A\

HMEWHBA3UBHDIE NMPEHATANbHbIE
NHK TECTbl NABOPATOPUM &I EHOMEL

A

MeOonko-reHeTu4eCKnNi LEHTP

JlTabopaTopuna MONEKYIAPHOW NaToSIornm




TeHeTMUECKAaa NaToJiorms — oaAHa U3 OCHOBHDIX
NPUYMH NEePUHATANIBHOU CMEPTHOCTH

@ 1571 MAH

v C noaBneHneM MHHOBALMOHHbIX METO40B
reHeTUYEeCKOro TeCTUMPOBAHMA HEMHBA3UBHAS
npeHaTasbHaa gMarHOCTMKa CTAHOBUTCA BCe bonee
nonynapHou. C NOMOLbIO HEE YOAETCSH BbIABUTb BCE
Oonbllee KOJIMYECTBO MrEHETUYECKUX HAPYLLUEHUNI

25-50%

7,9 MJ1TH Ha PaHHMX CpOKaX bepeMeHHOCTMW.

=

5narop,aps:| HENHBA3MBHOMY lMNMpeHaTa/ibHOMY

TECTUPOBAHMIO BO3MOXHO paccymMTaTb PUCK
cuHapoma [layHa n opyrmx XxpoMOCOMHbIX
CUHOPOMOB, MUKpOOEeNeUnmn, a TakxXe MOHOIMeHHbIX

é _ 553 1hIC 3aboneBaHMM y nnoaa, HadmHasa ¢ 9 Hegenb
= é 6epeMeHHOCTUN C BbICOKOW TOYHOCTbHO.

NABOPATOPUSA «TEHOMEQL» NPEOCTABNAET JIMHEUKY
HEUHBA3UBHDIX MPEHATAJIbHbIX AHK TECTOB



HemHBa3uBHbIe NpeHaTanbHblie JlHK TecTbl OCHOBAHDI
Ha aHanuse deranbHom BHeknerouHom AHK (suAHK),
LLMPKY/IMPYIOLLLEN B KPOBU 6epeMEeHHOM XXCHLULUHDI

BO3MOXHOCTU CKPUHUMHIA FEHETUYECKOM NATOSTIOr UK
MeToO0M cekBeHMpoBaHUA HOBOro nokoneHms (NGS)

BHAHK, BbigenaseMas us KpoBu MaTepm, /4\ Coprmpocronuecive
COCTOMT U3 K/ x@

Hetekumnsa
XPOMOCOMHbIX
aHeynaonanm

Z-3HayeHue
- O - N W b

1 3 5 7 9 11315 17 19

MaTtepuHckon BHOHK ®detanbHoit BHOHK /LL\ T
: CekBeHMpPOBAHME
E— % E—— HOBOIO MOKO/IEHUSA
| U (NGS)
(\ u
AnonTos AnonTos ANonTo3 KJ1IeToK l 5mcy\nb¢qmbm raTecCATCG
PHK-cmnkBeHc
NnenMKouuuToB aauMnouuToB Tpodpobnacra cUKBEHC e e e
J x .+ + ATGCCATCG - -
CunkKBeHC BCcero reHoma naoga.
AUGGUCCAGGUUA mCGATTCGCGmMCG [MArHOCTUKA MOHOFEHHbIX
TpaHckpmnTOM Naoaa 2OnMreHoMm nioaa 306051eBAHMM

XX XpPOMOCOMbI X2)1(X

\

OcHOBa HEMHBA3MBHOIO NpeHaTasZIbHOro TecTa 3akitovaeTcsa B aHanmise BHIAHK, BbiageneHHOM M3 KpoBU HEpPEMEHHOM XeHLWHbI. B KpoBOTOKE 6EPEMEHHON XEHLLMHbI MUMEETCSH KakK
ee cobcTtBeHHaa BHHK, obpa3oBaBLllasacs B pe3ysibtate anonrto3a JIenkounTos 1 agunoumntos, Tak n BHAHK nnoga, obpasoBaBLllascs npm anonto3e KJeTok TpodobacTa.

