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3AKNIOYEHUE
no pe3ynbtatam uccnenosaHua AHK meTogom KanHuyeckoro ceKkBeHunposaHuA

HOMGp Aorosopa: Aarta 3a60pa maTtepuana:

MayuneHT: Aarta noctynsieHna matepuana s na60paTopmo:

[arta poxaeHus: Mon:

Bupg, 6Moma'repuana: 7 JlaTta rotToBHOCTU Uccnen0BaHUA:

Bua uccnepoBaHua: 1974 MNMaHenb "HacneAcTBEHHbIM paK XKenyaKa v NoAKenya04Hom Kenesbl"
HanpaButenbHbi gnarHos: Ob6cnegosaHue

PE3Y/IbTATbl UCCNNIEAOBAHUA

BapuaHTbl, KOTOpble MOryT 6bITb BEPOATHON NpPUYMHOM 3aboneBaHMA NPUOPUTU3NPOBAHbLI NO
NPonpueTapHoOMy anroputmy ¢ ydyetom pekomeHgaumii ACMG, Hanumumio B 6asax AaHHbIX,
NONYyALMOHHbIX YaCTOT U APYrnX KpUTEPUEB.

Ha ocHoBaHMM npoBeAeHHON npuopuTU3auMM u GeHoTUNa naumeHTa, OMNUCAHHOro B
npeacTaBNEeHHbIX AOKYMEHTax BapuaHTbl CrpynnmMpoBaHbl MO CTeNeHW BEePOATHOCTM UX MAaTOreHHOCTU
AnAa naumeHTa. B rpynnax BapuaHTbl pacnosioXeHbl B NOPAAKE CHUXKEHUA NPUOPUTETHOCTU.

BapuaHTbl, HE MMmelroWwMe MPU3HAKOB MATOTeHHOCTU, NMBO MMetowme HeKOTOpble MPU3HAKK
NaTOreHHOCTU, HO, HeCcoOoTBeTCTBYyKLWME GEeHOTUNY, ONUCAHHOMY B COMPOBOAUTENbHbIX AOKYMEHTAX,
MOTyYT BbITb HE BKAOYEHbI B 3aKAtOYEHME.

MogpobHO ¢ onucaHnem nccnegoBaHNA MOXKHO O3HAKOMUTLCA B MPUIOKEHUM K 3aK/TIOYEHMUIO.

BHUMAHUE! BapuaHTbl, OO6HapyXeHHble B pe3ynbTaTe WCCNEeAOBAHUA, He ABAAOTCA
YCTAHOBNEHHbIM AMAarHo3om, a MOryT ObiTb MCMO/Ib30BaHbl B COBOKYMHOCTU C AAHHbIMW  APYrUX
N1abopPaTOPHbIX U UHCTPYMEHTA/IbHBIX METOA0B TO/IbKO BPAa4YOM reHETUKOM.

[Ona yTOYHEeHMA 3HAYMMOCTU OOHAPYMKEHHbIX BapMaHTOB, B TOM YMC/E C YYETOM KANHUYECKOWM
KapTUHbI NaLMeHTa HeobXxoaMMa KOHCYbTaLMA BpaYva-reHeTmKa.

BPay reHeTuK
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le/I3HaKl(I MAaTOr¢HHOCTU U KOMMCHTAPUH

Cungpom

1. BapuanTsl, aBiasonuecs: HandoJiee BepoOSTHOM NPUYNHOM 3a00/1eBaHNs

PeneBaHTHBIX BapHaHTOB HE OOHAPYKEHO

2. BapI/IaHTLl, HMEIIIUEe OAUH WJIN HECKOJBbKO 3HAYUMBIX ITPU3HAKOB MATOI¢HHOCTH

PeneBaHTHBIX BAPHAHTOB HE OOHAPYKEHO

3. BapHaHTLI C HEU3BECCTHBIM KJIMHHYCCKHUM 3HAYCHHUEM

PeneBaHTHBIX BAPHAHTOB HE OOHAPYKEHO

4. BapuaHThbl He HMeOIIMEe OTHOLIEHHE K (DEHOTHILY, HO, BO3MOKHO, HMEIOIIHe Ipyroe 3HaYeHHe

Tetepos | ~ppx ENST000004 |  444+1G>A 514

chr22:28725242C>T AFOTHBI 04276

Ilpusznaku namozennocmu sapuanma:

