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O CKpUHMHre:
Vistara- 3T0  HewHBasWBHbI  MpeHaTasbHbIN
CKPUHWHIOBLIA TecT. TecT BbINOMHAETCS MO KPOBU

Mndpopmaums 06 MccnenosaHum 6epeMeHHOM XEHLLUMHBI, B KOTOpoW npucyTcTeyeT AHK

WHdopmauus o naumeHte KaKk MaTepu, Tak W nnoga. Wccnegyemas [HK
oUO: WHpopmauns o HanpasuTene: 000 «[eHOMEA» | gy inangetca B KpoBb MaTepu M3 MAaLeHTbI MoAa.
[laTa poxaeHus: [ata 3abopa obpasua: 19.02.2024 Tect Vistara pacnosHaeT B obpasue KpoBW MaTepu
Bo3pacT MaTepu Ha MpearnonoXUTENbHYIO AaTy [aTa npuema obpasua: 21.02.2024 OHK nnoga M oueHvBaeT Hanuuve y nofa
pozos: HAata dopmnposanns sakniouenns: 03.03.2024 | ccnenyembix reHeTUYECKNX 3abonesaHuit. C
Cpok 6epemMeHHOCTH: NMOMOLLbIO Tecta HEBO3MOXXHO BbISIBUTb
lpegnonaraemas gaTta podos: XPOMOCOMHbIE aHOManuu nnoda, MUKpoaeneumn, Tect

HE OLEHWBaeT aHaTOMUYECKMe CTPYKTypbl Mfoda W
OC/IOXHEHMSl,  KOTOpble  MOFYT  COMpPOBOXAATb
6epeMeHHOCTb. TecT onpeaensieT MyTauMu B reHax,
MpeacTaBneHHbIX B nccnemyeMoin naHenu.

Homep Habopa ans B3sTmsa obpasua:
Homep nccnegosaHus:

OTpuuaTenbHblii  pe3ynbTaT  HE  rapaHTupyeT
OTCYTCTBME MaTONMOrMK Yy N0AA..

PesynbTar @pakuyns geransHort JHK
NATONEHHbIE MYTALIUN HE OBHAPY)XEHDI a? 16-17%
(v
MNoka3zaHus:

[JaHHbIX O CEMEHOM aHaMHEe3e HeT.

UHTepnpeTauus:
Mpu aHanu3e detanbHoi AHK, BblaeneHHOW M3 Nna3Mbl KPOBM, NAaTOreHHbIX BAPUAHTOB B UCCIEA0BaHHbIX FreHax He 0BHApY>XeHO.

PekomMeHpauumn:

OTpULATESNbHbIN pe3ynbTaT CKPUHWMHIOBOMO TECTa 03HAYAET, YTO Y MoAa He 0BHapYXXEHO NMaTOreHHbIX UM BEPOATHO NATOrEHHbIX
MYTaLl,VIVI B reHax, UuccneaoBaHHbIX B paMKaX TeCTa Vistara, YTO HE UCK/KOYAET PUCK Hann4dusa apyrmx VI3MeHeHVIl7l B nccneayembix
reHax.

PelleHne 0 AONONHUTENbHOM 06CNea0BaHUN NPUHUMAET NeYallmii Bpad Ha OCHOBAHWM AaHHBIX KIIMHUYECKOW KapTUHbI TEYEHMS
6epeMeHHOCTH, AaHHBIX Y/IbTPA3BYKOBOrO MCCEA0BaHMS Niaoda U/Uamn ceMenHoro aHamMHesa.

