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JNa6opaTopusi MoneKynsipHOM NaTonorum

Appeca lreHomepg MO:

r. MockBa, lNogonbckoe wocce, 8, Kopn. 5 r. KazaHb, yn. ®dyuuka, 42

r. CaHkT-MNeTep6ypr, JIMroBcKun np-T, 110 r. YenabuHck, nn. Pesonouunun, 7

r. PoctoB-Ha-AoHy, yn. Ko3noea, 65e r. HoBocmbupck, yn. BatytuHa, 28

r. Mepmb, yn. Ma3eTbl 3Be34a, 67 r. Camapa, yn. BeHueka, 21

r. EkaTepuH6ypr, yn. kOMaLueBa, 10 r. Bonrorpag, yn. AHrapckas, 13/24

r. TBepb, TBepcKow npocr., 8 r. HmwxHumn Hosropogp, yn. bennHckoro, 34
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BecnnatHas oTnpaBka Matepuana 13 ntoboro permoHa Poccum
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HEMUHBA3UBHbIU
NMPEHATAJIbHbIU
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Panorama - eamHcTBEHHbIM HATMT
Ha MUKpoaeneLUMOHHbIE CUHOPOMDbI
C TOYHOCTbIO - 99,9%
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% To4uHoCTb 99,9 %

Mo BeHO3HON KPOoBU
maTepu

CypporaTHoOM MaTepuHCTBe,
6epeMeHHOCTU ABOHEN
N AOHOPCKOMN SINLIEKIIETKE

MO)XXHO BbINOJTHATb
2 5 npm 3KO, UKCH,
o)

Be3sonacHocTb 100%

4 "n C 9-T1 Hepenb 6epeMeHHOCTHU

O Q Pe3ynbTaT o 7 pabounx aHen
‘@ C MOMEHTa NocTynneHus

o6pasLoB B nabopaTtopuio




NMOYEMY TECT PANORAMA -
HA3DbIBAIOT HUNT HOBOIO
NMOKOJMEHUA?

B 2018 rogy 6bin 3aBepLueH npouecc TpaHcdepa
TexHonormm tecta Panorama

«feHoOMef» ABNgeTCs 0aHOM 13 7 nabopaTopuini M1Upa U eANHCTBEHHOWN
B Poccuu, KoTopasa MMeeT akKpeauTaLuio Ha NPoBeAeHME NCCnefoBaHMSA.

O6paboTka AaHHbIX U MX KOHTPO/b KadecTBa BbiNoAHAET nabopaTopusa
Natera (CLUA). 3To mo3BonaeT He HanpaBnaTb buoMaTepman 3a pybex
N MUHUMU3UPOBATb CPOKW BbIMOMTHEHUA UCCNeOoBaHMS.

FeHeTU4YecKas NaTonorns — ogHa N3 OCHOBHbIX
NMPUYUH NepuUHaTasibHON CMEPTHOCTU
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25-30%
ntogen ¢ 3ageprkkomn
YMCTBEHHOIO Pa3BUTUSA

MMEIoT reHeTUYeCKyto
naTtonornto

7,9 MIH

fetel poxaarrca
C MoOpOKaMu PasBUTUA

C é% C

- 553 TbiC -

nerten nmetot XPOMOCOMHYHO
naTonornto



8 XPOMOCOMHbIX AHOMAJTUA

B CwuHppom OayHa-1:700
B CuHppom OaBappaca—-1:5000
CuHpgpow lMaTtay - 1: 6000
YacTtoTta ‘

CuHppom TepHepa —1:2000

BCTPEYaeMoCTHU
XPOMOCOMHbIX
aHoManun

CuHppoM KnanHdenbrepa - 1: 500
Tpucomumsa X-xpoMmocombl —1:1000
[ CwunHppom Akobca —1:1000

B Tpunnounagma-1:1000

5 MUKPOAEJNIELUMOHHDLIX CUHAPOMOB

B CuHppom geneumnnm 22911.2-1:2000
B CwuHppoMm peneuymm 1p36 —1: 5000

CuHpgpom Mpagepa-Bunnum —1:10000

YacToTa CuHApoM AHrenbmaHa —1:12000

onpependeMbix

MUKpoReneLmit B CuHapoM Kowaubero kpuka —1:20000

He 3aBucsar ot BO3PACTA XXeHLUMHbI

CorpoBOKAAIOTCS BPOXAEHHbIMI MOPOKAMU PA3BUTUS
1 rpy60ovi 3a4ePIKKOM MCUXOMOTOPHOIO PA3BUTUS
pebeHKa nocse PoXKAeHUs

Panorama — eguHcTBeHHbIM HUTMT ¢ BbICOKOM YyBCTBUTENbHOCTBIO ANg Aeneumm 22q
13 BCEX AOCTYMHbIX KOMMEPYECKMX TECTOB.