LoF sapuanmui A61310MCs U3GECHHIM MEXAHUZMOM 3A001€6AHULL, ACCOYUUPOBAHHBIX C 2EHOM.

Brusiem na cnnaticune 2ena

Bausanus eapuanma na gynxyuro cena

Ipucymcmeyem 6 nonyisiyuoHHuIX 6A3aX OGHHBIX, HO C YACMOMOU HUdICe, YeM YaCmoma Opyeux namo2eHHbIX 8apUAHMOS 6
2MOM 2eHe.
Jpyzasn unghopmanyusn:

Ilpucymemayem 6 nonynsyuonnvix BJ[ 6 cemepozucomuom cocmosauuu (GNOMAD V2:0.000131331; GNOMAD
V3:0.000085443)

Knaccuguxayus ACMG: Pathogenic.

Knaccuguxayus CLINVAR: Pathogenic/Likely pathogenic (Likely pathogenic - 4, not provided - 1, Pathogenic - 48,
Uncertain significance - 1).

3a60ﬂeaauu}l, aAccounupo6anHble C CeHOM:

Tumor predisposition syndrome 4, breast/prostate/colorectal (609265)

Pexomenyercss comocTaBicHHe (EHOTHNA ManueHta ¢ (PEHOTHIIOM 3a00JIeBaHUN AaCCOIMMPOBAHHBIX C TEHOM U
00cieI0BaHNe POJUTEIICH JJIsl YCTAHOBIICHUS MPOUCXOKICHUS BapruaHTa (de novo/HacieyeMbIii).

5. HocuTeibCTBO BADHAHTOB B IeHaX pelecCHBHBIX 3200/1eBaHUil

Ferepos | o ENST000006 | 540 ooy p.GIng2* 400

chr16:2046238G>A ALOTHEL 51570
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le/I3H3KI/I MAaTOr¢HHOCTU U KOMMCHTAPUH

Cunapom

Ilpusnaxku namozennocmu eapuanma:

Ipusooum x mepmuHayuu cunmesa 6eiKa

Bausanus eapuanma na gynxyuro cena
Jpyzasn unghopmayusn:

Ipucymemayem 6 nonynsyuonnvix BJ[ 6 cemepozucomuom cocmosauuu (GNOMAD V2:0.001411130; GNOMAD
V3:0.001340890)

Knaccuguxayus ACMG: Pathogenic.

Knaccuguxayus CLINVAR: Pathogenic (Likely pathogenic - 1, not provided - 1, Pathogenic - 29, Uncertain significance -
1).

3a60ﬂeeauu}l, accounuupoeannble C CeHoM:

Familial adenomatous polyposis 3 (616415), AR

Jliist pereccUBHOTO 3a00eBaHus, OOHAPYKESHHBIN BAPUAHT HE MOXET PACCMATPUBATHCS B KAUECTBE MPHUUYUHBI 3a00I€BaHMS
oe3 HAJTNYUS MATOTeHHOTO CTPYKTYPHOTO BapUaHTa B JIpyrom aJuiene.

B HEKOTOPBIX CIyYasX HOCUTEIbCTBO BAPHAHTOB PEIECCUBHBIX 3a00JIEBAHNI MOKET UMETh 3HAUCHUE JJISI POJICTBEHHUKOB
MaryenTa.

