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3AK/TIOMEHUE
no pesyabtatam uccnegosanHmna AHK metogom KIMHUUYECKOro CeKBEHUPOBaHMUA

Homep porosona: [ata 3abopa marepmana:
MayuneHT: JaTta noctrynneHnMAa matepuana B abopartopuio:
[ata poxaeHus: Mon: .
Bup 6uomarepuana: JaTta rotToBHOCTU UccneaoBaHUA:

Bupg uccneposaHua: 856 lNMonHoe cekseHnpoBaHue reHoma GenomeUNI
HanpaBurenbHblii AUarHos:

PE3YJ/IbTATbl UCCNEAOBAHUA

BapunaHTbl, KOTOpble MOryT 6blTb BEPOATHOW MPUYMHOM 33a601€BaHUA MPUOPUTUINPOBAHDLI MO
NPOMNPUETAPHOMY anropuTMy ¢ Yy4yeTom pekomeHgaumi ACMG, Hanuvuuio B 6Hasax AaHHbIX,
NONyNAUMOHHbBIX YacToT N APYrnX KpUTEpUEB.

Ha ocHOBaHMM nNpoBeAeHHON npuopuUTU3aUMM U  deHoTMNa NauMeHTa, OMUCAHHOro B
npeAcTaB/ieHHbIX AOKYMEHTaxX BapuaHTbl CrpynnuMpoOBaHbl MO CTEereHW BepOATHOCTU UX MaTOreHHOCTU
ANnA naumeHTa. B rpynnax BapuaHTbl pacnosioXeHbl B NOPAAKE CHUXKEHUA NPUOPUTETHOCTH.

BapuaHTbl, He MMeloWMe NPU3HAKOB MNATOTEHHOCTU, NGO UMetowMe HEeKoTopble MPU3HAKK
NaTOreHHOCTU, HO, HecooTBeTCTBYyKLWMe GeHOTUNY, ONMCAHHOMY B COMPOBOAUTE/NbHbLIX AOKYMEHTaX,
MOTYT HbITb HEe BK/IOUYEHbI B 3aK/II04EHME.

MoapobHO c onncaHnem uccnefoBaHMUA MOXKHO 03HAKOMUTBCA B MPUIOKEHUUN K 3aKIHOHEHMIO.

BHUMAHUE! BapuaHTbl, O6HapyXeHHble B pe3ynbTaTe WCCNeLOBAHUA, He ABNAIOTCA
YCTaHOBNEHHbIM AMArHo30Mm, a MOryT ObiTb MCNONb30BaHbl B COBOKYMHOCTM C AaHHbIMU 4PYrUX
N12abopPaTOPHbIX U UHCTPYMEHTA/IbHBIX METOA0B TO/IbKO BPAYOM FreEHETUKOM.

[N yTOYHEeHUA 3HAYMMOCTU OOHApPY)KEHHbIX BapMaHTOB, B TOM YMCAE C Y4ETOM KIMHUYECKOM
KapTMHbI NaLMeHTa HeobXxoAMMa KOHCYABTaLUA BpaYva-reHeTuKa.

Bpay-reHeTuk

Crp.1u37.



-

I[Ipu3Haku NATOreHHOCTH U KOMMEHTAPUH

Cungpom

1. BapuanTsl, sBjasonuecss HandoJiee BepOSATHON NPUYNHOM 3a00/1eBaHus

PeneBaHTHBIX BApHAHTOB HE OOHAPYKEHO

2. BapnaHTm, HMEIIIHEe OAUH WJIH HECKOJbKO 3HAYUMbBIX IPU3HAKOB IMATOI¢HHOCTH

Terepos | o) 5a1 ENST000003 | ¢ 505 206delcA | p.Tyr75fs 48

chr9:134691025TAC>T HrOTHBI 71817

Ilpusnaku namozennocmu sapuanma:
Tlpusodum K co8u2y pamru CuumvleaHus
Omcymcmeyem 6 nonyasyuonnvix bJ{ (GNOMAD, GENOMED)
Businust eapuanma na gynkyuio cena
Jlpyzas ungpopmayusn:
Hecrkonvko komnviomepHuix aneopummos npeockasvléarom Henamo2eHHoCb.
Knaccugpuxayus CLINVAR: Pathogenic (Pathogenic - 1).