3akroueHue BaiMAMpOBaHO: Bpay, KaHAUAAT MeAULMHCKUX Hayk BaHb60 Cioli, YUneH AMeprKaHCKON KOMnermm MeauLmMHCKOW reHeTUKU.
CLIA 3aBepytowmit naboparopueit: [naHa KnH-Kum, uneH AMEPUKAHCKON KOMMErMn MeaUUMHCKON FeHETUKM, PyKOBOAUTENb OTAENa XEMUTIOMUHECLIEHTHBIX
nccnefoBaHum.
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MaHenb copepxuTt koaupytowme obnactu cneayrowmnx 30 reHos: BRAF (NM_004333.4), CBL (NM_005188.3), CDKL5 (NM_003159.2), CHD7 (NM_017780.3), COL1A1 (NM_000088.3),
COL1A2 (NM_000089). 3), FGFR2 (NM_000141.4), FGFR3 (NM_000142.4), HDAC8 (NM_018486.2), HRAS (NM_005343.2), JAG1 (NM_000214.2), KRAS (NM_004985.4), MAP2K1
(NM_002755.3) ), MAP2K2 (NM_030662.3), MECP2 (NM_004992.3), NIPBL (NM_133433.3), NRAS (NM_002524.4), NSD1 (NM_022455.4), PTPN11 (NM_002834.3), RAD21 (NM_006265.2)
, RAF1 (NM_002880.3), RIT1 (NM_006912.5), SHOC2 (NM_007373.3), SMC1A (NM_006306.3), SMC3 (NM_005445.3), SOS1 (NM_005633.3), SOS2 (NM_006939.2), SYNGAP1
(NM_006772.2), TSC1 (NM_000368.4), TSC2 (NM_000548.3). KoavpyeMmble 06nacTi CBA3bIBAIOTCA C MCMONb30BaHMEM METOA0B 3axBaTa U CEKBEHWPYIOTCS C MCMOb30BaHMEM NIaTdOopMbl
Illumina. Bbin MCMONb30BaH MeToZ, NONyYeHUst GUENNOTEKN CEKBEHUPOBAHMS, KOTOPbIV UCMOMb3YeT yHUKabHble nocnesoBatensHocTh AHK B kauecTBe MoNeKynsipHbIX LUTPUX-KOAOB ANs
MapKUpOBKM BHEKNIETOYHbIX Moniekyn [IHK, npexae yem oHu ByayT amMnanduumpoBaHbl A1 NOCIeAyoWwero aHanmsa. Icnonb3yoTcs BblYMCIUTENbHbIE anrOPUTMbI, KOTOPbIE NO3BONSIOT
nAaeHTUhULIMPOBaTL UCTUHHBIE BapuaHTbl B IHK nnoaa n noaasnsioT 60MbWMHCTBO OLMBOYHbIX BapMaHTOB, BBEAEHHbIX B MpoLIECce NoAroToBkK obpasuia. Takke Ans onpeaeneHns [onm
[HK 3m6puoHa k AHK MaTtepu (bpakumm nioaa) v onpeaeneHns MAEHTUYHOCTM 06pasLa OLEHMBAIOT LeMbIi psaa A06pOKAYECTBEHHbLIX 3MEHEHMIT BO BceM reHoMe (SNP). Mpu BbINOAHEHWUN
aHanu3a B pasnnyHbIX NabopaTopusix 1/ C UCToNb30BaHUEM Pa3HbIX METOLONOMMI BENMYMHa nokasaTtens dpakumv Nnoaa MoxXeT oTin4aTbes. MaTtepuHckas HK BbligensieTcs oTaensHo
W MPOXOAUT CEKBEHWPOBaHWE CreayloLero NnoKoneHns Ha OCHOBE MeToAa C UCMOMb30BaHWeM 3axBaTa. [JaHHble aHanM3npyloTcs B COBOKYMHOCTU ANt ONpefeneHns perncTpupyeMbix