Bnaropaps oueHke yHWKanbHbIX mocnegoBaTenbHocTen JHK B Npeaenax KpUTUYeCcKoro
perrnoHa, accoLuMmMpoBaHHOIo ¢ CUHAPOMOM Aeneunn 22q11.2, Panorama, B oTin4me ot
TECTOB C METOAOM MOLACYETA XPOMOCOMHbIX GPAarMeHTOB, He «MPOMYCTUT» ManeHbkue
neneuuu.



19 AYTOCOMHO-PELLECCUBHDbIX
3ABOJIEBAHUA MATEPU

MoHoreHHble ayTOCOMHO-
peLeccuBHblE CUHAPOMBI — 3TO
3a6oneBaHus, B OCHOBE KOTOPbIX
NeXUT MyTauus B onpefeneHHoM
reHe. B nonynsummn Yactota
HOCUTeNbCTBa AaHHbIX CUHOPOMOB
HaynHaeTcqa ot 1:30, Npu 3ToM
obcrnefoBaHWe cyrnpyros Ha atarne
NAaHWPOBaHWs 6epeMeHHOCTU
NpPaKTUYeCcKn He MPOBOAMNTCS.

B cny4ae BbIABNEHWA HOCUTENbCTBA
MOHOIeHHOro 3abof1eBaHua y
6epeMeHHOM eHLMHbI 1Yy ee
napTHepa pUCK PoXkaeHNs pebeHka
C natonorven coctaBnsaeT 25%

CKPUHMHI BKJIoYaeT B cebsa 3a6oneBaHus:

MyKOBMCLIMAO3
PeHnnKeToHypus
ranakrosemus
TYroyxoctb (SLC26A4)

HEeNPOHAsbHbIV LIepOUaHbIA
nunogycumHo3

Tyroyxocts (GIB2)
6one3Hb BunbcoHa ATP7B

+ JIeMiKO3HLeda1o0naTuns ¢ Bos/ieYeHnem
CTBO/IQ rO/IOBHOIO MO3rad M CAIMHHOIO
MO3ra 1 MOBbILUEHNEM KOHLEHTPAL MM
nakrara
cuHapom Cmuta-Slemnun-Onuua

6onesHb Tes-Cakca

MyKOMOINCAXapuaos, T |

CUHAPOM MHOXECTBEHHbIX
BPOXAEHHbBIX AHOMQTVIA, FMAMOTOHUM 1
cynopor, Tin |

MO/IMKNCTO3 MOYeK C MO/IMKNCTO30M
neyeHu nnun 6e3 Hero, TUrn 4

BPOXAEHHOE HapyLueHne
IMKO3UNPOBAHMS, TUM la

- AMacTpoguyeckas ANCasms
MMMYHOKOCTHas aucrinasus LLnmke
cuHapom Yiwepa, Tiun 2a
FOMOLMCTUHYPUS

BPOXAEHHAS HeNepeHOCUMOCTb
PPYKTO3bI

25 AYTOCOMHO-AOMMUHAHTHDbIX
3ABOJIEBAHUNA Y MNIOQA
(CKPUHUHT VISTARA)

O6uas YyacToTa MOHOMeHHbIX
3a60neBaHNM, BbISBISEMbIX
Tectom Vistara, coctaBnseTt

1Ha 600 — 570 yallle,
yeM cmHapom [dayHa

CKpMHMHr BKJIIOMaEeT B ce6q 3a6oneBaHus:

cuHApom Petra
cnHgpom ANQOKNNNS

« CUHAPOM AHTIN-Bukcnepa
cuHapoM Anepa

KapAMOGALIMOKY TAHEAIbHbIV
cuHAPOM

cuHapom CATSHL

cuHapom CHARGE

cuHapom LEOPARD

cuHapom KopHenuu ge JlaHre
cuHapom Koctennio

crHAapom Kpy3oHa

cuHApom Snepca-HaHno
(kapavosacKynspHbiv v, VIIA, VIIB)

rMMNOXOHAPOMIA3MS

Vistara — 3To aHanu3 BHekneto4yHon OHK nnoga

Ha BHOBb BO3HUKLLME MyTaLlMW, KOTOPbIE OTCYTCTBYIOT

y pogutenein. CKOMHUHI BKNtOYaeT 25 MOHOMeHHbIX
3aboneBaHuaA. Bce 3TU COCTOSHMA ABNSAIOTCA ayTOCOMHO-
LOOMUHAHTHBIMU UMK X-CLLENNEeHHbIMU JOMUHAHTHbBIMU,
T.€. MPU HaNUuYUmM MyTaumm y peberka, oHa obsa3aTenibHo

peanusyeTca B 3ab6oneBaHume!

B BanMaoaLMOHHbIX UCCnefoBaHMax TecT Vistara
rmokasasn YyBCTBUTENTbHOCTb U creunPuUyHoOCTb >99%
6€e3 NTOYKHOMONOXUTENbHbIX PEe3Y/1bTAaTOB.

SYNGAPIT-accoummpoBaHHbIA
AePULNT MHTENIeKTA

anunenTnyeckas sHuepanonarms
(PAHHAA MHPAHTUABHAS, TLM 2)

cuHApom [IrekcoHa-Bevicca

IOBUHAIbHAS] MOHOLMTAPHAS
nevikemus

cnHApPOM MioHKe
CcUHAPOM HyHaH

HecoBepLUIEHHbIN OCTeoreHes
(tunl, 2,3, 4)

cuHapom Mperippepa
cuHapom Cotoca (Tun 1)
TAHATOOPMHAS ANCIIA3MS

TY6€PO3HbIN CKIepO3
E a E
wr

MonpobHee Ha canTe:
genomed.ru/vistara



YEM HUNT PANORAMA OT/IUMAETCH
OT BUOXUMUYHECKOIOo CKPUHUHIA?

- HeuHBa3suBHbIN NpeHaTanbHbIN
O6bIYHbINA CKPUHUHT 1 TPUMecTpa
CKPMUHUHI Panorama

3 CUHOPOMA

“. “ [ ]
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J1oKHO-OTpULaTEeNbHbIX J10XHO-MONOKUTENBHbBIX
pe3ynbraTos pesynbsraTos

SESHENOEE
SESHENOEE

18 CMUHOPOMOB

) < 0,1%
>99 /0 J10XKHO-NONOXKUTENbHbIX
ToYyHOCTb

pe3ynsraToB

RRORGEGEGE
RRORGGREGE

HAMNPACHbIE BOJTHEHUA JNTOXXHASl YBEPEHHOCTb

M3 20 »KeHLWMH C BbICOKUM PUCKOM

no pesynsrataM BUOXMMNYECKOTO
CKPUHWHIa, Ha CaMOM [efle, TONbKO ofHa
1MMeeT pebeHKa ¢ cMHApoMoM [ayHa

M3 20 YeHLWMH, HoCALLMX pebeHka

c cmHgpoMoM [layHa, 3-4 UMetoT HU3KMIA
PWCK MO pe3ynbraTaM BUOXMMNYECKOro
CKPUHWHIa

4 CKPWHWMHI paccymTaH A5 HEKOTOPbIX AYTOCOMHDbIX Tpl/ICOMl/Il;I

» Pe3ynbraThl 4acTo BBOOAT B 3a6r|y>K,qu Me Kak Bpa4a, Tak 1 NnaumneHTa

4 CpOK BbIMOTHEHUS, B HEKOTOPbIX Criy4vaax, ocTuraeT 1 Mmecaua

> B 2015 rofy pacxofbl Ha 2 npeHaTanbHbl CKPUHWHT UCKITIOYEHbI

13 denepanbHoro GooxeTa



YTO BJIUSAET HA BUOXUMUYECKUN
CKPUHUHIT?

