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Ultimate Complete Autism Screening

TecT, KOTOpPbLIX NO3BONAET
onpenennutb BCe U3BECTHLbIE
Ha CerogHsAWHWUN AeHb
reHeTU4YeCKMe aHomManum,

cBsAzaHHce ¢ PAC
639

reHoB, cBsidaHHbIX ¢ PAC

+ 30

Bapunauun yncna konuun reHoB (CNV

Copy Naumber Variants), cBf3aHHbIX
c ¢heHOTUNOM, B TOM YMCIie N CUHOPOM

NTIOMKOU X-XpOMOCOMbI

f[eHeTM4YeCKNMU CKPUHUHT Ha pacCTpoMUcCTBa
aytTuctn4yeckoro cnekrtpa PAC
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Ultimate Complete Autism Screening

[aHHbIV reHeTU4YeCcKnin TecT aHanmnsupyer
OHK Ha Hannymne myTauummn, cBA3aHHbIX C
CUHOPOMaMU N HapyLeHUaMU,
xapaktepHbiMu ona PAC (paccTtponcrtso
ayTUCTUYECKOro crnekTpa)

PaccnpoctpaHeHHocTb PAC
1 cnyyain Ha 50-100 HOBOPOXAEHHbIX

E bICT p bl |7| n Ha cerogHawHunn aeHb - Tect UCAS Hanbonee
o NOMHbIA U COBPEMEHHbIN U3 TEHETUYECKUX
CBoeB PEMEeHHbLINU TeCTOB B pacnopsikeHun Bpadeir. Cnncok
aHann3mpyemMmx reHoB NOCTOSIHHO
'Dl MArHos3 obHOBNAETCA U OOMNONHAETCA.

KTo moxeT Ha3HaunuTb n/unu

nopeKkomMeHOoBaTb AaHHbe;I TeCT TeCT UCAS BKITHOYaeT B

[eTckuii Helponcuxmarp, cebs, 6e3 JONONHUTESTHOM
HeBponor gonnaTbl, CKPUHUHT /
aHanma Ha Hanu4ue
aHTUTen K gosfiaTHbIM

Pogutenu geten, B cnyvyae peLienTopam (FRAA)
ornpenerieHHbIX COMHEHUN
no nosoay Tpaektopun /

NpaBUSIbHOCTN HENPOPA3BUTUSA

[legnatp, ceMenHbIn Bpau

B cnyyae oTtpuuaTtenbHOro

Yo pesynstata Tecta UCAS, Hawwa
- natopartopusi BbIMOMHUT
NpoCcTOU ananus kposnu NOSIHOE CEKBEHNpPOBAHME
HeCKO/\bigé\?S/;’BeHO3HOI;I 3K30Ma (WES) 693
dornosiIHumesibHou

OTBeT B TeYeHune ornJiamal, [Ns HAXOXAEHUs
reHeTUYEeCKNX aHomManuu,
KOPPENMpYoLLNX C
Habg4aemMbIMM CUMATOMAMWU

45-60 QHEWN

c € CERTIFICAZIONE EUROPEA DISPOSITIVO
MEDICO-DIAGNOSTICO IN VITRO
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HaHHbIV TeCT nuccnenyeT Kak
naToreHeTNYeckne BapuaHTbl, Tak
Jeneunu, a Takxke aynankaunm B
reHHax 1 B pernoHax OHK,
CBA3aHHbIX C PAC.

1. U3smeHeHus, umerowue 00CmMo8epHoOe
KITUHUYeCcKoe 3HayeHue
(score 1 no knaccugpukayuu SFARI)

2. IameHeHus1, umeroujue 803MOXHOE
KUHUYECKOe 3Ha4YeHue
(score 2 no knaccugukayuu SFARI)

3. Mukpodeneuyuu /
Mukpodynnukayuu
(Copy Number Variants o CNV) ;

Ultimate Complete Autism Screeing
U CS [ eHeTUYECKUN CKPUHUHT Ha

paccTponcTBa aytuctmdeckoro cnektpa PAC

. YACTOTA OBHAPYXEHMWAA petecTiON RATE
TeCT UCAS COCTOMT M3 5 q)a3' O5na N3BECTHbIX TeHEeTU4YeCKux 950/0

¢dOpM C BbICOKOM MEHETPAHTHOCTbIO

O BbigeneHne AHK
O CeKBeHI/IpOBaHI/Ie C NOMOLWbBbK TEXHOJIOTUN

Next Generation Sequencing (NGS) CneuMcpuIHOCTb >800/
And N3BECTHbIX TeHEeTU4YeCKNxX o
(O bBuronHdpopmMaLMOHHbIN aHanns3 n OpM C BbICOKO NEHETPAHTHOCTbIO

BbiaBneHne SNV (Single Nucleotide
Variant) 1 CNV (Copy Number Variants)

HYyBCTBUTEABHOCTb 0
O MpuopuTnsaums BblAeNeHHbIX BAPMaAHTOB C Q1S U3BECTHBIX FEHETUYECKIX >9 8 /o

NMOMOLLbIO alirfOPUTMOB UCKYCCTBEHHOIO MHTENEKTa (POpPM C BbICOKOM MEHETPAHTHOCTLIO

O WHTepnpeTauus nonyyYeHHbIX 4aHHbIX HALIUM B cny4dae BbISIBNEeHUS, KaXablh U3 BapuaHTOB
BpayeM reHeTukom Oynet nepenpoBepeH / NOATBEPXAEH C MOMOLLbIO
TEXHOMOrMN cekBeHMpoBaHusa no metoay CaHrepa
(Sanger sequencing), a Kaxxabli N3 BblABNEHHbIX
CNV, 6yneT nepenpoBepeH/NoaTBEPXKAEH C
nomowbto TexHonornm SNP-Array.
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