P MECTO HAKJTEMKWN STUKETKU
2 C UMeHeM n pamununen
FETALDNA naumeHTKM

IL TEST PRENATALE DI ULTIMA GENERAZIONE

®OPMA 3AABKW HA NPOBEEHUE TECTA U UHO®OPMWUPOBAHHOE COI'JIACUE.
LOKYMEHTbI 3AMOSTHAIOTCH PA3EOPUYMBO MEYATHBIMU BYKBAMMU.

[ ] Base | ] Base PLus | | carioTiPO | | carioTiPo PLUS | | ToTaL screen

PATIENT / MALUEHT

Name / ma MoanucbiBasi AaHHyo hopMy, i TOATBEPXAAl0, YTO BCSA MH(OPMaLWs, BKItoYas MHOPMUPOBaHHOe
cornacue, HaneyaTaHHoe Ha 06paTHO CTOPOHE, MHOM NPOYMUTaHa U NOHATHA. S NOATBEPXAAl0, UTO Y
Surname / ®amunus MeHsi 6blfla BO3MOXHOCTb 3afaTb BOMPOCHI, KacalolMecs Leneil U BO3MOXHbBIX PUCKOB
uccrefoBaHUA MoeMy Jredvaulemy Bpady, u MHOW 6bln noJjly4yeHbl ncyepnbiBatowme OTBETbI. a
Date of birth NpoMHAOPMUPOBaH/a O TOM, YTO )XenaTesbHO MONYYNTb MPO(ECCUOHANbHYIO TeHETUYECKYIo
ﬂa/TMaMB?:'r(rﬂeH““ I:‘ I:‘ / I:‘ I:‘ / I:‘ I:‘ l:‘ I:‘ KOHCY/NbTALWI0 /10 W Moc/ie NpoBefleHUst TecTa. MHe Takxke M3BECTHO O BO3MOXHOCTW NONYYnTb
6onblue nHGOpMaLMK, KacatoLeincs NocnefHNX 06HOBNEHHbIX HOPMATUBHBIX CBEAEHUIN, TEXHUYECKO
Address / Ynuua WM MeauumHekon nHdopmauum, o HUMT FetalDNA Ha caite www.fetaldna.it. i uUHbopmMupoBaH/a, uto
nHbopMaLms, pasmMeléHHan Ha canTe www.fetaldna.it He MOXeT 3aMeHUTb KOHCYNbTaLMio Bpaya,
Post Code / MouTOBbIN MHAEKC City / Topoa IINarHOCTUKY 1 neyeHue. Artemisia S.p.A. (AO Artemisia), 3aperucTpuposaHHoe no agpecy: Viale Liegi

n. 41, Roma, ABNAACL ONepaTopoM MepPCOoHabHbIX AaHHbIX B COOTBETCTBUM CO CTaTbAMM 4 1 24
PernamenTa EC n. 2016/679, uHdopmupyeT Bac 0 TOM, YTO NonyyeHHble AaHHble GyayT 06paboTaHbl B
COOTBETCTBUM C TPe6OBaHUAMMU [ECTBYIOLLEr0 3aKOHOLATENbCTBA, @ WUMEHHO: [MpeKTuBbl n.
2016/680 n PernamenTa EC n. 2016/679 (cT.cT. 12, 13, 14). UHdopmupyem Bac o Tom, uto nonyyas

Country / CTpaHa

C.F./WUHH
NINYHble [AaHHble, nepeuynciieHHble B cTaTbe 9 OCHOBHble MpaBufa 3alWwuThbl fAaHHbiXx (GDPR -
Regolamento generale sulla protezione dei dati (UE/2016/679)) (a UMEHHO: reHeTUYeCKMe [aHHble,
Phone Number / Tenedon 9THUYECKME AaHHble, JaHHble O COCTOSIHUN 3[0POBbSA U MONOBOWN XN3HM) COXPaHAEM abCOMOTHYIO
QHOHUMHOCTb  JIMYHOCTU B CAy4asix MWCMOMb30BaHWS MEPCOHalbHbIX [aHHbIX B Hay4HbIX
Email vccrefoBaHUAX M UX Ny6nvKauuii B HayuyHoW nuTepatype (4OMycKaeTcs aHOHWMHas ny6nvkauus

pesynbTaToB HayuHbIX MccrefoBaHmil). Sl paspeluaro Kak nabopaTopum, Tak 1 MOMM BpayaMm,
noj, MOIO MOJIHYI0 OTBETCTBEHHOCTb, OTMPABUTb MEAMLMHCKOE 3aKloyYeHue Ha aapec

Date / flata D I:I / D I:I / D D D D MOeii 3N1eKTPOHHOI NOYTI.
AR/ MM/ rrrT

Patient's signature
Moanuck nauneHTa

DOCTOR / LABORATORY / BPAY/JIABOPATOPUA

Name of the doctor / msi Bpaua Address / Ynuua
Surname of the doctor / ®amunus Bpava Post Code / MHpekc City / lopog,
Doctor's phone number / TenedoH Bpaua Email

Laboratory / Clinical Diagnostic Center of Belonging Date / [lata / /
JTa6opaTtopus/ KNMHWKO-AMarHOCTUYECKMIA LEEHTP an/mm/rrer

Doctor's signature

Moanuck Bpaya
nonyunBwero
MHGOPMMpOBaHHOE cornacue

BEPEMEHHOCTb

Parity / Naputet Ethnic Group/3THuueckas rpynna African I:‘ North African I:‘
. ) o (G010 bl A e St e e a2 AdpHKaHCKas Cesepoadhpukanckas

Pregnancy Single D Monochorional twin Bicorial twin

BnunsHeupl D BamsHeub! |:| Caucasian / EBponeovaHas |:| Asian / AsnaTckas I:I Other / pyras I:I
BepemenHocTs  OpHonnogHas onHosiiLeBbIe nBysiiLieable
Spontaneous ARTH |
pregnancy ART homologous I:I 5K0 eterologous D |:| Weight / Bec (osnsarensisie anssie) Height / POCT (o6szarensiie nastisie)
BepemeHHoCTb 3KO romonoruyeckoe rerepornoruyeckoe

eCcTecTBeHHas

(Bo3pacT AoHopa) Smoker / KypeHue Yes / la I:‘ No / Het I:‘
Date Last Period

ﬂﬂﬁjﬁg??ﬁ?ﬂ”e“ MeHCTpyaumm1 D I:‘ / I:‘ |:| / |:| I:\ |:| |:| Clinical History / KnuHuuyeckas uctopus

