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O CKpUHMHre:

WUHdpopmaumna 06 nccnegoBaHum Vistara - 3T0 HeWHBa3MBHbIiA I'IpeHaTaJ'IbeIl\;l

Wncbopmauus o HanpasuTene: 000 «TeHoMen» CKPUMHUHIOBbIN TecT. TeCT BbINOSHAETCS MO KPOBM
. 6epeMeHHOM XeHLLWHbI, B KOTOpoi npucyTcTyeT AHK

Hata 3abopa obpasua: 19.02.2024 KaK MaTepu, Tak wu nnoga. Wccnegyemas [OHK

[Hata npuema o6pasua: 21.02.2024 BbiJENSIETC B KPOBb MaTepu M3 MaLeHTbl Maoga.

[lata dopmmpoBaHus 3ariodenns: 03.03.2024 | Tect Vistara pacnosHaeT B obpasue KpoBu MaTepwu

WUHdopmMaums o naumeHTe

ONO:

[aTa poxaeHus:

BospacTt maTepu Ha NpeanonoXuTeNbHYHO AaTy

poaos:
Cpok 6epeMeHHOCTH: OHK nnoga ¥ oueHMBaeT HanuMume Yy nnoja
MNpennonaraemas gaTa poaoB: nccnegyembix reHeTUYecKnx 3abonesaHuit. C

NoMOLLbO TecTa HEBO3MOXXHO BbISIBUTb
XPOMOCOMHbIE aHOManuu nnoga, MMKpoaeneumn, Tect
He OLIEHMBAET aHaTOMM4Yeckue CTPYKTYpbl njoaa u
OC/TIOXXKHEHMSI,  KOTOpble  MOryT  COMpOBOXAaTb
6epemMeHHOCTb. TeCT onpegensieT MyTaumu B reHax,
npeacTaBieHHbIX B nccneayemoit naHenu.
OTpuLUaTeNbHbIN pesynbtaT  He  rapaHTupyer
OTCYTCTBME NaToNOrMn y Nnoja.

Homep Habopa ans B3aTust 06pasua:
HoMep uccnenosaHus:

Pesynbrar @Dpakuyns gerasibHon JHK
OBHAPY)XEHA NATONEHHAA MYTALUA ,? 16-17%
Fen OMIM 3ameHa Jlokanusauus 3a6oneBaHue Ccbuika/KOMMeEHTapumn
FGFR3 176876 €.2164G>A (G722S) 3K30H 3 AxoHaponnasus PMID: 16705691 176876
Mokasanus:

[aHHbIX O CEMENHOM aHaMHe3e HeT.

WUHTepnpeTauus:
Mpu aHanu3e deTanbHon JHK, BbiAENEHHOM M3 Nia3Mbl KPOBU Gbis BhISIB/IEH NATOreHHbI BapuaHT €.2164G>A (G722S) B reHe FGFR3.
MaToreHHbIX/BEPOSITHO NATOreHHbIX BAPUAHTOB B APYrMX reHax AaHHOW NaHenn He obHapyXeHo.

PekomeHpauum:
I,ClaHHbIl‘/'I TECT ABNAETCA CKPUHUHTOBbIM. ﬂ,ﬂﬂ WHTEPNPETaUNUN PeE3YNIbTAaTOB PEKOMEHAYETCA KOHCYNbTalUuAa Bpada-reHeTuKka. YcTtaHoBneHue AnarHo3a BO3MOXXHO

