoBaHHble 6asbl AaHHbIX MO OTAErNbHbIM 3aboneBaHusam (mpu
Hanuuum) N nUTepaTypHble AaHHbIe

B npropuTe3aMpoBaHHbIN CMMCOK BKIOYEHbI OOHapyXXEHHble BapuaHTbl B KOOUPYHOLWMX 06nacTax reHos,
obnapatolme cpeHUM U BbICOKUM BRUSIHUEM Ha CUHTE3 6ernka (MUCCEHC, HOHCEHC, COBUM PaMKU CHUTLIBAHUS), @
TaKKe BapuaHTbl B CMMANCUMHIOBBIX y4yacTkax reHoB. CMHOHMMWYHbIE BapuaHTbl (HE NPMBOASLUME K 3aMeHe
aMWHOKWUCMOT) U BapuaHTbl B MHTPOHHbLIX 0BnacTsXx reHoB, a Takke BapuaHTbl C BbICOKOW 4acTOTOW W He
OMNMCaHHbIE paHee Kak NaToreHHble, He BKIMYEHb! B MPUOPUTE3NPOBAHHbIA CMIUCOK.

O6cnenoBaHne popuTenert npobanHga wnuM Opyrnx pPOACTBEHHUKOB MOXET noTpeboBaTbCcA Ansi YCTAHOBIEHWS
npovcxoxaeHus (Hacnegyembiin/de novo) 0GHapY>KEHHOTO BapuaHTa U YTOUHEHUsT €ro NaTOreHHOCTH.
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B cBA3M ¢ BbICTpbIM OGHOBMEHNEM MHGOPMaLUM O MAaTOFreHHOCTU BapuaHTOB U MOSIBIIEHWEM HOBbIX AAHHbIX, B
HEKOTOPbIX CIy4YasX MOXeT OblTb PEeKOMEeHOOBaH MOBTOPHbLIN aHanMa3 AaHHbIX CeKBeHWMPOBaHWA. MOBTOPHbIN
aHanm3 JaHHbIX CeKBEHVMPOBaHWUS MOXET ObiTb PEKOMEHAOBaH NMpu U3MEHEHUM peHOTMMNa nauueHTa, NosiBleHnm
HOBbIX CMMMTOMOB, CBSI3aHHbIX C MporpeccuposaHnem 3sabonesaHus, NGO NPV MOSBMEHUN HOBbIX AaHHbIX
nabopaTopHOrO U WMHCTPYMEHTanbHOro obcneaoBaHusl, M3MEHSIIOWMX HanpaeneHns auddepeHumnansHom
ANarHoCTUKN.

Mo 3anpocy nauveHTa unu fe4vallero Bpada MoryT ObiTb NpeacTaBneHbl NEPBUYHbLIE AAHHbIE CEKBEHWPOBAHMS B
tdopmate FASTQ. OpHako, aHanuM3 Takux [AdaHHbIX TpebyeT pononHuTenbHoM wux o6paboTku, koTopas
BbIMOJSIHAETCSA TONbKO NOArOTOBMEHHbLIM CMELNanUCTOM.

D,aHHbIe CeKBeHnpoBaHuAa " 06Hapy>|<eHHb|e BapunaHTbl He 4ABNAKTCA OKOHYaTellbHbIM AOWMAarHo3oM W OOJTKHbI
ncnonb3oBaTbCA COBMECTHO C ApYyruMun ﬂaGOpaTOprIMVI N KIMMHN4YEeCKNMN OaHHbIMW. KOPDEKTHaﬂ nHTEpnpeTauna
pe3ynbTatoB reHOMHOIro aHanms3a MoxeT ObITb BbIMOMHEHA TOJLKO Bpa4OM-reHeTUKoOM.