B nopaBnatowemM 60NbLLIMHCTBE C/Ty4YaeB reHeTUYeCKniM MaTepmar K1eTok Tpodpobriacta v niaoaa NAEHTUYEH M MOXET UCMOJIb30BATHCA A9 ANArHOCTUKMN.



TexHonorum HANT
1. MoacueT XpOMOCOMHDbIX PPArMeHTOB

Nccnepyrotcs Bce XpPOMOCOMbI € HU3KMM NOKPbITUEM.

CekBeHMPOBAHWKe OBPABOTKA AAHHDbIX

(yCTQHOBNEHME HYK1EOTUOHOM
nocsiegoBATENbHOCTM KAXAO0ro

OnpepneneHmne NpUHAANEXHOCTM KaXa0ro ¢parMeHTa COOTBETCTBYOLLEN
XPOMOCOME, MOACYET UX KOJIMYECTBA U CTATUCTUYECKMA aHAIN3

BbioeneHuve dparMeHTaq)
—
BHARK I NN BN DNE DEE DN DEE D B B
13 KPOBU I B N B A I I I I e
% __ e T N e e T N Ly
I 1 2 3 4 5 6 7 8 9 10
e I I I N I I I I e e
\J — I B N B A I I I I e
__ e T N e e T N Ly
— 1 12 13 14 15 16 17 18 19 20
=
AMnnnounkayms \
I I I
XPOMOCOMHbIX (I | HononHuTtenbHble dparMeHThI
PpArMeHTOB xpoMmocoMbl 21 npu ee TpncomMmmm
21 22 X Y y nnoaa
Pasnunume B Konnyectee XpoOMOCOMHBbIX
dparMeHTOB Npm TPMCOMUM coctasnaert 2-5%
TecTbl, OCHOBOHHbIE@ HA NoacyeTe MATERNIT21 VERIFI HUTMC

dpArMeHTOB XPOMOCOM: Sequenom Illumina eHOMen




TexHonorum HUNT
2. MeToa ofaHOHYKNeOoTUAHBbIX nonuMopdusmoB (SNP)

NccnepytoTca LeneBbie XPOMOCOMbI C BbICOKMM MOKPbITUEM M ONpeaensanTcsa nHomemnayanbHble Mmapkepbl (SNP) ong kaxaooro ¢parmMeHTa.

CeKBEHWMPOBAHUE OBPABOTKA AAHHDbIX
(ycTaHOBMEHME o
b Ina pacyeTta pmcka XpOMOCOMHOM NaTO/I0r M NCNONb3YOTCA TONbKO dparmeHTbl BHAHK nnoaa.
HYK1eOTUOHOWM
Noc/1e00BATENbHOCTU
BbioeneHue KAXO40ro pparMeHTa) SNP-AHANTUS ) ) ) ) ) )
\ sando PA3JIMYAET © 7 8 9 10
N3 KPOBM
MATEPUHCKYIO
I
/LL\ U ®ETAJIbHYIO ]
S I
— — — —
I
(\ ' < ) U ) U ) (., ) U )
— = 16 17 18 19 20
I _\
I
TapreTHasa - e HononHutenbHble dparMeHThl
aMnnnpunkaumns O B XPOMOCOMbI 21 Npn ee TPUCOMUIU
= I
|, W TEeRE e
21 22 X Y
Pasnuyume B Konun4yecrtsee XPOMOCOMHDbIX
dbparMeHTOB nNpu Tpnucommm cocrtasnsaer = 50%
TecTbl, OCHOBAHHbIE HO AHAJIN3E Panorama Panorama

OA[HOHYKJ1€eOTUAHbIX NOSIMMOPPMN3MOB: Natera [eHoMen




YTo npepnaraer naéboparopua «'enomen»

HUNC

HenHBa3uBHbIM NpeHaTanbHbi IIHK cKpUHUMHF

HMANT Panorama *

TexHonormss MacCUBHOIO napannesibHoro CeKBeHMpoBaHusA
c noaAcCyYeTOM q)pCIFMeHTOB, COoOTBETCTBYIOLLUX KCDKO,0MU XpoMOCOME

TexHONorma TapreTHOro CeKBEHUPOBAHUA U AHAJIN3A OAHOHYK1€OTUAHbIX
nonnmopounsmos (SNP)

