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ECTb NMPOBJIEMA

Yumcno nogen ¢ cMHapomMoMm [layHa yBenmymaoch B Poccmm npmMepHo Ha 30% 3a nocnegHuve NaTb NeT.

K kKoHuy 2018 rogy 3apernctpmpoBaHO MPUMePHO 19 Thbicay NaLMEHTOB C AaHHOW naTonormen’.

KTO B 3OHE PUCKA?

PUCK poxaeHna pebeHKa ¢ cMHAPOMOM [dayHa yBenYMBaeTCa Y EeHLMH cTaplue 35 feT, oaHakKo
3a cyeT 6osee BbICOKMX MoKasaTeNnen poXaaeMoCTM Y MOMoAbIX XeHLWMH 80% aeTen ¢ CUHOPOMOM

LayHa poXOatoTca Yy XKeHLWMH Mosioxe 35 ner.

Thttps:/Mmww.rosminzdrav.ru/documents/9479-statisticheskaya-informatsiya-za
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MINAAEHYECKOW CMEPTHOCTW OT EﬁP,onpeﬁyuMW |
NPpOBEAEHUs BTOPOTO U TPETLErO 3TANOB NPEHATANTBHOTO CKPUHWMIG C BHeApeHMeMm. . |




CtaTncTUKa no cuHapoMmy [layHa B Poccum a (Som) 350-54.28

B 2013roay 6bi1n0 poxkaeHo 1440 pebeHkKa c tri2l

=
. OxgarPriCSs | PP e olCOROMD gy anKse | pbermeHocT
B 2014 roay 6bino poxaeHo 1502 pebeHrka c tri2l’ pucka XA B % TpHconkn 21
MemayHapogHbIA
B 2017 rogy 6bin0 poxaeHo 1490 pebeHka c tri2l? cramapT =100% 1%-2% < 2% >15% 85%-95%
CpegHee no P@
Mo pe3ynbratam AyamTta B 2017 rogy 66110 NponyLLeHo 2000-2004rr. - H/A 42% 3,9% 12,8%
281 cnyyaeB cmHgpoMa [dayHa y naumMeHToB, KOTopble MUK
30% 48%
npPoWn | KOMBUHUPOBAHHbBIN CKPUHUHT? [Op. MCTOUHKMKM - [UNA p/fa27, Mockea | (M3P®, - 30,3% [2]
2007-2009rr.) 2010r.)
CpegHee no PO
62% 1,8% 13% 28% 74%
(2013r.)
CpegHee no PO
~19% nnopos ¢ cnHapoMoM [layHa nponycKarTcs (2014r.) 76% 1,7% 3, 7% 26% 81%
CpegHee no P
T8% 1,7% 5,9% 29% 79%
(2015r.)
CpegHee no PO
20% 1,8% 3% 30% 20%
(2016r.)
CpegHee no PO
20% 1,8% - 28% B4%*
(2017r.)

Thttps://www.rosminzdrav.ru/documents/9479-statisticheskaya-informatsiya-za-2014

2 AHanNM3 pe3ynbTaToB PaHHEero npeHaTalbHOro CKpMHMHIa B Poccnimckom Gepgepaumm AYONT-2018
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BUOXMMUNUYECKUN CKPUHUHT: o e
B3rnag 3KCrnepToB

é COCh rane Trusted evidence.
= . Informed decisions.
1 Ll b ra ry Better health.

Cochrane Reviews = Trials = Clinical Answers

Cochrane Database of Systematic Reviews

First trimester serum tests for Down's syndrome screening

Cochrane Systematic Review - Diagnostic | Version published: 30 November 2015

E‘m) 13 View article information

% S Kate Alldred | Yemisi Takwoingi | Boliang Guo | Mary Pennant | Jonathan J Deeks | James P Neilson
View authors' declarations of interest

56 nccrnegoBaHUM

204 759 6epeMeHHbIX
27 nccnegoBaHMiM, MOCBALLEHbI CPaBHEHUIO ABYX M 60ee CKPUHUHIOBbIX TECTOB
MeTa-aHanus3 9 KoM6UMHaL MW TECTOB MOKasan Nyyllme pe3ynbTaTbl CTpaTeErnm, BKIOYAOLWLMX

OoLEeHKy Bo3pacTa Matepu, free-BhCGC n PAPP-A 1 no3Bonglowmnx BbigBAATb CUHAPOM [layHa
B 7 cny4vyaax n3 10
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KaK noBbICUTb 3dPEKTUBHOCTD o 500 550 5428
npeHaTasibHOU ANArHOCTUKN?

Noninvasive Prenatal Testing (NIPT)

NIPT is a prenatal screening test

that can be performed beginning
around the 10th weex.of p egnanw

Placenta H M |1T- HewnHBa3nBHbIM NMpeHaTanbHbin JHK TecT-

Small fragments of cell-free MeTon O/19 OLLEHKU PUCKA XPOMOCOMHOWM MaTONOr M
DNA from the placenta enter
the mother’s bloodstream. y nnoga.

AHanum3 BbinonHaeTca no AHK nnoga, BblaeneHHoM

C KPOBU MaTepMu.

') Cell-free DNA in a sample of the
mother’s blood is analyzed for evidence
of extra or missing fetal DNA segments.

© American Medical Association
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MeToaukKa aHanus3a 8 (800) 350-54-28
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MaTepumHckadqa Mnasma - AHK CeKBeHMpOBaHME
KpoBb MaTepu 1 nnoga

115083 1. Moseea, Mogonscroe wocce, a8, opn 5 T

HU3KAR BEPOATHOCTE it Too%

[eHOTMMN MaTepu
W nnona
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CpaBHeHUe MeToaoB

CKPUHUHT | TpnMecTpa

MaTtepuan [OpPMOHDI OHK nnopa
To4yHOCTb MeTo4a 80% 99%
KonmyecTtBo CMHOPOMOB 3 ot1a013
CpOK BbINMONHEHMA 7-14 gpHen OT2 o 7 gHen
MUHMManNbHbIM CPOKGEepeMeHHOCTU 11-13 Hepenb 9-40 Hepenb
TOYHbIN pacyeT pUCKa NP MCMNONb30BaAHMW O.K. HeT na
BO3MOXHOCTb BbIABUTb APYrY MaToONOrmio HeT aa
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NocrynHoctb HV

BEII0OYMCH B IOCYAADCTBERRY IO APOTPAMMY DPEHATAILROIO CKPHENATA W/ HIH PACXOILI A
HHITT soiMemaiorcs CTPAXoBLIME KOMDANNAEME B caeayomux crpasax:beanrus,

Beamkotpuramun, Tannn, Huaepaamas:, Hopeernn, @panumn, Hisefinapun, Hinenun
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CUHOPOMBbI

Panorama

HWTC paclimpeHHbIN

HUTIC 12

HNTC5

HUTIC T21

CuHppom JayHa

CuHOpoM SaBapaca

CuHppom lMaTay

CuHOpoM TepHepa

CuHapoM KnanHdenstepa

CrHapoM XXX

CuHapom Akobca

Tpunnonons

CuHppom geneumnm 1p36

CuHapoM [Oun [Kopaxku

CUHOPOM AHrenbMaHa

CuHapoM Mpagena-Bunnm

CUHAOPOM KOLAYbero Kpuka

19 MOHOMEeHHbIX CUHAPOMOB Y MaTepu

9 Hepenb
6epeMeHHOCTH

Bce TecTbl BbinonHATCA B JlabopaTtopumn leHoMep,

10 Hepgenb
6epeMeHHOCTH

10 Hepenb
6epeMeHHOCTH

10 Hepgenb
6epeMeHHOCTH

10 Hepenb
6epeMeHHOCTU
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MeTtoaunka aHanu3a no cffDNA 8 (800) 3505428

HUMC Panorama
OBPABOTKA A AHHbIX OBPABOTKA AAHHbIX
OnpegeneHre NpUHaLNEXHOCTM Kax4oro ¢gparMeHTa COOTBeTCTBYIOLLEN [na pacueTta pMcka XxpoOMOCOMHOW MAaTONOrMKM MCNONb3YIOTCA ToNbKo dparmMeHTel BHAHK nnoaa.
XPOMOCOME, NOOCHET MX KONUYECTBa U CTATUCTUYECKWMIA aHanms
SNP-AHAJTU3 L J 5\l ) | ) | ) | ) INL J TR |
PA3NTMMAET 1 2 3 4 5 6 7 8 9 10
MATEPUHCKYIO
K ] ) 1 Gy B G N e B G 1 G ) G [ C— | — | — [r—
WU DETAJIbHYIO —— ]
1 2 3 4 5 6 7 8 9 10 OHK ] ]
_—— _—
] ]
= (L )\ ) J— )\ JRL ) ) - L )
e e T F G T T e T § e E L = L B S