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

PeaucmpauyuoHHbIl Homep ¢hedeparibHoU cryxbbi o Had30py 6 cghepe 30pasooxpaHeHus: P3H 2025/24616.
rPYNMNUPOBKA BAPUAHTOB MO BEPOATHOCTU UX NATOFEHHOCTU OANA NALUMEHTA

1. BapuaHThl, ABnsOWMEcH Hanbornee BepOATHON NPUYNHOM 3aboneBaHuUA.

B gaHHyto rpynny BKMOYATCS Crieaylowe BapuaHThbI:

a. O6osHauyeHHble Kak naToreHHble B pedepupyeMbix 6asax BapuaHToB, Takux kak Clinvar wnm B
crneumanuanpoBaHHbix 6a3ax BapuMaHTOB W onucaHue peHoTMMNa MnauMeHTa MMeeT MPUsHaky COOTBETCTBYOLLME
onuMcaHHbIM NpU AaHHOM 3a6oneBaHuu.

6. He o6osHadeHHble kak naToreHHble B pedepupyeMbix 6asax BapuaHToB, Takmx kak Clinvar wnm B
crneumnanuanpoBaHHbIX 6asax reHOMHbIX BapUaHTOB, HO MMEILLME BbICOKYID BEPOSITHOCTb NaTOreHHOCTH,
OCHOBa@HHYI0 Ha HECKOMbKUX 3HAYUMbIX KPUTEPUSIX MaTOreHHOCTU (BbICOKUA CKOP NaTOrEeHHOCTW) U onucaHue
¢heHOTMNA NauUMeHTa UMeeT NPU3HaKM COOTBETCTBYIOLLME OMNMCaHHbIE NPU AaHHOM 3aboneBaHuu.

Takue eapuaHmsi csiedyem paccMampueamb Kak 6 epOsIMHyI0 NMpu4uHy 3abosiesaHusi 8 rnepsyro ovyepedsb.
Adna Hekomopbix eapuaHmMoe, 6K/IIOYEHHLIX 6 3my 2pynny (u3eecmHble Namo2eHHble eapuaHmMbl C
nosnHbIM coomeemcmeueM ¢heHomumna) ycmaHoesieHUsl NpPOoUCXOoXOeHuUsi eapuaHma ocmaemcsi Ha
ycmMompeHue epava. [ns eapuaHmoe, paHee He 0603Ha4YeHHbIX KaK ramo2eHHble ycmaHoeJsieHue
npoucxoxoeHus1 eapuaHma G0JDKHO 6bImb pekoMeHAo8aHO nayueHmy.

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

Mmetlowme oguH UNM HECKOSbKO 3HAYUMbIX NPU3HaKoOB MNaTOreHHOCTU. B 3Ty rpynny BKIKOYAKTCA BKITHOYEHbI
BapuaHTbl, KOTOPble UMEKT NPU3HAKMN KaK NaTtoreHHOCTU, Tak U HenaToreHHOCTn, HO C npe06na,anV|eM NpU3HaKkoB
naToreHHocTn. Takke MoryT ObITb pas3ninyHble Bapuvauun coBnageHud d)eHOTMI'Ia naumeHTa C npu3Hakamu,
OMUCaHHbIMKX NP JAaHHOM 3aboneBaHum.

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

,qﬂﬂ ucrmfoquun/nodmeep)KdeHun namoeeHHOCMuU makKux eapuaHmoe Moxxem 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 nauyuneHTa Cc npu3HakamMmu, onncaHHbIM1 Npn AaHHOM 3aboneBaHum.

MaﬂOBepOﬂTHO, YTO TaKkme BapuaHTbl ABNAKTCA I'IpI/ILII/IHOIZ 3aboneBaHunsa. OpgHako B HEKOTOpPbIX Cly4asdx
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. eapuauyuli yucrsa Konuli) Ha emopoM asisiesie, noomeepx0eHUe MpPouUcXoXO0eHus!
eapuaHma u donosiHumenbHbIl  aHanu3 OaHHbIX U  KOHCYyNbmauyusi  epava-2eHemuka,
crieyuanu3upyrou,e2ocs Ha aHasiule 0aHHbIX CeKeeHUpPOB8aHuUsl.
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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 Hanm4mum He onpeneneHHoro BapunaHta B
Apyrom annene. B HEKOTOPbIX Cliy4daax 3T1a VIHCbOpMaLI,VIFI MOXeT UMETb 3Ha4YeHne anda poacTtBeHHUKOB NMNauneHTa.

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