3(160]188("-!”}1, aACCOUUUPOBAHHDbBIE C 2CCHOM:?

Ehlers-Danlos syndrome, classic type, 1 (130000), AD
Fibromuscular dysplasia, multifocal (619329), AD

Pexomennyercss comocrtaBieHue (eHoTHNa TanueHTa ¢ (EeHOTUIOM 3a00JIeBaHUH acCOIMUPOBAHHBIX C TEHOM H
oOclieoBaHKe POIUTEINEH ISl YCTAaHOBJICHHS TIPOUCXOXKIeHHs BapraHTa (de novo/Hacieryemblit).

3. BapuaHTBbI ¢ HEM3BECTHBIM KJIMHUYECKMM 3HAYEHHUEM

PeneBaHTHBIX BApHAHTOB HE OOHAPYIKEHO

4. HocuTebCTBO BADHAHTOB B IeHaX pPelecCHBHBIX 3200/1eBaHUI

Tetepos | xpoag ENST000003 | . 5993c5T p.Alal038Val 65

chr1:94043413G>A T 70225

Ilpuznaku namozennocmu eapuanma:

Bruanus eapuanma na GyHkyuio eena

IIpucymemeyem 6 nonyIayUOHHbIX 6A3axX OAHHBIX, HO C YACIMOMOUL HUMCe, YeM YACTHOMA OPYeUx NAMO2EeHHbIX 6APUAHINOE &
9MOoM 2eHe.
Jpyzan ungpopmayua:

Tpucymcmeyem 6 nonynsayuonnvix bJ[ 6 cemepozucommom cocmosimuu (GNOMAD V2:0.001679210; GNOMAD
Vv3:0.001636670)

Heckonvko KoMnbIOmMepHbIX aneopummos npeocKasvléam Henamo2eHHoCb.

Knaccuguxayus ACMG: Likely Pathogenic.

Knaccupurayus CLINVAR: Pathogenic/Likely pathogenic (Likely pathogenic - 10, not provided - 1, Pathogenic - 29).

3abonesanusn, accouuupoBannble ¢ 2CeHOM:

Ctp.2us 7.
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I[Ipu3Haku NATOreHHOCTH U KOMMEHTAPUH

Cungpom

Cone-rod dystrophy 3 (604116), AR

Fundus flavimaculatus (248200), AR

Retinal dystrophy, early-onset severe (248200), AR
Retinitis pigmentosa 19 (601718), AR

Stargardt disease 1 (248200), AR

{Macular degeneration, age-related, 2} (153800), AD

s perieccuBHOTO 3a00IeBaHus, 0OHAPYKEHHBIH BapUaHT HE MOXKET pacCMaTpUBATHCS B KAUeCTBE NPUYMHEI 3a00JI€BaHUS
oe3 HaIU4IUs MaTOr€HHOI0 CTPYKTYPHOTO BapHaHTa B JIpyromM anmerne.

B HEKOTOpBIX CiIydasX HOCUTEIbCTBO BAPHAHTOB PELIECCHBHBIX 3200JIEBAHUI MOXKET MMETh 3HAYCHHUE /ISl POJCTBEHHUKOB
MaIfeHTa.