Actual gestational age at the date of collection LVEE;:EM |:| D ZQVVIS |:|

AKyLLIepCKIAVI CpoK 6epeMeHHocm Ha faty 3350pa Kposu
WHOOPMWPOBAHHOE COI'JIACUE
OBWAA NHOOPMALNA
Mpexxae Bcero, B KOHLe HacToALWEero MHPOPMUMPOBAHHOIO COrNacusl NOATBEPXKAAETCS, YTO U3NOXKeHHas Hke MHbopMaLus, KacaroLwasca Bcex
CKPVHWHIOBbIX TECTOB, NPEACTaBNEHHbIX Ha KOMMEPYECKOM pbiHKe 1 HasbiBaeMbix HEMHBA3UBHbLIE MPEHATAJIbHBIE TECTbI (HUMT, NIPT) unu
cffDNA TecT, noHsiTHa.
HUMT npepcTtaBnsieT co60i CKPUHWUHIOBBIA HEAUArHOCTUYECKUIA TECT, KOTOPbI aHanuaupyeT dparmeHTbl OHK nnoga, cBO60AHO LMPKYIMpYoLLei
B KpoBM MaTepy, uMeHyemoli fetal freeDNA unu cffDNA u reHepupytoleiicst B Tpocdobnactax (knetkax, GopMupyrowmx nnaueHTy). 3Tm dparMeHTbl
OHK B npeBanupytoweM 6onbluMHCTBe cnydyaeB konupytoT OHK nnopa. bByayuu ckpuHuMHroBbiM TecToM, HUMT cnocobeH OLEHWUTb puUCK
BO3HWKHOBEHWUS XPOMOCOMHbIX aHoManui y 6yayuiero pe6eHka. HUMT gaeT oyeHb HU3KUIA MPOLLEHT JIOXHOOTpULATENbHbIX Pe3yNibTaToB, a YacToTa
BO3HWKHOBEHUSA JTIOXXHOMOJNIOXKMUTESIbHbIX Pe3ynbTaToB, N0 AaHHbIM MeXAYHapoHbIX uccnefoBaHunii, Bapbupyetcs ot 0,1 % go 0,3% cnyyaes.
B cooTBeTCTBUM C HayYHbIMU U METOAMYECKMMW YKa3aHUAMM, OKOHYaTesNlbHbIMU AMarHosaMu MOryT ABAATLCA UCKIOUYUTENIbHO AMarHosbl,
rnocTaBfieHHble MO pes3ynbTaTaM WHBa3WBHbIX MpPeHaTasbHbIX WCCNeAOBaHWii (aMHUOLeHTe3 U 6UOMNCUsi BOPCHMH XOpUOHA). Mbl  6blin
NPOUHGMOPMUPOBAHbI, YTO pe3yfbTaTbl 3TOr0 TeCTa He FapaHTUPYHOT abCOMOTHYIO TOYHOCTb ANarHo3a.
HWMT — TecT, 0OCHOBaHHbI Ha MOJNEKYNIIPHOM aHanu3e, NPOBOAMMOM Kak METOA0M CEeKBEHUPOBaHUs HoBoro nokoneHus (Next Generation Sequen-
cing), Tak 1 MeTogom Ludposoii MLLP (Digital PCR). MexayHapoHbIx Ny6anKaLmii, NOCBSILLEHHbIX 3TUM MeToAuMKaM npoBefeHus HUMT, HacTonbko
MHOTO, YTO U3JIOXKUTb B MHDOPMUPOBAHHbIX COMNIaCUSIX BCIO MOSIHOTY MHGOPMaLK O HUX HEBO3MOXHO. 1o 3anpocy Mbl MOXKeM NpeaocTaBUTb Bam
Heo6XoAnMble 6POLLOPbI, MM Bbl MOXeTe CaMOCTOSITENIbHO 03HAKOMUTBLCS C JaHHOW MHPOPMaLMe Ha OCHOBHbIX MEXAYHAPOAHbIX MeANLMHCKUX
pecypcax (Hanpumep, https://www.ncbi.nlm.nih.gov/pubmed/).
HecmoTps Ha T0, yTo HUMT BbINONHAETCA NOCPEACTBOM WCMONb30BaHUSI CaMblX WHHOBALIMOHHbLIX MOJNEKYNAPHbIX TEXHONOMUIW, UCCnefoBaHue
MOXET He AaTb pe3ynbTaT U AOJIKHO 6bITb NPOBEAEHO NMOBTOPHO. B COOTBETCTBUM C A@HHBIMU HayYHbIX UCCNIEA0BaHUIA 3TO NPOUCXOAUT NPUMEPHO
B 1% cnyJaes.
B cOOTBETCTBUM C MEXAYHAPOAHBIMU METOANYECKUMHU YKa3aHWUAMK, B ClydYasix OGHapYXXeHUs B XOAe YNbTPa3BYKOBOro UCCNeA0BaHUS NaToNori
nnoAa, 0CO6EHHO MPY BbISIBNIEHUWN YBEIMYEHUS TOMLLMHBI BOPOTHUKOBOM 30HbI (CBbILLE 3 MM), UTO ABASETCS NMPU3HAKOM BOASHKW UM KUCTO3HOM
rurpomsl nnoga, HUMT BbinonHATL He cnepyeT. MNpumerHeHne HUMT ana noaTBepXAEHUSA UM ONPOBEPXXeHWUs NOJ03PEHUSA Ha HalMume naTosorum
BO3MOXHO TOJbKO MO Ha3HaYeHMIO Nleyallero Bpaya U NpMHMMasi BO BHUMaHne CpoK 6epeMeHHOCTH.
HUMT FetalDNA He BbisiBNsieT c6anaHCUpOBaHHbIE XPOMOCOMHbIE NepecTporku. MoryT 6bITb He 06HapyXeHbl XPOMOCOMHbIE MO3auLM3Mbl Moaa
1/vnu nnaueHTbl (aBe 1 60o51ee NONYNSALMM KIETOK C pa3HbiM reHoTunom). HUMT He aHanM3upyeT ToYeYHble MyTaLuu, He UcCrieayeMble B TeCcTe
- CTPAHULIA T -




FetalDNA TlonHbii CKPUHWMHT, MeTUNAUMOHHble AedeKTbl, TPUMIOUAUW, MNOAUMIOUAUN U UHbIE XPOMOCOMHbIE U MOJIEKYNSIpHbIE MyTaLumu,
HaxoZsumecs 3a TexHuyeckumu npegenamu HAMT.

B cnyyae nonoxutenbHOro peaysnbTaTa CKPUHUMHIOBOrO MWCCEeAOBaHMS B COOTBETCTBUM C AEUCTBYHLLMMU METOAUYECKUMMU YKa3aHUSMU
NpoBOAUTCA 06si3aTeNlbHOE NOATBEPXKAEHUE €ro pe3ysbTaToB C NMOMOLLbIO MHBA3UBHOW NpeHaTaNbHOM AMArHOCTUKN (AaMHUOLLEHTES UK 6uoncust
BOPCUH XOPUOHA). ATU BUAbI ANArHOCTUKM NPOBOAATCS B HalleM MeMLMHCKOM LeHTpe B PuMe a6contoTHo 6ecnnaTHo (Kak 3a6op 6uomartepuana,
TaK U ero aHanua).

CpokM Bblgaynm MeAULMHCKOrO 3aKJIOYeHUst 3aBUCAT OT TUMa NPOBOAMMOrO UCCNEA0BaHUS U MOTYT 6biTb U3MEHEHbI NMPU HANMYUU TEXHUYECKUX
CNOXHOCTEN UNn B criyyae He06X0AMMOCTU AOMONHUTENbHOW BepuduKaLumm pe3ynbTaTos.

