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WccnenosaHme PesynbTar

KoMMeHTapui

MaHenb reHOB HacNeACTBEeHHbIX AUCN/Ia3uii coeguHuTenbHo TkaHu (NGS)

CvHppoM Dnepca-flaHno . cM.KOMM.
€ro reHoKonmu

MaToreHHbIX 1 BEPOSTHO NaTOreHHbIX BApMaHTOB 06HaPY>EHO He 6bino

CvHgpoM MapdaHa u ero CM.KOMM.
reHOKOoMuu

[aToreHHbIX M BEPOATHO NATOreHHbIX BapMaHTOB O6HaDY)KEHO He 6bl110

Cungpom Jlyuca-Antua n CM.KOMM.
€ro reHoKornmu

MaToreHHbIX U BEPOSITHO MATOrE€HHbIX BAapMaHTOB OBHApPY>eHO He Bbl1o

HecoBepLUEHHbI 1 OCTEOrEHES CM.KOMM.

MaToreHHbIX M BEPOATHO NATOreHHbIX BApMaHTOB 06HaPY>EHO He 6bino

CvHApoManbHble CM.KOMM.
HacneacTBeHHble
3aboneBaHust aopThbl

MaToreHHbIX M BEPOSITHO MATOrE€HHbIX BApUAHTOB OBHAPYXEHO HE BblINI0

3aboneBaHusi aopTbl NpuU CM.KOMM.
MeTabonmyeckmx 6onesHsx

MaToreHHbIX M BEPOSITHO NaTOreHHbIX BapMaHTOB 06HaPY>EHO He 6bino

HakonaeHust
2nacTonusnc CM.KOMM. MaToreHHbIX 1 BEPOSITHO NMATOreHHbIX BapMaHTOB OBHapy>eHO He 6blno
CuHapoM Yaiina-MapkesaHn ¢M.KOMM. MaToreHHbIX 1 BEPOSITHO NMATOreHHbIX BApMaHTOB OBHapy>eHO He 6blno
CvHapom HyHaH CM.KOMM. MaToreHHbIX 1 BEPOSITHO NMATOreHHbIX BApMaHTOB 0BHapY>eHO He 6bino
Cungpom Ctuknepa CM.KOMM. MaToreHHbIX 1 BEPOSITHO NMATOreHHbIX BApMaHTOB 0BHapY>eHO He 6bino

[eHeTnyeckoe 3aK/loyeHe CM.KOMM.

BbIsiIBNEHHbIN FrEHOTUM He accounnpoBaH C HacneacTtBeHHbIMU
ancniaasnsamum COGAMHMTEJ’IbHOVI TKaHW 1 aopTonaTuaMum

WcnonHuTenb Mewkosa H.I., Bpay KIMHUYeCKo nabopaTopHON AMarHOCTUKM

BHuMaHve! B anekTpoHHOM 3K3eMnnspe 6naHKka Ha3BaHWe nccneaoBaHus COAEPXUT CCbIJIKY Ha CTpaHuUy caiiTa c onvcaHuem

nccneaoBaHns. Www.invitro.ru

PesynbTaTthl NCCnenoBaHniA He SBSIOTCS [AMarHo3oM, Heobxoamma KOHCYNbTauua cneunaancra.