Terepos | \ep ENST000003 | ¢ 53080c>T D.Arg7997* 50

chr2:151501423G>A AFOTHBL 97345

IIpusnaku namozennocmu eapuanma:

IIpuooum k mepmunayuu cunmesa beixa

Bnusnus eapuanma na GyHKyuio eena
Jpyzan ungpopmayusa:

Tpucymcmeyem 6 nonynsayuonnvix bJ[ 6 cemeposucommnom cocmosmuu (GNOMAD V2:0.000272369; GNOMAD
V3:0.000302536)

Tpusooum k amMuHOKUCTIOMHOU 3aMeHe 20e 0OHAPYHCEHbL OpyeUe HENAMO2EHHbLE AMUHOKUCTOMHbBLE 3AMEHbL

Knaccuguxayus ACMG: Pathogenic.

Knaccugpuxayus CLINVAR: Pathogenic/Likely pathogenic (Likely pathogenic - 10, Pathogenic - 7, Uncertain significance -
1).

3abonesanus, accouuupoBannble ¢ CeHom:

Arthrogryposis multiplex congenita 6 (619334), AR
Nemaline myopathy 2, autosomal recessive (256030), AR

Iyt periecCMBHOTO 3a001eBaHus, OOHAPYKEHHBI BapHAHT HE MOXKET PACCMATPHUBATHCS B KAYSCTBE MPUYUHBI 3a00JI€BAHUS
0e3 HaJTU4Us MaTOTEHHOTO CTPYKTYPHOTO BapHaHTa B JIPyTOM anerne.

B HEKOTOPBIX CiTydasiXx HOCHTEIbCTBO BApPHAHTOB PEIIECCUBHBIX 3a00JIEBAHUI MOXKET UMETh 3HAYCHHE IS POICTBEHHHKOB
MaueHTa.

Tetepos | pep, ENST000002 | ¢ 4696>T p.Gly157+ 34

chr7:56015124C>A ArOTHBL 75605

Ilpusnaku namozennocmu eapuanma:
IIpusooum k mepmunayuu cunmesa 6eika
Brusinust eapuanma na gynkyuio cena
/pyzan ungpopmayusa:
Ilpucymemayem 6 nonynsyuonnwix bJ{ ¢ cemeposucomnom cocmosinuu (GNOMAD V3:0.000019737)
Knaccuguxayus ACMG: Pathogenic.
Knaccugpuxayuss CLINVAR: Uncertain significance (Uncertain significance - 1).

3060]188“1-!”}1, aAccouuuposannvle ¢ 2eHom:

Phosphoserine phosphatase deficiency (614023), AR

Ctp.3u3 7.
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le/l3l-[al(l/l MaTOréeHHOCTH U KOMMCEHTapuu

Cungpom

s perieccuBHOTO 3a00JIeBaHus, 0OHAPYKEHHBIH BapUaHT HE MOXKET pacCMaTpUBATHCS B KAUECTBE NPUYMHEI 3a00JI€BaHU
oe3 HaIU4Us MaTOr€HHOT0 CTPYKTYPHOTO BapHaHTa B JIpyroM anmerne.

B HEKOTOpBIX ciIydasX HOCUTEIbCTBO BAPHAHTOB PELIECCHBHBIX 3a00JIEBAHUI MOXKET MMETh 3HaYCHHUE /IS POJCTBEHHUKOB
MaIeHTa.

Terepos | ppccg ENSTO00004 | ¢ 1867 1868insG | p.I1e623fs 36

chr10:49516651A>AC AFOTHBLH 47839

IIpusnaku namozennocmu éapuanma:

TIpusooum k cosuey pamxu CHumvl8aHus.

Brusnus eapuanma na GyHKyuio eena

Ipucymcmeyem 6 nonyiayuoHHbIX 6a3ax OAHHBIX, HO C YACMOMOU HUdCe, YeM YaCmOoma opy2ux namo2eHHbIX 6aPUAHMog 8
amom eeHe.
Jpyzan ungpopmayusa:

Ipucymcmeyem 6 nonynayuonnvix b/ 6 cemepozuzomnom cocmosinuu (GNOMAD V2:0.000007958)

Heckonbko KOMNbIOMEPHBIX AN20PUMMO8 NPEeOCKA3bI8alom Henamo2eHHOCMy.