1 npouHdopMupoBaH/a, 4To AaHHbli HUMT, HeCMOTpsi Ha TO YTO BbLIMOSIHSIETCS NOCPEACTBOM MCMONb30BaHUS CaMblX MHHOBALMOHHbIX
MONeKYNSAPHbIX TEXHOJOTUIA, MOXET He AaTb pe3ynbTaT U JOMMKEH 6biTh NPOBEAEH MOBTOPHO (MPUMepHO B 1% cnydyaeB No AaHHbIM Hay4YHbIX
uccnepoBaHui). OTCYyTCTBME pesyNbTaTa TakKe MOXeT 6blTb BbI3BaHO HU3KOW KOHLeHTpaumel deTanbHon JHK (06b1uHO MeHee 4%). B Takom
cnyyae Heo6XOAMMO MPOBECTU MHBA3WBHYIO AMArHOCTUKY, MOTOMY UYTO HU3Kaa KOHUeHTpauusa deTanbHon OHK B KpoBU MaTepu MOXeT
yKa3blBaTb Ha MOBbILIEHHbIV PUCK POXAEHUS pebEHKa C XPOMOCOMHbLIMU aHOManUsMMU.

[ononHuTenbHan MHbopMauus:

XPOMOCOMHbIN Habop 60MbLIMHCTBA NtofeN UMeeT Mo ABe Konun xpoMocoMm ¢ 1 no 22. Kpome Toro MMeroTcst BE XpPOMOCOMbI, HasblBaeMble
NMOMIOBbIMU, KOTOPbIe OMPeAensitoT Hally MosioBYt0 MPUHAAJIEXHOCTb: XEHLMHbI UMEIT ABe KOnuu XpomMocoMbl X (XX), My>XXUMHbI MMetoT
XxpoMocomy X u xpomocomy Y (XY).

HUMT FetalDNA BbinosHAETCS METOAOM KonnyecTBeHHoro aHanmsa [IHK xpomocom MaTepu n JHK xpomMocoM nnofaa, BblAeNeHHbIX B KPOBU
MaTepu. lNpeBanupytowas yacTb aTux [HK ABNAIOTCA MaTepUHCKUMU, U UL HE3HAYMTENbHasA YacTb OTHOCUTCS K nioAy. TecT onpegenseT
oTnmMyaeTcs M konmyectBo OHK ofHOM XpOMOCOMbI OT OXWAAeMOro 3HayeHusi. Hanpumep, npeBbilleHNe 0XuaaemMoro konuyectsa 21-#
XPOMOCOMbI MOXET 03HauyaTb YTO Y NJioAa NPUCYTCTBYIOT TPU 3K3eMIJIsipa 3TON XPOMOCOMbI BMECTO 06bI4YHbIX BYX (4TO Bbl3bIBAET CUHAPOM
[HayHa).

Ecnu pesynbtat HUMT FetalDNA aBnsieTCs COMHUTENbHbBIM, 3TO HE06513aTeNIbHO 03HAYaEeT, YTO 6b1IM 06HAPYXKEHBI XPOMOCOMHbIE aHOManuu, a
Wb FOBOPUT O HETOYHOCTU MOJIYYEHHbIX Pe3ysbTaToB. ITO BbI3BAHO He OWMOKAaMW B XOAe BbIMONHEHUS UCC/efOBaHWUsA, a pasHbiMuU
NpUYUHAMK, BAVSIOLLMMWU HA UTOTOBbIW pesynbTaT: HeJoCTaTOYHOE KOMYecTBO deTanbHoM Gpakuum, To eCTb HU3KMIA MPOLEeHT deTanbHOou
OHK, 4To BO3MOXHO MO MpUYMHE U3NULLIHE BbICOKOro npoueHTa MaTepuHckon AHK. 3To MoXeT mpousonTu, ecnu byayuwiaa matb umeet
MHOEKUMIO MM NpUCYTCTBYET BOCMaNMTENbHbIN MPOLECC, UK €CNN 3a60p KPOBM 6bli1 NPOM3BeLEH HemnpaBuiibHO. Kpome TOoro, CyLLeCTBYHOT U
apyrue @akTopbl, 3aTPYAHSIIOLWME NPOBEAEHWE WCCNEAO0BaHUs, HanpuvMmep, MNNaueHTapHbIi Mo3auuusM, 6epeMeHHOCTb C CUHAPOMOM
ucuesatolero 6nm3HeLa (HepasBUBarOLLUIACSA BTOPOM MO U3 ABOMHM).

Korga Heo6xoAuMMO npoBefeHne MOBTOPHOIO WCCNefo0BaHWUs, BbINOJSIHAETCA HOBbIN 3abop KpoBWM 6e3 [OMNONMHUTESIbHOWM onnatbhl U B
6OMbLUNHCTBE CNyYaeB, NOC/e UCCief0BaHUsl BTOPOW NPo6bl KPOBW, TECT faeT pe3ynbTaT. ECiv M BTOPOW TeCT He faeT pesynbTaT, Heo6XoAMMOo
Npu6erHyTb K Apyrum Tunam uccrnegoBanus (yNbTpa3ByKoBOe UCCNef0BaHWe, MHBA3WBHbIE UCCNEL0BaHNUA U T.4.).

B cnyuasx, korga HUMT FetalDNA He gaeT ToYHOro pesynbTaTa O MOJIOBOW NPUHAANEIKHOCTU 6yaylLero pebeHKa, B AOMOJIHEHUE K 06bIYHbIM
uccnepoBaHUsAM MOryT 6biTb NPoBefeHbl JOMONHUTENIbHbIE UCCIe,0BaHUs, KOTOPbIE, OHAKO, He BbISIBNIAIOT Hanuuue aHeynnouaui noioBbIxX
XPOMOCOM (TaKuX Kak, Hanpumep, cuHapoM TepHepa u cuHapom KnaitHdenbTepa), a ToNbKo onpeaensioT non éyaywero peéeHka. 06 aTom
Heo6XxoAUMO NMOMHUTb U paccMOTpPeTb Heob6xoauMocTb npoBefeHus Y3U uccnepoBaHus U B cliyyae BbisiBIEeHMM NOJO3PEHUsA HA Hanuuue
reHeTM4eckux 6onesHein, CBA3aHHbIX C NONIOBbIMU XPOMOCOMaMU, MHBa3MBHOM NMpeHaTaNbHON ANarHoCTUKMU.

Xouy nonyunTb uHdopmaumio o nosne 6yayuiero peéerka? (OOA  (OHET

Mopnuce / Moanucu Moanuck Bpaya

naunenTa nonyuuswero cornacue

WH®OPMWPOBAHHOE COI'JIACUE
BbIEOP BbIMOJIHAEMOrO TECTA

fl noATBepKAal0, YTO NoJNyyYUna UcuepnbiBaloLLyo UHGOpMaLMIo 0 TUNEe CKPUHMHIOBoro Tecta HUMT, BbI6paHHOro MHOWM/HaMM,
OTMETMB rajloukoi COOTBETCTBYIOLLYIO AYEiKY HuXKe.