ComD — -
) — EE HJononHutenbHble pparMeHTb
= — _——
[ononHuTenbHbie pparMeHTbI ]c:> — —— XPOMOCOMbI 21 NpK ee TPUCOMUK
L JQ J L JQ ) — — - y nnoaa
XPOMOCOMBbI 21 Npu ee TPUCOMUK J IRt ) TRL )

21 22 X Y y nnopa 21 22 X Y

Pasnuumne B konnyecTee XpPOMOCOMHDbIX
¢$parMeHTOB NpU TPUcoMumn cocrtaenaert = 50%
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NMpenmyuwectea HUINC 5 (900 3505428

« Cob6cTBeHHas), BanManpoBaHHasa MeToamKa
« TouHocTb 6onee 99%
« [HocTynHaga ueHa
' BbicTpble CpoKm
«/ BO3MOXHO MpoBefeHMe TecTa Npu: pedyKLMM OAHOro 3MB6PUOHA U3 ABOMHE; ABYMNOAHON 6epeMeHHOCTU;
MPWY UCMONMb30BaHMM JOHOPCKOM ANLEKIETKN; y CYyPPOraTHbIX MaTepen
[ — B
. y OPRTHRANGEAR CTATHA
HenHBasMBHbIN NpeHaTanbHbIM TecT B Poccun: NonynaumoHHoe e 7 8 33 DO S020SXT726- 1675 20188651
uccnegoBaHme et e e ————
m https: . doi.org/ 10, 1BS65/aig.2019,12.30-35 F DNA nmﬂa' OnbIT mnynﬂmnmro

CKPUHWHIa XpOMOCOMHOM natonorum B Poccum

Kyapssuesa E.B., Kanmeey W.B., Knescxan 10.K., Baparnoe W.W., Kosanes B.B., Kopoctenes
CA E B Kympsagesa’ B B Kosanés' WEB Kaemey' 10K Knescuss’, C A KopocTenés®

= 1) Kadaipa ayuepcTia i Msesononm OB0Y BO «Ypansdosl roCyJapcTesmdl MaR=O0E YHUBEDOTETs

Mmagpass Pocow, Exarepwiiypr, Pocow; 2) OO0 «fenomens, Mocksa, Pocos; 3] GMEY «Hauseomsams- i “Vor O OCRGE0C TRdrred) OO B0 et Earapee v Pocosions Sodeia e

MEJMUMHIOT MCCNEN0SaTENLEME LIEHTP SyIWEPCTER, THHEKDNONR N NEPIHMATONOMMM WHes a@gernsa B, Kynawoga» 000 -I"-n-, Mooxms, mm

Muagpana Pocons, Mocxksa, Pocous; 4) SFACY BO «Mepanit MOMOBOMA NocyAApCTBEHHSA MESMLMHCIOAR YHIUBEpCHTET Tepaest MockoeOos! 0C A0 TR-20 MOMUM-ODM psc00rreT . MW Cossronn (Couamosoon! VamaponreT).
wr, WM. Ceuesinaa (CeusHoanosi YensenoumeT 1= Mexannasa Poooae. Mooma, Pocoss L B Lo




lEHoMEQ

NokasaHua K NnpoBeaeHUIo et
FHHCKOAOMVIA AHK-ckpuHuHra

CKpUHMHIoBOE onpepfeneHume aHeyI'I}'IOJ:I,l/Il;I rnjona

HAYUHO-TIPAKTHUECKHE KYPHAA

aKyLLEPCTB

No 6/2016 (BKtoYaa onpepeneHme YacTUUHbIX aHeyn1oamm npm
HanM4YMM y nnopa HecbanaHCUPOBaHHbIX TPAHCMOKaLWN,

KAMHHUECKIME acCoLMMPOBaHHbIX C cMHAPOMaMu [ayHa, 3aBapaca

PEKOMEHAALIMH
1 MNMaTa) Npu ogHoN/104HOM 6epPeMeHHOCTUN BCEM

B HEWHBAZMBHLIA NIPpEHATAALHBIA

B g T TN YEHLWMHAM, HE MMEILMM MPOTUBOMOKA3aHUN.
CCKREHNDOBALINST

TabGnuua 1. JuarHocTHuackme XapakTepucTKH JHK-cepuusnra ansynnonavil nnona no Kpoad MatapH
ANA pA3NHYHBX XPoMOocoM (NpHEaAeHn ¢ D5% RoRapHMTANbHBIM WHTEPRAMOM,
PECCUHTAHHEM Mo 060G LIoHHBIM AaHHEM [13-20])

[ lonmemansHas O praanansHas
Ananuzupyean MNpoeepeso o
x oaa WCCneaoRaHMA UymeTEATenL0cTE, % | Cnedgudesiocrs., % mwr;np?ﬁnétmm nlmﬁﬂgﬁﬁf‘%
P 5 77 308 00,17 (98.46-99,6) | 00,94 (99,91-09.95) | 96,07 (94.84-97,08) | 99,99 (99,98-59,99)
15 i .E-E 7 B0 (G, -0, 04) 09,94 (99,92-99,96) B, a7 !35.43-91.3.!’! G5, 5 (54 R-100
113 B L2 a6, M (89, 16-90,83) | 90,93 (99,01-99.95) 64, 7% (56,2 (2.66) 55, 540 (94, 99— 100)
T 22297 02,75 (83,60-07,61) | 0091 (00.86-99,94) | 76.19 (65.65-84.81) 09,58 (90,05-00,00)

TonmediansHEad npegEErmesan ousaga [PPY) — 500 npouedt meg ¢ nonosmieibHeEMHe PeayiEiEaiEasme TecTE, Y K0ToPEE MMEesTcH
Wekokos srlomemmine, PPV noasonaeT olsEiEm. BEPOATHOCTE: TOM, Y10 2A0ONCEEIAE ACACTRRTENLHO WMEETER, M PrATNLTATEE TeCTa
MONGEWTENLHEE. 3ARACAT 0T CAOACTR TECTA W CAPAKTENHCTIE BCCRenyemo Brabopim;
“OTEMLATENRHEN NpendETasan oueses (NPY) — 310 Npouest i C OTRAETENEHE M PeayNETETasMd TECTA, Y KOTOPRE HET WCEDMOND
aabonesann. NPV nozgonser oUeHMTE BEPOATHOCTE TOro, 4o sabonesaswe peBCTEMTENLHD OTCYTCTEYET, BCnM pPEayneTETH TecTa
OTPHUATENEHEE, ZEEMCHT T CEBORCTE TECTA W XADAKTEPMCTHE BoCneayeMod Bebopau.



