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KomenTap Ha nadoparopusra:

N3cneaBaneTo n0Ka3a HOPMAJIEH PE3yNTar 3a CleJHUTe Xpomoszomu: 21, 18 n 13.
[IpenopbuBa ce TO3M pe3yiTar Aa ce pasriexja B Kopenanus ¢ GperaaHara
MoOpQoJIoTHsL.

ToBa e pe3ynTar, momyueH npu OPEeMEHHOCT ¢ OJIM3HALU, C OTKPUT Y XPOMO30MEH
Matepuai. B3 ocHOBa Ha KOJTMYECTBOTO HA Y MaTepuaia, BEPOATHOCTTA 32 0JIa Ha
Onm3HaIUTE Aa ObJe MBKKH/MBKKH € 96,2%, a Mbxku/xeHcku e 3,8% (Rafalko et
al., PLOS ONE 2021).

Pesynrarure TpsOBa ga ce MHTEPIIPETHPAT B KOHTEKCTAa HAa XOPHOHA U JIpyra
KIIMHUYHA WH)OPMAIIHS.

Cbabpikanue Pesyarar

ITon Ha ¢petyca CBOTBETCTBA HA MBXKKH
oJ1

AHEYIIVIOWUNU HA ABTO3OMUTE

Tpuszomus 21 (Cunapom Ha JlayH) Heratusen

Tpuszomus 18 (Cunapom Ha Enyapnc) Heratusex

Tpuszomus 13 (Cunapom Ha [latay) Heratusen

AHEYIUVIOUJIUU HA OTAEJHHU XPOMO30MHU

Tpuszomus 16 He e ycranosena

Tpuzomus 22 He e ycraHnoBena

CEJIEKTUPAHU MUKPOJAEJIEIIUN

22011 nenenus(aconuupana che curapoM Ha JIn Jlxopmku) | He e ycraHoBeHa




15011 nenenus (acoumupana cbe cuaapom Ha [Ipagep-Yumu / | He e ycranoBena
AHTeIMan)

11023 menenus (aconuupana cbC CHHAPOM Ha SIkoOceH) He e ycranoBena
8024 nenenus (acoumupana cbe cunapom Ha Jlanrep-I'eiinon) | He e ycranoBeHa
5p15 nenenus (aconmupana cbe cunapoM Ha Kpu o 1ma) He e ycranoBeHa
4p16 neneuus (acouuupana cbc CHHIPOM Ha Bond- He e ycranoBeHa
XUPIIXOPH)

1p36 nenerus He e ycranoBena

HeraTtuBHa NpOrHo3Ha CTOMHOCT

Herarusnara nporuosna croiinoct (NPV) 3a tpuzomus 21, 18 u 13 e no-ronsima ot 99%. NPV
3a aHEYIIOUIUH Ha 1oJ1oBUTe XpomMo3oMu (SCA) U celteKTUpaHu XPOMO30MH U MUKPOICIICIIHH
(ESS), He morar na 6bJaT U3YKCICHH M TE CE OTYMTAT CaMO KOraTo ObJie OTKPUT IMO3UTHBEH
pe3yJrar.

3a Tecra

C naboparopno pazpadorenus tect MaterniT® 21 PLUS (LDT) ce ananu3upa nuupkyaupaia
oesxierpuna JIHK ot kpbBHa mpoba Ha Maiikata. To3u TeCT ce M3MON3Ba 32 CKPUHHHIOBU
1IeJIM, a HE 32 qUarHocThka. [IpernopbunuTeHO € KIIMHUYHA KOpenanus Ha pe3ynraTa. JlanHuTe
3a BaJIMJIMPAHE Ha JIBYILIOHU OPEMEHHOCTH Ca OTPAaHMYCHH U CIIOCOOHOCTTA HA TO3H TECT Ja
OTKpHUBA aHEYIUIOUANS MIPU MO-BUCOKA MHOTOIIJIOHA OPEMEHHOCT BCE OIIE HE € BAIUIMpPaHa.

Metoa Ha n3ciaeaBaHe

HMupkynupamara 6e3knerbuna JJHK ce mpeurcTBa oT mia3MeHUsl KOMIOHEHT Ha MaifuMHaTa
kpbB. Excrpaxupanara JIHK cnen ToBa ce mpeBpbiia B renomHa JIHK Oubnuoreka 3a ananus
Ha HapylieHust B Opost Ha xpomo3omu 21, 18, 13 upe3 cekBeHHpaHe OT HOBO MokosieHue [1].
HezaabmxuTenHure KOHCTaTalMu, 0a3upaHu Ha MOpBhUYKaTa Ha TECTa, BKIIIOYBAT aHEYIUION NS
Ha nosnoBara xpoMmo3oma (SCA)[2] u monobpenu cepun 3a cekBenupane (ESS)[3], kourto mie
ObIaT JOKJIAJBaHU CaMO KaTO JIONMBJIHUTEIHU HAXOJKH, Koraro ce oTkpue aHomanus. SCA
TECTBAHETO BKJIOUBAa MHpopManus 3a X U Y Xpomo3omH, Aokaro ESS tecTBaneTo BKItOUBa
neneuuu B u3dbpanu peruonu (22q, 15q, 11q, 8q, 5p, 4p, 1p) u Tpuzomus Ha xpomo3zomu 16 u
22.