MoBbiweHMne ypoBHA XI'Y

MHoronnofHas 6epeMeHHOCTb
(YpoBeHb NokasaTeng Bo3pacraeT
nponopuMoHanbHO Y1y NIOAOB)

MPONTIOHINMpPoOBaHHagA 6epeMeH HOCTb

HeCoOoTBeTCTBME pealsibHOro
M YCTAaHOB/IEHHOIo CpOKa 6epeMeHHOCTVI

PaHHUIN TOKCUKO3 BepPeMEHHbIX, reCTo3
caxapHblt AnabeT y MaTtepu

XPOMOCOMHas natonorug niopa
(Hanbonee yacTo Npw cuHapome [dayHa,
MHOYECTBEHHbIX MOPOKaXxX Pa3BUTUA
nnoga v T. a.)

MPWEM CUHTETUYECKUX recTareHoB

CHMXeHue ypoBHAa XI'Y

BHeMaTo4YHasa 6epeMeHHOCTb
Hepa3sBuBaloLLlaacs 6epeMeHHOCTb

yrpo3sa npepbiBaHWA (YpoBeHb ropMoHa
CHUYKaeTCHa MPorpeccmBHo, 6or1ee YeM Ha
50% OT HOpPMbI)

XPOHWMYeCKad nnaueHTapHagd
HeOoOCTaTOYHOCTb

XPOMOCOMHagd natonorng naoda

YTO BJIUSET HA HEMHBA3UBHbIN
NPEHATAJ/IbHbIN OHK TECT (HUNT)?

Cpok 6epeMeHHOCTU MeHee 9-T Hedenb

Ecnu paHee 6bifa ycTaHOBMNEHa peayKLma
ofHoro aM6puroHa

MHoronnogHaa 6epeMeHHOCTb — TPK
nnopa v 6onee

TpaHcnaHTauMsa KOCTHOrO Mo3ra

OHKONOrnsa B HaCTOALLMIM MOMEHT

JMa6opaTopuna «feHoMen» nposena 36 598 HUNT
- Panorama, U3 KoTopbiX BbisiBuna 870 cny4yaes [
cuHgpoMa [layHa.

Yaanocb UCKNIOUYUTb 6onee 35 500 HanpacHbIX

MHBa3UBHbIX Npoueayp!



NMOYEMY TECT PANORAMA - HUNT
HOBOI'O NOKOJIEHUA

Panorama - eguHcTBeHHbIN HUMT, cNoco6HbI pasnuyaTtb
MaTepUHCcKylo u petanbHylo JHK

TexHonoruna Panorama ueneHanpaB/leHHO CeKBeHUpyeT
MHTepecytoLLMe PermoHbl XPOMOCOM U aHanm3mnpyeT SNP
MapKepbl MaTePUHCKOM 1 deTanbHOW BHekNneTouHom [JHK
Mo 3amaTeHToBaHHOMY anropmnTMy Natus ¢ TOUHOCTbIO
99,9%.

NMpuMmeHeHMe MeToaa
noAacYeTa XpOMOCOMHbIX
dparmMeHTOB MOXeT

npuBOAUTDL
» Tpunaownguio (1 cnyydart Ha 2000 6epemeHHocTeM) K JIO)KHOOTPMLIATENbHbBIM,

NabopaTopuu, NpUMeHsoWMe MeTo MoacyéTa
XPOMOCOMHbIX dparmMeHToB (6e3 pasgereHumd
MaTepuHCcKon 1 deTanbHoM BHOHK), He onpenentoT:

JIOXXHOMOJIOXXUTESIbHbIM
pe3ynbTtataM U 3ano3panon
AWNarHoCTUKe COCTOSIHUM

» «MCUYE3HyBLUEro 6nm3HeLa» (MoXeT OblTb, Kak
aHoManus MaTepu, Tak 1 6epeMeHHOCTb
C CUHOPOMOM «MUCHEe3HYyBLUEN ABOUHUY - 15 %
TIOXHOMONOXUTENbHbIX PE3YbTaTOB)

» MO3aMLM3M B XPOMOCOMax y MaTepu
(BO3HMKaeT B 1-2% 6epeMeHHoCTeN)