Pa3pbiB XpOMOCOMbI '://
 He 3aBucaT ot BO3pacTa poautenen
YoaneHHbI reHeTUuYeCcKmnm

C-M AHrenbmMaHa

4

« Tpy6aa 3MMP
« Tpy6aa 3PP
< Snunencus

v Atakcus

yacTtoTta 1: 12 000

MukpopeneuuoHHble

CUHAPOMBDI

BcTpeyatoTca yacTto

8 (800) 350-54-28

«/ ConpoBoxaalTcs TSHXENoM HEeBPOIOrMYecKom

MaTepumarl

c-M lMpapepa-Bunnu c-M OuIxopoxkm

« 3apepkka MMP « 3agepykka NMMP

« TunotoHus « BIC

' OxupeHne ' Tvnonnasusa TMMyca

v [MnoroHagmsm v NMMyHooedbunumT
yactoTta 1: 10 000 yactoTta 1: 2 000

CUMIMTOMATUKOM

C-M KOoLWla4dbero KpmnkKa

4

« 3apepykka MMP
' BTIP ropTaHum
' TunoToHus

v Mukpouedanus

yacTtoTta 1: 20 000

CUHOPOM 1p36

4

« 3apgepxkka MMP
' 3nunencua

' TunoToHus

v Mukpouedanus
v HapyLlueHune cnyxa

M 3peHuns

yacTtoTta 1: 5 000



= MyKkoBMCLMOO03

s DeHUNKeToHYpUS

= [anaktosemusq

= TyroyxocTb (SLC26A4)

= HelMpoHanbHbIV LeponaHbiM TMnodycUmnHo3
= Tyroyxoctb (GIB2)

n bonesHb BunbcoHa ATP7B

HocutenbcTtBO

ﬂeﬁlKO3HLLe¢aﬂOHaTI/IF| C BOB/ie4YeHMeM CTBOJIa
roJ1TOBHOIMO MOo3ra M CNMHHOIo MO3ra
M NnoBbllLeHMeM KOHUEeHTPpaUWnW NaKTaTbl

CuHapoM CmuTa-Jlemnun-Onuua
BonesHb Tea-Cakca
Mykononuncaxapmaos mn |

CUHOPOM MHOYECTBEHHbIX BPOXOEHHbIX
aHOMasMIM MIMMOTOHUM U CyaoPPOr TU |

O6cnepoBaHue
naptHepa

BbiABJZIEHO

N\

HocutenbcTtBO
He BbISIBJIEHO

—

v

Huskuh puck

HacnenCcrtBeHHOro

3a6boneBaHus

lEHomMED
SCOL
8 (800) 350-54-28

MOHOreHHble CUHOPOMbDI

m [MONMMKUCTO3 MoyekK C MOTIMKUCTO30M MedeHu
nnn 6e3 Hero TN 4

= BpoxxoeHHoe HapylleHWe rMUKO3UIMpoBaHnA
TMN la

= [Onactpodmueckada amcrnasus

" IMMYyHOKOCTHaga ancnnasung Lnmke

m CnHppoM Yiepa TMnN 2a

» foMouUnCTUHYPUSA

= BpoxaeHHaa HenepeHOCUMOCTb GPYKTO3bI

HocutenbcTBO Puck HacnencTBeHHOro
I
BbISIBJIEHO 3a6oneBaHua 25%
H Huskuin puck
UTeNbCTB

HacneacTtBeHHoOro
He BbIABJIEHO

3a6boneBaHus

* Pe3yanaTb| aHaJ/in3a Ha HOCUTEJTbCTBO MyT&LI,I/II?I, accounMmnpoBaHHbIX C ayTOCOMHO-peLeCcCnBHbIMU 3&60ﬂeBaHVI$|MI/I, BblOalOTCA B OTAEJIbHOM 3aKJ/TIOYeHUN.



f\ /IWUEHIHA WA OCYILECTRTINS MEALIHCKOR AeATenBHOCTH Ne f10-50-01-009532 or 20.03.2018r
rEHOMEﬂ NABOPATOPUSA MONEKYNAPHOW MATONOMMN

\ 2 ’ 115093, r. Mocksa, Moagonsckoe wocce, A.8, Kopn. 5

™ +7 (495) 660 8377
& mai

@genomed.nu

3akmouenne
10 pe3yJIbTaTaM HEeMHBA3HBHOIO NpeHaTaabHoro Tecra « HUIIC T21»

ManuenT: JlaTa 3a60pa MaTepHasia:
Jara poxaennst: JIaTA NOCTYIICHHS MATEPHAJIA B
Cpok depemenHoOCTH (HeIeIb): nadopaTopHio:

Honmep HecaepoBanns: JlaTa roTOBHOCTH AHA/IH3A:

PE3VJIBTATHI HCCIIEJOBAHHA
dpaxnus peranbnoii JTHK: 8.45%

o nmopa: Myskckoit

HccaexyeMasi XpoMocoMa BhIMACTeHBbIH PHCK IO Pe3y.IbTATAM KommenTapmii
1a00PATOPHOTO HCC
Tpucomas 21 (Canpom Jlayna) <1/10000 (<0.01%) PiicK miskiit

3akxmiouenne: [To pesynsraram nccnenosarns [IHK miona, BbIIeeHHOIT 113 KPOBI MaTepil, YCTaHOBIECH HII3KIT
PHCK POJKJIEHIIs peberKa ¢ Tprcommeii 21.

Bam puck (121

< 1/10000 1/500 1100 10/100 >95/100
(<0,01%) (02%) (1%) (10%) (99%)

Baxkmas HH%OPMH“I!ZHII OJIHO M3 CYIICCTBYIOIIIX HCCHS}IOBBEXIﬁ' HE MOJKET TapaHTHpPOBaTh OTCYTCTBHA Y
Gynyluero pebeHKa MHOOBIX OTKITOHeHNIT. HelHBasHBHbIT npel-laram-,ﬂmﬁ TeCT SIBJISETCS CKPHHIHIOBBIM METOIO0M,
OCHOBAHHOM Ha aHaI3e cBOOoAHOUMpKynupyromeil JIHK rroga. HenHBa3usHbI npeHaTatbHblil TeeT «HIITIC
T21» OIIpeJeNdeT PHCK TOJBKO TPHCOMIIT 21 XPOMOCOMBI Y rum;:(a, C ero moMOMIBKO Hemb3sl BBISBHTH BCe
TEHETHYECCKIE I HErCHETHYECKIIC T[pOSJ[eMM KOTOpBIC MOTYT OBITH y oy,lyn.lero peﬁem(a }]mxe ©CIIH pe3yIbTaThl
TecTa OTPIIUZTE'IBﬂﬂe HEBO3MOXHO IIOTHOCTBIO NCKIHOYHTH BCe l'lOTeHIllIaﬂBHHe ﬂpODJIE\lLT CBSI3aHHEIE ¢ 21

A MHKPOAYTUIHKALUL HeGONBIIIX Y4acTKOB ITOIl  XPOMOCOMBI.

Bpau-reneTnk

Me’ru:.un(a HCCTeI0BaHIIs He HCKIIIOYITE 3M Y I17101a 1/IUI [UTALEHTapHBIiT MO3AHLII3M 110 ITHM
xpomocoMan. JIs NpaBIIBHON HHTEPIPETAlNI Pe3yIBTAaTOB IiC nosyunTe TeNBHYIO

KOHCY/IBTAIIIO CIIelHaIcTa.

Kuepexaa 10 K.