M.M. / Noanuck Bpaya
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BbIsiBNEHHbIN MEHOTUM HE AaCCOLMMPOBAH C HAaCNEACTBEHHBIMU AUCMNA3UAMU COEAMHUTENBHOM TKAHW U aopTONaTUsSIMU.
[laHHbIN pe3ynbTaT NO3BOMSET 3HAUNTENBHO CHU3UTb BEPOSTHOCTb AMArHo3a OCHOBHbIX KTMHUYECKMX (hOPM HacneACTBEHHbIX
ANCNNa3ni COeANHUTENBHOM TKaHM 1 aOPTOMaTHii, OHAKO HE UCKJTHOYAET UX MOSTHOCTbIO. BOMBLUMHCTBO COCTOSIHWN,
BKJ/IIOYEHHBIX B NaHesb, UMEIOT HacNeACTBEHHYO NMPUPOAY, OAHAKO ANS HEKOTOPbIX HO30M10MMI (HanpuMep, 31acToNM3NC)
TaKXXe XapaKTepHbl U NprMobpeTéHHble opMbl. KpoMe Toro, aAns rmnepMobusibHOro Tuna cMHapoMa dnepca-faHno ao
HaCTOSILLEro BPEMEHN He AEHTUMULMPOBaHbLI FeHbl, MyTauumM B KOTOPbIX OAHO3HAYHO BbI3bIBAOT pa3BuTMeE 3aboneBaHums.
MoMMMO OBLLMX TEXHUYECKUX orpaHMyeHmnit Metoga NGS (cM. paszaen II B npunoxeHun), cneayeTt yYnTbiBaTb psa
cneunduyeckmx ocobeHHOCTEN aHHOW MaHEeNN, KOTOpbIE NpU OTPULIATENIbHOM PE3y/ibTaTe HE MO3BOMSIOT MOIHOCTbIO
WCKNIOYMTb BCE Uccneayemble natonorun. MNpu KMHoCKoNMoTMUYECKOM Tune cuHapoma dnepca-Aanno (reH PLOD1) B ~30%
C/ly4yaeB MaToreHHble BapyaHTbl NpeAcTaB/ieHbl NPOTSHXKEHHLIMU AYMANKALMAMU HECKONTbKMX 9K30HOB, KOTOPbIE He
JETEKTUPYIOTCS B paMKaXx MCMosb3yeMon MeToamku. Knaccukonoao6bHbii cuHapom Anepca-Aarno 1 Tuna yalle Bcero
accoumMmpoBaH € NPOTSHXKEHHbIMK AeneunsMu reHa TNXB, KoTopble TakKe He BbISIBASOTCSA AaHHbIM TeCToM. CUHAPOM
LLlepewesckoro-TepHepa (kapvotun 45, X0) xapakTepu3yeTcs NoBbILEHHbIM PUCKOM Pa3BUTUS aHEBPU3MbI a0PTbl, OAHAKO
€ro AMarHocTuka TpebyeT LMTOreHeTUYecKoro NccneaoBaHms.

KnvHuyeckasi 3Ha4YMMOCTb FEHETUYECKUX BapUaHTOB NPV HaceACTBEHHbIX AUCM/Ia3nAaX COEAUHUTENBHON TKaHU U
aopTONaTUSAX MOCTOSIHHO YTOYHSIETCS M AOMOSIHAETCS, B CBSA3M C YeM MOXET ObiTb peKOMeHA0BaHa NOBTOPHas
WHTEpnpeTaumns reHeTUYecKMX AaHHbIX He Yale 1-2 pas B roa ("PykoBoACTBO MO MHTepnpeTaumm AaHHbIX
nocneposaTensHocT AHK yenoBeka, NosyYeHHbIX METOAaMM MacCoBOro napasnensHoro cekseHnposaHus', 2018).

BaxkHas gononHutenbHas nHdopMauus 0 pesynbTaTax UcCnefoBaHns npeacrasneHa B «OTyeTe o NpoBefeHHOM
AnarHoctnyeckoM NGS-uccnefoBaHMM NaHeM reHoB METOAOM MOSTHOIK30MHOMO CEKBEHMPOBAHNS», KOTOPbIV SIBASIETCS!
YacTblo NPeAoCTaBNAEMO nabopaTopuelt AoKyMeHTauun (CM. NpunoxeHue). B otueTe, B pasaene I, npueeaeHsl nogpobHoe
OMMCaHME BbISIBNIEHHbIX MTEHETUYECKUX BapUaHTOB C MX MHTEPNpeTaLUmel 1 3ak/todeHme nabopaTopHOro reHeTuKa; B pasaene
IT oTpaXkeHbl onMcaHne TEXHOMOMMN NPOBEAEHHOIO UCCIeA0BaHUs M CMCOK LiIeNEBbIX TEHOB B COCTaBe MaHenu.