D HUMT FetalDNA BazoBbiii BbiSIBNISIET CaMble PacrnpoCTpaHEéHHble XPOMOCOMHble aHomanuu: cuHapoM [layHa (Tpucomusi no 21-oif XpOMOCOME),
cuHapoM 3aBapaca (Tpucomusi no 18-oi xpomocome) u cuHgpom MMatay (Tpucomusi no 13-oif XpOMOCOME) B COOTBETCTBUMU C AENCTBYHOLIUMU
METOMYECKUMU YKa3aHUAMU. HeCMOTPSl Ha TO, UTO 3TOT TECT BbIMOJIHAETCS C NMPUMEHEHUEM MeTOAa CeKBEHWPOBaHWUSA HOBOro rnokoneHust (Next
Generation Sequencing) ¢ KoHTposieM MeToaoM uudposoin MLP (Digital PCR) ¢ Bbicoyaiiuein 4yBCTBUTENBHOCTBIO, MPeXe Bcero (Kak u Bce apyrue
HeuHBa3WBHble MpeHaTaNbHble TECTbl) 3TO CKPUHUHIOBBINA, a HE AMArHOCTUYECKU TecT. ITO UCCrefoBaHWe, B COOTBETCTBUM C METOAUYECKUMMU
yKa3aHUsIMK, AO0/DKHO [OMOSNHATHL YNbTPa3BYKOBOE WCCNefoBaHWe TOMLWMHbI BOPOTHMKOBOW 30HbI, TaK Kak OHO MPEeBOCXOAUT TPaAMLMOHHbIE
6MOXMMUYECKMe TECTbI, BKITOYEHHbIE B CKPUHUHT MepBOro TpumecTpa (Hanpumep, Bu-tecT, u gp.). Kak 6b11o cKasaHO Bbille, MO 3anpocy MOXeT
6bITb onpepenéH non 6yaywero pe6éHka, Ho HE aHoManuu nonoBbIX XpoMocoM. [11a aHanusa Ha nNpefMeT HalMuusi UHbIX XPOMOCOMHbBIX U
reHeTUYeCKUX aHOManuii Heob6xoAMMO npoBefeHue oaHoro m3 HUMT, npuBepeHHbIX Huxke. Ewwé pas obpaljaeM Balle BHMMaHWe Ha TO, 4TO
NOATBEPXAEHHBIMA AMArHo3amMyu MOTYT ABMSATBCA MUCKIIOUYMTENIbHO [AWarHo3sbl, MOCTaBfIEHHble MO pe3dynbTaTaM WMHBA3MBHbIX MpeHaTanbHbIX
uccneaoBaHuin (aMHUOLEHTES M GUOMNCUSi BOPCHUH XOPUOHA).

Mopnuce / Moanucu Moanuck Bpaya

naunenTa nonyuuswero cornacue

D HWUMT FetalDNA Basogbii lNnioc aHanusmpyeT 3 OCHOBHble XPOMOCOMHbIE aHeyMIouaun, cBasdaHHble ¢ 21-i, 18-i, 13- xpoMocoMamu, NonoBbIMU
xpoMocoMamu X u Y, onpefensia Takxe non 6yayuiero pe6éHka, MHhopMauMio 0 KOTOPOM, MO BaLLEMY XXENaHUK, Mbl MOXEM WUCKIHOYUTL U3
pesynbTaToB WcCCnefoBaHuA. B Hopme no6oit 4yenoBek MMeeT MO 2 3K3eMmispa KaXAoW XPOMOCOMblI M MOA TEPMUHOM aHeynnouaus
nojipasyMeBatOTCA KONMYECTBEHHbIE U3MeHeHUs XxpomocoM. TepmuH TPUCOMMUSA osHauyaeT, YTo onpefesniéHHasi XpOMOCOMa B KaXK[oW KreTke
npeAcTaBnieHa B TPEX ak3emnnspax Bmecto ABYyX. [Mpu MOHOCOMWW onpepenéHHas xpomocoma npefcTaBiieHa B KaX[ow KjleTke B OJHOM
ak3emnnsipe Bmecto AByx. HUMT FetalDNA BbasoBbiin Mntoc uccnegyetr camble 3HauMMble M Hauboslee 4acTo BCTpevarolmecss XPOMOCOMHble
HapyLUeHus nioaa.

TPUCOMMSA no 21-i xpoMocome — 3TO camas pacrnpocTpaHEHHas aHeynnouaus, Npu KOTOpo XpOMOCOMbI 21-i napbl, BMECTO HOPMasbHbIX [BYX,
npeAcTaBieHbl B TPEX aK3eMnnspax. ITOT CUHAPOM U3BECTEH Kak CMHAPOM [layHa W npeacTaBnsieT co6ov Hanbosiee pacnpocTpaHEHHY GopMy
3a1ePXXKN YMCTBEHHOIO pasBuTUs. BbisiBnsieTcs ¢ yactoTon 1 cnyyai Ha 650 HOBOPOXAEHHbIX.

TPUCOMMSA no 18-t xpomocome — BTopasi U3 Haubosiee YacTo BCTpeyaowmux GopmM aHeynionamn, npu KOTopon XpomMocoMbl 18-oi napbl, BMECTO
HOpMarnbHbIX ABYX, NMPeACcTaBieHbl B TPEX ak3emMnnspax. 9TOT CMHAPOM WM3BECTEH KakK CMHAPOMOM 3JaBapAca v HecéT B cebe BbICOKUN pUCK
Bblkugplwa. BeisBnsierca c yactotou 1 cnyyai Ha 5000 HOBOPOXXAEHHbIX.

TPUCOMMS no 13-i xpomocomMe — oaHa 13 GopmM aHeynonaum, Kotopasi 06ycrioBieHa HanmumeM nuwHen 13- XxpOMOCOMbI, U3BECTHA KaK CUHAPOM
MaTay n xapakTepusyeTcs BbICOKMM PUCKOM BblKuAblla. HOBOpPOXAEHHbIE C CUHAPOMOM [laTay MMelT cepbésHble BPOX/AEHHbIe MaTosorum,
KOTOPbl€e YacTO CTaHOBAITCA NPUYMHOW paHHel cMepTu. B cpegHem 1 13 16000 geTen NosABASOTCA Ha CBET C AMArHO30M «CUHAPOM [aTay».
AHEYTJIOUOWUU MOJIOBbIX XPOMOCOM — 3TO aHOManuu nosoBbiX XpoMocoM X U Y, KOTopble ABMAAKTCA MPUYMHON MOSBIEHUS Ha CBET AeTeu C
peyeBbIMM HapyLIEHWAMW, C HapyleHWeM OMOpHO-ABUraTesIbHOrO annapata W WCMbITbIBAOWMMKM  TPYAHOCTU B 00yyeHun. Haubonee
pacnpocTpaHEHHbIM B 3TOM rpynne aHomanuu aenaetca CUHOPOM TEPHEPA wnu CUHOPOM MOHOCOMWU XPOMOCOMbI X, koTopblii BO3HWUKaeT
TOJIbKO Y XXEHLLMH U XapaKTepu3yeTcsi NOSHOW UM YaCTUYHOW MOHOCOMMEN MO NosIoBOi XxpomocoMe X. CuHAPOM TepHepa perncTpupyeTcs B cpefHeM
y ogHoro u3 2700 HoBopoXAaeHHbIX. HUMT FetalDNA BbifiBNAeT U Apyrue aHeynjaouauu: TPUCOMUS XpOMOCOMbl X (CMHAPOM Tpunn-X), CUHAPOM
KnanHdenbTepa u cuHppom fkobea.