4 MOMHYO MONAPHY BepeMeHHOCTb
(1 cnyyaw Ha 1000 BepeMeHHOCTeM)

Panorama - eguHcTBeHHbIn HUMT, KoTOpbIM NpoLuen
Banuaaumio Ha 6onee 2 MNH. 6epeMeHHbIX XXeHLUMH U NoKasan
caMbli HU3KUM NPOLLEHT JIOXXHbIX pe3ynbraToBs - 0,012 %

BanupgaunoHHble gaHHble no QR — Koay:
WWW.natera.com/pa Nnora ma-test/why-pa Nnorama



NMOYEMY TECT PANORAMA - HUNT
HOBOI'O NOKOJIEHMA

Panorama - eguHcTBeHHbI HUIMT, KOTOpbIA paccunTbiBaeT
PUCK XPOMOCOMHOWM MaTo/IorMm AN HoCUTEesNIbHUL, OHOPCKUX
KNeToK U Npu 6epeMeHHOCTU ABOMUHEN

» Mpwv oBynnogHom 6epemMeHHoCTH » Mpu cypporaTHOM MaTepUHCTBE
onpegenset: non, GetanbHyo bpakLmo onpenengder 6Monoruyeckoe POAcTBo
M 3UFOTHOCTb (MOHO3UIOTHAsA MM MaTtepu 1 nnoga

OU3UIOTHas ABOVHA) Kaykgoro nnopa

4 AHeynIounanio NooBbIX XPOMOCOM Mpu

MOHO3UIOTHOM ABOMHU
Apyrvue HUNT HUMT Panorama

3UTOTHOCTb ABOMHM Het Ha

Mon kaxporo nnopa

o Het a
13 OBOVIHMU A
NHoviBnaoyanbHasa
Het a

deTanbHaa ppakumsa A
CuHagpom [JayHa,

apom [ay Ha Oa
SpBapAaca, Matay
AHeynnonann Her [a (MoHO3MnrotTHasa
MOMOBbIX XPOMOCOM OBOVIHSA)

UHdopmMaumsa o 6epeMeHHOCTU
= MOHO3UIrOTHOW ABOMHEN NO3BOJISAET:

. paccymTaTbh PUCK XPOMOCOMHOM MaToornm
019 KayKOo0ro niona

. COCTaBUTb MHAMBUAOYANbHYIO MPOrpaMMy
obcnenosaHna y Y3 cneunanucTa
] |
. 3abnaroBpeMeHHO 1 perynapHo

MOHUTOPUPOBATbL PUCKK PeTo-deTanbHOro
TpaHcdhy3mnoHHoro cuHapoma (PDOTC)
1 OrpaHnYeHna pocTa nioaa/os

. OLLEHWUTb U CHU3UTb PUCKM NPE3KIaMMCUK,
- 3aePXKKN POCTa, BPOXKOEHHbIX MOPOKOB,
aHTeHaTanbHom ruéenu nnona/os



NMOYEMY TECT PANORAMA - HUNT
HOBOI'O NOKOJIEHUA

Panorama - nepBbl U eANHCTBEHHbIN AocToBepHbIn HUMT
4 Anga onpepenieHUs NoNTHOM MonsapHoi 6epeMeHHOCTU

u Tpyunionanm

MOJI9PHAY BEPEMEHHOCTDb
(My3bIPHbINA 3AHOC)

o
® o

anuo

Lp

MycTtoe @
23

@ HopmanbHasa
6epeMeHHOCTb
@ YacTUYHbIN Ny3bIPHbIA
3aHoc
@ MonHbIY Ny3bIpHbIA
3aHoc

J'-P crnepma (oTel) . anuekneTka (Matb) @ KONMMYeCTBO XPOMOCOM

[narHos «<MonspHas 6epeMeHHOCTb» MOXeT
ObITb MOCTaBMAEH MPW MOMOLLM LLeNIOro paaa
Pa3NUYHbIX TEXHOMOT M, BKOYas YbTPa3BYK.
B TeueHme nepBoro TpMMecTpa AnarHocTuKa
MONAPHON 6EPEMEHHOCTU MOXET 6bITb
OCNOXXHEHa, ee OLIMBOYHO KnaccnbuumpyoT
KaK HeBblHalLKBaeMoCTb 6epeMeHHOCTH.