[vcnnasum coeanHUTeNbHON TkaHu (M HeamdbepeHUMPOBaHHbIE AUCMIA3UM COEANHUTENBHOM TKaHW) — 3TO FrEHETUYECKU
AETEPMUHMPOBAHHBIE COCTOSIHMS, XapakTepusytowmecs aedekTamm BOTOKHUCTbIX CTPYKTYP Y OCHOBHOMO BELLECTBa
COEANHUTENIbHOM TKaHW, NPMBOASALUME K HapyLLeHNo (hopMoobpa3oBaHmMsi OpraHoB U CUCTEM, UMEIOLLME MPOrpeaNeHTHOE
TeueHwue, onpeaensiolme 0CobeHHOCTU acCOLMMPOBAHHOM NaToNOMMK, a Takke hapMakOKMHETUKN U hapMakoaMHAMUKK
nekapcTBeHHbIX cpeacTB (Poccuiickoe HayyHoe MeamumHckoe 06LecTBo TepanesToB, 2018). BHyTpKM 3TOM rpynnbl COCTOSHUI
OTAENbHO BbIAENSOT HAaCeACTBEHHYO (hOpMy AMCNIa3ni COeAMHUTENbHOWM TKaHW. HacneaCTBEHHbIE HapyLIeHUs
(amcnnasum) coeaMHUTENBHOW TKaHW — reTePOreHHast rpynna MOHOreHHbIX 3a60/1eBaHUA, 06YCNOBMIEHHbBIX FEHETUYECKUMMU
AedekTamu. Yalle Bcero B AaHHYLO rpynny OTHOCAT Takune 60ne3Hn, kak cuHapoM dnepca-[anno, cnHapom MapdaHa,
cuHapoM JloeHua-[nTua, HECOBEpPLUEHHbIN OocTeoreHes, anactonusuc (cutis laxa), cuHapom Ctuknepa, cuHapoMm Yaiina-
MapkeHasu. MposiBneHust HeandbdepeHUMPoBaHHbLIX ACNIa3nUI COeAMHUTENbHOW TKaHW B HanbOosbLLEN CTemneHN
ONpesensitoTcs BHELWHMMM (hakTOpaMu, B TO BPEMS Kak KJIMHUYECKasi KapTUHA Hac/eACTBEHHbIX HAapYLWEHUI COeAMHUTENTbHOM
TKaHW 3aBUCUT OT HEMOCPEACTBEHHON FrEHETUYECKON NPUYNHBI — OT reHa U MTEHETUYECKOr0 BapuaHTa B HEM.