NMOPOI ®ETAJIbHOU ®PAKL UM

3,5 %

2,8 %

CPOK BEPEMEHHOCTH

c 10 Hepenb

c 9 Hepenb

XPOMOCOMHDbIE CMHOPOMDI

7 cnHaApoMoOB

8 cuHapoMoB

HACNEACTBEHHDbIE SABOJIEBAHUA

19 - ayTOCOMHO-peLecCMBHbIX 3a6o1eBaHNMn

25 - ayTOCOMHO-AOMMHAHTHbIX 3a60neBaHUM

MUKPOAENELUUNOHHDIE CMHAOAPOMbDI

6 cuHppoMoB

5 cnHppomos

CYPPOIATHOE MATEPUHCTBO U JOHOPCKAS ANULIEKNETKA

Oa HOa
MHOIornm1ogHAA 6EPEMEHHOCTb
Ada Oa
non niaonA
HOa HOa

* BoinonHsietca B naéopatopum Natera CLLUA.

* NononHuTenbHaa onuuga Vistara



YTOo onpenenaioT rectbl naéoparopum «f'eHomen»

XpPOMOCOMHbIe aHeynJionanmu

(M3MEHEHME HOPMA/IbHOIO KOJIMYECTBA B KAKOM-TMO0 Mape XpOMOCOM)

HUINC

HenHBa3unBHbIM NpeHaTanbHbin IIHK cCKpUHUMHE

CuHppom [ayHa
CuHppomMm DpBapaca
CuHppom lNMartay

CuHppomM TepHepa
CunppomMm KnanHdenbrepa
CuHppom fAkob6ca

Tpucomusa X-xpoMoCOMbl

UToro: 7 cMuHOpOMOB

HUNT Panorama

+ CuHpapom LayHa

+ CuHppoM daBappaca

+ CuHppom NaTay

+ CuHppomM TepHepa

+ CuHppom KnaunHoenbrepa
+ CuHppoM fAkobca

+ Tpucomusa X-XxpoMOCOMbI

+ Tpunnouausa

UTtoro: 8 cuHapomosB



YTOo onpeaensaioT recrbl Naéboparopum «f'eHomen»
MukpopaeneumMoHHbie CUHAPOMDI

HUIMC

HeunHBasumBHbIM NpeHaTanbHbiM JHK CKpUHMHE

HINT Panorama

CuHppom peneunn 22q11.2 CuHppom pgeneunn 22q11.2
Cunpgpom lNpapepa — Bunnu Cunpgpom lNpapepa — Bunnu
CUHOpPOM KoWwaybero Kpuka CUHOPOM KoWaybero Kpuka

CuHapoM AHresibMaHa CuHapoM AHresibMaHa
CuHppoM geneunn 1p36 CuHppom geneunn 1p36

CuHgpoM Bonbda — XupwxopHa

13 > >
niaeyo e —
TexHonorma MacCMBHOIO NAPASISIEIbHOINO CEKBEHUPOBAHUS P o TBXi
' COMT
eHTpoMepda 111
C NOACYETOM XPOMOCOMHbIX PPArMeHTOB MO3BONAET ONpeaensaTb LeHTpoMep s SNF74
MUKpoOeneUmoHHble cHOpPomMbl. OOQHAKO 30 cYEeT PABHOMEPHOro 12 CRKL
UBE2L3
pacnpeneneHma MapkepoB B pedepeHCHOW U TAPreTHOM 06/1aCTAaAxX o1 -
q nnaeyo 22 IGLC1
TOYHOCTb onpeaeneHmna MMKPoOaeNeLUMOHHbIX CUHOPOMOB 3
131 GNAZ
npu SNP-meToOe Bbilwe 132
13.32
13.31



HacroTa MMKpoaesieLLMOHHbIX CMHAPOMOB

O6waa 4yacTtoTa
onpenenaeMbix

MUKpoaeneunm

1:9800

CuHapom geneumn 22ql1l.2: 1: 2 000
CuHagpom geneumn 1p36: 125 000
CuHapom lNpagepa — Bunnan: 1: 10 000

CuHapom AHrenbmaHa: 1: 12 000

CuHapom kowadbero kpuka: 1: 20 000

°* He 3aBUCAT OT BO3pPACTA XEHLWUHBbI.

