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3AK/TIOMEHUE
no pesyabtatam uccnegosanHmna AHK metogom KIMHUUYECKOro CeKBEHUPOBaHMUA

Homep pgorosopa: [ata 3abopa marepmana:
MayuneHT: [ata noctynneHua matepuana B nabopatopuio:
[arta poxaeHus: Mon:
Bua 6uomarepuana: [laTta roTOBHOCTU UCC/IeA0BaHUA:

Bua uccneposaHua: 1945 MonHoe cekBeHUpoBaHue sk3oma "IKCIMEPT"
HanpaBurenbHbliA AUarHos:

PE3YJ/IbTATbl UCCNEAOBAHUA

BapunaHTbl, KOTOpble MOryT 6blTb BEPOATHOW MPUYMHOM 33a601€BaHUA MPUOPUTUINPOBAHDLI MO
NPOMNPMETAapPHOMY anropuTmMy C YyyeTom pekomeHgaumi ACMG, Hanuvumio B 6Hasax [AaHHbIX,
NONYAALMOHHBIX YacTOT U APYrUX KpUTEepmes.

Ha ocHoBaHMM npoBeAeHHON npuopuTM3auMm U GeHoTuna naumMeHTa, OMUCAHHOIo0 B
npeacTaBNeHHbIX AOKYMEHTaxX BapuaHTbl CrPYNnNMPOBaHbl MO CTeneHW BepOATHOCTM MX MaTOreHHOCTU
OnA naumeHTa. B rpynnax BapuaHTbl pacnofioXKeHbl B NopAAKe CHUMKEHUA NMPUOPUTETHOCTH.

BapuaHTbl, He MmeloWwMe MNPU3HAKOB MATOrEHHOCTM, MO0 MMetowmMe HEeKOTOpble MPU3HAKK
NaTOreHHOCTU, HO, HecooTBeTCTBYylLWMe GeHOTUNY, ONMCAHHOMY B COMPOBOAUTENbHbLIX AOKYMEHTaX,
MOTYT 6bITb HE BK/IOUYEHbI B 3aK/II04EHME.

MoapobHO ¢ onncaHnem nuccneoBaHUA MOXKHO 03HAKOMUTBCA B MPUIOKEHUMN K 3aKNHOUEHUIO.

BHUMAHWE! BapuaHTbl, OO6Hapy)XeHHble B pe3yabTaTe WCCAen0BaHUA, He ABAAOTCA
YCTaHOBNEHHbIM AMArHo30M, a MOryT ObiTb MCNONb30BaHbl B COBOKYMHOCTM C AaHHbIMU 4PYrUX
N12abopPaTOPHbIX U UHCTPYMEHTA/IbHBIX METOA0B TO/IbKO BPAYOM reHETUKOM.

[na yTOYHEeHUA 3HAYMMOCTU OOHAPYMKEHHbIX BapMaHTOB, B TOM YMC/Ie C YYETOM KAMHUYECKOWN
KapTUHbI NaLMeHTa HeobXxoAMMa KOHCWABTaLUMA BPaYa-reHeTuKa.

Bpay-reHeTuk
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le/l3l-[al(l/l MaTOréeHHOCTH U KOMMCEHTapuu

Cungpom

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

PeneBaHTHBIX BApHAHTOB HE OOHAPYKEHO

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

. €.1868_1875+7del
chr17:50192789ACACTCACAG l"eTepo3v COL1AL ENSTO000002 GCCCTGCTGTG | p.Pro624fs 173
CAGGGC>A WTOTHBIN 25964 AGTG

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

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

Caffey disease (114000), AD

Combined osteogenesis imperfecta and Ehlers-Danlos syndrome 1 (619115), AD
Ehlers-Danlos syndrome, arthrochalasia type, 1 (130060), AD

Osteogenesis imperfecta, type | (166200), AD

Osteogenesis imperfecta, type 11 (166210), AD

Osteogenesis imperfecta, type 111 (259420), AD

Osteogenesis imperfecta, type 1V (166220), AD

{Bone mineral density variation QTL, osteoporosis} (166710), AD

Pexomennyercss comocrtaBieHue (EHOTHIIA ITaMeHTa ¢ (EHOTUIOM 3a00JeBaHMH ACCONIMHUPOBAHHBIX C TEHOM H
o0cIeoBaHIEe POUTEINEH ISl YCTaHOBJICHHS IPONCXOXICHHs BapraHTa (de novo/Hacieryemblil).