B cMMNTOMOKOMMNEKC AaHHbIX COCTOSIHWI Yallle BCEro BKJIOYAOTCA MMNepMOBUIbHOCTL CYCTaBOB, MOBbILIEHHAS
3/1aCTUYHOCTb KOXKHbIX MOKPOBOB, Pa3/iMyHble CKEIeTHbIE aHOMaNnn, KapAnMoBacKyAsipHble HapyLUeHUs: 1 MOPOKK,
odTanbMonornyeckme HapyLeHusl, O4HaKko MOryT NPUCYTCTBOBaTb U 6one3Hb-cneunduyeckne nposisnenms. OgHum us
Hanbornee cepbe3HbIX OCNIOXKHEHMIM AaHHOW rpynbl 3ab0NIEBaHUIA SIBNSIETCA aHEBPU3Ma M pa3pbiB aopThl. B cOOTBETCTBUM C
MeXAyHapoAHbIMU U OTEeYeCTBEHHbIMY peKoMeHAaunsMK, Y NauMEeHTOB C aHEBPU3MaMm aopTbl PEKOMEHA0BaHO NpoBeaeHue
KOMM/IEKCHOIO MOJEKYNSAPHO-TEHETUYECKOr0 TECTUPOBAHUS, KOTOPOE A0SKHO BK/OUYaTb 60NE3HM COEANHUTENBHOM TKaHM
(cvHapom dnepca-AaHno, cuHapoM MapdaHa, cuHapoM JloeHua-Autua n Apyrue), a Takxke HeCUHAPOMasibHble reHeTuYeckne
MPUYMHBI @HEBPU3MbI a0PThbl M @OPTOMATULO C ABYCTBOPYATLIM aopTasibHbIM KarnaHoM. 3TO CBSI3aHO HE TOJIbKO C BbICOKOM
pacnpoCTpaHEHHOCTbIO aHHbIX COCTOSIHMI B rpynne nauneHTOB C aHEBPM3MaMu FpyAHOMO OTAENA a0PThl, HO TaKXKe COo
3HaUMTESbHbIM BSIMSIHUEM MONOXUTENBHOMO pe3ysibTaTa Ha NPUHATUE KITMHUYECKMX pelleHnit. OuddepeHumanbHas
[ANarHoCTMKa ANCNIA3UN COeAMHUTENBHON TKAHW BKIOYAET NPUOBPETEHHYIO NATOMOMMI0: PEBMATUYECKME U MeTabonnyeckne
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3a6OJ'IEBaHMF|, SHAOKPpMHONATUN U NOCNeEACTBUA ANUTENBHON MEANKAMEHTO3HOM TEPanuu.

WcnonHutenb Mewkosa H.I'., Bpay KIMHWYECKON NabopaToOpHOW ANArHOCTUKM

BHuMaHuve! B aneKTpoHHOM ak3eMnsipe 6naHka Ha3BaHWe UCCNeA0BaHMS COAEPXKMT CCbIIKY Ha CTPaHWLY CaiiTa C On1CaHMeM

ncecneaoBaHus. www.invitro.ru
Pe3yanaTb| VICCJ'IeJJ,OBaHVIIZ He ABNAKTCA ANarHo3oM, HEO6XO/J,VIMa KOHCynbTauua cneunanmncra.

M.M. / Noanuck Bpaya
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OTYET O NPOBEJEHHOM ONATHOCTHUYECKOM NGS-UCCIEQOBAHUN

MAHEJIM TEHOB METOAOM MNMOJIHOSK3OMHOIO CEKBEHUPOBAHUA

®nNO NPUMEP
NpeHtndukarop obpasua 12345

Homep 3akaza 125-225-41485-888
lata poxpaeHus 01.01.2000

Mon MY>K

Bupg 6uomarepuana Kposb OOTA

[ata nonyyeHusa buomarepmana | 10.09.2025

WUccnepoBaHue naHenu reHoB HOCNEACTBEHHbIX OUCMNA3UIA
COEAMHUTENbHOM TKAHM M OPTOMATHI MO PEe3ybTATAM
NMOSTHOSK30OMHOIO CEKBEHUPOBAHMS

(cocTaB NnaHenu cm. HUXe)

Bua uccneposanus

HanpasutenbHbit guarHos Cunppom MapdaHa

HaTa rotoBHocTn nccnepgosandua | 10.10.2025

PA3LOEJ I. UHTEPMPETALUA NOJTYYEHHbIX
MOJIEKYJIAPHO-TEHETUMECKUX OAHHBIX

1.1. OnucaHue BbIIBNEHHbIX AUATHOCTUYECKU 3HAUYUMbIX TEHETUYECKUX BAPUCHTOB
M ACCOLMUPOBAHHBIX C HUIMU $EeHOTMMNOB

MatoreHHble U BepOATHO NATOreHHble BaAPUAHTbI:

He obHapykeHo.

BGpVIGHTbI HeonpepneneHHoro KNMMHUM4eCKoro aHa4YeHun4d:

He obHapykeHo.