* ConpoBOXAAOTCA BPOXAEHHBIMM NOPOKAMMU
PA3BUTUSA N TPYOOU 304ePXKKOU MCUXOMOTOPHOIO

PA3BUTUA pebeHKa nocsie poxXxaeHus.



YTOo onpenensaioT Tectbl naéoparopum «f'eHomen»

MHoronnogHasa 6epeMeHHOCTb U CypporaTtHoe

HUIC

HenHBA3MBHbIM NPEeHATAbHbIN

HHK ckKpUHWHF

Cunpgpom [layHa

CuvHpgpoM DaoBappgca

Cunppom lNaTay

Hannume Y-xpoMocombl
XOTS1 6bl Y OOHOIMo U3 N1o4oB

MAaTEepPUHCTBO

7 SNP-
HANT HHEBCRMEHRES AHanusuposatb BHOAHK

TexHonorusa Panorama

no 3 reHoTunam
Panorama Nno3BOJISAET:

Paspnenutb reHeTu4ecKkum

Cunpgpom [layHa
MaTepuan pasHoro

NPOUCXOXAEHUS
CuvHppoM DpgBappca

CuHppom MaTay ///\\\ ,/,\\\
7e)

MoHocoMunsa X (npy MOHO3UIOTHOM '

0,BONHE) \‘\ / \‘\ Z

naona

OMONOrM4yecKom
MaTepu

bepeMeHHOMN naona

OnpepeneHmne 6MoNornM4eckoro poacTed

nJo4aa 1 6GMONIOrMYecKom MaTepu

MNon Kaxpgoro naoaa marepn ]

Npv CYppOratHOM MATEPUHCTBE



B ueM npeMmyullecTBo Tecta Panorama
npM MHOronJIOAHOM 6epeMeHHOCTM

3UroTHOCTb A BOUHU HeT Oa

NMon kaxgoro nnoga s 4BOUHMU HeT Oa

UuauBupyanbHasa ¢peTtasibHasA

ST HeT Ha

CuHppomMm [layHa, daBappaca, NMaray Na Oa

AHeynnouvammn nonoBbiX XpPOMOCOM HeT Oa (MOHO3UroTHaA ABOMUHA)




UudopmMmauuma o 6epeMeHHOCTH
MOHO3UIOTHOU ABOUHEWN
Nno3BOJISIeT:

Paccumtarb prcK XPOMOCOMHOW NaToNOr M

O1A KaxXOoro naoaa;

CoCTaBUTb MHOMBUAYANBHYO NPOrpPaMmy

obcnepgoBaHua y Y3V cneumanncra;

3ab/1aroBpeMeHHO 1 PerynapHo
MOHUTOPUMPOBATb PUCKKN PETO-PETASIbHOIO
TPAHCPY3MOHHOIro cuHapoma (POTC)

N OrpaHnYeHMa POCTa Maona,/oB;

OuUeHUTb N CHU3UTb PUCKK NPE3KAAMMNCUM,
3a0EPXKM POCTa, BRDOXAEHHbBIX MOPOKOB,

aHTeHaTaIbHOM rMbenm naoaa/oB..

MOHO3MIrOTHYIO M AN3UIrOTHYIO ABOMHIO
MOXXHO OTNIMUYMTDb nNpu Y3M
no 14 Hepenm 6epeMeHHOCTM

30% MOHO3UIrOTHbIX ABOEH OLUMO60OYHO MAESHTUPULLUPYIOTCS
no Y3 Kkak AM3UroTHble

MpusHaku OPTC

e MHorosoaue (peumnnmeHT-67In3HeL,)
n manosoaue (AoHop-6sM3HeL,)

MoueBOU Ny3bipb AOHOpPA-
6/1n3Heua He BUAeH

AHOManbHble gonrnJaepoBcKkue
OAaHHbIe

OueBugHasa BoadgHKa naoaa BepxHun cnesa: 6nnsHew-g0HOP;
HUXXHUMN B LEHTpPe: peunnmeHT-

BHyTpuytTpo6Haa rubéenb 651M3HeLl ¢ MHorosogmueM Ha 19-i
Hepene 6epeMeHHOCTU.