\

\*ocwr

(

Dpaxnns deraasaoii THK: 8.45%
Mo.x maoaa: Myxckoil

p fILEH3UR HA OCYLUBCTRINENHE MEMLUMKCKOR AesTensHocTh Ne [10-50-01-009532 ot 20.03.2018r.
rEHOMEﬂ NABOPATOPUS MOJIEKYNIAPHOW NATONOI MK

T +7 (495)660 8377
o mai@

115093, r. Mockea, Mogonsckoe woccee, A.8, kopn. 5

romed

3akinouenue
10 pe3yJIbTaTaM HeHHBA3HBHOIO NpPeHaTaAbHOrO TecTa « HHIIC T21»

Tlanment: JlaTa 3adopa MaTepnaa:
JaTa posxaenns: JlaTa mOCTYILIeHAS MaTepHAIA B
Cpok GepeMeHHOCTH (Heeab): JnabopaTopHIO:

HoMep HceTeTOBAHAN: JlaTa rOTOBHOCTH AHATH3A:

PE3YJIbTATBI HCCJIETOBAHHA BbICOKMI PHCK

Tpucommm 21

Hccmenyemas XpoMocoMa BbIACIeHHBIH PHCK 0 Pe3yIbTaTaM KommenTapaii
1a6opaTopHOre HecACTOBAHAA

T ma 21 (Cuaapom Jaysa) 9/10 H pHCK

JaxmoTenne: Ilo pesyaeTaram HAHK niozna, Bel il 13 KpOBI MaTepil, YCTaHOBICH BEICOKIIT

PIICK poyc/IeHs peGerKa ¢ TpHcommueit 21

OG6HapyKeHa BbICOKaA BEPOATHOCTb CHHAPOMA JlayHa y nnoaa
Baw puck T21

<1/10 000 1/500 1100 10100 >99/100
(<0.01%) (0.2%) (1%) (10%) (99%)
Basxnas magopmanma:Hi oaHo m3 cymecTByromux llCC"lEl]OEaH][I] HE MOKCT IapaHINpoBaTh OTCYICTBIA Y
6yyIIero pedeHKa TFOEIX OTK Yer PHCK XPp TATOIOTHH Y 171013 He
MOXKeT CIYKHTh Ajg mp i1 TH, 8 Tpeﬁye't MNOATBeP:KIeHHA THATHO32 MeTOAOM
0 RAPHOT p: mroxa! H

i NnpeHaTanbHbIl TecT «<HUMC T21» onpeaenaeT puck

TonbKo Tpucomun 21 xpomocombl y mnoga. C €ro NOMOLbH Hesb3A BbIABUTD BCE TEHETMUECKME MW

HereHeTUueckue npobiembl, KoTopble MoryT 6bimb y Byayuerc p Nasxe ecnu pesy Tecta

OTpULATENbHDIE HEBO3MOMHO MO/IHOCTbIO MCK/IIOMWTD BCe MOTEHUManbHble npobnembl, csAsaHHbie c 21
XPOMOCOMOM, Harpumep, MUKPOAENELMA UM MUKPOAYNAMKALUMM HeBO/bLINX YUaCTKOB 3TOM XPOMOCOMBI.

MeToauKa UCCNEA0BAHMA He NO3BOMAET UCKNIOUYUTL MO3AMLM3M Y NNOAA U/WAW NNALLEHTapPHbIA MO3aWLUM3M No

3TMM xpomocomam. [11A NPaBuNbHON MHTEPNPETaLUK Pe3yNbTaTOB UCCNEA0BAHNA, NONYUMTE JONOHUTENbHYIO

KOHCY/IbTAaUMIO CeLnanucTa.

Bpau-reneTnk Knepckas FO.K.

lEHOMEQ

C—
8 (800) 350-54-28
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KnuHun4yeckumn cnyvyam

115093, r. Mockea, Nogonbckoe wocce, 4.8, kopn. 5

Jaiaouenne

NMueH3ua Ha OCYLIeCTBNEeHe MeanUWHCKon aeatensHocTi Ne J10-50-01-009532 ot 20.03.2018r.

NABOPATOPUA MONEKYNAPHOWU NATONOMUM

T +7 (495) 660 8377

@ mail@genemed.ru

o pe3yabTATAM HEHHBA3HBHOI'0 HPEHATAIBHOI0 CKPHHHHTA

HannenT:

Harta po:xaenns:

Cpoxk depemenHocTH (HeTemab):
Homep HCcenenoBaHHs:

PE3YJBTATHI HCCIETOBAHHA

®paknus peranpnon JHK: 4.91%
IToa nnoga: my:xcKroi

Hata 3abopa MaTepHana:

,I[aTa ODOCTYNJIEHHA MATEPHAIA B

nagopartopHio:

;-IIBTB TOTOBHOCTH aHATH3A:

BbICOKWIA PHUCK

Tpucomumn 18

Hecaenyemasn xpoMocoma BeruacieHHBIH PHCK 00 Pe3Y/IbTATAM KommenTapai
Ja00paTOPHOIO HCCAET0BAHAS
Tpucomas 21 (Caaapom Jayaa) <1/10000 (<0.01%) Prck HM3ZKHHA

Tpucomasa 18 (Caagpom JaBapaca)

9/10

Bricokmii pucK

Tpucomua 13 (Curapom Hartay)

<1/10000 (<0.01%)

PHCK HI3KHH

Monocomns X (Curapom Teprepa)

<1/10000 (<0.01%)

PrCK HI3KHI

3arawuenne: [lo pesynbraTaM HecoenoBaHHA cBoboaHommpkynmpytomei JJHK mioma, BeIeneHHOH H3 KPOBH
MATEPH, YCTAHOBIEH BRICOKHIL PHCK poskaeHHA pebenka ¢ Tpucomueti 18 (Cunapom Sasapca)

O6HapyeHa BbICOKan BEPOATHOCTb CMHAPOMa 3ABapAca y nioja

<1/10 000 1/300
(<0.01%) (0,2%)

Baw puck T18 | |

e Hwpeek ) BbICOKMI PUCK

1/100 10/100
(1%) (10%)

>99/100
(>99%)

8 (800) 350-54-28

% MauuneHtKa K. - 33 roaa

Y3u:
TBI1-1,5MM
HK+

B\x
X'Y-19mom

PAPP-a- 2,6MoM

Puck:

Tri 21- 1:7 299 (HU3KMI)
Tri 18- 1:17 921 (HM3KMIn)
Tri 13- 1:3 389 (HM3KMI)



1 lEHOMEN

8 (800) 350-54-28

KnuHuuyeckum cny4vyam

KapuoTtun nnopa 47,XY + mar

Y3WU B 18-19 Hepenb: be3 naTtonormm co CTopoHbl nioaa!
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KnuHuuyeckum cny4vyam

Knuunuecxuin anarnol: bBepemennocts 19-20 wepens. Kapwotun nnoga 47 XY.+mar. BoiCoxmi puck
cuHapoMa Jasapaca

MaTtepwan: [IHK

Oara noctynnenna obSpasuya: 23.07.2018 [Oara wccnepgosanwma: 28.07.2018
MonexynapHuii kapuoTun (B8 cooTaercTtenm c ISCN 2016): 47 XY +mar.arr(18p)x3
NMon nnoga: Myxckon

1. UmeeTCA TPHMCOMMA KOPOTKOro nNneya (p) 18 xpomocomel.

Paawep: 14168831 n.n.

Mewwi, pacnonoxesnbie 8 pakowe awcBanawca: USP14, THOC1, COLEC12, CETN1, CLUL1, TYMS,
ENOSF1, YES1, ADCYAP1, NDC80, SMCHD1, EMILIN2, LPIN2, MYOM1, MYL12B, TGIF1, DLGAP1,
AKAIN1, ZBTB14, EPB41L3, ARHGAP28, LAMA1, PTPRM, RAB12, GACAT2, MTCL1, NDUFV2, ANKRD12,
TWSG1, RALBP1, PPP4R1, RAB31, VAPA, APCDD1, NAPG, PIEZO2, GNAL, CHMP1B, MPPE1, IMPA2,
CIDEA, TUBBS6, AFG3L2, PRELID3A, SPIRE1, PSMG2, PTPN2, SEH1L, CEP192, LDLRAD4, RNMT,
MC5R, MC2R

MUKDOAENEUMOHHBIE H MHUKDOAYNNMKALMOHHLIE CHHAPOMBI, ACCOUMMPOBaHHbIE C ancBanancom (OMIM): Her

TpUCOMMKM KOPOTKONO NNEYa ONUCaKbI Y NAUWEHTOB C YMCTBEHHOR OTCTANOCTLIO M BPONMAEHHBIMKM NOPOXAMMK
passutua (Rodriguez L, Liehr T, Mrasek K, Mansilla E, Martinez-Fernandez ML, Garcia A, Martinez-Frias
ML. Small Supermnumerary Chromosome Marker Generating Complete and Pure Trisomy 18p, Characterized
by Molecular Cytogenetic Techniques and Review. American Journal of Medical Genetics Part A. 2007;
Mabboux P, Brisset S, Aboura A, Pineau D, Kourbi V, Joannidis S et al. Pure and Complete Trisomy 18p Due
to a Supernumerary Marker Chromosome Associated with Moderate Mental Retardation. American Journal of
Medical Genetics Part A. 2007; 143A(7):727-733.)