3. Bapl/laHTI)I C HEU3BECTHBIM KJIMHUYECCKUM 3HAYCHUEM

PeneBanTHBIX BapHUaHTOB HE 06Hapy>1<eH0

4. HocuTebCcTBO BADHAHTOB B IeHaX pPelecCHBHBIX 3200/1eBaHUI

FeTepo3 PADI3 ENSTO000003 ¢.1143C>A pTyr38l* 131

chrl:17273435C>A AFOTHBLH 75460

Ilpu3naku namozennocmu eapuanma:

Tlpusooum xk mepmunayuu cunmesa 6enka

Brusinus sapuanma na ghynkyuio cena
/Jpyzaa ungpopmayua:

Ilpucymcmeyem 6 nonynsayuonuvix B/ ¢ cemeposucommnom cocmosnuu (GNOMAD V2:0.000255683; GNOMAD
Vv3:0.000111727)

Knaccugpuxayus ACMG: Likely Pathogenic.

3abonesanusn, accouuupoBannvle ¢ CeHoM:
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I[Ipu3Haku NATOreHHOCTH U KOMMEHTAPUH

Cungpom

Uncombable hair syndrome (191480), AR

Jnst penieccuBHOTO 3a0051eBaHus, 0OHAPYKEHHBIM BApUAHT HE MOXKET PACCMaTPHUBATHCS B KAUECTBE NPUYMHBI 3a00I€BaHNS
6e3 HaJIIIUs TATOTCHHOTO CTPYKTYPHOTO BapuaHTa B JIpyroM anene.

B HEKOTOPBIX CIydasX HOCUTEIBCTBO BAPHAHTOB PELIECCHBHBIX 3a00JICBAHMI MOXKET MMETh 3HAYCHUE TSI POJCTBEHHUKOB
MAMeHTA.

T'etepos sCp2 ENSTO000003 .825+1G>T 98

chr1:52978368G>T ACOTHBLH 71514

Hpusnaxku namozennocmu eapuanma:

LoF sapuanmol 367510MCs U38ECHHbIM MEXAHUSMOM 3A001e6aHUT, ACCOYUUPOBAHHBIX C 2EHOM.

Brusiem na cnnaiicune cena

Brusnus eapuanma na pynkyuio cena
Hpyean ungpopmayusn:

Ipucymcmeyem 6 nonyasyuonnvix B/ ¢ ecemeposuecomuom cocmosinuu (GNOMAD V2:0.000099553; GNOMAD
Vv3:0.000078842)

Knaccuguxayus ACMG: Pathogenic.

Knaccupurayuss CLINVAR: Pathogenic/Likely pathogenic (Likely pathogenic - 2, Pathogenic - 1).

3a60ﬂeeauuﬂ, aAcCCouuupoBannble ¢ 2eHoM:

?Leukoencephalopathy with dystonia and motor neuropathy (613724), AR

Jist periecCMBHOTO 3a00JIeBaHus, OOHAPY)KCHHBIN BapUAHT HE MOXKET PACCMATPHBATHCS B KAYCCTBE MPUYHHBI 3a00JICBaHUS
0e3 HaJTU4Us MaTOTEHHOTO CTPYKTYPHOTO BapHaHTa B JIPyTOM anerne.

B HEKOTOPBIX CiTydasX HOCHTEIHCTBO BAPHAHTOB PEIIECCHBHBIX 3a00JIEBaHUI MOXKET MMETh 3HAYCHHE IS POJICTBCHHUKOB
TaIeHTa.

5. MuTOXOHAPHAIbHBIE BADUAHTHI

IlaToreHHBIX BapWaHTOB B MUTOXOHAPHUAIIEHOM I'€CHOME HE 06Hapy>KeHo.
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NHOOPMAILIUA Ob HCCIIENJOBAHUN

Ananus [JHK npoBoguTCA MO TEXHONIOrMU CEKBEHMPOBAHUS HOBOrO MOKOMIEHUS MEeTOAOM MapHO-KOHLIEBOro
yTeHusa. [na npobonoaroToBKM MCMONb3yeTCsa METOAMKa cernekTMBHOro 3axsarta ydacTtkoB [IHK, oTHocsawmxcs k
KoOupylowWmMM 06nacTaM reHOB C W3BECTHbIM KMWHWYECKUM 3HayeHMeM (KNMHUYECKMI 3K30M) WU FeHOB,
accouMupoBaHHbIX C rpynnon 3abonesaHnin (NAHENU reHoB) U ONUCaHHbIX B Kypupyemon 6ase gaHHbix OMIM vnnu
cneumanM3npoBaHHbIX Kypupyembix 6asax.