Mopanuck / NMoanucu Moanucek Bpaya
nayvenTa nonyumBwero cornacve
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D HUMT FetalDNA KapuoTur, U3BeCTHbIW cpean KOMMepyecKuX TecToB nog HasBaHusaMmu «Kapuo» (Kario/ Cario) u «eKapuo» (eKario), npeacrtaenset
co6ol oTHOocUTeNbHO HoBbIN HUIMT, KOTOpPbIN Takxe 6yAy4n CKPUHWMHIOBLIM, MOMUMO XPOMOCOMHbIX HapylieHun, Bxogawmux B HUMT FetalDNA
Ba30BbIi, C KOTOPbIM $1/Mbl 03HAaKOMMUNACh/03HAKOMUNNCL paHee (KONIMYECTBEHHbIE OTKIIOHEHWUA Mo 21-i, 18-i, 13- XpoMOCOMaM M MONOBbIX
xpomocoM X 1 Y) o6HapyXuBaeT BCe OCTaJibHbleé KOJIMYECTBEHHbIE W3MEHEHUA XPOMOCOM, HasblBaeMble aHeyrniouausMu (UISMeHeHUst TOJbKO
KONMMYecTBa XPOMOCOM), ¥ BCeX OCTallbHbIX XpoMocoM. MHauye roeopsi, aHanua3upyeT HannMume OTKJIOHEHUN B KonMyecTBe BceX 23 XPOMOCOM,
COCTaBJIAIOLLUX KapuoTun nnoaa.

B cnyyae Korpa 6yayu,as MaTb SIBASIeTCS HOCUTENIEM OTpULLATENIbHOTrO pe3yc-(aKTopa, a 6yAylMiA oTel, ABNAETCA HOCUTENEM MOJNOXKUTENbHOIo
pesyc-¢aKTopa KpoBM (YTO AO/HKHO 6biTb MOATBEPXKAEHO LOKYMEHTANbHO Ha MOMEHT odopMieHus 3anpoca Ha nposegeHne HUMT FetalDNA), mbl
MoxkeM 6ecnniaTHO Mo BalleMy 3anpocy onpefenuTb pesyc-pakTop riofa (TeM He MeHee AaHHblii pe3ynbTaT JO/MKeH ObiTb MOATBEPXAEH
TPaAULMOHHBIMM NCCef0BaHUAMN), ANSA 3TOFO0 HEO6XOAMMO OTMETUTDb ranovKoi oauH us sapuantos: (O JA (O HET

Moanwuck / Moanucu Moanuckb Bpava

nauvenTa nonyuuelero cornacue

D HUMT FetalDNA KapuoTtun lnioc npeacTaBnseT co6oi TwaTenbHO pa3paboTaHHbIA U CROXHbIV HEMHBA3WUBHbIN TeCT CBOGOAHO LMPKYIUpYOLLEN
deTanbHom OHK.
BkntoyaeT B cebs npexze Bcero Bce uccregoBanus, Bxogswme 8 HUMT FetalDNA KapuoTun. 3TOT CKPUMHUHI aHanu3upyeT Hanumune XpOMOCOMHbIX
aHeynouauni NioAa, CBA3aHHbIX ¢ 21-1, 18-1, 13- XpoMocoMaMU 1 TakKe C NoNOBbIMU XpoMocoMamu (X 1Y 1 Ux KonndyecTBeHHble MyTauum). Kpome
Toro, kak u HUMT FetalDNA KapvoTun aHanusupyeT Bce OCTasibHble KONMMYECTBEHHble U3MEeHEeHUsI XPOMOCOM, HasblBaeMble aHeynnonavsmu
(M3MeHeHMe ToMbKO YMcia XpOMOCOM), Y BCEX OCTasIbHbIX XPOMOCOM.
WHaue roBopsi, aHanusnpyeT HaJIMume OTKJIOHEHUIA B KONIMYECTBE BCeX 23 XPOMOCOM, COCTABJAIOLLLUX KApMOTUN M1oAa.
B xone uccnepoBaHus onpefensieTcs non 6yaywiero pe6éxka.

B 9TOT YHUKanbHbIN TECT BK/IHOYEH TaKXKE CKPUHUHI 3HAYMTENIbHOrO KOJIMYECTBA PasfIMYHbIX XPOMOCOMHbIX MyTaLui, Bbl3BaHHbIX U3MEHEHUEM
CTPYKTYpbl XpOMOCOM (KOTOpbleé Ha3bIBAOTCA MUKPOAYMAMKALMUAMU/MUKPOLENeLMsiMM) Npu paspelleHun npumepHo 10 M6 B macluTabe Bcero
reHoMa (coobuiaem, 4To BCe NpefcTaB/ieHHble HA KOMMEPYECKOM PbIHKE HEMHBA3WBHbIE TECTbI HE MOTYT AaTb abCONMMOTHO TOYHbIX pe3ynbTaToB. B
COOTBETCTBUM C HALMOHaNbHbIMU U MEeXXAYHAPOAHbIMU METOANYECKUMM YKa3aHUSIMU, TOYHbIE ANarHO3bl MOTYT 6biTb NOCTaBNeHbl UCKIOYUTESNIbHO
nocpeAcTBOM WHBAsMBHbIX METOJOB MpeHaTanbHOM AUArHOCTUKM, TaKUX KaK aMHUOLLeHTe3 wau 6Moncus BOPCUH XOpPUOHA) C MpUMEHeHueMm
TexHonorun [HK-mukpouun (Microarrays)). HUMT FetalDNA KapuoTtun lnioc nosBonseT pacluMpuTb KONMYECTBO WUCCreayembix NaTonoruii c
MOMOLLbIO CKPUHUWHIA, aHaNIM3UPYHOLLEro Hanuuve y nnoja Haubosiee BaXHbIX CUHAPOMOB, BbI3blBaeMbiX MuKpoaeneuusmu. [og TepMUHOM
MUKpoAeneumn/MUKpoaynMKaLmMn MOHUMAKOTCS  aHOManuK, XapakTepuaylolimecss OTCYTCTBMEM HeOGOMbLIOr0 yyacTKka XpPOMOCOMbI, C
COOTBETCTBYIOLLEH noTepen reHeTuyeckon uHbopmMaumm (Mukpogeneuus), unu yasoeHnem ydactka OHK (Mukpogynnukauus). U To, u gpyroe
ABNSAETCS NMPUYUHON BO3HMKHOBEHMS NMaTONOINIA, XapaKTePU3YHOLLMXCS CNOXHBIMU Y MHOrO06PasHbIMU KIIMHUYECKUMU KapTUHaMK 1 GpeHoTUnamm, B
3aBUCMMOCTU OT CaMOM MOBPEXJEHHOW XPOMOCOMbI, OT €€ pacrnosioxXeHus B cTpykType OHK n oT pasmepoB camoi Mukpogeneuun. Cumtaem
Heo6X0AMMbIM HaMOMHUTb, 4To TecTbl HUMT siBRstoTCA HegmarHoctuyeckumu. [lanee 6yayT nepeyncrieHbl Hanbonee pacnpocTpaHEéHHble CUHAPOMBI,
BbI3blBaeMble MUKPOAENELUsMHU, UccrieyemMble nNpu ckpuHuHre: Cunapom Au Mxopau, CuHAPOM Kowaubero Kpuka, Cuigpom Mpagepa — Bunnny,
CuHgpom Bonbga — XupwxopHa, CuHgpom flko6ceHa, CuHgpoM geneuun 1p36, CuHapom AHrenbMaHa, CuHgpom JlaHrepa — MiguoHa, CuHgpom
KyneHa pae Bpusa, HacneacTteeHHas HeliponaTus ¢ NofBepPXXeHHOCTbIO Nnapanuuy ot cgaenenus (HHIMC), Cuugpom aeneuun 18q, Cungpom Anaxkuns,
Cungpom Py6uHwTeliHa — Teiéu, WAGR CuHgpom, Cuiapom MoTtoku — LWadepa, Cunapom Munnepa — ukepa, CuHgpom peneuuu 1q21.1, Cungpom
KnudcTtpa, Cunapom denana — Makdepmuga, Cungpom Cmuta — MareHuca, Cusgpom Bunbsimca.