1. 2. 3aknioueHre NnabopaTOPHOro reHeTUKa
Y chnengemoro He O6Hdpg)l(eH0 KNMNMHNUYECKHN 3HAYNMbIX BOPUAHTOB B UcciiegyembixX reHax.

BbiiBNEHHbIM reHOTUN He ACCOUMMPOBAH C ANCTIA3UN COEANHUTENBHON TKAHU M AOPTONATUAMMU.
Pucku HAacnencTtBeHHbIX ¢OpM 3aboneBaHus CyweCTBEHHO CHUXXEHbI. an COXpaHeHnHn
rmnoTesbl O HACNeOCTBEHHOM npupone KIMHUYECKOro COCTOAHUSA obbem nanbHenwero
O6CJ'IeJ:|,OBGHVI9| AOJIXKeH onpependrbcd nedawum BpdAyomMm, COBMECTHO CO cneunanamcTtom
reHeTUnKOM.
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OTYET O NPOBEJEHHOM ONATHOCTHUYECKOM NGS-UCCIEQOBAHUN

MAHEJIM TEHOB METOAOM MNMOJIHOSK3OMHOIO CEKBEHUPOBAHUA

PA3LEN Il. TEXHWYECKUM OTYET
MO PE3YJIbTATAM NMPOBEAEHHOIO UCCJIEONOBAHUA

2.1. CeegeHuna o kayecTBe NPOBEAEHHOrO0 CEKBEHUPOBAHMUSA NAHENN FEHOB

NHcTpymeHT NextSeq 550Dx (P3H 2021/13216)
CpenHaa onuHa npoyTeHui 2x151 n.H.

PedepeHcHbIl reHom GRCh38.pik

CpenHee nokpbiThe 100x

PaBHoMepHOCTbL NOKpPbITUA 99%

[onsa yenesbix perMoHoOB ¢ NokpbiTUEM He MeHee 10x 96,7%

2.2. CuHgpombl 1 3ab6oneBaHus, Uccrnegyemble B NAHENU

CuHppom Dnepca-laHno u ero reHokonuu

ADAMTS2, AEBP1, B3GALT6, BUGALT7, CIR, C1S, CHST1k,
Cunpgpom Anepca-Lanno COL1A1, COL1A2, COL3A1, COLBA1, COLbA2, DSE, FKBP1k,
FLNA, PLOD1, SLC39A13, THBS2, TNXB

MuonaTtmna betnema 2 Tuna COL12A1

CuHapom xpynkoii porosuubl ZNF4+69, PRDM5

Cungpom MapdaHa 1 ero reHokonuu

CuHgpom MapdaHa FBNT1
CuvHOgpom aKTonNUU Xpyctanuka ADAMTSLL
lomoumcTuHypms CBS
e

Cunppom apTtepuanbHoit nseutoctn | SLC2A10

Cungpom Jlyuca-[utua v ero reHokonuu

Cunppom Jlyuca-utua SMAD2, SMAD3, TGFB2, TGFB3, TGFBR1, TGFBR2

HecoBepLueHHbIli ocTeoreHes
(osteogenesis imperfecta)
BMP1, CCDC134, COL1A1, COL1A2, CREB3L1, CRTAP,

HecoBepLueHHbIl ocTeoreHes FKBP10, IFITM5, MBTPS2, MESD, P3H1, PPIB, SERPINF1,
SERPINH1, SP7, SPARC, TENT5A, TMEM38B, WNT1

CMHﬂpOMOanbIe HacnencTtBeHHble 3aboneBaHus aopTbl

AHeBpu3Ma rpynHoi aopThbl ACTA2, FOXE3, LOX, MFAP5, MYH11, MYLK, PRKGA
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OTYET O NPOBEAEHHOM OUATHOCTUYECKOM NGS-UCCJIENOBAHUHU