TonbKo Tect Panorama cnoco6eH oT/IMumMThb
MOHO3MIOTHYIO ABOMHIO OT AN3UIOTHOM




DetTanbHaa dpakums
npm 6epeMeHHOCTAX BOMHEMN

DeTtanbHas $pakuma npm ABYN1O0AHOMU CopepxaHue nugusmpyanbHou sHAHK
6epeMeHHOCTU 60onblie Ha 35-40% OT KAXKA0ro njoAd MoXeT OT/INYATbCA
Nno CPABHEHUIO C OAHOMJIOAHOU B 2 pasa

BbiBOA:

Heo6Xxo0OunMO KoJiInYeCcTBEHHOE usMmepeHmne detanbHoM GpaAKLLUM OT KAXAO0ro nnopa

0nAa CKPUHUHIA XPOMOCOMHOM MATOJTIO MU HEOBXOOMMO, YTOBbI KAXObIV MNOA,
N3 OBOUHU MUMEN ®ETAJIbHYIO ®PAKUMIO = 2,8%

3UFOTHOCTb ABOMHWM OUEHUBAETCS, EC/TM XOTSA Bbl OOVH U3 NN1040B MMEET ®ETAJIbHYIO ®PAKLMUIO = 2,8%

Tonbko TecT Panorama MoXxer onpenenutb deTanbHylo Gpakiumio AN KaXXAoro nnoaa us ABovHu!



3aMeplLIMM BTOPOM nnoa

C nomouybio aHanmsa SNP Tect Panorama cnoco6eH BbifiBJIATD
AOMNOJIHUTEJNIbHYIO FreHeTUYECKYI0 MHpoOpMaLMIO, KOTOpas
NPUHAANEGXMUT «3aMeplieMy nnoay».

Cny4daun, B KOTOPbIX Oblla peayKLmMa ogHoOro aMoproHa n3 OBOUHW,

L]
coctaBnatoT 0,2% oT obulero konmyecTea o6pasL,oB.

Ha npoTa)keHum

Ho 50% ¢detanbHom BHOHK npuHagnexuT nnony, penyKkums KoToporo

npoun3oLluna 6onee 6 Hegenb Ha3ana,. 8 Heneﬂb nocne
peaykuuu BHAHK nnoga

Npu ucnonb3oBaHUM METOAA NOACYETA XPOMOCOMHbIX GParMeHTOB

B C/IyYanaX € peaAyKuUMEehn OAHOro SM6p1MOHAa U3 ABOMHM NOBbILWIECHA BCe ellie NpUCYTCTBYeT
BEPOSITHOCTD JIOXKHOMOJIOXXMUTEIbHbIX Pe3yJ/ibTATOB U OLLIM6OYHOro

B KPpOBOTOKE 6epeMeHHOM

onpepesiecHUA nosa nyoaa.
JKCHLULMHDbI

15% onckopOaHTHBLIX Pe3ynbTaToB, MOMYYEHHbIX MPU MCMOIb30BaHUMN
B ~MeToga mogcyeTa XPOMOCOMHbIX GparMeHTOB, MPUXOOUITNCH
Ha c/fly4dau, B KOTOPbIX Oblf1a peaykKumMsa oaHOro aM6proHa.

[Ton pegyKkumm ogHOro aM6pPUoOHa M3 ABOVHK 014
NOXHOMOMOXMTENbHbIX Pe3yNbTaToB HAa cMHAPOM [dayHa aocturaet 35%.

Tonbko TecT Panorama BbifiB/&ISIeT «3aMepLUMM BTOPOM nsioa»



Tpunaovaus

XoTa B 60NbLUMHCTBE CQIyYdeB Npu TPUNIougmm npomcxoauT

BbIKUAbIL, BCTPEUYAEeMOCTb AAHHOMU natonormm Ha 10-un
Hepene 6epeMeHHocTU coctasnsaeT 1/1000.
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(INNB-LDD