CHucox reHoB BXOAAILIMX B HCCJIeA0BaHUuE

1974 Tlanens "HacneacTBEHHBIN pak >KelyIKa U MOMXKETYIOUHOH Xkene3bl"”
APC, ATM, BMPR1A, BRCA1, BRCA2, CDH1, CDKN2A, CTNNA1, MEN1, MLH1, MSH2, MSH3, MSH6, NF1,
PALB2, PMS2, SMAD4, STK11, TP53, TSC1, TSC2, VHL.
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NHOOPMALIUA Ob HCCIIEJOBAHUN

Ananus OHK npoBoguTcs No TEXHOMOrMM CEeKBEHUPOBaAHMS HOBOMO MOKOMEHUS METOAOM MNapHO-KOHLIEBOro
yTeHus. [na npobonoaroToBKM UCMONb3yeTcss MEeTOAMKa CENeKTUBHOro 3axeata yyactkoB [HK, oTHocawwmxcsa k
KOOMPYIOLWMM 00MnacTaM TeHOB C W3BECTHbIM KIMMHWUYECKUM 3HA4YeHMeM (KMMHUYECKUA 3K30M) WIIN TEHOB,
aCCOLMUPOBAHHbIX C rpynnon 3aboneBaHuin (NaHENW reHOB) U ONMCaHHbIX B Kypupyemon 6ase aaHHbix OMIM unu
cneumanmanpoBaHHbIX Kypupyembix 6asax.

CpefiHee MNoKpbITHEe LiENeBbIX Y4acTKOB CEKBEHUMPOBAHUS B UCCedyeMblX reHax cocTaBnseT He meHee 70X. 3To
03HavaeT, YTO Kaxabli Uccreayembiil y4acToK reHoma B cpeiHeM aHanusupyeTtcsa He MeHee 70 pa3 Bo usbexaHue
BIUSIHUS TEXHUYECKUX OLLUMOOK YTEHMS! Ha pe3ynbTaThl McCnegoBaHus. Takoe NoKpbiTUe NMo3BOoNAEeT OCYLLECTBATL
[AeTeKUMI0 BapuaHToB, B CpedHeM, He MeHee yem B 98% LeneBbIX y4acTKOB, BXOAALWMX B UccrenoBaHve. Ons
CIOXHbIX y4YacTkoB reHoma (Hanpumep, GC-6oraTbix y4acTKOB) cpedHee MOKPbITUE MOXET OblTb HMke. Y4acTku
reHoMa C MOKPbITUEM, HE COOTBETCTBYHOLUUM KPUTEPUSM [OCTOBEPHOCTU BCNEACTBME TEXHUYECKUX OrpaHUYEHUI
CUKBEHca, B JarnbHeMNLLNA aHanm3 He BKIOYakoTCS.

MeTon no3BONSET BbLISBUTL Hacneagyemble UM BHOBb BO3HUKLUME (de novo) BapnaHThbl HyKJ'IeOTVI,EI,HOIZ
nocneagoBaTesibHOCTU (O,D,HOHyKJ'IGOTI/ID,HbIe 3aMeHbl, HebonbLune nHCcepuumm n geneunm — 0o 10 I'I.O.), KOTOpble
MOTyT ABNATbCA FIpW—II/IHOVI reHeTM4YecKoro 3aboneBaHus.

TexHun4yeckne OorpaHn4yeHnAa mMetoda He NOo3BOJIAKT BbIABIATL UHCEPUUUN U Oeneunn anvHon Gonee 10 n.o.,
MyTauun B WUHTPOHHbIX obnactax (3a WCKIMIOYEHNEM KaHOHMYECKUX CanToB CI'IJ'IaIZCI/IHFa), Bapunauunn OrnunHbl
NOBTOPOB (B TOM YuUCre 3KCnaHcuun TpI/II'IJ'IeTOB), a TaKkkKe MyTauunm B reHax, y KOTOpbIX B reHome cyulecrtsyeTt
OnM3Kun No nocrnegoBaTeNbHOCTU napanor (I'ICGBH,OFGH). MeTtopq He npegHa3HaydeH ana onpeaeneHuna (ba3b| nap
reTepo3nroTHbIX MyTaLI,VIIZ, a TaKkke O51d OUEeHKM YPOBHA MeTunmpoBaHUA U BbiABIIEHUA MyTaLl,MIZ B COCTOAHUU
MO3aunumsma.