B ApyrMx y4acTkax réMoMa NaToréHMbix MMKPOAENeUMA 1 MMPOgYyNNMKauMA pamepom Gonee 800 000 n.w.
He oGHapyweHo.

2. Y4acTkm noTepH reTepOIMroTHOCTH COAQPXKALME NOMbL!, CBAIANHBLIC C POHOMEHOM MMNPUHTHHIA —
OTCYTCTBYIOT.

3. NPOTAXOHHLIO YHACTKH NOTOPH rETEPOIMIOTHOCTH (>3 000 000 N.H.) — HET (OOWENONYNALMOHHBIMA

R ]
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MJo[oB € CMHOPOMOM [ayHa 8 (800) 350-54-28
BblAB/1€HO 3a 6 NeT

............ @ -cccccccccccrsccccccco@eccccsssccccccccccccsdeoccccccccccccssssccce@occccccssccccccccccccc@ossccccccccccccssscccc@occcccccsnns
Anpenb Ntonb MapT deBparnb OKTa6pb CeHTabpb
[ [ ] [ [ ([ ] [
MNepBbIn TECT 10 000 TpaHcdep 20 000 TpaHcohep 35 000
Panorama TecToB TEXHOMOMMM TecToB TEXHOMOMMM TeCTa TecToB
TecTta Panorama Panorama no

MUKpoaene MOHHbIM
cMnMHaopomMam



NpeumyuwiectBa Panorama

MHoronnopgHasa 6€peMeHHOCTb

A~

8 (800) 350-54-28

Apyrue HAMT HUMNT Panorama
3UroTHOCTb ABOWUHM Het Aa
Mon Kaxxporo nnoga U3 ABOMHM Het Aa
:::::::yMbHan deTtanbHan Her Na
Cunapom [layHa, 3asapaca, MNaray Oa Aa
AHeynnouwauu NonoBbiX XpOMOCOM Her Aa (MoHO3MroTHaSA ABOMHA)




% MauneHTKa B. - 43 ropa

Panorama TecT npu ABOUHMU
KIIMHUYEeCKUUN npumMep

lEHoMED
OO
8 (800) 350-54-28

Pesynerar
PWUCK HE ONPEAENEH

SAKNHOYUTENBHBIE PE3YNIbTATHI

JUMOTHOCTb Mon nnogos
Awn3anroTHasn
pasHbie BNu3HeLb! N/A

PesynbTaT He nonyueH. Yposexs dpakuwn detansHol [IHK HaxoaMToa Huwe yposHs, HeobxoaMMoro AnA NpoBefeHus aHanu3a.
Huzkuii ypoeere detansHoi AHK moxeT Buime CNeacTBmeM WHAMBMAYANbHLIX 0COBEHHOCTEH nauweHTa, HebonbWworoe cpoka
GepeMeHHOCTH, NOBLILEHHOND BECA MATEPH WK, Pexe, XPOMOCOMHOI naTtonorveit y nnoja. PekoMeHaYeTCs NoBTOpHOe
NpefoCTaBNeHHe MaTepuana ANA WCCNeaoBaH1a

WCTOPHAR, W BLNaCh el B DSy DOl

MDET b OTPERATE. (e TInEO. PR A0 STOM0 NAUSEWTA, K A0NCMMTEN b DAaTOPE PO, BLNCREN, F0 HE O P AR, b

PESYJIbTAT: AHEYNNOWUOQWA

mepmuﬂarmm‘t
Tpucomua 21

TOMCOMARIS . ....ooorriiinssisnsssassissanne

BepoarHocTb
Pesynerar qo recra”
. PUCKHE ONPELENEH.........o.
.JPUCKHEONPEAENEH .............

JPUCKHEONPEAENEH .........

L. MiosmeraieT Chysidn, CEWAETENRCTEYOWNE O (DETAMuHOMN M | Win MNSUERTAPHOM MOGEMUMIRNE, 2, B I8MCHMOCTH OT BOIPSCTE HMETEp, MECTRMOHRON BOAPACTE W | Wiw DOUErD HacENEH, BLNW NpAMEHIMO,
PesdrenBaLHN NRELOCTARNAICTON NO JaNpocy, 3. Mals NOCNE TECTE A SHEyMNOMLHID BILNKRSET PERNETETW BNMOQHTMA PENarama 1 Aamisé onyinmoaas-ong meonegoaanan 17 BES weriumr | Dar &t al. Am )
Oibatet Gyn ecol. 2014), mosbps; 211(5): 527.81-27.8.17] n npepcTannese ki PPY | Beicoatiad peck) i WP (Hiasiel paeci), MaTepmmoed BODECT WCNOMBIYETCR & STOM DEIMETE, OAHAND sBEPOATHOCTE NOCAE TECTA»

T P

BepoarHocTs nocne
Panorama recr’
ST \ /L S




Mu@HIvm wa OCYWOCTONEHNE MEAMUWHCKDN ACATENsHOCTI Ne NO-50.01-000532 oT 20.03.18r

NABOPATOPUA MONEKYNAPHON NATONOMUU

lEHomMEn

Vol . i

AN N

115083, r. Mocxea, Moponscxkoe wocce, 4.8, kopn. 5

Muhopmaums o naumexTe

Hima nauseqTa:

AaTa poxgeHma:

MaTepusHcasi BOZPACcT Ha GaTY poace:

WMuopMauns o Tecte
Sasazum

WH(BOpMaLMA o KNMHIKE:

=T 2aKNIOHEHIR:

T +7 (499) 000 8ITT
O mad§genomed r

O CKPHHIMHIE: Pancrama™ - 3To oxpakmmrossii

TeCT, @ He OMarHOCTHHeckli. O ousHMBaeT

CMECE MATEPHMHIKOH W nnaussTapHoi [HE, -moe

MecTaumoHHEE BOzpacT: Data zabopa ofpazua: iy A
MaTepuHoei Bec: AaTa npuema ofpazua: xpomnmn TecT HE MONET FBPSHTHCESTE OTCYTCTEME
WaesmadiekaTop naumesTa: METEQHHCKER KpoB: HHBDX TEHETHHECKHX NATONomMi, 3 ONpenenssT puck
Homep naBopa: TOMEKD SZRENEHHLE CHHAPOMOE, PEIYNETET C HIEKIM

Homep wccnegoeanna:

DHCHOM He FEpaHTWRYET OTOYTCTEMA NaTonoriid v
nnoga. -
BEIEPAHHEIW TECT: MNon nnoaa, Bazosar nanans

SAKNHOYUTENBHBIE PE3YJIbTATHI

Pasynsrar

"
BbICOKASl BEPOATHOCTb SMrOTHOCTE Mon mnoga DETANEHIA KIS
Tpucomun 18 MOHO3MIoTHaA Q HeHCKHnn
7.4%
& WOEHTHYHEIE
BrMzHeLR! Q HEeHCKMNn
TlaxopaMa-3To CKPHEHEroBLI TeeT. HeodxoguMa mm’ymaqma TEHETHEA H JAHAr o8 £ MoMON B

HHKPOHATPHYHAMS AHANAEA, OUeHKA PHCKE JHE nnageHTapHara npnnm*gelmn JHK nnanerTsl HomeT oTARNATECA oT JHE
RAGKL AOFT MY He CABIVET APHHHMATE HEGEPATHH HN -l TeAkKo HA AXHHOTS A
PESYNLTAT: AHEYIINOWMOAWUK
= BepoaTHocTs Bepoarwocre nocre
TecTpyembiii CWW’ Pesynsrar 4o Tecta Panorama recr’