BAXXHO: CuMTaeM Heo6XOAMMbIM HAMOMHUTb, YTO BbillenepeyncsieHHble MUKPOAENeLMn UCCNeAytoTCs TONbKO CKPUHWHIOBbBIM MeTofoM 6e3
OMarHoCcTUYeckoro noaTeepxaeHus. ®aktuyecku nogobHole avarHossl HE MOTYT BbITb MNMOCTABJIEHbI MO PE3YJIbTATAM KAKOIO-JINBO U3
CYLWECTBYIOLIMX HA CETOAHSALWHUIA OEHb HEMHBA3MBHbLIX MPEHATAJNIbHBIX TECTOB (HUMT). Ha cerofHsAIIHMIA AeHb WX NpoBefieHue el He
NPU3HAHO W He 0fJ06PEHO HALMOHANIbHBIMU U MEeXAYHaPOAHbIMU METOANYECKUMMU YKA3aHTSAMU U HayYHbIM COOGLLECTBOM; UX NPOBEAEHNE [OJHKHO
paccMaTpuBaTbCa B KayecTBe HayyHoro uccnepoBaHus u HE MPEOCTABJIAET KNAMHMYECKON 3HAUMMOCTWU. TeM He MeHee Haluu TecTbl Hay4YHOo
NOATBEPXAAIOT CBOK HaAEXHOCTb. Heo6X0AnMO MOBTOPUTL eLLE pas, YTOo ANA MOATBEPXKAEHUS WM ONPOBEPXEHUA pesynbTaTa, AO/KEH 6biTb
npoBeféH OAMH U3 UHBA3UBHbIX TECTOB C MOMOLLbI TEXHUKM MUKPOUYMMNOBOro aHanm3a 6uomaTepuana nnoga, 3abpaHHoOro nNocpefcTBOM MeTofa
aMHUoLLeHTe3a UM 6UOMCUM BOPCUH XOPUOHa.

HWUMT FetalDNA KapuoTun Mnioc BkntoyaeT B ce6s 6ecnnaTHoe NpoBefeHUe UCCel0BaHUs Ha BbiIBJIEHWE CaMblX PacrnpoCTPaHEHHbIX reHeTUYECKUX
MyTaLui, Bbi3blBalOLLMX MYKOBUCLMA03. TakuM 06pa3oM, eCiiv 0iHa U3 3TUX MyTaLMi MPUCYTCTBYET y MaTepu, HE06XOAUMO NPOBECTU aHaNU3 NNoAa,
YTO6bl y3HATL ABMSETCA NN OH JIULLb HOCUTENEM MK (B Cryyae, KOrAa oTeL, TakxkKe ABNAeTCA HOCUTENEeM) UMEET PUCK Pa3BUTUS MyKOBUCLMAO03a.
YTo B AeNcTBUTENbHOCTM cny4yaeTcs B 25 % cnydyaeB, ecnu oba poauTens sIBASKOTCA 340POBbIMUM HOCUTENsSIMU. HuxXe npuBeAEH nepeyeHb
nccrnefyembix MyTaLuii, KOTOpble IBAAOTCS Hanbosiee YacCTOBCTPEYAOLMMUCS M BaXKHBIMU 15t CKpUHUHTA. OcTanbHble MyTalumm, oTBevatoLLue 3a Te
e camble 601e3HU, He UCCneayTCs.

MykoBucLMA03 — HacneACTBEHHOE 3a60N1eBaHuWE, NepeatoLLeecsi o ayTOCOMHO-PELLECCUBHOMY TUMY, TO CTb OHO NepefaéTcs No HacneAcTBY B TOM
cnyyae, ecnm oba ponuTens ABASKOTCA HOCUTENSMM FeHeTMYecKol MyTauuu. Mpu 9TOM reHeTMYecKOM 3aboNeBaHUU MOpPaxkatoTCs OpraHbl,
BblAeNISIIOLLINE CNU3b, Yalle BCEro NeYeHb, KULLIEYHUK, PenpoayKTUBHAsA cUCTEMA U NErkue, rae 0COH6eHHO rycTasi CiM3b BIEYET 3a CO60M CepbésHble
Npo6JsieMbl C AbIXaHWEM U, KaK CNefCTBUE, pasnnyHble uHdekummn. B xone HUMT FetalDNA KapuoTtun Mntoc BbINOJIHAETCA aHann3 MaTEPUHCKOro reHa
nocpeACTBOM CKPUHWMHIa NEPBOro YPOBHS, KOTOPbIV NO3BOJISIET UCClef0BaTh Hanbosee YacTble U pacnpocTpaH&HHble MyTaL K, BbisiBNASA 0Koso 83 %
HocuTenen. YactoTa BbISIBNIEHUS MyTauuid B MTanuum cpeau 340POBbIX HOCUTenel (3a4acTyto O HUX [AaKe He MoA03peBalolyX) COCTaBnseT
npuénuantenbHo 1 ns 25 — 30 yenoBek, YacToTa BbISIBIEHUS1 3a60/1€BaAHUIN Cpeiv HOBOPOXAEHHbIX cocTaBnsieT 1 Ha 2500—3000.

BAXXHO: npv npoBefieHUn TecTa UCCNeAyrTCs TOSIbKO NepeyncneHHble panee Mytaumu: 711+1G-T, 621+1G-T, 1717-1G-A, 3849+10kbC-T, 2789+5G-A,
G542X, G85E, G551D, R553X, N1303K, R117H, R1162X, L1077R, L1065P, W1282X, R347P, I507del, T338I, F508del, 1677delTA, 2183AA-G, S549R, Q552X
852del22, R1066H, G1244E, 1259insA, D1152H, 711+5G-A, R1158X, 4382delA, 4016insT, A455E, 1706del17, 1502T, 3199del6, S912X.