PaHHsSa NocTaHOBKa AMarHosa npu

MONAPHOM 6epeMeHHOCTU KpanHe BaXKHa,
MOTOMY YTO [JaHHOE COCTOSAHME MOXKET BbITb
COMPAYX)EHO C MEAULMHCKMUMMN OCTIOKHEHUAMM
- KpOBOTEUYEHME, 1 MO3TOMY TpebyeT
MOBbILLIEHHOM OCTOPOXKHOCTWN BO BpeMs
XUPYPrMYecKoro yaaneHmsa natonormyHom
TKaHW.

4% cny4aeB MonsapHoON 6epeMeHHOCTH,
pa3BMBaETCA MeTacTasupyoLWmMn pakK.

Mo3ToOMy Mpw MONAPHON 6epeMeHHOCTH
ob6gasaTenbHO HabaeHWe 1 NposeaeHme
COOTBETCTBYIOLLETO SleYeHMs.

Tpunnonansa nofapasyMeBaeT Hanmume
Yy Naofa NoHbIX TPW KOMUK KaXKaom
XPOMOCOMBI. M3 1000 6epeMeHHoCTeM
Ha cpoke 12 Hepenb ofHa ABnaeTca
TPUMIOUAHOMN.

Tpunnongus aBNaeTca NPUYNHOM
reHeTUYeCcKnx aHoManu NNoaa, NoBblLEHUS
pPUYCKa KPOBOW3NMUSHNIA, BO3HUKHOBEHWSA
MOMAPHOM NNaLeHTbl (XoproHaaeHOMbI)

1 XOPNOKaPLMHOMbI, @ TaK)Ke MOXeT
MOBTOPATLCS MPW NOCNeAyLWLNX
6epeMeHHoCTAX. PaHHee BbisiBNeHme
TPUNAOMAUKM NO3BONSET OCYLLLECTBASATb
NPOGUNbHBIN MeANLMHCKNIA KOHTPO/b.



NMOYEMY TECT PANORAMA - HUNT
HOBOI'O NOKOJIEHMA

Panorama - eguHcTBeHHbI HUAMT, npusBaHHbIA onpegensaTb
«UCYE3HYBLUMX 61TIU3HELL0B»

Mpn MHOronNoAHbIX 6epeMeHHOCTAX NoTepPa OAHOro UK 6Gonee

SMBPUOHOB («McUe3HYBLLIVK BrIM3HEL) MpoucxoamnT B 30%

Ccryvaes. " 'li
OHK 3aMepLuero aM6proHa MOXeT LIMPKYIMPOoBaTb

B OpraHM3Me Matepwu 4o 8 Hefeslb, YTO MOBbILWAET PUCK E

JTOXXHOTONOXNTESTIbHOTO pe3ynbraTa.

* OnpepeneHne TpPUNNOUANU, MONAPHOM BepeMeHHOCTU
1 "ncyesHysLero 6m3Hela" ¢ nomoupto HUMT Panorama, Moaopo6bHee Ha canTe:
OCHOBbIBaeTCs Ha U3ydeHunm 30 795 criydaes. WWW,ajog,org

Panorama - eguHcTBeHHbIX HUNMT, cnoco6Hbi pa3gennTb
reHoTun MaTepu u naoaa

3a cyeT pasgeneHmna MaTepuHCcKomn 1 deTanbHoM BHOHK TecT Panorama onpepenseT Mo3anumnsm
MaTEPUHCKMX XPOMOCOM, YTO MO3BONAET U36eXKaTb NIOKHOMOMOXKUTENbHbIX PE3Y LTaToB.

|_|pl/l MNCrnonb3oBaHMM MeToda noacyHeTa XPOMOCOMHbIX (‘bparMeHTOB 8,56% MonoXXmnTeIbHbIX
pPe3ynbraTtoB Ha X-XpOMOCOMHyIO aHeyrnnongunto aBdatoTCAa NNOXXHOMOJTOXNTESTIbHbIMKX MO NMpUynHe
MO3anLM3Ma y MaTepu.

Panorama - eguHcTBeHHbI HUMT, KoTopbiX gaeTt 100%
7 TOYHOCTb B onpeaeneHuu nosa nnopa

CrneundUyecknit anropmT™ aasa nosoBbiX XPOMoCcoM onpeaensaet SNP MapKepbl Ha XpOMOcoMax X
MY U naeHTUOULNPYET HanMume U KoNMYecTBO KOMmM Y-XPOMOCOMbI.