BapUaHTOB, 0BHapYXXeHHbIX BO BHekneTouHon AHK, Ans BK/IOYEHWUS| B KIMHWYECKWUM OTYET. [s OnucaHusi BCeX MPeACTaB/eHHbIX BapuUaHTOB MOCIEA0BaTENbHOCTEN UCTONMb3YeTCst
CTaHAapTHas HOMeHKfaTypa Bapyauuu reHoma yenoseka. B pesynbraTtax cooblaeTcs ToNbko 06 M3BECTHLIX MATOreHHbIX MM BEPOSTHLIX NAaTOreHHbIX BapuaHTax, Bkoyas de novo
Aeneuuu, obHapy>XeHHbIe B 3k30HaxX U B npeaenax 10 nap ocHOBaHMI OT rpaHmLbl 3K30H / MHTPOH. My HaNMuUUKM BO3MOXHOCTU OBHapy>XeHHbIe BapuaHTbl BEPUMULIMPYIOTCS C MOMOLLbIO
[OMONHUTENBHOrO aHanu3a Ha ocHoe NGS aMn/IMKoHa C UCMosb30BaHMEM UCXOAHOrO 06pasua BHekneTouHon JHK. Knaccudukaums reHeTuyeckux BapuaHToB OCHOBaHa Ha uMetoLLeics
y Hac Tekylieli nHbopMauun U pyKoBOACTBaX, BbinylleHHbX ACMG (PMID: 25741868) u / unu Baylor Genetics. HenpaBunibHO yka3aHHbIM ceMeliHblii aHaMHe3 WK MepcoHanbHas
KIMHWYeckasi MHGOpMaLsi, KOTopble NPeAoCTaBstOTCS HaM, MOXET MPUBECTU K HEMPaBUIbHOW MHTEPNpeTauun BapuaHTOB. BapuaHTbl, KOTOpblE KIAcCMMULIMPYIOTCS Kak UMetoLl e
«HeornpefeneHHoe KIIMHUYECKOE 3HaUEHNe» UK «BEPOSITHO A06POKaYECTBEHHbBIE» UM «A06POKAYECTBEHHbIE», B 3TOT OTUET He BKIOYAIOTCS. MIHTEprpeTaums HyKIeOTUAHBIX U3MEHEHUI
OCHOBaHa Ha HalleM COBPEMEHHOM MOHWMaHUM W 3HaHWM O KOHKPETHbIX reHax. MIHTeprpeTauuy BapuaHTOB MOTYT CO BPEMEHEM MEHSITbCS MO Mepe MOCTYNeHUs AOTONHUTENbHOM
MHGOpMaLMK 0 HKX. HeiaBHO BLINOMHEHHbIE FreMOTPaHCdy3un y GepeMeHHON, a Takxe HEKOTOpble BUAbI OHKOMOrMYeCcKUX 3aboneBaHui MOryT NoMellaTb MHTEprpeTaumy pe3ynbTaTos
AaHHoro TecTa. B LenoM, cekBeHvpyeTcst 6onee 97% uenesbiX PEerMoHOB C MUHUManbHLIM oxBaToM 200X. [laHHbIi aHanu3 He No3BoNsieT 06HapYXWUTb BapUaHTbl BHYTpW NpoMOTOpa Uin
MHTPOHHBbIX 061acTei (Ha pacctosiium 6oniee 10 nap OCHOBaHWIA FPaHMLbl MHTPOH / 3K30H). AHANMTUYECKas YyBCTBUTENBHOCTb /11 OAHOHYKNEOTUAHBIX BAPUAHTOB COCTaBASIET> 99% npu
cneunduryHocTH Tecta >99% B 061acTaX € AOCTAaTOYHbIM OXBAaTOM CekBeHMpoBaHWs (> 200X). CnoxHble MyTauuu, BKIOYas Hebonblune BCTaBKM, AYNAMKaUMM U UHCEpUMU-AeneLnm,
MOryT 6bITb 06Hapy>eHbI Npy 6011ee HU3KOM YyBCTBUTENBHOCTU. [JaHHbI TECT He NMO3BOJISIET BbISIBUTb M3MEHEHUSI YMCIA KOMWIA S3K30HOB, FEHOB UM XPOMOCOM.
CnpaBouHble MaTepuanbl: GeneReviews (https://www.ncbi.nlm.nih.gov/books/NBK1116/), Genetics Home Reference (https://ghr.nlm.nih.gov/) cobcTBeHHbIE