CpefHee NOKpbITUE LIENEBbIX yHaCTKOB CEKBEHMPOBAHWS B UCCeayeMbIX reHax cocTtaBnsiet He meHee 70x. 310
03HayvaeT, YTO KaXabIl nccregyemblvi yHacToK reHoMa B cpeHeM aHanuanpyeTcs He meHee 70 pa3 Bo usbexaHue
BNUSHMS TEXHUYECKMX OLLIMBOK YTEHUS Ha pe3ynbTaTbl UCCNeAoBaHUA. Takoe NOKpbITUE NO3BONSET OCYLLECTBNATh
OeTeKUuMo BapuaHToB, B cpegHeM, He meHee yeM B 98% LeneBbiX y4acTKOB, BXOASLMX B uccnegosaHue. Ons
CMNOXHbIX y4YacTkoB reHoma (Hanpumep, GC-6oraTtbix y4acTKOB) cpefHee MOKPbITUE MOXET ObiTb HMXKE. Y4acTku
reHoma C MOKpbITUEM, HE COOTBETCTBYIOLLMM KpUTEPUSM OOCTOBEPHOCTM BCIEACTBME TEXHUYECKMX OrpaHMyeHun
CVIKBEHCA, B AanbHENLLMI aHaNn3 He BKNIOYaoTCS.

MeTog no3BonsieT BbISBUTb Hacrnegyemble WM BHOBb BO3HMKWMWE (de novo) BapuaHTbl HYKNEOTUOHOW
nocnenoBaTenbHOCTU (OAHOHYKNEOTUAHbIE 3aMeHbl, Hebonblume uHcepumm 1 geneumn — 0o 10 n.0.), KoTopble
MOTYT ABNSATLCSA NPUYUHON reHeTu4eckoro 3abonesaHus.

TexHudeckMe OorpaHuvyeHMs MeToA4a He MO3BONAT BbIABNATL MHCEpuMM M geneuuun anvHou Gonee 10 n.o.,
MyTauMM B MHTPOHHbIX OBOMNacTax (3a WCKMYEHMEM KaHOHWYECKMX CaWTOB ChnawcuHra), Bapvauun OIUHbI
NMOBTOPOB (B TOM 4MCRe 3KCNaHCUM TPUMMETOB), a Takke MyTalMM B reHax, y KOTOpbIX B r€HOME CyllecTByeT
6n13kMI No nocnefoBaTenbHOCTU Napanor (ncesgoreH). Meton He nNpefgHasHadeH AnNs onpegenenunst gasbl nap
reTepo3nroTHbIX MyTaLui, a Takke AMs OLEHKN YPOBHA METUNMPOBAHWSA UMW BbIBNEHUS MyTauun B COCTOAHUM
Mo3aunumn3ma.

B HekoTOpbIX cnyvasx GMOMHOPMATUYECKMA aHanu3 AaHHbIX NO3BONSAET 3anoAo3pUTb HanMume CTPYKTYPHbIX
nepectpoek (Mukpogeneuui w mukpoagynnukaumn). OgHako 3TOT NOAXOA He SABMSETCA PeKoMeHOOBaHHbIM
METOAOM aHanu3a Bapuvauuin 4Yucria KONui reHoB, M OBHapyXeHHble NepecTpovku Mnoanexar obsasarenbHomy
NOATBEPXKAEHWNIO pedepeHCHbIM MeTOAOM (XPOMOCOMHBIN MWKPOMAaTpPUYHbIA aHanu3). Mernkue CTpyKTypHble
HapyLleHuns, OQHOPOAUTENbCKNE ANCOMUM U MO3aUYHbIE BapuaHTbl YMCria KONUin reHOB METOAOM CEKBEHMPOBAaHWS
He BbIABNATCH; ANA 9TOr0  AOMKeH OblTb  MCMONb3OBaH BanMAOUPOBaHHbLIN  METOA4  XPOMOCOMHOIO
MUKPOMAaTPUYHOIO aHanu3a. HeBbisBNeHuMe CTPYKTYPHbIX BapuMaHTOB MPU CEKBEHMPOBAHWWM HE WCKIIoYaeT ux
Hanuuug y nauueHTa.