B HEKOTOPbIX Cly4adx 6VIOI/IH(bOpMaTVI‘-IeCKI/II7I aHalnn3 AaHHbIX NO3BOJIAET 3anoAdo3puUTb Halmydne CTPYKTYPHbIX
nepecTtpoek (MVIKpO,EI,eJ'IeLI,VIﬁ n MI/IKpO,D,ynJ'II/IKﬁLI,VIVI). OpHako 3TOT nogxod He dBnsieTcst PEKOMEHOO0BAHHbIM
MeTogoM aHalnnsa Bapmau,vuh ynucna Komnun reHos, W 06Hapy)KeHHbIe I'IepeCTDOIZKVI nognexart o6ﬂ3aTeanomy
noarBepXxgeHuto ped)epeHCHblM MeTo40M (XpOMOCOMHbIIZ MMKpOManM‘-IHbIVI aHaJ'II/I3). Menkue CTPYKTYpPHbIE
HapyLweHund, ogHopoAUTEIbCKMe AUCOMUN N MO3aNYHbI€ BapnaHTbl Y1Cna KOMW reHOB MEeTo40M CeKBeHNpoBaHUA
He BbISBMAKTCA; ANs  3TOr0  OOMKeH ObITb  WUCNONb30OBaH BaJ'II/ID,VIDOBaHHbIﬁ MeTog XpOMOCOMHOro
MUKpOMaTpU4HOro aHanmaa. HeBbisiBneHne CTPYKTYPHbIX BapuvaHTOB MNpun CEeKBEHMPOBaHUMN HE WUCKIK4YaeT Uux
Hann4yn4a y naumneHTa.

O6paboTka OaHHbIX CEKBEHWPOBaHUS MPOBOAWUTCA C WCMOMb3OBaHMEM aBTOMAaTU3MPOBAHHOIO anroputMma,
BKIIOYaIOLLIEro BblpaBHMBaHWE NPOYTEHWA Ha peddepeHcHylo nocreaoBaTenbHOCTb reHoma 4venoseka (hg38),
MOCTNPOLIECCUHT BblpaBHMBAHUS, BbISIBIIEHNE BapUaHToB W (UNbTpaLMI0 BapuaHTOB MO KayecTBy, a Takke
aHHOTALMIO BbISIBMIEHHbIX BApUaHTOB MO KaHOHWYECKOMY TPaHCKPUMTY Kadoro reHa v Mx npuopuTesauuno c
yyeToM pekomeHaaumin ACMG. BapuaHTbl, He COOTBETCTBYHOLLME KPUTEPUAM KayecTBa M3 AarnbHeNLLero aHanmusa
UCKITIOYaoTCS.

ABTOMaTU3NPOBAHHbLIA anropuTM MPUOPUTE3NPYET BapuaHTbl MO BEPOSTHOCTU MX KIMUHUYECKOrO 3Ha4YeHus Ans
AaHHoro naumeHTta. OgHako, 3TO He 03HaYaeT, YTO KaKo-NMbo 13 0BHapyKEHHbIX BapnaHTOB SIBNSIETCA MPUYMHON
3aboneBaHnsa y nauneHTa.

[nsi oueHKn 3Ha4YMMocCTH BapunaHTa HeobxoaMMO COMOCTaBEHNE HaNOEHHbIX BapunaHTOB C KITMHWYECKOM KapTVIHOIZ
nauyneHTa, a B HEKOTOPbIX Clly4asax OONONMHUTENbHbIN 6VI0I/IHCbOpMaTI/I‘-IeCKI/Il7I aHanna.