AAHHbIE.

[eH, naTonorus Yacrora leH, naTonorus Yacrora
BbiSIB/IEHUSA BblSIB/IEHUS
BRAF KapavodauuokyTaHeanbHbIi CUHAPOM >96% | MAP2K1 KapavodaumokyTaHeanbHbIi CUHAPOM >96%
CBL HyHaH-Noao6HbI CMHAPOM C UK 6e3 1oBMHAbHOM MAP2K2 KapavodauuokyTaHeanbHbli1 CUHAPOM >96%
MOHOLIMTapHOW nelikemuen >94% | MECP2 CvHapoM PetTa; MECP2-cBSi3aHHbIE CUHAPOMbI >78%
CDKL5 3nunentuyeckas aHuedanonatuns, paHHas MHpaHTUIbHas, 2 >84% | NIPBL CuHapom KopHenuu ae JlaHre 1 >94%
CHD7 CHARGE cvHapom (CHD7) >91% | NRAS HyHaH cuHapom >96%
COL1A1 Snepca-faHno cuHapom, Tvn VIIA; HecoBepLueHHbIN NSD1 Cotoca cuHapom 1 >47%
ocTeoreHes, Tun 1, 2, 3, 4 >92% | PTPN11 LEOPARD cvHapom / HyHaH cuHApOM C
COL1A2 dnepca-[laHno,kapanoBackynspHbli Tmn, VIIB; MHOXECTBEHHbIMW NeHTUro/ HyHaH cuHApoM >96%
HecoBepLUeHHbI ocTeoreHes, Tun 2, 3, 4 >92% | RAD21 KopHenuu aa JlaHre cuHapom 4 >43%
FGFR2 AHTnu-Bukctnepa cuHgpom; Anepta cuHapom; KpysoHa RAF1 LEOPARD cuHapom / HyHaH cMHApoM C
cunapom; Mdaricdepa cuHapomM; [xekcoHa-Beica cuHapoM MHOXXECTBEHHLIMUNEHTUIO >96%
FGFR3 Axongponna3sus; CATSHL cuHapom; CuHapoM Kpy3oHa ¢ >96% | RIT1 HyHaH cuHapOM >96%
YepHbIM aKaHTo30M; MMnoxoHAaponniasus; MIoHKE CUHAPOM; SHOC2 HyHaH cvHapom >96%
TaHaToTpodHas aucnnasus; >96% | SMC1A KopHenuun aa JlaHre cuHgpom 2 >96%
HDACS8 KopHenuu aa JlaHre cuHApoM >75% | SMC3 KopHenuu aa JlaHre cuHgpom 3 >96%
HRAS HyHaH cuHgpomM; CuHapom Koctenno >92% | SOS1 HyHaH cuHApoM >96%
JAG1 Anaxxunns cuHapoM >86% | SOS2 HyHaH cvHapoM >96%
KRAS HyHaH cMHapom >96% | SYNGAP1 YMcTBEHHas OTCTanocTb >86%
TSC1 Ty6epo3Hblii cknepos 1 >92%
TSC2 Ty6eposHbiii cknepos 2 >91%

CnpaBouyHble MaTepuansl: GeneReviews (https://www.ncbi.nlm.nih.gov/books/NBK1116/), Genetics Home Reference (https://ghr.nim.nih.gov/), BHyTpunabopTaopHble AaHHble.
[laHHbI TECT He 3aMEHSIET CKPUHWUHIOBbIE MW ANArHOCTUYECKUE TECTbI, BbINMOMHSEMbIE BO BPEMSI GEPEMEHHOCTY NPV BbISIBNEHWUM OTKIIOHEHWIA OT K/IMHUYECKON HOPMbI, B TOM Yncie Ans
NN C NOBBILIEHHBIM PUCKOM Pa3BUTUS NaToNOrMK. HECMOTPS Ha TO, UTO pe3ynbTaThbl JAHHOMO TeCTa SABNSIOTCS BbICOKOTOYHBIMU, BBMAY BO3MOXHOIO MaLeHTapHOro, MaTEPUHCKOrO Unn
3M6PMOHANBbHOrO MO3auLM3Ma, MHOrOMI0AHON 6epeMeHHOCTW, rMbenu nnoja WAW APYruX MPUYWH, OH HE MO3BOMSET BbIABUTH abCONMIOTHO BCE FEHETUYECKME OTK/IOHEHMS.
[marHoctuyeckve oMbk BO3MOXHBIE MPU CMELUMBAHWKM 06PasLoB, HalMUMM FEHETUYECKUX UM COMATUYECKUX COCTOSIHWI, BAUSIOWMX Ha XOA UCCNEAOBaHWsl, NMpU HEMPaBUIbHOM
onpepeneHnn 61MONOrMYECKoro PoACTBa, a Takxe Mo ApYrMm npuyMHaM. Ecnmn y Bac ecTb AaHHble 06 OAHOM M3 yKa3aHHbIX O NePeUMCIIEHHbIX Bbilie NATONOMMsX, CBSXMTECE C BPaUOM-
FEHETUKOM [iN151 MOJTYHEHMSH KOHCY/IbTaLu. COTPYAHWKI MEAMLIMHCKOI OPraH13aLMUHECYT OTBETCTBEHHOCTb 38 MCMO/b30BaHHeE STOM MH(OPMALI M MPK OKa3aHUN MEAMLIMHCKUX MOMOLLA
CBOEMY MaLMeHTy. PEKOMEHAYETCS FeHETUYECKOe KOHCYIbTUPOBaHWE 1 o6ﬂ;,a‘r'eﬁbﬂas~oue MMEIOLLUMXCS KIMHUYECKUX AaHHbIX

v D 6N



https://ghr.nlm.nih.gov/
https://ghr.nlm.nih.gov/