MAHEJIN TEHOB METOOOM NOJIHO3K3OMHOIO CEKBEHMPOBAHUY

MNporepovaHbiit cuHagpom PoHTerHa SLC25A24

Cunppom Meiictepa-Jloiica BGN

Cwunppowm WnpuHueHa-Tongbepra SKi

Cunpgpom DASS LTBP3

Aopronata ¢ ABYCTEOPATHIM B3GAT3, GATAS, NOTCH1, ROBO, SMAD6

AOpPTAJIbHbIM KN1ANAHOM

3aboneBaHus aopTbl Npy MeTabonuueckmnx 6onesHax HaKOMNNeHUs

BonesHb Momne (rnukoreHos Il Tuna) | GAA

BonesHb Dabpu GLA

OnacTonusuc
(Cutis Laxa)

ALDH18A1, ATP6VOA2, ATP6VIA, ATP6VIE1, ATP7A, EFEMP1,
EFEMP2, ELN, FBLN5, LTBP1, LTBP4, PYCR1

Onactonuauc (Cutis Laxa)

CuHpgpowm Yaiina-Mapkesanu

Cunpgpom Yaiina-MapkezaHu ADAMTS10, ADAMTS17, FBN1, LTBP2

Cunpgpom Cruknepa

Cungpom Cruknepa COL11A1, COL2A1, COL9A1, COL9A2, COL9AS

CuHpapom HyHaH

c y BRAF, KRAS, LZTR1, MAPK1, MRAS, NRAS, PPPICB, PTPNI1,
MHAPOM FyHAH RAF1, RIT1, RRAS2, SHOC2, SOS1, SOS2, SPRED2

MonHbi andaBuTHbIN cnvcok nccnegyembix reHos (103 wr):

ACTA2, ADAMTS10, ADAMTS17, ADAMTS2, ADAMTSLY, AEBP1, ALDH18A1, ATP6VOA2, ATP6VIA,
ATP6VIE1, ATP7A, B3GALT6, BBGAT3, B4GALT7, BGN, BMP1, BRAF, C1R, C1S, CBS, CCDC134,
CHST14, COL11A1, COL12A1, COL1A1, COL1A2, COL2A1, COL3A1, COL5A1, COL5A2, COL9A1,
COL9A2, COL9A3, CREB3L1, CRTAP, DSE, EFEMP1, EFEMP2, ELN, FBLN5, FBN1, FBN2, FKBP10,
FKBP14, FLNA, FOXE3, GAA, GATA5, GLA, IFITM5, KRAS, LOX, LTBP1, LTBP2, LTBP3, LTBPk,
LZTR1, MAPK1, MBTPS2, MESD, MFAP5, MRAS, MYH11, MYLK, NOTCH1, NRAS, P3H1, PLODI,
PPIB, PPP1CB, PRDM5, PRKG1, PTPN11, PYCR1, RAF1, RIT1, ROBO4, RRAS2, SERPINF1,
SERPINH1, SHOC2, SKl, SLC25A24, SLC2A10, SLC39A13, SMAD2, SMAD3, SMAD6, SOS1, SOS2,
SP7, SPARC, SPRED2, TENT5A, TGFB2, TGFB3, TGFBR1, TGFBR2, THBS2, TMEM38B, TNXB,
WNT1, ZNF469.

2.3. Cneumd)wquKMe ONATHOCTHUYEeCKne orpadHnYeHn4d MCI'IOJ'Ib3geMOl7I naHesnun

B naHenb BknioyeHbl pap reHoB, MMEIOLWMX CerMeHTAPHble AYMIUKALUU, PErMOHbI C BbICOKOWM
romonoruveii unu nceeporeHol. WccnepoBanwe paHHbix reHoB MetogoM NGS  kopoTkux
npouteHuii (300 M MeHee nNaApP HYKNEOTMAOB) MOXET MPUBOAUTD K  MOMYYEHMIO
NOXXHOMOMOXMUTENbHbIX U/UKU NIOXHOOTPULATENbHBIX PEe3Y/bTATOB. OTO [OMKHO YUMTLIBATLCS