Ecnn 06Hapy)KeHHbIIZ BapunaHT paHee KJ'IaCCI/ICbVILI,VIpOBaH KaK MaTOreHHbIN 3TO HE O3Ha4YaeT, YTO OH MOXET ObITb
NaToreHHbIM Uy Apyroro nauneHTa.

[ns oueHKn KNMHUYECKON peneBaHTHOCTU BbIABIIEHHbIX BapuUaHTOB MNpu AanbHellem aHanuM3e Heobxoanmo
Mcnosmnb3oBaTb 6a3y AaHHbix OMIM, cneunann3npoBaHHble 0asbl AaHHbIX MO OTAENbHbIM 3aboneBaHUsaM (r|p|/|
HaJ'II/ILII/II/I) N nutepartypHblie AaHHble

B I'IpI/IOpI/ITe3VIDOBaHHbIIZ CMNCOK BKJTHOYEHbI 06Hapy)KeHHbIe BapnaHTbl B KOAMPYHOLLUX obnactax reHos,
obnapatowme cpeaHM 1 BbICOKUM BITMAHUEM Ha CUHTES3 Oenka (MI/ICCGHC, HOHCEHC, CABUI' paMKu C‘-IVITbIBaHI/Iﬂ), a
TakXke BapuaHTbl B CMNanCUHIroBbIX y4acCTKax reHoB. CWHOHUMUYHBIE BapunaHThbl (He npuBoasdLline K 3amMeHe
aMI/IHOKI/ICﬂOT) N BapunaHTbl B WHTPOHHbIX obnacTtax reHoB, a Takke BapunaHTbl C BbICOKOMW 4acTOTOM U He
OnncaHHble paHee KakK naTtoreHHble, He BKIMIO4YEHbI B I'IpVIOpI/ITe3VIpOBaHHbIl7I CIMNnUCOK.

O6cnepoBaHue poavTenen npobaHaa wnv Opyrvx POACTBEHHMKOB MOXET noTpeboBaTbCcd ANA YCTaHOBMEHWS
npouncxoxaeHus (Hacnegyemsblit/de novo) o6HapyXEHHOro BapuaHTa U YyTOMHEHWS1 ero NaTOreHHOCTy.
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B cBsasu c 6bICprIM OOHOBNEHNEM I/IHCbOpMaLI,VII/I O NaTOreHHoOCTn BapuaHTOB U MOABJIEHMEM HOBbIX OAHHbIX, B
HEKOTOPbIX Cly4daax MOXeT ObITb pekomeHaoBaH I'IOBTOprIIZ aHannM3 pfAaHHbIX CEKBEHMPOBaAHUA. nOBToprIIZ
aHann3 AaHHbIX CEKBEHNPOBAHUA MOXET ObITb pPEeKomMeHgoBaH npn N3AMeHeEHUN (beHOTVIﬂa naumeHTa, noAasrieHnn
HOBbIX CMMIMNTOMOB, CBA3aHHbIX C MporpeccunpoBaHneEM 3aboneBaHuda, nunbo npn noABNeEHNN HOBbLIX OaHHbIX
na6opaTopHoro N WHCTPYMEHTallbHOIo obcnenoBaHnsi, WU3MEHSIHOLLMX HanpaBieHnd ,D,I/I(bd)epeHLl,l/laJ'IbHOIZ
ANarHoCTUKN.

Mo 3anpocy nauueHTa Uny nevawero Bpaya Moryt OblTb NpeAcTaBneHbl NEPBUYHbIE AAHHbIE CEKBEHUPOBAHUS B
dopmate FASTQ. OpHako, aHanmu3 TakMx [JaHHbIX TpebyeT [OOMONHUTENbHOM KX 00paboTkM, koTopas
BbIMOSIHAETCS TONBKO MOATOTOBIIEHHBIM CMELMANTUCTOM.