M3nbiaHenne Ha TecTa

EdextuBHocTTa Ha naboparopHo paspaborenuss tect (LDT) “MaterniT* 21 PLUS” e
oIpeJiesieHa B MPOYUYBAHE 32 KIMHUYHO BAIUAMPAH MPU OPEMEHHHU KEHH C MOBUIIEH PUCK OT
XPOMO30MHH aHeyruionuu Ha derycure [1 - 4]

ITon Ha detyca Tounoct: 99.4%

Pernonu (acormupanu CHHIPOMH) YyscrButenHoct** | Cnenu(puaHoCT
Tpuzomus 21 (Cunapom Ha [layH) 99.1% 99.9%
Tpuzomus 18 (Cunapom Ha Enyappc) >99.9% 99.6%
Tpuzomus 13 (Cunapom Ha [latay) 91.7% 99.7%
AHEYIJIOUINH Ha MOJIOBUTE XPOMO30MH (CaMoO 96.2% 99.7%

[IPH €HOILIOHA OPEMEHHOCT)




* KakTo e cpo0mieHo B 6asara gagau Ha ISCA nstd37
[http://dbsearch.clinicalgenome.org/search/]

** UyBCTBUTEIHOCTTA € OLIEHEHA B HAOJIOJAaBaHOTO PA3Npe/eieHre Ha M3BaJKaTa 3a BCEKU
cuazpoM [6a3a nanau ISCA nstd37] u B quamaszona ot ¢etanHu Gppakiuu, HabI0aaBaHu IpU
pyruHHu KauHu4YHU NIPT uscnensanusa. [leficTBUTENHATa 4yBCTBUTEIHOCT CBILNO MOXE 1
Oble TOBIHMSAHA OT JApyru (HakKTOpH Karo pasMepa Ha CbOUTHETO, OOmus Opod Ha
[I0CJIEIOBATEIHOCTUTE, OTKJIOHEHHETO Ha aMIUIM(UKanusATa WIM OTKJIOHEHUETO Ha
MOCTIeIOBATETHOCTUTE.

OrpaHnuyeHus HA TeCcTa

Borpekun ue pesynratuTre OT TecTa Ca MHOTO HaJeXJHHU, MPOTUBOPEUMBU pE3YITATH,
BKJIIOUMTEIHO HETOYHO IPOrHO3MpaHe Ha Iojla Ha IJI0JIa, MOorar Ja Bb3HUKHAT, IOpaau
IUTALIEHTApeH, MaluMH wWid (eTaseH MO3aulu3bM WIM HEOIUIa3Ma; H3uYe3Han OJIM3HAK;
MpeAllecTBalla TpaHCIUIaHTalMsl Ha OpraH Ha MaliKaTa; WIA JpYrd IpUYrHU. Te3u TeCToBe ca
CKPUHUHTOBU U3CIIEIBAHUS, @ HE IMATHOCTUYHM; T€ HE 3aMECTBAT TOYHOCTTA U MPELU3HOCTTA
Ha npeHartainHaTta auartoza ¢ CVS wnm amHuonenresa. [lanueHT ¢ nojaoxuTeneH pe3ynrar ot
TecTa TpsiOBa na ObJE€ HACOYEH 3a F€HETHYHO KOHCYJITHpAHE W Ja My Oblie MpeanokeHa
MHBa3MBHA [IpEeHATaJIHA AMarHo3a 3a MOTBBbPKIACHUE Ha pe3yJITaTUTE OT TecTa. [5]

Pesynrarure or TOBa M3CieNBaHE, BKIIOYUTEIHO IOJ3UTE W OTPaHHUYCHUsSATA, TPsOBa 1a ce
00CHIAIT C KBATM(DUIIMPAHH JICKapH, ITPeIJIaranii u3ciaeBaneTo. Pemenusra 3a mpekbCcBaHe Ha
OpeMeHHOCTTa He TpsOBa Ja Ceé OCHOBABAT CaMO Ha Pe3yJITaTUTE OT Te3H TecToBe. Jlekapsr e
OTTOBOPEH 3a M3IIOJI3BAHETO Ha Ta3W HWHQOpPMAIUS TPU JICYCHUETO HAa TEXHHS ITaIlACHT.
AHEyIUIONIMM Ha TIOJOBHTE XPOMO3OMH HE C€ JOKJIaJBaT B CIIy4al Ha MHOTOIUIOJIHU
OpemeHHOCTH. OTPHUIIATENHUAT pE3yNTaT HE TapaHTUpa He3acerHata OpPEeMEHHOCT, HHUTO
M3KJTFOYBA BE3MOXKHOCT 33 JPYTH XPOMO30MHH aHOMAJIUU WJIH BPOJICHHU Je(PEKTH, KOUTO HE ca
4acT OT TO3U TECT.