O1 dNEBLD

Tpunnoup,uﬂ OTLLOBCKOIo npoucxoxxaeHmda mniim HaACtTMyHaA
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MOJIAPHOA 6epeMEHHOCTb nobilladeT puUuCck BOSHUKHOBEHUA.
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B  3/10KA4YECTBEHHOM OMNYXOJIM, TAKOW KAK XOPUOHKAPLUMHOMA.
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Tpunnonana MATEPUHCKOro NPOUCXOXAOEeHUS MOXET
NOBTOPSATbLCA NPU NOCNeAyrWmnx 6epeMeHHOCTAX.
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TonbkKo TecTt Panorama cnoco6eH onpeaenatb Tpuniouamio



MonspHaa 6epeMeHHOCTb (1Y 3biPHbIVM 3aHOC)

N N
) ./ 9 \' , ,/ @ \' HopmManbHas
\ @ / \ / 6epeMeHHOCTb
TN - .
, ! 9@ \' ./ @ \' YaCTUYHDbIN
\ @ / \ / ny3bIPHbIA 3QHOC

// \\ // N
, ! 23 \' ./ o \' MonHbIN Ny3bIPHbDbIN
\ @ / \ / 3aHOC

AFP cnepmMa (oteu) ‘ suuekneTka (MarTb) @ KOJIN4eCTBO XPOMOCOM

Panorama —
eAVNHCTBEHHbIVU
TecCT, KOTOpPbIN
cnoco6eH
onpepenntb
MOJISIPHYIO
6epeMeHHOCTD!



MartepuHckue paKkTopbl

3a cyer paspeneHus marepuHckon u detanbHon BHAHK Tect Panorama onpepensier Mosanmuusm MaTepPUHCKUX
XPOMOCOM, UTO NO3BOJISIET N36eXaTb JIOXKHOMNOJIOXKUTENIbHbIX Pe3YyJ/ibTaToB.

Bknapg aHeynnomngum no X-xpoMoCcoMe MATEPUHCKOIO NMPOUCXOXAEHUSA B ANCKOPAAHTHbIe pe3ynbtaTtbl HATT

5 MonoXxutenbHbIN
[MonoxwuTtenbHbIW pe3ynbTat
KnuHuyeckue 5 pesynbtat HUMT
Pesynbtatbl HAMNT HUMT Ha Hanuuyme nuwiHen . UTtoro
AOAHHble Ha OTCYTCTBME OOHOM
X-XpPOMOCOMBI
X-XpPOMOCOMBI

[TonoxutenbHblie pe3synbtatbl HATMT

Ha6niogeHue
NpPu AHANM3e CTPYKTYPHbIX XPOMOCOMHbIX 63 124 187
nocne HAMT .
abbepaumn, n
HopManbHbIM KApMOTMN MATEPK, N 57 114 171
I3MeHeHHbIM KaproTmun MaTepu, n 6 10 16
Bknag MaTepuHCKOro Mo3amLimamMa 9,52% 8,06% 8,56%

NMpu ncnonb3oBaHMu MeTopa NoacHeTa XPOMOCOMHbIX pparMeHTOB 8,56% NonoXXuUTesIbHbIX pe3ysibTaToB HA X-XPOMOCOMHYIO
aHeynJIonauio 6b1JIM TOXXKHOMOJIOXKUTESIbHbIMU MO NPUYUHE MO3anLLM3Ma Y MaTepu.

TonbKo TecT Panorama cnoco6eH onpenenatb MaTepuHckue daKTopbl



HenHBasmBHbIM NpeHaTanbHbi ILHK cKpUHMHE

HUIMC

YTOo onpenensaioT rectbl naéoparopum «f'eHomen»
AyTOCOMHO-peLecCMBHbIE 3a60oneBaHUnA

MykoBmncumMaoo3s;
DOeHnnNKeToHypUs;

[anakTo3emMus;

Tyroyxoctb (GJB2);
Bone3Hb Bunbcona ATP/B;

JlenkosHuedpanonatnsa

CnHgpom CMuta-Jlemnu-
Onwvua;

[TONMKNCTO3 noyek C
NOJINKMUCTO3OM MeyeHuU nnm

6e3 Hero Tmn 4;

BonesHb Tea-Cakca;

BpoxaoeHHOe HapyLlleHne

NMMyHOKOCTHOS gMcnnasnsd
LLinmke;