TONbKO nocne sannaaunmn

3aksloueHne BaIMAMPOBAHO: Bpay, KaHAMAAT MEAULIMHCKMX HayK BaHb60 Crol, YneH AMEpUKaHCKON KOMNerny MeaULMHCKON FreHETUKM.
CLIA 3aBepytowmii nabopatopmeii: naHa KnH-KuM, uneH AMEpUKaHCKOW KONNermv MeaLMHCKON reHEeTUKWU, PyKOBOAWUTE b OTAENA XEMUTIOMUHECLIEHTHBIX MCCNIEA0BaHUIA.
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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 AHK. Knaccudukaums reHeTUdeckvx BapuaHTOB OCHOBaHa Ha MMetoLLeiics
y Hac TekyLieli nHbOpMauMn U pyKoBOACTBaX, BbinylleHHbX ACMG (PMID: 25741868) u / unu Baylor Genetics. HenpaBunibHO yKa3aHHbIM ceMelHbIi aHaMHE3 Wnu nepcoHanbHas
KIIMHWYeckasi MHGOpMaLsi, KOTopble NPeAOCTaBSIIOTCS HaM, MOXKET MPUBECTU K HEMPaBWSIbHON MHTeprpeTaLuuy BapuaHToB. BapuaHTbl, KOTOpble KraccubuLMpyloTCs Kak MMetoLime
«HeornpefeneHHoe KIIMHUYECKOE 3HAUEHNEe» UN «BEPOSITHO 06POKaYECTBEHHbIE» MW «A06POKAYECTBEHHBIE», B 3TOT OTHET HE BK/IIOYAOTCS. MIHTepnpeTaumns HyKIeoTUAHbIX U3MEHEHWI
OCHOBaHa Ha HalleM COBPEMEHHOM MOHWMaHUM W 3HaHWM O KOHKPETHbIX reHax. MIHTeprpeTauuy BapuaHTOB MOTYT CO BPEMEHEM MEHSITbCS MO Mepe MOCTYNeHUs AOTONHUTENbHOM
MHdOpMaLmK 0 HKUX. HefiaBHO BbINOMHEHHbIE FreMOTpPaHCdY3un y GepEMEHHON, a TakXe HEKOTOPbIE BMAbI OHKONOMMYECKMX 3a6oneBaHunii MOryT NoMeLaTb MHTEpN peTaumun pesynbTaToB
AaHHoro TecTa. B LenomM, cekBeHvpyeTcst 6onee 97% uenesbiX PerMoHOB C MUHUManbHLIM 0xBaToM 200X. [laHHbIi aHanu3 He No3BossieT 06HAPYXXUTb BapUaHTbl BHYTpW NMpoOMOTOpa Mnn
MHTPOHHBIX 061acTei (Ha paccTosiinm 6oniee 10 nap OCHOBaHMIA FPaHMLbl MHTPOH / 3K30H). AHANUTUYECKas YyBCTBUTENBHOCTb /11 OAHOHYK/IEOTUAHBIX BApUAHTOB COCTABNSET> 99% npu
cneunduryHocTH Tecta >99% B 061acTaX € AOCTaTOYHbIM OXBATOM CekBeHUpoBaHus (> 200X). CnoxHble MyTauuu, BKIOYas Hebonblune BCTaBKM, AYNAMKaUMW U UHCEpUMKN-AENeLnm,
MOryT 6bITb 06Hapy>eHbI Npy 6011ee HU3KOM YyBCTBUTENBHOCTU. [JaHHbI TECT He NMO3BOJISIET BbISIBUTb M3MEHEHUSI YMCIA KOMWIA S3K30HOB, FEHOB UM XPOMOCOM.
CnpaBsoyHble 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 Yacrota
BbiSIB/IEHUSA BblSIB/IEHUS
BRAF KapavodauuokyTaHeanbHbIi CUHAPOM >96% | MAP2K1 KapavodaumokyTaHeanbHbIi CUHAPOM >96%
CBL HyHaH-Noao6HbI CMHAPOM C UK 6€3 10BUHANbHOM 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 cuHapom 2 >96%
HDACS8 KopHenuun 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 HEe 3aMEHSIET CKPUHWUHIOBbIE MW ANArHOCTUYECKUE TECTbI, BbINMOMHSEMbIE BO BPEMSI & PEMEHHOCTM NPU BbISIBNIEHUM OTKITOHEHUI OT KMHUYECKOWM HOPMbI, B TOM YKCne Ans
NN C NOBBILIEHHBIM PUCKOM Pa3BUTUS NATONOrMK. HECMOTPS Ha TO, UTO pe3ynbTaThbl JAHHOMO TeCTa SABNSIOTCS BbICOKOTOYHLIMU, BBUAY BO3MOXXHOIO M/ALEHTapHOI0, MaTEPUHCKOrO UK
3M6PMOHANBbHOrO MO3auLM3Ma, MHOrOMIoAHON 6epeMeHHOCTW, rmMbenn nnoja WAW APYrUX MPUYWMH, OH HE MO3BOMSET BbIABUTL abCOMIOTHO BCE FEeHETUYECKMe OTK/IOHEHMS.
[narHoctuyeckve olWMGKM BO3MOXHBIE MPU CMELUMBAHWM 06PasLIOB, HalMuMU FEHETUHECKUX UM COMATUYECKUX COCTOSIHWWA, BIUSIIOWLMX HA XOf WCCNEeAOBaHuUs, Mpy HenpaBuUibHOM
onpepeneHnn 61MONOrMYECKoro PoACTBa, a Takxe Mo ApYrMm npuyMHaM. Ecnmn y Bac ecTb AaHHble 06 OAHOM M3 yKa3aHHbIX O NEPeUMCIEHHbIX BbilLie NATONOMMsX, CBSXKMTECH C BPAUOM-
FEHETUKOM /151 MOJTYHEHMSI KOHCY/IbTaLm. COTPYAHWKI MEAVLIMHCKOI OPraHN3aUMUHECYT OTBETCTBEHHOCTb 33 UCMO/Ib30BAHNE STOM UH(DOPMALIMK NPY OKa3aHM MEANLIMHCKMX MOMOLLN
CBOEMY MaLMeHTy. PEKOMEHAYETCS FeHETUYECKOe KOHCYIbTUPOBaHWE 1 o6ﬂ;,a‘r'eﬁbﬂas~oue UMEIOLMXCS KITMHUYECKUX AaHHBIX

v Do 6N



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