B cnyuae korga 6yayuias mMaTb SIBASIeTC HOCUTeNeM oTpuuaTenbHoro pesyc-¢akTopa, a 6yaywiuil oTel, ABNSIETCA HOCUTENIEM MOJIOXKUTENIbHOIo
pe3yc-thakTopa KpoBu (YTO AO/MKHO 6bITb NOATBEPXKAEHO [OKYMEHTaNIbHO HA MOMEHT odopmneHust 3anpoca Ha nposegexnne HUMT FetalDNA), Mbl
MoXeM 6ecnnaTHO Mo Ballemy 3arnpocy onpeaenuTb pesyc-pakTop mnoga (TeM He MeHee fAaHHbI pesynbTaT JosKeH 6biTb MOATBEpPXAeH
TPaANLMOHHBIMU UCCTIE0BAHNAMM), ANA ITOFO HEOGXOAUMO OTMETUTb rafloukol oauH us eapuantos: (O 1A (O HET

Moanuce / Mognucu Moanuck Bpaya
naumenTa nonyuMBwWero cornacue

D HUMT FetalDNA TNonHbii CKPUHUMHT npefcTaBnseT cob0oi caMmblii TLLATeNbHO pa3paboTaHHbIN U NOMHbIA U3 CYLLECTBYIOLWMX HAa HACTOALLMIA MOMEHT
HeWHBAa3MBHbIN TeCT CBO6OAHO LpKynupytollei detanbHon JHK. BkntoyaeT B cebsa npexae BCero uccnefoBaHus, BbINOJHSIEMble NPU NPOBeAEHNUM
HUMT FetalDNA KapuoTun (npeanaraeM Bam BepHYTbCS K MpeablayLLemMy pasgeny, rae npusefeHa noapobHasn MHGopmauus o0 BO3MOXHOCTAX TecTa
npyv WCCNefoBaHUM MUKPOZENeLunid) U BKIOYAeT TaKXe WUCCNefloBaHUE TeHEeTUYECKUX MyTaluid, KOTOpble, COMMacHO CaMbiM MacluTabHbIM
nccnefoBaHUAM, CUNTAOTCA Ha CEroAHALIHUIA leHb MPUYMHaMM NpexaeBpeMeHHbIX PofoB. Hke npuBeAéH nepedeHb Hanbonee pacnpoCcTpaHEHHbIX
1 BaXXHbIX MyTaLuii, UCCrieayeMblx NPy NpoBeAeHUN NpeHaTanbHOro CKpUHUHra ninoga. OctanbHble MyTauum, OTBeYatoLLme 3a Te e caMble 60M1e3HH,
He uccnegytoTcs.

MYKOBUCLMAO03 MJIOOA (reH CFTR) myTauum: Phe508del / 711+1G-T / 621+1G-T/ 1717-1G-A / 3849+10kbC-T / 2789+5G-A / G542X / G85E / G551D / R553X / N1303K
/R117H /R1162X / L1077P / L1065P / W1282X / R347P / 1507del / T338I1 / 1677delTA / 2183AA-G / S549R

BPOXXOEHHASA TYTOYXOCTb (reH GJB2) myTaumm: Leud0Pro / c.35del

BETA TAJIACCEMUA (FeH HBB) myTauum: IVS1, G-C, +5 / IVST, T-C, +6 / IVS2, C-A, -3 / IVST1, T-G, -3 / IVS1, G-A, +110 / IVS2, T-G, +705 / IVS2, C-G, +745 / GGT24GGA /-101C-T
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/-92C-T /-88C-T / -87C-G / -86C-G / -31A-G / -30T-A / -29A-G / -28A-C / 3-UNT, A-G, +4 / C-A, -32 / 3-NT, 5-BP DEL, AATAAA-A / C-T,-90 / VAL60GLU / 1-BP INS, A, CODON 47 /
2-BP DEL, CC, CODONS 38-39 / LYST7TER / GLN39TER / TRP15TER / TRP37TER / GLU43TER / LYS6T1TER / TYR35TER / LYS8FS / GLY1 FS/ SER44FS / GLUG6FS / LEUT06FS
/ PRO5FS / VALT1FS / TYR35FS / LEUT4FS / TRP37FS / ASP94FS / GLY64FS / VALT109FS / PRO36FS / ALA27FS / MET1ARG / IVS1, G-A, +1 / IVS2, G-A, +1 / IVS1, T-G, +2 /
IVS1, 25-BP DEL / IVS2, A-G, -2 / IVS1, G-A, -1 / IVS2, C-T, +654 / 1-BP DEL, GTG-TG / IVS2, G-C, -1 / MET1ILE / 1-BP INS, T, CODON 26 / ASP114FS

BPOXOEHHASA TMMNEPIJIA3UA KOPbl HAANMO4YEYHUKOB (reH CYP21A2) mytaumu: ILE172ASN7 / VAL281LEU / TRP406TER / VAL281LEU, PHE306+1, GLN318-
TER, AND ARG356TRP / HIS62LEU / LYS121GLN

FEMOXPOMATO3 (reH HFE) myTauyuu: HIS63ASP / SER65CYS / 5569G-A / VALS3MET / VALSSMET / GLN127HIS / ARG330MET / ILETO5THR / GLN283PRO
AXOHOPOIMJIA3UA (reH FGFR3) myTaumn: GLY380ARG AND LEU377ARG / GLY380ARG, 1138G-A / SER279CYS

TMMNOXOHAPOIMJIA3UA (reH FGFR3) myTauuu: ASN540LYS, 1620C-A / ASN540THR / ILE538VAL / LYS650ASN, 1950G-T / TYR278CYS / LYS650GLN

CKENETHASA AUCMNNA3UA (reH FGFR3) myTauumm: R248C / S249C / S371C / K650E

CUHPOM AMNEPA (reH FGFR2) myTauun: PRO253ARG / SER252PHE / SER252TRP

CUHOPOM KPY30HA (reH FGFRZ) mMyTaumn: TYR340HIS / SER354CYS / TYR328CYS / SER347CYS / CYS342TRP / LYS292GLU / TRP290ARG / CYS342TYR /
CYS342ARG / ALA344ALA / GLN289PRO / LYS526GLU

CUHAPOM NMNOAUDDEPA (reH FGFRZ) myTaumn: THR341PRO / TRP290CYS / GLU565ALA / SER252PHE AND PRO253SER / SER267PRO / SER351CYS

CUHAPOM LEOPARD (reH PTPN11) myTtaumu: TYR279CYS / THR468MET / ALA461THR / GLY464ALA / GLN510PRO

CMHAPOM HYHAH (FEH PTPN11) myTaumm: GLN79ARG / THR411MET / ALA72SER / ALA72GLY / ASN308ASP / ASN308SER/ SER502THR / TYR63CYS / TYR62ASP /
ASP61GLY / THR73ILE / PHE285SER