Vicnonb3ys MeTof nodcyeTa XPOMOCOMHbIX GpParMeHToB, Apyrme KoMMepyeckme TecTol B 113 77
cryyaes ornpenensaioT HempaBUIbHbINA MOJI.

TOYHOE ONPEQEJIEHME NOJIA N/IOAA

KonunyecTBo NOXHbIX pe3ynbTaToB B orpeaesieHnu nona rnioga MeToaom
nopcyeTa XpOMOCOMHbIM pparMeHToB gocturaet 1,0 %
12%

1,0%
OwmnbouHoe

0,8%
onpegenexHve
. 0,6%
nona nnopaa, %
0,4%
0,2%
N=1004
0,0%
Natera (Panorama) Ariosa Sequenom Ilumina

N = KoNMYyecTBO aHaNM3MpyeMbIx 06pasLoB



NMOYEMY TECT PANORAMA - HUNT
HOBOI'O NOKOJIEHUA

! Ecnu ypoBeHb ¢deTanbHon ppaKLuumu Hmxe
2,8%, TO CTaTUCTUYECKMU A,0KA3aHO, YTO
4acToTa NIOXKHbIX pe3yNnbTaToB B AaHHOMN
rpynne nauueHTOB BO3pacTaeT B pasbl.

HoBbIM anropuT™, OTAENbHbIM OT OCHOBHOTO
SNP-anroputmMa Panorama, OCHOBaHHbIN

Ha nokasaTenax nabopaTopHbIX AaHHbIX,
YpOBHe deTanbHoOW bpaKumu, Bece 1 Bo3pacTe
6epeMeHHOWN YeHLMHbI, MO3BONSET BblAeNUTb
OTAENbHYIO MPYNMy BbICOKOTO pPUCKa Mo
Tpunaougumn, TpMcoMmmm 18, 13 XpoMOoCoM.

Panorama - eguHcTBeHHbIM HUMT ¢ MUHMMAsbHbIXA MOPOroM
deTtanbHOM Ppakumm -2, 8 %

3T aHeyNNoOUAUKM KOPPENMpPYIoT

C rMnonnasuen NnaueHTbl, 4TO B CBOIO

odepenb NPUBOOUT K HU3KOMY YPOBHIO
deTanbHom BHOHK.

. BepeMeHHOCTU ¢ HU3KoM peTanbHoOM dpaKkumen

3aKaH4YMBalOTCSl CAaMOMNPOU3BOJIbHbIM
BbiKuabiweM B 10% cny4yaes

. AnropuTM paspa6oTaH Ha OCHOBe aHanusa
6onee ogHOro MMNNNOHa TectoB Panorama

AMepUKaHCKoe 0o6LecTBO aKyLuepoB U rMHeKosoroB (ACOG)
1 AMepUKaHCKUA KonnepXX MeanLuUHCKonN reHeTuku (ACMG),

NMOMUMO ApPYrux o6LecTB, NOATBEPXXAAIOT MOJIb3y NPUMEHEHUs
HUMNT pna Kaxkaon 6epeMeHHON YXeHLWUHbI, He3aBUCUMO

OT BO3pacTa U cTeneHun pucka. NMpodeccmoHanbHble obLecTBa
pekomMmeHayT HUMT Kak CKPMHUHI NepBOM JIMHUN

B paMKax nonyuyeHus UHGOPMUPOBAHHOIO AO6POBONILHOrO cornlacus, Bpay o6sa3aH

paccKasaTb U 0 APYrMX MeToAax o6cneaoBaHUs (CKPMHUHIA) ANS BbIABNEHUA PUCKa

XPOMOCOMHOM naTosiorum nnopa

CERTIFICATE OF COMPLETION OF PANORAMA"

:+.constellation & panorama’
;+-congtellation L2

COMPLETION OF MICRODELETIONS

i congtelationr & pancrama’

,D,J'Iﬁ ocyulecTeneHunda no6on KOHCyﬂbTaTMBHO% noanep»XXKn CBAXXMTeCb ¢ HaMu Mo Teﬂed}OHy FOquel;l NHUU:
8-800-333-45-38 nun HanuMLwmMTe Ha MEeKTPOHHY0 NodTy jk@genomed.ru