XADADADDADNDADENDADENDC 2=




OTYET O NPOBEJEHHOM ONATHOCTHUYECKOM NGS-UCCIEQOBAHUN

MAHEJIM TEHOB METOAOM MNMOJIHOSK3OMHOIO CEKBEHUPOBAHUA

npun nHTepnpetTaunn oaHHbIX. Nx nepeyeHb npmneegeH H1xe:

leH ®eHoTumn
B3GAT3 AopTonaTtusi ¢ 4BYCTBOPUATHIM AOPTASIbHBIM KJ1IANOHOM
BRAF Cunppom HyHaH
CBS lomoumcTUHypums
DSE CuHgpom Onepca-LaHno
KRAS CuHgpom HyHaH

Tak>ke BaxxHO oTMeTuTb, 4to Metof NGS-cekBeHMPOBAHMSA C HOMGONbLLEN TOYHOCTLIO BbISBNSET
HYKNEOTUAHbIX 3aMEHbl U KOPOTKWE BCTABKW/Aeneuuun, B TO BPEMS KAK B UCCreAyeMblX reHox
Moryt obHapy>1BaTbCa ApYrue TUnbl NATOFEHHbIX BOPUAHTOB — KPYMHbIE Aeneumm, SKCNaHCUK
MOBTOPOB, MO3GULIM3M WM XPOMOCOMHbIE NepecTpoiku. B Tabnuue Huxe npeacTaBneHsb
HO30/I0rMK, KOTOpble MOryt noTpeboBATb MNPUMEHEHUS QANIbTEPHATUBHBIX MONEKYNSPHO-
reHeTMYecKux MeTofoB npu oTpuuaTenbHom peaynbrate NGS-nccnegosaHus:

3aboneeaHue / nokyc Tun BapuaxTa
XpomocomHoe
Cunpopowm LLepeluesckoro-TépHepa
Ap P pHep 3abonesaHue
Kndockonmotmnueckmnii Tun cuHapoma dnepca-[anno (qynamkaums reHa o
PL8D1) Ap pea—A (ny H KpynHas nepectpotiika

CuHgpom Onepca—[aHno, accouMMpoBAHHBIN C BPOXAEHHOM runepnnasvei

K MK
HagnouveuHukos (geneumns reHa TNXB) pynHas nepecTponka

CuHgpom Bunbamca (geneumsa reHa ELN) KpynHas nepectpoiika

Cungpom HyHaH (Mo3anuHblie popmbl) Mozauumam

2.4. Obwme guarHoctnueckune orpaHndyeHna NGS-metoga

NeTekumna reHeTUUECKMX BAPUAHTOB MPOM3BOAMIIACH TOSMbKO B Mpenenax TApPreTHbIX PerMoHoB
(nmnarHocTuueckoi naHenu). Meton He nosBongdeT BLIABAATbL MHCEPUMM W Aefeunn OJUHOM
6onee 10 n.H., BAPUAHTbI B MHTPOHHbIX 06nACTAX (30 UCKIOUEHMEM KOAHOHMUYECKUX COMTOB
cnnavicudra  +/-10  Hykneotugos), Bapuauuun uucna konuii  (CNV), Bapuaumn anuvHb
MOBTOPOB (B TOM 4UMCfie OKCMOAHCUM TPUMETOB), A TAKXE MYTALUMM B FeHaX, Y KOTOPbIX B
reHome cyulecteyer 6nu3kMii Mo nocnepgoBaTtenbHOCTM napanor (ncesgoreH). Meton He
npeaHa3HaYeH ANng onpegesieHvs UMC-, TPOHCMOJMIOXEHUS Map reTepo3uroTHbIX MYyTauui, a
TAKXE [AN9 OUEHKW YPOBHA METUIIMPOBAHMUSA, BbISIBIEHUS XPOMOCOMHbIX MepecTpoek,
NOAUMNIOMANM, BbISBEHUS BAPWUOHTOB B COCTOSIHUM MO3auuM3Ma. B saknioueHue BknioueHbl
TONMbKO BOAPWUAHTbI, UMEIOLME BO3MOXHOE OTHOWEHWE K KIIMHUYECKUM MPOSIBNEHUAM Y
naumeHta. B saknioueHnn He npepcTaBneHbl BAPUAHTbI HESACHOW K/IMHWMUYECKOW 3HAYMMOCTM
0N FeHOB C pPEeLecCUMBHbIM MOTTEPHOM HOCMEQOBAHWMA — MX CMAWCOK MOXeT 6biTb
npegocTaBneH Mo 3anpocy. Peaynbtartel vMccrnegoBaHusa Moryt notpebosatb BepudukaLmm
QNIbTEPHATUBHBIMU METOAAMMU U KITMHUYECKOrO COMOCTABMEHMS.