WNudopmanusara Mosxe J1a BKJIIOUBAa HEMH(POPMATUBEH pe3yiTaT, IPUUMHHUTE 32 KOMTO MoraT aa
ObIaT: HEJOCTAaThYHO MOKPUTHE Ha MOCJIEIOBATEIHOCTTA, IIYM WIM apTe(akTH B PETrHMOHa,
yCUJIBaHE WM OTKJIOHEHHE B MOCIEI0BATEIHOCTTA, WIM HEJAOCTaTh4Ha (heTaHa (ppakuus, HO
HE Ce OrpaHU4aBaT CaMo C THX.

Te3u TecToBe He ca mpeaHa3HAYEHH Jla UACHTU(UIUpPAT OPEMEHHOCT ¢ PUCK OT JedeKTH Ha
HeBpaJHaTa TpbOa WM ApYru AeeKTH Ha KOpeMHaTa CTeHa.

TecTBaHeTo 3a IAJIOCTHU XPOMO30OMHHU aHOMAJUU (BKJIFOYUTEITHO HA MOJIOBUTE XPOMO30OMHU) U
3a cyOXpoMO30MHH Je(eKTH MOKe Ja JIOBEAE 0 MOTSHIIMATHO OTKPUBaHE HAa TC€HOMHHU
aHOMAaJIMH, KaKTO Ha II0Ja, TaKa M Ha MalKaTa, KOUTO MOTaT a MMAT I'oJIsIMO, HE3HAYUTEIHO
WIM a HIMAT KIMHAYHO 3HaueHue. OlieHsBaHe Ha 3HAYMMOCTTA HA TaKbB ITOJI0XKUTEIIEH
pe3yiaTaT, KOUTO HEe MOAJIekKH Ha JOKJIaJBaHE, MOXE Ja C€ U3BBPIIU, KAKTO C MHBA3WBHA
MpeHaTagHa JWarHOCTUKA, Taka W C JONMBIHUTETHU W3CJIe/IBaHUA Ha Maiikara. TakuBa
M3CJIEIBAHKS MOTaT Ja JIOBEJaT J0 JUATrHOCTUIIMPAHE HA XPOMO30MHHU WM CYOXPOMO30MHHU
AHOMAJINM Ha MaiKaTa, KOUTO B HIKOU CIIyd4al MOXKE Ja ObJaT CBBP3aHU C JOOPOKAYECTBEHU
HJIH 3JI0KaYECTBEHH HEOIUIa3MH.

Te3u TecroBe MOXe Ja HE WACHTUQUIMPAT TOYHO TPHUILUIOMIUS Ha IUIoAa, OajJaHCHpaHU
MIpEeHapEeXIaHus WIK TOYHO Mpelr3hpaHe Ha pailoHa Ha CyOXpPOMO30OMHUTE TYIUIMKAIIMU WU



Jenenuy; Te Morar jaa ObJaT MOTBBPJIEHM 4Ype3 MpeHaranHa auarHoctuka ¢ CVS wnmm
amMHHOIIeHTe3a. PesynraTure Moxe a ObJAT MOBIUSHU OT MHJEKCAa HA TEJecHaTa maca Ha
MaiikaTa, TerJI0TO Ha MaliKara, CHCTeMHHUS JIYIyC epuTemMaro3yc Ha maiikara (SLE) u / unu ot
HSKOM (DapMalleBTUYHU areHTH, KaTo HUCKO MOJIeKylieH xemapuH (Harmpumep: Lovenox®,
Xaparin®, Clexane® u Fragmin®).

3a0ei1e:xKa

Sequenom, Inc. e mwpmepHo apyxkectBo Ha Laboratory Corporation of America Holdings,
u3non3panio mapkara Labcorp. Labcorp e pa3paboTuii To3u TecT M € Ompeaeiansl HeroBUTe
XapaKTEPUCTHKH. TecThT HE € 0I00PEH OT AJIMUHUCTPAIIUTA 10 XPAaHHUTE H JICKapCTBaTa.

Tasu nabopatopus e ceprudumupana kato kimHMYHa saboparopus CLIA cwrioacHo
HM3MEHCHMSTA 3a Mog00psaBaHe Ha kinauuHara tadopatopus (Clinical Laboratory Improvement
Amendments), kBanuduiupana 1a U3BbPIIBA BUCOKO TEXHOJIOTUYHH KIMHUYIHHU J1TaOOpaTOPHH

TCCTOBC C BHUCOKA CJIOXHOCT M € aKpCAUTHpPaHa OT Komnexa Ha AMCPUKAHCKUTC I1aTOJIO3U
(CAP).
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