CuHgpoM Ywepa Tmn 2a;

C BOBJIeYEHMEM CTBOJIA Mykononncaxapuagos tun |; FIVKO3UAMPOBAHUS TUM |Q; [oMoLMCTUHYPUS;
TyroyxocTtb (SLC26A4); FOSIOBHOMO MO3Id U CMUHHOMO
o 9 . MO3rd N NOBbILLEHNEM CMHAPOM MHOXEeCTBEHHbIX OuacTtpodurnyeckas BpoxaeHHas
I‘|e'/1IOOHC'”be'V.' LeponiHbin KOHLLEHTPALMUM IAKTATA; BPOXAEHHbIX AHOMANNN ANCANA3UA:; HernepeHOCMMOCTb GPYKTO3bI
NNNOPYCLIMHO3; FMNOTOHWM 1 Cyaopor T1n |;
O6cnepoBaHue
napTHepa
HocutenbcTtBO HocutenbctBO Puck HacneacTBeHHOro
BbISIBJIEHO BbiSiIBJZIEHO 3a6oneBaHua 25%
H Huskunu puck H Huskuu puck
OCUTEJIbCTBO OCUTENIbCTBO
— — HACNeACTBEHHOro

He BbiABJIEHO

HacneacCcrtBeHHOro

3a060n1eBAHUA

He BbiABJ1I€EHO

3a060/1eBAHUSA

* PGByHbTCITbI aHAJIN3Aa HA HOCUTEJIbCTBO M)’TCILI,VIVI, accounMmnpoBdAHHDbIX C AQYyTOCOMHO-peuecCMBHbIMU 3(]6OJ1€BCIHI/IFIMVI, BblAAKTCA B OTAE€J/IbHOM 3AKJTFOHYEeHUN.



YTOo onpepenaloT recrbl naéboparopum «f'eHomen»
AyTOCOMHO-AOMMHAHTHbIE 32a60/1eBaHUA

CxkpuHuHr Vistara — 31o aHanus BHAHK nnopa Ha BHOBb BO3HUKLUUE

MyTaLun, KOTOPbIe OTCYTCTBYIOT Y poauTenemn. O6L1ast YacToTa MOHOMEHHbIX

3a601eBaHM, BbIgBNSEMbIX TECTOM

CKPUHUHI BKJTIOYAET B CEBA SABOJIEBAHWUA:

CUHAPOM PeTTq; SYNGAP1-accouumnpoBaHHbin gedbuuut
UHTEeNNeKTa;

Vistara, coctaBngeT

CUHAPOM AnaXxwunns;

nuienTtmnyeckad sH nonatud ——
CAMAPOM AHTIM-Bukcnepa; SrmnenTueckan sHuepanons 1Ha 600

(paHHSAa UHPaHTUNBbHASA, TUN 2);
cMHOpoM Anepa;

-Beiicca;
KapanodauyunokytTaHeasibHbI CUHOPOM; canapor fxercona-Bencea 3TO L‘I a LLIIeI L‘I e M

IOBMHAJIbHAs MOHOLUUTApPHAaA NIeuKeMus;
cuHppom CATSHL,;

cuHppom CHARGE; crraport Horke; C M H IDI p O M lﬂay H a

CUHAPOM HyHaH;
cuHpgpom LEOPARD; 5
HecoBepLUeHHbIN OCTeoreHes

cnHapoM KopHenuu pe JlaHre; (tun 1, 2, 3, 4);

K . B BanngaymnoHHbIX NccnegoBaHUAX TeCcT
cuHapoM Kpy3oHa; e CEmEes G Vistara nokasas 4yBCTBUTESIbHOCTb
cnHpapoMm dnepca-LaHno TaHaTopOPMHAS ANCMNABUS; M CNeunPUUYHOCTDb >99%

(kapavoBackynsapHbiv Tun, VIIA, VIIB); .
Ty6epO3HbIN CKJ1IEPO3. 6e3 TOXXHOMOOXUTENbHbIX PE3YJIbTATOB.

rmnoxoHaponsa3sngd,



B yueM npeMmyullecTBO TecTta Panorama
ToOuyHOe onpepeneHue noJsia naoaa

KONmM4yecTBO JIOXHbIX Pe3ybTaToB B onpenesieH1 nona nioga MeTogoM nogcyeta XPOMOCOMHbIM
dparmeHToB gocturaet 1,0 %.