OTYET O NPOBEJEHHOM ONATHOCTHUYECKOM NGS-UCCIEQOBAHUN

MAHEJIM TEHOB METOAOM MNMOJIHOSK3OMHOIO CEKBEHUPOBAHUA

2.5. OnucaHune metToaa CeKBEHUPOBAHUA U BUOMHGOPMATUUYECKOTO AHAN3A

Ananuz JHK nauuveHTa npoeeneH Ha cekBeHaTope HoBoro nokoneHusa NextSeq 550Dx, lllumina
(P3H 2021/13216) metogom napHo-koHLUeBbIx npouteHuit (2x151 n.H.) co cpeaHUM NoKpbITUEM
He mMeHee 30x. [Ina npobonoaroToBkM GbINA UCMONB3OBAHA METOAUKA CENIEKTUBHOIO 30XBATA
koaupytowmx yuactkoB [HK (ak3oma). KayecTBo MNoOnyuyeHHbIX MNPOUYTEHUM OLEHWMBANOCH C
nomoubio FastQC. TpummuHr n $unbTpauma npouTeHnin ocylecTBnanucb ¢ nomolybto fastp.
Bbino npoBeaeHo BbIPABHWBAHWE HA pedepeHCHYIO MNOCNe[oBATENbHOCTb MEHOMA 4YenoBekda
Bepcun GRCh38.p1t ¢ nomowbio BWA, mapkupoBaHMe AYMIMKATOB M OLEHKA KAYECTBA
BbIPOBHWBAHWUA  ocyliecTBnsanocb ¢ nomouwbio Picard u  Mosdepth. O6HapyxeHue
MOHOHYKNEOTUAHbIX ~ BAPUAHTOB, KOPOTKMX BCTOBOK W  fAeneuuii  BbIMOMHANOCH C
ncrnonb3oBaHvem anroputmoB DeepVariant u HaplotypeCaller. AHHOTOUMA HaMAEHHBIX
BAPUAHTOB ocylecTtenanacbk ¢ nomouwbio OpenCravat n Ensembl Variant Effect Predictor no
BCEM M3BECTHbIM TPAHCKPUMTAM KaXporo reHa u3 6asbl RefSeq, ang onucanua BapuaHTOB
ucnonb3oBanacb HomeHknatypa HGVS. [Ona oueHkM nATOreHHOCTU BAPUAHTOB 6binu
ncnonb3oBaHbl kputepun ACMG, B ToM uucne reH-cneumdburyeckme pekomeHgaumn. B kauectse
nonynsaunoHHon 6a3bl AdHHbIX ucnonb3oBanca gnomAD vi.1.0, aona npenckasaxusa addekTa
BAPUAHTOB Mcnonb3oBanucb WMHcTpymeHTbl AlphaMissense, PROVEAN, CADD, SpliceAl wu
apyrue. Tun HacnepoBAHMSA BAPUAHTA M ACCOLMUPOBAHHbIE $eHOTUMbI BbiNM AAHBI C MOMOLLbIO
6a3bl gaHHbix OMIM, ClinGen, LOVD, ClinVar, HGMD u gaHHble Hay4HbIx nybnvkauuii.
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