3(160]188("-!”}1, aACCOUUUPOBAHHDbBIE C 2CCHOM:?

?De Sanctis-Cacchione syndrome (278800), AR
Cerebrooculofacioskeletal syndrome 1 (214150), AR

Cockayne syndrome, type B (133540), AR

Premature ovarian failure 11 (616946), AD

UV-sensitive syndrome 1 (600630), AR

{Lung cancer, susceptibility to} (211980), AD, SM

{Macular degeneration, age-related, susceptibility to, 5} (613761)

Iyt periecCMBHOTO 3a00IeBaHusI, OOHAPYKEHHBIN BapUAHT HE MOXKET PACCMATPHBATHCS B KAYSCTBE MPUYHHBI 3a00JICBaHUS
0e3 HATAYUS MaTOTEHHOTO CTPYKTYPHOTO BapHaHTa B JIPyTOM anerne.

B HEKOTOPBIX CiTydasX HOCHTEIBCTBO BAPHAHTOB PEIICCCHBHBIX 3a00JEBAHNI MOXKET UMETh 3HAYCHHE IS POJICTBEHHUKOB
TaIeHTa.

chrl1:72301838C>CT AROTHBL 38039

Ilpusnaxu namozennocmu eapuanma:

Tlpusodum Kk cosuzy pamxu cuumvl8anus

Brusnus sapuanma na ghynkyuio cena
Jpyzan ungpopmayun:

Tpucymcmeyem 6 nonynsayuonnvix bJ[ 6 cemeposucommnom cocmosinuu (GNOMAD V2:0.000027847; GNOMAD
V3:0.000039418)

Knaccugpuxayus ACMG: Pathogenic.

Knaccugpurayuss CLINVAR: Pathogenic (Pathogenic - 1).

3abonesanusn, accouuupoBannble ¢ CeHoM:

3-methylglutaconic aciduria, type VIIA, autosomal dominant (619835), AD
3-methylglutaconic aciduria, type VIIB, autosomal recessive (616271), AR
Neutropenia, severe congenital, 9, autosomal dominant (619813), AD

Crp.4us7.
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le’l3l—laKl/l MaTOréeHHOCTH U KOMMCEHTapuu

Cungpom

s perieccuBHOTO 3a00JIeBaHus, 0OHAPYKEHHBIH BapUaHT HE MOXKET pacCMaTpUBATHCS B KAUECTBE NPUYMHEI 3a00JI€BaHU
oe3 HaIU4us MaTOr€HHOI0 CTPYKTYPHOTO BapHaHTa B JIPyToM anmerne.

B HEKOTOpBIX ciIydasX HOCUTEIbCTBO BAPHAHTOB PELIECCHBHBIX 3a00JIEBAHUI MOXKET MMETh 3HaYCHHUE /IS POJCTBEHHUKOB
MaIeHTa.

5. Bapyanuu 4yuc/ia Konuii reHoB

[TaToreHHBIX CTPYKTYPHBIX BAPHAHTOB HE 0OHAPYKEHO.

6. MI/ITOXOH)Ipl/IaJILHLIe BapuaHTbI

[TaToreHHBIX BapHaHTOB B MUTOXOHIPUAILHOM T'€éHOME He 00HApYKEHO.

7. I3MeHeHus, cBsi3aHHbIe ¢ Jkcnancueid TNR

W3mMeHenuid, cBsi3aHHBIX ¢ dKcrancueit STR He oOHapyxeHO.

Crp.5u3 7.



NHOOPMAILIUA Ob HCCIIENJOBAHUN

Ananua JHK npoBoanTcsa nNo TEXHONOMMM CEKBEHUPOBAHUSA HOBOMO MOKONEHUS METOAOM MapHO-KOHLIEBOIO YTEHUS.
[nsa npo6onoarotoBku ncnonbsyetcs metoauka dpparmeHtauum AHK PCR free TexHonorun npobonoarotoBku Ans
aHanuaa.