[aHHble CekBEeHMpPOBaHUS U OGHapyXeHHble BapuaHTbl He SBMSAOTCA OKOHYaTeNlbHbIM AMAarHO30M W OOSKHbI
NCMOMb30BaTbCA COBMECTHO C APYrMMM NabopaTopHbIMU U KIMHUYECKUMU AaHHbIMW. KoppekTHas MHTepnpeTaums
pe3yrnbTaToB FEHOMHOIO aHanmn3a MoXeT GblTb BbINOMHEHA TONBKO BPpaYoM-TEHETUKOM.

UccnepoBaHne BbINOMHAETCS Ha  BbICOKONMPOM3BOAUTENbLHOW CcUCTeMe ANsi  CEeKBEHUPOBaHUA
HYKNeunHoBbIX kucnotT NeHockaH 4000.

PeaucmpauyuoHHbIl Homep ¢hedeparibHoU Criyx6bi Mo Had3opy 8 cehepe 30pasooxpaHeHusi: P3H 2025/24616.
rPYNNMPOBKA BAPUAHTOB MO BEPOATHOCTU UX NATOFEHHOCTU OANA NALUMEHTA

1. BapuaHThbl, ABnsOWMecA Hambonee BepOSATHOM NPUYNHON 3abGoneBaHuS.

B maHHyto rpynny BKMOYaOTCS CReayoLwmne BapmaHThbl:

a. OO6osHauyeHHble Kkak naToreHHble B pedepupyeMbix Gasax BapuaHToB, Takux kak Clinvar unu B
creunanusnpoBaHHbiX 6a3ax BapvMaHTOB M OMNucaHve (peHoTuUna nauueHTa MMEeT MPU3HaKM COOTBETCTBYIOLLME
onucaHHbLIM NPy JaHHOM 3aGoneBaHuu.

6. He o6GosHayeHHble Kak naToreHHble B pedepupyemMblx 6asax BapuaHToB, Takux kak Clinvar nnm B
creuManunsnpoBaHHblX 6a3ax reHOMHbIX BapuaHTOB, HO WMelollMe BbICOKY0 BEpPOSITHOCTb MaTOreHHOCTH,
OCHOBaHHYI0 Ha HECKOMNbKMX 3HAYMMbIX KPUTEPUSX MATOFeHHOCTU (BbICOKMI CKOp MaTOreHHOCTM) U onucaHue
dbeHOTMNA NaLMeHTa MMeeT NPU3HAKN COOTBETCTBYIOLLME ONUCaHHbIE NPY AaHHOM 3aboneBaHum.

Takue sapuaHmsbi criedyem paccMampueamb Kak 8epOsimHY0 nNpuYyuHy 3abosieeaHusi 8 rnepeyro o4yepeosb.
Ansi HekomopbIx eapuaHmMoe, EKJII0YEHHbIX 8 3amy 2pynny (uzeecmHble NMamoz2eHHble eapuaHmbl C
nosiHbIM coomeemcmeueM ¢heHomuna) ycmaHoesleHUsl MPOUCXOoXOeHuUsi eapuaHma ocmaemcsi Ha
ycMmMompeHue epaya. [nsi eapuaHmos, paHee He O0003Ha4YeHHbIX KaK MNamo2eHHbie ycmaHoersleHue
npoucxo)oeHust eapuaHma O0J/LKHO 6bImb PeKOMeHA08aHO nayueHmy.

2. BapMaHTbl, nMerwuie 3Ha4ymmbie NpuU3Hakm NaToreHHOCTn
B OaHHYIO rpynny BKIK4YarkTCA cleaylme BapraHTbl:

Vimetowime oauvH UMM HECKOSNbKO 3Ha4YuMMbIX NMPU3HAKOB MaTOreHHOCTH. B 3Ty rpynny BKIHOYaKTCA BKIMHOYEHbI
BapunaHTbl, KOTOPbl€e MMEKOT NPU3HAKN KaK NaTtoreHHoOCTn, Tak 1 HenaToreHHoCTu, HO C npeo6na,u,aHv|eM NPU3HaKoB
naToreHHocTUn. Takxke MOryTt ObITb pasnnyHblie Bapuvauun coBnageHusA CbeHOTI/IFIa naumeHtTa C npu3HakamMu,
ONnMcaHHbIMK MNP JaHHOM 3aboneBaHun.