1,2%

1,0%

0,8%

0,6%

nona nnopa, %

0,4%

0,2%

OwwunboyHoe onpeneneHue

N=1004

0,0%

Natera Ariosa Sequenom Ilumina

N = KonuyecTBO aHaANIU3NPYEMbIX O6PA3LLIOB



PeTanbHaa ppakumsa — 3To o4eHb Ba>KHO!

BHe 3aBMCMMOCTM OT TOIrO, Kakas TEXHOOMMSA UCMOMb3YyeTCsHd, AOCTOBEPHOCTb MCCNea0BaHUA 3aBUCUT OT KomyecTBa peTasibHOU
BHOHK, umpkynumpytouien B KkpoBum Mmatepun. Ecnm ee Mmano, To pe3synbtat MOXET 6biTb HEAOCTOBEPHbLIM. TOYHO onpenennTb YPOBEHDL

deTanbHOM PpaKkLUM MPU BbIMONTHEHNU UCCITIEA0BAHUA — 3TO KPUTUYECKKM BAXHO.

Ha 9-10 Hepene nons peranbHon ppakumm

B cpeaHeM cocrasnsaer 10-12%.

HUINC

HenHBa3mBHbIM NpeHaTanbHbin HK HMI'IT Pcmoramd

CKPUHWUHI

YpoBeHb peTanbHAA PpAKLMA MEHAETCA

B 3GBMCMMOCTMU OT CPOKQ 6epeMe|-||-|ocru, Beca

MAaTepu, BUAA XPOMOCOMHOM NATOJIOrUM

OnpepeneHne ¢etanbHOM CaMas BbICOKAA TOYHOCTb y nnoad.
PpPAKLLMN OCHOBAHO onpepeneHna peTasbHOM

Pesynbrar recra Panorama éyaer nosyyeH
HO OO4HOBPEMEHHOM bpakunmM, OCHOBAHHAS HA .

npuv yposHe ¢peTanbHoOU ppakumm ot 2.8%.
MCMOJIb3OBAHUMN HECKOJIbKMNX aHanmnse b6onee 13 000 SNP
MeTO00B MApKepoOB

TOYHOCTDb onpeneneHuna detanbHou ppakKumm

Ona tecta HAMNC

Ona tecta Panorama

-

TeopeTuyeckmnm noporoBbit ypoBeHb OO

2,8% 3,3%

|

2%



KoMy noKkasaHbl HeMHBAa3UBHbIE
NnPpeHaTasNibHbIe TEeCTbi?

«Bcem bepemeHHbIX HEOOXOOMMO
NOEAIOKNTL CKOVHVHE HA
aHeyr 10O, .. HECMOTRS Ha X BO3DACT»

" PRACTICE BULLETIN

funeez 163, Mar 2016




Kakom TecT Bbi6paTb?

AyTOCOMHO-OOMUHAHTHbIE 3a60neBAHMNA™

HeonddpepeHUMPOBAHHAOA XPOMOCOMHASA NATONOMUS
MO HN3KOM PeTAbHOU GPAKLNMA

CuHapom geneumm 22911

CuHapom Bonbda — XupuwxopHa

Cunppom lNpapepa-Bunnm

CrHAOPOM KOLIAYbero Kpmka

CuHaopom AHrenbMaHa

Cunppom geneunn 1p36

AyTOCOMHO-peL,ecCMBHble 30601€BAHUS

19 cnHpgpomoB 19 cMHppoMOB

Tpucomma X xpoMOCOMb

CuHapom Akobca

CuHgpom KnamHdoenbtepa

CuHapom TepHepa

CuHpgpom lNaTtay

CuHgpom SaBapgca

CuHapom [ayHa

Non nnopa

HUTC T21 HUIC 5 HUMNC 12 HATC o Panorama
PacwupeHHbIn

* JononHuTenbHAs onuua K TeCTyYy Panorama, HO MOXeT BbINOJIHATbCHA U KAK COMOCTOAATeNIbHOE UccriegoBaHue
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