AHanns nokpbiBaeT 98,5% Bcero reHoma.

CpenHee nokpbiTe cocTaBnseT He MeHee 30X. 3TO O3HA4YaeT, YTO KaxAdblh UCCredyeMmbli y4acTOK reHoma B
cpeaoHeM aHanusnpyetcs He meHee 30 pas ans n3bexaHns BNUsSHUSA TEXHUYECKMX OLLIMOOK YTEHUS Ha pe3ynbTaThl
nccnenoBaHusl. Takoe MOKPbITME MO3BOSMSAET OCYLUECTBNATL AETEKUUIO BapuaHTOB, B CPedHEM, HE MeHee 4YeM
98%. Onsi cnoxHeix yyacTkoB reHoma (Hanpumep, GC-6oratbiX y4acTKOB) cpefHee MoKpbITME MOXET ObITb HUXKE.
YyacTkM reHoma C MOKPbITUEM, HE COOTBETCTBYHOLUUM KPUTEPUSIM OOCTOBEPHOCTU BCMEACTBME TEXHUYECKUX
orpaHM4YeHnin CUKBEHCA, B AanNbHENLWNIN aHann3 He BKIO4YaloTCs.

MeToa no3BoSsiET BbIABUTL HacnegyemMble Unn BHOBb BO3HUMKLLME (de novo) nameHeHus ctpyktypbl [HK koTopble
MOryT SIBNSATLCSA NPUYMHON reHeTM4ecKoro 3abonesaHus:

-OQHOHYKNEOTNAHbIE 3aMEHbI B TOM YUCIIE B UHTPOHHBIX M MEXIEHHbIX Y4acTKax.

- Hebonblwune nHcepumm n geneumm — ot 1 Hykneotuaa

- Oeneuunn n gynnukaumm (CNV) nioboro pasmepa

- BapuaHtbl B MmutoxongpuansHon JHK

- TpyHyKNeoTUaHbIE NOBTOPLI (D0Ne3Hn aKkcnaHcum)

- CbanaHcMpoBaHHbIE TPaHCOKaLUN C TOYHbIM OnpeaeneHnem KOOpAMHaT paspbliBa.

ObpaboTka [OaHHbIX CEKBEHWPOBAaHWS MNPOBOAWTCS C MCMONb30BaHWEM aBTOMAaTM3MPOBAHHOMO anropuTMa,
BKIIOYAIOLLIEro BblpaBHMBaHUE MNPOYMTEHUN Ha pedepeHCHyl nocrnegoBaTenbHOCTL reHoma denoseka (hg38),
MOCTNPOLLECCUHT BbIPaBHUBAHWSA, BbISIBNIEHWE BapuvaHTOB W punbTpauuio BapuvaHTOB MO KayecTBy, a TaKke
aHHOTaLMI0 BbISIBIIEHHbIX BapMaHTOB MO KaHOHWUYECKOMY TPaHCKPUMTY KaXOoro reHa M ux npuoputesaumio c
y4yeToM pekomeHpaumin ACMG. BapuaHTbl, He COOTBETCTBYIOLLME KPUTEPUSIM KayecTBa U3 AarnbHeNLWero aHanvaa
NCKIIOYatoTCS.

ABTOMaTM3NPOBAaHHbIA anroputM MPUOpPUTE3VpyeT BapuaHTbl NO BEPOATHOCTM WX KIIMHUYECKOrO 3HAYeHus Ans
AaHHoro nauueHTta. OgHako, 3TO He 03HaYaeT, YTO Kakon-Nnbo 13 0BHapyXEeHHbIX BapuUaHTOB SBNAETCA NPUYUHON
3aboneBaHusa y nauneHTa.