Ons  Taknx BapunaHToOB Tpe6yeTc;| conocTtaBlieHne KIMHNUYECKUX u na6opaToprlx OaHHbIX nNauueHtTa C
OnnMcaHHbIMU NpU 3aboneBaHUN. YCTaHOBMEHME NMPONCXOXOEHNA TakKnX BapnaHTOB ABJIIAETCA BaXXHbIM OJ14 OLEHKU
MX NaTOreHHOCTW.

Ans ucknroyeHusi/moomeep)xOeHUs1 Mamo2eHHOCMU Mmakux eapuaHmoe Moxem 6bimb pekomeHOOeaHa
KOHCYJ/Ibmauyusi epa4da-eeHemuka, crieyuajausupyrouw,ecocsi Ha aHasu3e OaHHbIX CeK8EHUPOBaHUSI.

3. BapMaHTbI, nMerwLwine Kak npm3Hakm natoreHHOCTuU, TaKk U HenaToreHHOCTMU. MoxeT ObITb pasnunyHasn
cTeneHb coBnageHunsa (beHomna nauueHTa ¢ npu3Hakamu, onncaHHbIM Npu gaHHOM 3aboneBaHum.

ManosepomHo, YTO TaKue BapuaHTbl ABJIAKOTCA I'Ipl/l‘-II/IHOIZ 3aboneBanHnsa. OgHako B HEKOTOpPbIX Ccly4aax
I/IH(*)OpMaLI,I/Iﬂ O TaKMX BapunaHTax MOXeT OblTb MonesHa Bpa4y AOnha conocrtaBlieHUA (beHOTI/IFIa naumeHTta cC
(beHOTI/II'IOM, ONUCcaHHbIM A5t 3aboneBaHus.

B cnyyae docmamo4yHo20 cxodcmea Moxkem 6bImb pekoMeHOO8aH MOUCK Mymauul, He ebisieisieMbIX
memodom NGS (Hanp. eapuayuli Yucsia Konuil) Ha emopom asiesie, noomeepxoeHue MPoOUCXOXOeHUs
eapuaHma u  donosiIHUMeNbHbIU  aHanu3  OaHHbIX U  KOHCynlbmauusi  epayva-2eHemuka,
creyuanu3supyroue2ocsl Ha aHanu3se OaHHbIX CEK8EHUPOBaHUSI.
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4. HocutenbcTBO BapuaHTOB, CBA3aHHbIX C HacneaACTBeHHbIMU 3aboneBaHUAMM.

B 3Ty rpynny BKIKOYEHbl reTepo3nroTHbie BapWaHTbl B FreHax ayTOCOMHO-peueCCUBHbIX 3aboneBaHni, paHee
OonucaHHble Kak MaToreHHble unu obnagatowme 3Ha4YUMBbI Nnpu3HakamMm naTtoreHHOCTU. Takune BapunaHTbl He
SIBNAOTCA NaTOreHHbIMU camu no cebe, Ho MOTyT MUME€Tb 3HAa4YeHWne MNMpu Hanndnmm He onpenerneHHoro sapmaHTa B
Opyrom annene. B HEKOTOPbIX Cly4adx 3Ta VIH(bOpMaLI,I/IFl MOXEeT UMETb 3Ha4YeHune and poacTtBeHHUKOB NnauneHTa.

* 3HauMMble BapuaHTbl onpeaerneHbl B KOHTekcTe pekoMeHaauun ACMG (Very strong/Strong/Moderate).
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