T

TpWcomua 13

HWEKAA BEPORTHOCTE

1/603

/1

<1/10 000

1. MCKIIOUBET CYUAN, CEARSTRNECTHYIILE O CRTAmHON K | A 2B 1 OF BPALTE METETH, PECTALBIHHON BIPBCTE M W OEWIED FECRIBHHA, B0 NpHMERED,
PerOMERIALY NPEQOCTRBNROTCA 14 38 NROCY. 3, PHOE FOCNE TECTS Ha S0y NI BRIEGUDET PEBTATH MOEHTME PaNGIans i 1anHxe ONyBrescoBanon WCeareanns 17 585 sevupn [ et & Am )

Ctsstit Gy ook, Z084], Bosbph; 2115); 527.01-27.2.17] W NPRRCTARNGHM K3 PRV (Raconsi pHok) o NPV (Heaini peoc), MATERsC00R BOPACT WIGAKIYITTES & FTOH [ACNITE, ORRAKD <BERORTHOCTE NOCAE TEcTas

T Ve
ACTIINMA. FR BTk B (8 s TR

i PFY 315 TR RAUMENTS, KK AONGNNHTENL HEE SEKTOR PRCES, DETKIMES, #3 HE O Ve pe

LIYTOrT: CREEBHNTS, Y3, mraes | cemeingn

lEHoMEQ

STl
8 (800) 350-54-28

NMuueHana Ha OCyWeCTBNEHHE MeanUMHCKOR aeaTensHocTy Ne J10-50-01-009532 or 20.03.2018r.

lEHOMEL
\/

115093, r. Mockea, MNogonsckoe wocce, 4.8, kopn. 5

|llutbopul|u|nanmm i

NABOPATOPWUA MONEKYNAPHOW NATONOIMKU

™ +7(495) 660 8377
© mail@genomed ru

O CKPMHWHIE: Panorama™ - 310 cxpunmnrosssit
TECT, @ He AMal OUeHMBaET
FEHETHYECKIA Marepuan, BLIQENEHHBIA 3
MATEPUHCKOR KPOBM, KOTOPGIA NpeacTasnseT cobo
CMECh MATEPUHCKOW W nnauexTapvor [JHK, wrobe:

BEPOATHOCTL € OKMX i
xpomocom. Tect HE MOMET rapaHTMpOBaTL OTCYTCTBHE
MHBIX MEHETMYECKMX NATONOMMI, 3 ONPEAENRET PHCK
TONLKO 33RBNEHHBIX CHHAPOMOB. PEIYNBTAT C HIMIKHM
pucmn HE rapaHTUpYeT OTCYTCTBMA NATONOMWIA Y

BNBPAHHNﬁ TECT: MNon nnona, basosas naxens

3AKNTHOYUTENIbHBIE PE3YJIbTATHI

Pesynsrar Deransha:
HU3KAS BEPOSITHOCTb romHocte flan nnos LA gpeies
@ Aun3nroTHas Q HeHckwid 7.7%
3Hble GNU3HeLb!
P (7' Mywcxoit 7.2%
PE3YJIbTAT: AHEYNOMAUK
Bep Bep nocne
Tectupyemsii cmwmtl Pesynsrar Ao recra’ Panorama recr’
Tpucomma 21 ] HISKAA BEPOSTHOCTB, .. 1B3....osecreimssinnns <i/4000
Tpucomnma 18 HV3KAR BEPOSTHOCTb . 1168 ooeeeiimrians <1/10000 .
Jpacomma 13 HV3KAA BEPORTHOCTL Y S <1/10000 .

1. MOUMOMIET Crryiam, CamaeT o e "/ - 28

BeTeNRC TEYICL O BOIPACTA MATE[M, FECTAPARHOD BOIPICTE W | WS4 COUEND WACENEHAS, BCTM
NPEAOCTABNWOTCA NO IANDOCY. . PCK NOCAE TECTA HE Sy TUMOMDAKD BSUWCHSET DY Nl 8T BAODATIE PENOMSME H Adrenid OGN MOBIMNON0

npEn O
weCneponden 17 8BS weviasn [Dar ot al Am )

PrOrs it
Obstet Gyn ecol NHLW mm uul z!nl’]-wmu-w\l:m p-u)-ﬂl’v:--ln-l p-c:} Hmn-u-\m WERURIYETCN § FT0M PECHTE, QUMD <SIPOATHOCTS ROCAE TCTRS
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NpeumyuwiectBa Panorama

Tpunnouausa

XoTa B 60NbLUMHCTEE CNTYYAEeB NpU TPUNJIOUAUM NPOUCXOAUT
BbIKMAbIL, BCTPEYAEMOCTb AAHHOM naTtonorum Ha 10-#1
Hepene 6epeMeHHOCTH cocTtaenseTt 1/1000.

Tpunaonama oTLOBCKOro NPOMUCXOXAEHUA UITU YAOCTUYHARA
MONApPpHa“A GEPEHEHHOCTI: noBbillaeT pUCK BOSHUKHOBEHUA:

[ | recTauuoHHoOM TpodobnacTudeckon bonesHum oo 5%;
B npeaknamMncum no 4%;

Bl  3/10KQ4YeCcTBEHHOM OMyXONn, TAKOM KK XOPUOHKAPLMHOMA.

Tpunnounun MATEPUHCKOro NPpoUCXoXAeHUA MOXeT
NMOBTOPATbLCA NpPU Nocneayrwmnx GEPEHEHHOCTIIX.

OuarHocTuka TpUNIoMaum AaeT BO3MOXHOCTb
onpegeneHUs pUcKa 4AHHOM NATONOMMKU NPU NOCNeAYIOWMUX
6epeMeHHOCTAX Y Cynpy>XXecKoi napbl.
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Tpunnompausa

B% MaumeHTKa M. 11-12 Hegenb 6epeMeHHOCTU

3AKNHOYUTENBHBIE PE3YNLTATDI

PesynsTar fon nnaoga DeTansHas GpaKLima
BbICOKHIA PUCK
i He onpepenen 35.17%

OGHAPY#KEHA BLEICOKAA BEPORTHOCTE TPHILIOHANHK ¥ 01048/ HeHeaanuero GanInena THG0 He AHArHOCTHPOBAHHOMN paHee MHOroII0 AN
GepeMeHHOCTH. PERKOMEHAYETCH KOHCYILTALNA BPaqa-reHe THKA L1 PEIEeHHA BONPOCa 0 HEoGX0AHMOCTH no ATeepaAeHiA. [lanopama-aTo
ckpuruuronsil recr. HeoGxogMMa KOHCYALTALMA FEHETHEA M AHAMHOCTHYECKOE 06CNEA0BAHKE C NOMOLLLI XPOMOCOMHOI0 MUKPOMATPHYHOID
ananmuaa. Quenka pucka ocHosana Ha anannae JHK magenrapuoroe nponcxosgenns. JHK magents moxer orandareca or AHK wioga,
HOITOMY HE CAEAYET NPHHHMATE HEOGPATHMEIX PEeH TOILKO HA OCHOBAHHM JAHHONO CKPHHHHIA.