[nsa oueHKkM 3HaUMMOCTN BapmaHTa HeOOXOAMMO COMOCTaBEHNE HANOEHHbBIX BAPUAHTOB C KIMHUYECKOW KapTUHON
nauMeHTa, a B HEKOTOPbIX CIydasX AOMNOMHUTENbHbIA BUOMHOPMaTUYECKUA aHanms.

Ecnu obHapyXeHHbIN BapuaHT paHee KnaccuuuupoBaH Kak MaTOreHHbI 3TO He O3HavaeT, YTO OH MOXET ObiTb
naToreHHbIM 1 y Apyroro naumneHTa.

[na OUEHKM KINMHUYECKOW pEeneBaHTHOCTU BbISIBNIEHHbIX BapvaHTOB Mpu AanbHelweMm aHanuse Heobxoammo
ncnonb3oBatb 6a3y AaHHbix OMIM, cneuvanuanpoBaHHble 6a3bl AaHHbIX MO OTAENbHbIM 3aboneBaHuaM (Npu
Hanuyuu) U NUTepaTypHble AaHHbIe

B npvopuTe3MpoBaHHbIN CMMCOK BKIOYEHbI OOHApY)KEHHble BapuaHTbl B KOAMPYHOLMX o6nacTsx reHos,
obnagatoime cpegHUM 1 BbICOKMM BRMSIHMEM Ha CUMHTE3 Berka (MUCCeHC, HOHCEHC, CABUM PaMKU CYMTbIBAHMS), a
TakKe BapuaHTbl B CMMANCUHIOBLIX y4yacTkax reHoB. CUHOHMMWYHbIE BapuaHTbl (HE NPMBOASLUME K 3aMeHe
aMWHOKMCNOT) M BapuaHTbl B MHTPOHHbIX 06MacTsX reHoB, a Takke BapuaHTbl C BbICOKOM 4acTOTOM U He
onuncaHHble paHee Kak NaToreHHble, He BKMoYeHbl B NPUOPUTE3MPOBAaHHbIN CMUCOK.

O6cnegoBaHue popuTenert npobanHga wnM Opyrnx POLCTBEHHUKOB MOXET noTpeboBaTbCcA Ansi YCTAHOBIEHWSA
npovcxoxaeHus (Hacnegyembiin/de novo) OGHaAPY>KEHHOTO BapuaHTa 1 YTOYHEHUST ero NaToreHHOCTHU.

B cBA3M c ObICTpbIM OGHOBMNEHNEM MHGOPMAaLUM O MATOreHHOCTU BapuaHTOB W MOSIBNIEHWEM HOBbIX AAHHbIX, B
HEKOTOPbIX Cry4YasX MOXeT OblTb PEeKoMeHOOBaH MOBTOPHbLIN aHanMa OaHHbIX CEeKBEHWpOoBaHUA. MOBTOPHbLIN
aHanu3 OaHHbIX CeKBEHUPOBAHUA MOXET OblTb PEKOMEHAOBaH NpY U3MEHeHUWU (heHoTUNa nauueHTa, NosiBreHun
HOBbIX CUMMTOMOB, CBSI3aHHbLIX C MporpeccuposaHnem 3sabonesaHus, NGO MNPV MOSABMEHUN HOBbIX AaHHbLIX
nabopaTopHOrO W WMHCTPYMEHTanbHOro o6cnedoBaHns, W3MEHSIIOWNX HanpaBneHus auddepeHunansHomn
ANarHOCTUKN.

Crp.6u3 7.



Mo 3anpocy naumMeHTa UM nevallero Bpada MoryT ObiTb NpeacTaBneHbl NepBUYHbIE AaHHbIE CEKBEHWPOBAHUS B
dopmate FASTQ. OpgHako, aHanmu3 Takux [AaHHbIX TpebyeT [OOMoNHUTENbLHOM uXx o06paboTku, KoTopas
BbIMNOSHSAETCS! TONBbKO NOATOTOBIEHHBIM CMELNanncToM.