O6paboTka [aHHbIX CEKBEHMPOBAHMS MNPOBOAUTCA C MCMOMb30BaHMEM aBTOMATU3UPOBAHHOIO anroputMa,
BKITOYaloLLLEero BblpaBHMBaHWE MNPOYTEHUN Ha pedepeHCHY nocnegoBaTenbHOCTb reHoma 4yenoseka (hg38),
MOCTNPOLLECCUHT BbIPABHMBAHWS, BbISIBIIEHWE BapuaHTOB WM (hunbTpauui BapuaHTOB MO KAayecTBY, a Takke
aHHOTaUWUK BbISIBMEHHLIX BapuMaHTOB MO KAHOHWYECKOMY TPaHCKPUMNTY KaXOoro reHa u Ux npuopuTesauuo ¢
yyeToMm pekomeHgaumn ACMG. BapuaHTbl, He COOTBETCTBYIOLLME KPUTEPUAM KayecTBa M3 anbHenwero aHanusa
NCKNIoYatoTCs.

ABTOMaTM3NPOBAHHbLIA anropuTM MNpUopuTE3NpyeT BapuaHTbl MO BEPOATHOCTU MX KIMHUYECKOrO 3Ha4YeHus Anis
AaHHoro naumeHTa. OgHako, 9TO He 03Ha4aeT, YTO KaKoW-NMbo 13 oBHapyXeHHbIX BapnaHTOB SBNSIETCA NPUYMHON
3aboneBaHVsa y NnaumeHTa.

[ns oueHkn 3HaunmocTn BapuaHTa HeobXo0aMMO comnocTaBrieHNe HalMOeHHbIX BapnaHTOB C KITMHMYECKoMn KapTMHOVI
nauyuneHTa, a B HEKOTOPbIX Criy4vaax OONOSTHUTENbHbIN 6MOMH(*)OpMaTW-IeCKVIl7I aHanmas.

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

[NA OUEHKM KMUHWMYECKOW PEeneBaHTHOCTM BbIABMNEHHbLIX BapWUaHTOB MNPW OanbHeilleM aHanuse HeoGXxoaumo
ucnonb3oBatb 6a3y AaHHbix OMIM, cneunanuavpoBaHHble 6asbl OaHHbIX MO OTAENbHLIM 3abonesaHuaAM (Npu
Hanuyum) n NUTepaTypHble AaHHbIe

B npropuTe3MpoBaHHbIN CMMCOK BKIIOYEHbl OOHapyXeHHble BapuaHTbl B KOAMPYKOLWMX 06nacTsax reHos,
obragatowme cpegHUM 1 BbICOKMM BMMSIHUEM Ha CUMHTE3 6enka (MUCCEHC, HOHCEHC, CABUM PaMKU CYUTbIBaHMS), a
TakKe BapuaHTbl B CMMANCUHIOBbIX y4yacTkax reHoB. CMHOHMMWYHbIE BapuaHTbl (He MpMBOAsLLIME K 3aMeHe
aMMWHOKMCIIOT) U BapuaHTbl B MHTPOHHbIX OBNacTaAX reHoB, a TakKe BapuaHTbl C BbICOKOW 4acTOTOM U He
OnMcaHHbIe paHee Kak NaToreHHble, He BKMYeHbl B MPUOPUTE3MPOBAHHbIN CMIUCOK.