PE3YNbTAT: AHEYITOMAWMN

Tmmm#cm‘ Pesynsrar m:wcm
Tpucomun 21 .. PHCK HE OMNPEAENEH N/A
Toncomn 13 PHOKHEONPEAEREH N
MowocommaX  PuokHeoneepened o NA
Tpunnonaua BbICOKAA BEPOATHOCTbL

/)f e ls 77 /,_(7 ACEE
SE7F - BI7C /t sees, /nv ceepeed £ ?W-!-!ﬁ /‘-’yz?ﬂ/"f'ﬁtﬁfﬁﬁé

'/ﬂjl/(/ tffe!//rrr{x/j Aré, f/c‘/ //{c’/ Lt A
Ll

Petteller Nllfled ZOA. [ Cibfeed /{f(/rrt- / el f

Tpunnounaus « flne7ecses e eclipeceef, K/z‘(ﬂ'ﬂ/b'dﬂ/fﬂﬂt
noaTBep)XXAeHa fbbe KK(J‘,».//V Vel ies Circltis /e Ok ? L LR //’n’ﬁvf
Yridez Cretern

/iL; (,;a'r'j{:f:' . g“;‘. /;’.-‘ //':frf.:'{ Tt '--,’_’-' , bt icer i - ff}'} frn//



I'Inau,eHTapru‘& MO3aULUIMN3M — OCHOBHaA NpU4YinNHa

NOo)XHbIX pe3ynbratoB HUTMNC

Mo3anyHaga
6nacrtouumcTa

Bo3MOXXHbIN Bo3MOXXHbIN
NTOXXHOOTpULLATENbHbIN JTOXKHOMOJIOXKUTENbHbIN
pe3ynbraT pe3ynbTaT

lEHomED
XOOCK
8 (800) 350-54-28



8 (800) 350-54-28

KnnHuyeckmnm npmumep

JakoueHHe
N0 Pe3yIbTATAM HEHHBA3ZHBHOIO NPEHATAILHOI0 CKPHHHHIA

% MauwneHTKa N. - 38 net

Y3U B cpoke 12-13 Hepenb:

TBI1,4MM, Mauuenrt: [Iponakuna Exarepuna Anexcanapoexa Jara 1abopa mavepuana: 04112018

HK+ Jara poxaennn: 29 051980 Jlara nocrynjienus MaTepUaia B
Cpoxk GepemennocTn (Hegeas): 10 aaboparopuso: 05.11.2018

B/X CKPUHUHT: Homep nceneposanus: 18P2865864-1-38 Jara rorosnoctn anaamia: 11.11.2018

XM4-1.6 MmoM PEIVJIBTATHI HCCJIEJJOBAHHSA

, cor
PAPP-a- 0,2 MOM Dpakuus ¢ETHJII-HIII: JIHK: 5%
o naopa: Mykckoii

BbiCOKMI pHCK

TpHUCOMMM 13

Puck: Hecaeayeman xpomocoma Briuncaennsiii pHCK 110 pe3yabTaTam Kommentapuii
tri 21- 1: 145 (HM3KkKMm Astraia) Asfepatepmers NccacAsRINES

Tpucomun 21 (Cuugpom Tayua) =1/10000 (<0.01%) Puck niakuil
Tpucomusn 18 (Cunapom Iasapaca) <1/10000 (<0.01%) Puck niskuil
Tpucomun 13 (Cunapom Haray) =09/100 (>99%) Bricoknii puck

Jakmouenne: [lo pesynwraram meeneposanns ceoboanounpkymmpyroweit JJHK nnoaa, seigenennoil w3 kpoen
MaTepu, puck poxaeHus pedenka ¢ tpucomueii 13 (Cunapom [laray) cocrarnser Gonee 99%
O6HapyeHa BbICOKanA BEPOATHOCTL cuHApoma MNartay y nnoaa

Baw puck T13 [ |

T HW3KWA pHCK ) BbICOKWH puck

< 1/ 1L AU 1/ LU [T
(=0,01%) (0,2%) {1%a) { 10%) (>99%)



AMHMOLEHTES:

Kapuotumn nnoga 46,XY

4

XMA mo okononaoaHbIM »
BOOaM

8 (800) 350-54-28

KnnHuyeckmnm npmumep

KnuHuueckuit guarHos: bepemeHHocTs 18 Hepens. Beicokui puck Tpucomun 13 no peaynetatam HANMC.
KapwoTtun nnopa: 46,XY

MaTepwan: AMHUOTWHECKAEA MUOKOCTb

[ara noctynnenna obpasuya: 09.01.2019 [fara mccnegosanna: 13.01.2019
MonexkynapHelid kapuoTun (B cooTeeTcTEMK ¢ ISCN 2016):

46,XY.arr[hg19] 20q13.33(62032988_62230974)x1

Mon nnoga: Myxckon

1. AmeeTca mMkpogeneums yvactka AnMHHoro nneva (q) 20 xpomocombl ¢ noznuymm 62032988 no
nosnumM 62230974, saxBaTtbiBarowan permon 20q13.33.

Paamep: 197986 n.H.
leHbl, pacnonoxeHHsle B padoHe aucbananca: KCNQ2, EEF1A2, PTK6, HELZ2, GMEB2
MukpogeneuMoHHsIE U MUKPOAYNNUKALWOHHEIE CUHAPOMBI, acCOUMMpoBaHHEIe ¢ Aucbanancom (OMIM): Het

Mpoyme cuHOpoMBl, accouwupoBaHHele ¢ gucBanadcom: B ofnacte geneuwn nonapaet red KCNQ2,
Aeneuud KOTOpPOro OMWCaHbl Y MAUWEHTOBR C 3nunencuen (Yale c ceMelHbiMu A06poKavyecTBeHHbIMK
HeoHaTansHeiMW cynoporamu, Tun 1, OMIM: 121200). Myraumm loss of function 8 paHHoM reHe
NpeackassIBanTCA Kak natoredHsle (pLi=1)

B obnacte peneuvn nonagaer reH EEF1A2. MeTepoanroTHele myTaumw B reHe EEF1A2 onvcaHsl y
NauWeHTOB C paHHeR mnageH4eckon anunentwyeckod aHuedanonatved, tan 33 (OMIM: 616409) wu
ayTOCOMHO-A0MWHAHTHOR YMCTBEHHORA oTcTanocTew, TN 38 (OMIM: 616393). Mytauwun loss of function e
OaHHOM reHe npeacKkasbLIBaTea Kak natoreHHesie (pli=1),
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KnnHuyeckmnm npmumep

MonekynsapHbii kapuoTun (B cootBeTcTBMKM ¢ ISCN 2016): arr(13)x3[0.8]
Mon nnoga: MyXCKoiA

AHEeynnouanM ofHONR UNW HECKONLKUX XPOMOCOM — oBHapyXeHa MO3aM4yHaAa TPUCOMMA 13 XPOMOCOMBI,
ypoBeHb Mo3aMunima ~80%

Tpunnonans — He obHapyxeHo

MonHoreHoMHan OAHOPOAWTENLCKAR AUCOMUA — He OBHapyXeHOo

Mukpoaeneunin u mukpoaynnukaumin paamepom Gonee 800 kb — He oBGHapyxeHO
3axmoveHue: ObHapyKeHa Mo3anyHan TPUCOMKUA 13 XpOMOCOMEI, YPOBEHb MO3anuunama ~80%
PexoMeHOyeTCA KOHCYNbTaUMA Bpada-reHeTuia.
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Huskmnm ypoBeHb dpetanbHon dpakumm

Ultrasound Obistet Gynecol 2018 T.l'
Published online in Wiley Online Library {wileyonlinelibrary.com). DOE 1010020519176, —
This is an open access article under the terms of the Creative Commons Attribution-NonCommercial License, which permits use,
distribution and reproduction in any medium, provided the original work is properly cited and is not used for commercial purposes.