[aHHble CeKBEHMPOBaAHMS U OOHapyXEeHHble BapuaHTbl He SIBMASIOTCA OKOHYaTeNbHbIM AMArHO30M U [AOSMKHbI
MCMONb30BaTbCS COBMECTHO C APYrMMU nabopaTopHbIMU M KIIMHUYECKMMU AaHHbIMU. KoppekTHas MHTepnpeTauums
pe3ynbTaToB rEHOMHOIO aHanM3a MOXeT OblTb BbIMOMIHEHA TOSIEKO BPAYOM-reHETUKOM.

MccnepoBaHvMe BbINOMHSIeTCA Ha  BbICOKONMPOM3BOAUTENIbLHOW cuUcTeMe pAnsi  CeKBEHUPOBaHUA
HYKnenHoBbIX kucnot FeHockaH 4000.

PezaucmpauyuoHHbIl Homep ¢hedepasibHOU criyxbbi o Had30py 8 cghepe 30pasooxpaHeHusi: P3H 2025/24616.
rPYNNMUPOBKA BAPUAHTOB MO BEPOATHOCTU UX NATOFEHHOCTU OANnd NAUMEHTA

1. BapuaHThl, ABNAOWMEcH Hanbornee BepOATHON NPUYNHOM 3aboneBaHunA.

B paHHyto rpynny BKMOYaTCS Cneaylowe BapuaHThbI:

a. O6o3HauyeHHble Kak naToreHHble B pedepupyembix ©0asax BapuaHToB, Takux kak Clinvar wnun B
cneumanva3npoBaHHbIX 6aszax BapyMaHTOB U onucaHWe peHOoTuna naumeHTa MMeeT MPU3HaKu COOTBETCTBYHOLLME
ONUCaHHbIM Npy AaHHOM 3aboneBaHun.

6. He o6GosHayeHHble Kak naToreHHoble B pedepupyemMbix 6a3zax BapuaHToB, Takux kak Clinvar wnu B
creumanuanpoBaHHbiXx Gasax reHOMHbIX BapMaHTOB, HO WMEIOLLME BbICOKYID BEPOATHOCTb MaTOFEHHOCTH,
OCHOBAHHYI0 Ha HECKOSbKMX 3HAYMMbIX KPUTEPUSIX MaTOreHHOCTU (BbICOKWIA CKOP MaTOreHHOCTM) U onucaHue
beHOTMNA NauMeHTa UMeeT NPU3HaKU COOTBETCTBYIOLLME OMNMUCaHHbIE NPU AaHHOM 3aGoneBaHuu.

Takue sapuaHmsbi criedyem paccMampueamb KaK 8epOsIMHYH NPUYuHy 3abosieeaHusi 8 neps8yro o4epeob.
Ansi Hekomopbix eapuaHmoe, EKYEHHbIX 8 3amy 2pynny (u3eecmHble Nnamo2eHHble eapuaHmbl C
nosiHbLIM coomeemcmeueM ¢heHomuna) ycmaHoOBJIeHUsI TMPOUCXOXOeHUs1 eapuaHma ocmaemcsi Ha
ycMompeHue epa4a. [nsi eapuaHmoe, paHee He 0603Ha4YeHHbIX KaK Mamo2eHHble ycmaHoeJlIeHUe
npoucxoxoeHusi eapuaHma GO/IKHO 6bImb peKOMeHO08aHOo nauyueHmy.

2. Bap1aHTbl, MMelowme 3HaYMMble NPU3HaKM NaTOreHHOCTH
B gaHHyto rpynny BKMloYaloTCcs crieaylowe BapuaHThbI:

Vimelowime oguH WUNM HECKONbKO 3HAYUMbIX NPU3HAKoOB MNaTOreHHOCTW. B 9Ty rpynny BKMHOYAKTCA BKITHOYEHbI
BapunaHTbl, KOTOPbl€E UMEKT MNMPU3HAKN KaK NaToreHHOCTn, Tak h HenaTtToreHHOCTn, HO C npe06nap,aH|/|eM Npu3HaKoB
naToreHHocTn. Takxke MoryT ObITb pas3nunyHble Bapuauun coBnageHuda cpeHomna nauyuneHtTa C npu3Hakamu,
onncaHHbIMK Npn JaHHOM 3aboneBaHuN.