O6cnepoBaHve poputenen npobaHga wnu Apyrnx pPoACTBEHHMKOB MOXET MoTpeboBaTbCsA AN YCTAHOBMEHMS
npoucxoxaeHus (Hacrneayemslit/de novo) o6Hapy)XxeHHOro BapnaHTa U yTOYHEHUS! ero NaToreHHOCTW.
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B cBs3u ¢ GbICTpbIM OBHOBREHUEM MHOPMaLUMM O NATOreHHOCTU BapUaHTOB U MOSIBNEHWEM HOBbIX [aHHbIX, B
HEKOTOpbIX Cry4asx MOXeT OblTb pekoMeHZOBaH MOBTOPHBLIN aHanmn3 AaHHbIX CEeKBEHMpOBaHus. [MOBTOpPHbIN
aHanu3 AaHHbIX CEKBEHWPOBAHUA MOXET OblTb pEKOMEeHAO0BaH Npy M3MeHeHun oeHoTuna naumeHTa, NosBneHuu
HOBbIX CMMMTOMOB, CBS3a@HHbIX C MPOrpeccMpoBaHnemM 3aboneBaHusi, MO0 MpU MOSBAEHUN HOBbIX AaHHbIX
nabopaTtopHOro M WHCTPYMEHTanbHOro o6bcrnefoBaHus, W3MEHSALWMX HanpaeneHus anddepeHuLmnansHon
ONarHoCTUKW.

Mo 3anpocy naumMeHTa UM nevallero Bpada MoryT ObiTb NpeacTaBneHbl NepBUYHbIE AaHHbIE CEKBEHUPOBAHUS B
dopmate FASTQ. OpHako, aHanu3 Takux [JdaHHbIX TpebyeT [AononHuTenbHoMm wux o6paboTkM, KkoTopas
BbIMNOMHSAETCS TONbKO NOATOTOBMEHHLIM CMELNaniMCTOM.

[aHHble CeKBEHMPOBaHMS U OOHapyXEeHHble BapuaHTbl He SBMSIOTCA OKOHYaTeNbHbIM AMArHO30M U [AOSMKHbI
MCMONb30BaTbCS COBMECTHO C APYrMMU nabopaTopHbIMU M KIIMHUYECKMMU AaHHbIMU. KoppeKkTHas MHTepnpeTaums
pe3ynbTaToB rEHOMHOrO aHanM3a MOXeT OblTb BbIMOSIHEHA TONbKO BPAYOM-reHETUKOM.

MccnepoBaHvMe BbINOMHsIeTCA Ha  BbICOKONPOM3BOAUTENIbLHOW cuUcTeMe pAnsi CeKBEeHUPOBaHUA
HYKNenHoBbIX kucnot FeHockaH 4000.

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

1. BapuaHThl, ABNsA0OWMEcH Hanbonee BepOATHON NPUYNHOM 3ab6oneBaHuUA.

B paHHyto rpynny BKMOYaTCs crieaylolmne BapmaHThl:

a. O6osHayeHHble Kkak naToreHHole B pedepupyembix 6aszax BapuaHToB, Takmx kak Clinvar unu B
cneumanvanpoBaHHbIX 6a3ax BapuMaHTOB M onucaHve heHoTUna nauveHTa umeeT MPU3HaKUW COOTBETCTBYHOLLME
OnMcaHHbIM Npu AaHHOM 3abonesaHuu.

6. He oGosHayeHHble Kak naToreHHole B pedepupyeMbix 6asax BapuaHToB, Takux kak Clinvar unn B
creumanuanpoBaHHbiXx Gasax reHOMHbIX BapMaHTOB, HO WMEIOLLME BbICOKYID BEPOATHOCTb MaTOFEeHHOCTMH,
OCHOBAHHYI0 Ha HECKOSbKMX 3HAYMMbIX KPUTEPUSIX MaTOreHHOCTU (BbICOKMIA CKOP MaTOreHHOCTM) U onucaHue
(heHOTMNA NaumeHTa UMeeT NPUsHaKkM COOTBETCTBYIOLLME OMNMUCaHHbIE NPU AaHHOM 3a6oneBaHuu.

Takue eapuaHmsbl csie@yem paccmMampueamb KaK eeposimHyro nNpuY4uHy 3aboneeaHusi e nepeyro o4yepeosb.
Ansi Hekomopbix eapuaHmoe, EKYEHHbIX 8 3amy 2pynny (u3eecmHble Mnamo2eHHble eapuaHmbl C
nosiHbIM coomeemcmeueM ¢eHomurna) ycmaHoOeJIeHUsI MNPOUCXOXOeHUsi eapuaHma ocmaemcsi Ha
ycmMompeHue epayva. [ns eapuaHmoe, paHee He O0603HaYeHHbIX KaK Mamoz2eHHble YycmaHoesleHue
npoucxoxodeHus1 eapuaHma G0JDKHO 6bImb pekoMeHO08aHO nayueHmy.