Natera Clinical Study Validates New
Biomarker for Aneuploidy and Adverse
Pregnancy Outcomes

PRESS RELEASE PR Newswire A SHARE
Aug. 7, 2018, 02:50 PM

SAN CARLOS, Calif., Aug. 7, 2018 /PRNewswire/ -- Natera, Inc.
(NASDAQ: NTRA), a leader in non-invasive genetic testing, today
announced new study results demonstrating that fetal fraction, as

Fetal fraction-based risk algorithm for non-invasive prenatal
testing: screening for trisomies 13 and 18 and triploidy in
women with low cell-free fetal DNA

T. MCKANNA™, A, RYAN', S, KRINSHPUN', S, KAREHT?, K. MARCHAND?, C. GRABARITS?,
M. ALI*, A, MCELHENY?, K. GARDINERS, K. LECHIEN?, M. HSU®, D. SALTZMAN’, M. STOSIC!,
K. MARTIN' and P, BENN'"

"Natera Inc., San Carlos, CA, USA: *Beth Israel Deaconess Medical Center, Boston, MA, USA: *Vanderbilt University Medical Center,
Nashville, TN, USA; * Weill Cornell Medicine, New York, NY, USA; *St Lowis University School of Medicing, St Lowis, MO, USA;

S Lifelabs Genetics, Toromto, ON, Canada; " Mercy Hospital, 5t Lowis, MO, USA; *Northshore University Health System, Chicago, IL,
USA; *lcalbn School of Medicine at Mosnt Sinai, New York, NY, USA; "UConn Health, Farmington, CT, USA
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measured by Panorama® non-invasive prenatal testing (NIPT), can be Taught by renowned, full-time
used as an independent biomarker to screen for certain chromosome Business School faculty mem
abnormalities and adverse pregnancy outcomes. Fetal fraction is the e e

proportion of fetal DNA in the mother's blood, and it is known to increase ¢, comprehensive leadershi

with gestational age and to decrease with greater maternal weight. turn executives into visionarie;
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HOpPMalbHbIN norepsanu nopoku nnoaa no Y3U

KapuoTtun 6epeMeHHOCTb (kapuoTUN HEU3BECTEH)
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5% MauuneHTKa C. - 32 roga

JkcneprHoe Y3U B I Tp.  Aara 01.03.2018, KAL O3MP
Y3 cxanep: Voluson E8. Bnayanniaumn: yA0BNETBOPUTENLHAR.

Cpok GepemennocTu (CB) - no ANM 12 wepn. + 3 aven
-no KTP 11 Hea. + 3 aven
Obnapyxusaercn oBurinan marounan GepemennocTs
Cepaesunan AeATeNLHOCTL NNoAA onpeaenserca
UCC nnopa 170 yA. /vvn Bt il
Konuuko-temenHon paamep (KTP) 48.7 mm rreelenry
TonumKHa BoOpoOTHUKOBOrO npocTpancrea (TBIMN) 2.82 mm
BeHo3nwin npotok Pl 0.77 Preitind

Mapkepbl XpOMOCOMHONW NATONOrKMK NNoAa:
Koctk HOca: orcyrcraue / runonnasuna; [lonnnepoMeTpus TPUKYCIIMAANLHOMO KNanasa: HopMma.

buoxumus MﬂTOpHHCKO“ ChiBOPOTKH NaGoparopuwia Ne 18055274 K/L| O3MP
a3nva: 01.03.2018 uccnepnosana: 01.03.2018 Cachonona HA. obopyaocosanwe: PerkinElmer DELFIAXpress.

Cooboanan Gera-cybveamnnua XM4 6.75 ME/n axsmsanenTo 0,148 MoM
PAPP-A 0,575 ME/n akansaneno 0,303 MoM



TecT Panorama-
pe3ynbraT:

Pesynerar

SAKNTHOYUTENbHLIE PE3YJIbTATDI

PWUCK HE ONPENEJNEH N/A 2.4%

o nnona DeransHas Qpakims
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TecT Panorama-

pe3ynbTaT nepesabop: Gepementoct | 3AKTHOMMTE/IbHBIE PE3Y/ILTATI
npenocTaenet
BbICOKMA PUCK flon nnoga DetansHan Ppakuns
TPCOMMK 18 WeHckuii 3.81%

TecT Panorama-

pe3synbraT nepe3a60p 2: PE3YNBLTAT: AHEYNIOUAWUA
Tmnmu#mum" i
Tpucomms 21 o Huskas BEpOsTHOCTD
Tpucomma 18 ~ BbICOKAS BEPOATHOCTL
Tewcomma 13 o HeskadeeposTHOCTD
MoHocoMua X HW3KAR BEPOATHOCTb

PesynkTaT He nonydyeH. Ypoeerb dpakumrn betaneHol [JHK HaXoQWTcA HMXE YPOBHA, HEOBX0AMMOro ANA NPOBEAEHUA aHanusa.

HuzkuiA ypor

epementioc | SAK/THOMUTENbHLIE PE3YJ/IbTATDI

npeaocrTaene

PWCK HE ONPEAENEH N/A 2.9%

Pesynbrar llon nnoda QeTanbHaa QpaKiymng

HuzKkmi ypoBe

PesynbTaT He nonydeH. YpoBeHb dpakuun detansHoil HK HaxoaMTca HUME ypoBHSA, HeoBX0AMMOro ANA NPOBEAEHWA aHaNMW3a.
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nNoaa, NoaT oMYy HE CegyeT NPUHHMMAT L HeoBPaTHMBLIX POl BHUA TONLK O HA OCHOBAHMK JAHHOI O CK PUHHHIA.

Manopama-aTo c puHKMHIoBLIA TecT. H eoBxoguma KOHCYNLTALWA reHeTHKE M QUArHOCT Wy eck 0e oGcnenoaan Me ¢ NOMOL LI XPOMOCOMHOr 0
MHKPOMETPHYHOr0 avaniia. OueHKa pHcy a ocHOBAHA Ha aHanwie JHK nnausHTapHoro npoMcxom aeHMA. OH K nnaueHTs MoxeT oTnMyareca ot QHK

Tpunnownams HW3KAA BEPOATHOCTL




HUNT Ha MOHOreHHble cuMHAPOMBbI- Vistara

O6L1asa YyacToTa MOHOreHHbIX 3a6osieBaHUMN,
BbISIB/ISEeMbIX TeKCTOM Vistara, coctasnsieT

1 Ha 600 -

3TO Yalle, uem
cuHgpoM [layHa

Mouck de novo MmyTauun B 30 reHax

Chrosome

DNA

Gene

Gene

GENES
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HUMNT Ha MOHOreHHble cuHAPOMBbI- Vistara

KoMy noka3aH TecT

v Bo3pacTt oTua 6onee 45 net
< BIPy nnoga, ycTaHoBNEHHble Nno Y3U

« XKenaHwe >eHLLUMHbI

KTO MOXXeT NpouTH

o« YKeHUWMHbl C ogHOMNOAHON 6epeMeHHOCTbIO

v eHLwmHbl npowewme BPT ¢ QOHOPCKMMM
KIleTKaMu, ¢ oba3aTenibHbIM
npegocTaBneHne obpasla KpoBU JOHOPa

Axonpponnasus SnunenTtuyeckan aHUedanonaTms,

ANaXunns CUHOPOM paHHAA MHaHTUAbHanA, TUn 2

Antnu-Bukcnepa cuHapom xexcoHa-Bekcca cuuppom

AI"IED& CHMHPOM lOeuHanbHan MOHOLUWTapHasn NenKkemMns

KapauodaumokyTaHeansHbiii cukppom LEOPARD cuHipom

CATSHL cunppom MioHke cuHapOM

CHARGE cunppomM HyHaH cunapom

KopHenuu ne INaHre cuHapom HecosepuueHuslit ocTeorexes tun I, 1L I, IV

KocTtenno cuHppom MNdpeirdbcbepa cuHapom

Kpy3oHa cuHapoMm PetTta cuHopomM

Snepca-llaHno cUHaPOM Cotoca cuHpapomM, Tvn 1

Ty6epo3Hbii cKnepos TanatodpopHan aucnnazus, Tun |, |l

MnoxoHaponnasms SYNGAP T-accoumMmMpoBaHHbIN AeULIMT UHTeNNeKTa



AnNropuTM AMAarHOCTUKMU reHeTU4YeCKoOMm
MaToOJIOrMn y niioaa

9 Hepenb
6epeMeHHOCTH
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Y3U B 11-13
u 20-21 Hepenb
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rEHOMEn % 8-926-812-07-50 E jk@genomed.ru @ dr.kievskaja @genomed.ru