Ona Takmx BapmnaHTOB Tpe6yeTc;| cornocTtaBlieHne KIMHN4YeCcKnx wu na6opaTopr|x AaHHbIX nNauneHtTa C
OonncaHHbIMA Npn 3aboneBaHun. YCcTaHOBMEHME NMPONCXOXOEHNA TAaKNX BApNaHTOB ABNIAETCA Ba)XHbIM AJ14 OLEHKN
MX MaTOreHHOCTW.

,qﬂﬂ ucrmfoquun/nodmeep)KdeHun namoeeHHOCMuU makKux eapuaHmoe Mo)xem 661mb pekomeHdoeaHa
KOHCYJIbmauyusi epa4ya-eceHemukKa, crieyuaju3upyrow,e2ocss Ha aHasiuse OaHHbIX CEeKeeHupoeaHusl.

3. BapMaHTbl, unmMmerwuwime Kak npu3Hakm natoreHHOoCTuU, Tak U HenaToreHHOCTWU. MoxeT ObITb pa3nnyHasn
cTeneHb coBnageHus q)EHOTVIHa nauuneHTa c npu3HakamMmu, onncaHHbIM Npn gaHHOM 3aboneBaHum.

MaJ'IOBepOFITHO, YTO TaKkme BapuaHTbl ABNAKTCA I'IpVI‘-IVIHOﬁ 3aboneBaHunsa. OpgHako B HEKOTOpPbIX CllyYasdx
I/IH(bOpMaLJ,VIFI O TaKuMxX BapunaHTax MOXeT OblTb MonesHa Bpayy AOnhAa conocTtaBlieHudA (beHOTVII'Ia nauuneHTa c
d)eHOTI/II'IOM, onucaHHbIM Ans 3aboneBaHus.

B cnyyae docmamo4Ho20 cxodcmea Moxem 6bimb pekoMeHA08aH MOUCK Mymauuli, He ebisiesiieMbiX
memodom NGS (Hanp. eapuauyull 4yucna Konuli) Ha emopoM asisiesie, noomeepxoeHue MPOUCXO0XOeHus
eapuaHma u OonosIHUMENbHbLII  aHasu3  OGaHHbIX U  KOHCY/bmayusi epaya 2eHemuka
crneyuanu3supyrouje20cst Ha aHaslu3e OaHHbIX CEK8EeHUPOBaHUsI.

4. HocutenbCcTBO BapnaHTOB, CBA3aHHbLIX C HacneaACTBEHHbIMU 3aboneBaHUAMM.

B 3Ty rpynny BKMOYEHbl reTepo3nroTHble BapuaHTbl B FeHax ayTOCOMHO-peLecCUMBHbIX 3aboneBaHuii, paHee
ONMuCaHHble Kak naToreHHble Wnu obnajarwoliMe 3Ha4YMMbl MpU3HaKamMu NaToreHHoCcTW. Takue BapuaHTbl He
ABMSAOTCA NAaTOreHHbIMU camu no cebe, HO MOryT UMETb 3Ha4YEHWE MPU HaNU4YUKM He oNpedeneHHoro BapuaHTa B
Apyrom annene. B HekoTopbIxX cryyasix aTa MHOPMaLuus MOXeT UMETb 3HaYeHWe ANsi POACTBEHHMKOB NauueHTa.

* 3HaunMble BapuaHTbl onpeaeneHbl B KOHTekcTe pekomeHgauun ACMG (Very strong/Strong/Moderate).
Ctp.7us 7.