2. BapVIaHTbI, nMerwine 3Ha4mMmblie NpnU3Hakm NnaToreHHOCTn
B OaHHYIO rpynny BKNHOYakTCA crnefyouime BapuaHThbl:

Mmetowme OoaMH WUIIM HECKOSIbKO 3HaYMMBbIX NPU3HAKoOB MNaTOreHHOCTW. B 9Ty rpynny BKMOYAKTCA BKITHOYEHbI
BapunaHTbl, KOTOPblE UMEKT MNMPU3HAKN KaK NaToOreHHOCTn, Tak h HenaTtToreHHOCTn, HO C npeo6na,£1aH|/|eM Nnpu3HaKkoB
naTtoreHHocTn. Takxke MoryT ObITb pa3nunyHble Bapuaulun coBnageHuda cpeHomna nauyuneHta C npu3Hakamu,
onncaHHbIMK Npn JaHHOM 3aboneBaHuN.

Ona Taknx BapmnaHTOB Tpe6yeTcg conocTtaBneHne KIMHN4YeckKnx wu na6opaTopr|x AaHHbIX nNauneHTa C
OonncaHHbIMA Npn 3aboneBaHnn. YCTaHOBMEHNE NMPOUCXOXOEHUNA TaKUX BapnaHTOB ABJIIAETCA BaXXHbIM OJ1A OLIEHKN
MX MNaToOreHHOCTW.

Ans ucknroyeHus/noodmeepxO0eHUsi Nnamo2eHHOCMU MakKux eapuaHmoe Moxem 6bimb peKkoMeHOAOo8aHa
KOHCynbmauusi epada-2eHemuka, Ccreyuasjusupyrou;e20csl Ha aHau3e 0aHHbIX CeKeeHUPOBaHUsl.

3. BapMaHTbI, nMmewuime KaKk npudHakm natoreHHOCTU, TaK U HenaTOreHHOCTWU. MoxeT ObITb pasnunyHasn
cTeneHb coBnageHus Q)EHOTMHa nauygueHTa ¢ npu3Hakamu, onmcaHHbIM Npn AgaHHOM 3aboneBaHun.

MaJ'IOBGPOFITHO, YTO TakKue BapUaHTbl ABNAKOTCA I'Ipl/l'-II/IHOVI 3aboneBaHusa. OgHako B HEKOTOpbIX cny4aax
I/IHd)OpMaLJ,VIﬂ O TaKmx BapuaHTax MOXeT OblTb MonesHa Bpayy AOnhAa conocTtaBlieHusa (*)eHOTI/lI'Ia naumeHTa c
(beHOTI/II'IOM, onucaHHbIM Ans 3abonesaHus.

B cnyyae docmamo4Ho20 cxodcmea Moxem 6bimb pekoMeHA0o8aH MOUCK Mymauuli, He ebisiesiieMbiX
memodom NGS (Hanp. eapuauull 4yucna Konuli) Ha emopom ansesie, noomeepxxoeHUe MNPOUCXO0XOeHUsl
eapuaHma u  OonosIHUMENbHLIL  aHanu3  OGaHHbIX U  KOHCY/Nbmauusi  epada-2eHemuka,
crneyuanu3supyrouje2ocst Ha aHaslu3e OaHHbIX CEK8EeHUPOBaHUsI.
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4. HocutenbCcTBO BapuaHTOB, CBA3aHHbIX C HacsneACTBEHHbIMU 3aboneBaHUAMM.

B aTy rpynny BKIOYEHbl FeTepO3UroTHble BapuaHTbl B FeHax ayTOCOMHO-pPELIeCCUBHbIX 3aboneBaHui, paHee
onucaHHble Kak naToreHHble Wnu obnagalolimMe 3HauYMMbl MpPU3HaKamy NaToreHHocTW. Takve BapuaHTbl He
ABMNSAOTCA NaTOreHHbIMU camu no cebe, HO MOTYT UMETb 3HaYeHWe MPY Hanuyuu He onpedesieHHOro BapuaHTa B
Apyrom annene. B HeKoTopbIX cryyasx ata MHOPMaLUa MOXET UMETb 3HaYeHMe NS POACTBEHHMKOB NauueHTa.

* 3HaunMble BapuaHTbl onpegerneHbl B KOHTeKCTe pekomeHgaumin ACMG (Very strong/Strong/Moderate).
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