CUHAPOM HYHAH (rex SOS'I) myTaumn: THR266LYS / MET269ARG / ARG552GLY / ARG552SER / TRP432ARG

CUHAPOM HYHAH (reH RAF1) myTtaumu: SER257LEU / PRO261SER / THR491ARG / LEU613VAL

OEHUNKETOHYPUSA (reH PAH) myTaumu: IVS12DS, G-A, +1 / ARG408TRP / LEU311PRO / GLU280LYS / ARG261GLN / ARG252TRP / MET1VAL /ARG158GLN / ARG243-
TER / PRO281LEU / TYR204CYS / ARG243GLN / TRP326TER / ARG413PRO / TYR414CYS / TYR356TER / 3-BP DEL, CTT / IVS7DS, G-A, +1 / LEU255SER / ALA259VAL /
TYR277ASP / 3-BP DEL, ATC / PHE39LEU / IVS10AS, G-A, -11 / LEU48SER / GLU221GLY / ARG261TER / 1-BP DEL, CODON 55 / ARG408GLN / PHE299CYS / IVS7DS, T-A, +2 /
SER349PRO / ALA322GLY / ASP415ASN / ILE306VAL / 15-BP DEL, EX11 / PRO244LEU / MET1ILE / IVS10AS, C-T, -3 / LEU333PHE / SER359TER / LEU98SER / THR380MET
/ GLY46SER / ALA47VAL / SER87TARG / ARG176LEU / VAL245ALA / IVS10DS, A-G, +3 / 1-BP DEL, 1129T / PRO407LEU / ILE65THR / GLU76GLY
CUHAPOM PETTA (reH MECP2) MyTaumn: PHE155SER / ARG106TRP / 2-BP DEL, 211CC / ARG306CYS / ARG168TER / GLU455TER / LEUT00VAL / 1-BP DEL, 710G /
THR158MET / ARG294TER

AYTOCOMHO-PELLECCUBHASA MOJIMKUCTO3HAS BOJIE3Hb MOYEK (reH PKHD1) mytauun: SER1664PHE / SER3018PHE / VAL1741MET / ARG2671TER /
ILE3553THR / ARG496TER / VAL3471GLY

CyMTaeM HeO6X0AMMbIM HaNMOMHUTb, YTO UHbIE MyTaL UK, OT/IMYHbIE OT MEPEYNCIIEHHbIX B MepeyHe UCCneflyeMblX B paMKax TecTa, He UCCNeayrTCs, U
No3TOMY 06HapPYXMUTb UX B paMKax AaHHOIo TecTa He NpefCcTaBAseTCA BO3MOXHbIM.

MoanucbiBasi faHHoe corniacue, Bbl MOATBEPXAAETE, YTO Bbl MPOMHYOPMUPOBAHBI O TOM, YTO UCCIIeloBaHUe BbllLenepeyncieHHbIX aHoManui (paBHO
KakK v Bce uccrnefoBanusi B pamkax HUMT) siBRsieTCA UCKFOYNTENBHO CKPUHUHIOBLIM UCCNe0BaHUEM.

Hackonbko 6bl HM 6bIsT TOUYHBIM W Yry6néHHbIM aHanus JHK B KpoBM MaTepw, Hanuuve uamn oTCyTCTBUE BCeX BbILENepeynCrieHHbIX NaToNoruin He
ABNSEeTCA abCONOTHO rapaHTUPOBaHHbIM.

TOUHbI AUArHo3 MOXXHO NMOCTaBUTb NWLLb MO Pe3ynbTaTaM AUarHoCTMKM (a He MPU CKPUHUHIE), KOTOpasi BbINOJIHAETCS NOCPeACTBOM aMHUOLLEHTE3a
“nun 6uoncum BOPCUH XOPUOHa.

3TO YTOUHEHME ABNSIETCA CYLLECTBEHHbIM, U 6YAYLIMM POAUTENSIM AOJKHO 6bITb M3BECTHO, YTO NPU NPOBEAEHUM 3TOrO UCCefoBaHNs (Kak v npu
NpoBefleHNN BCeX MpefCTaBfIEHHbIX HA KOMMEPYECKOM pbliHKe TecToB HUMT) cyuiecTByeT BEpOSITHOCTb OLUMGOYHOMO 3akouyeHus. CumTaem
Heo6XOANMbIM HaMOMHUTb, YTO HaLMOHaNbHble U MeXAYHapoAHble MeToAMYEecKMe YyKasaHWsi He MNpeaAnonaraloT BbINOJMIHEHUE MOJO6HbIX
uccneaoBaHuii NOCPeACTBOM HEMHBA3UBHbIX MpeHaTanbHbIX TecToB (HUMT) M noaTBEpXAAIOT, UTO Takue 3a6oneBaHUsi MOryT 6biTb 06HapyXeHbl
MCKJIIOUMTENbHO MO pe3ynbTaTaM MHBa3MBHOW NpeHaTanbHOW AWArHOCTUKM - aMHUOLeHTe3a WM 6MONCUU BOPCUH XOPMOHA, BbIMOJIHEHHBIX C
noMouLbio Takux MetoauK Kak [HK-mukpouun (Microarrays), monumepasHas LenHas peakuus B peasnbHOM BpemeHu (Real-Time PCR),
ceKBeHUpoBaHWe HoBoro nokoneHus (NGS).

HUNT FetalDNA MonHblit CKPMHUHI TaK)Ke BKJIOYaeT:

nccnefoBaHme HEKOTOPbIX MyTaLuiA, Bbi3biBaOLMX MYKOBUCLMA03, KaK YXKe ynoMuHanochk B pasgene o FetalDNA KapuoTun nntoc (M. pasgen Bbilie
nccnefoBaHue geneuun ak3oHoB 7 1 8 reHa SMN1 u reHa SMN2. Takoe uccnefoBaHve No3BoNseT 06HaPYXUTb NPaKTUYECKN BCe MONEKYNspHble
U3MeHeHUs, BbI3blBalOLLME CMIUHANIbHYIO MbilieyHyto aTpoduio (CMA), HO CyLLeCTBYIOT pefyaiiilune MyTaLuy, BbisiBNIEHWE KOTOPbIX NPY BbIMOJHEHWUN
[aHHOro Tecta HEBO3MOXHO.

- uccnepoBaHne HanMuus Bo3byauTenei MHGEKLMU B KPOBY 6epeMeHHON, KOTOPbIX MOXHO 06GHapYXXWTb Ha paHHeM 3Tare, fO0 Havana BbIpaboTKM K
HWM aHTUTen B npolecce 6epeMeHHOCTU. Takoe uccnefoBaHWe HACKONIbKO 6bl TOYHbIM U YIY6NEHHBIM OHU HU 6bINO, HE UCKJIOYaeT aHOManun
pasBuUTUSA NIofa BCneACTBUE MHDEKLUMW, NepeHeCeHHO [0 UK Nocine NpoBeAeHUs UCCeA0BaHuS.

- uccrnefoBaHue reHeTUYecKUX MyTauuin, ABASIOWMXCA NPUYMHON NpeXAeBpeMeHHbIX poAoB. Ho AOMKHbI NpefynpeauTb 3apaHee, YTo Nofob6Hoe
nccnefoBaHUe He UCKIOYAeT, YTO MPeXAeBPeMeHHbIe POAbl MOTYT 6biTb Bbl3BaHbl MHbIMU MPUYMHAMM.

- OLleHKY p1cKa NpPeaKIaMincum Ha OCHOBaHMM BUOXMMUYECKOTr0 aHanu3a. Takoe uccnefoBaHve oLeHMBaeT YPOBEHb PUCKA U, IBNIICb OY€Hb NMONEe3HbIM
LNs nevallero Bpaya, BCE ke He MOXeT laBaTb abCONMOTHO TOYHbIE pe3ynbTaThl.

- uccrnefoBaHue Hauboniee PacnpoCTPaHEHHbIX MyTaUuW, ABMSIOWMXCS MPUYMHOM HacnefcTBeHHOW Tpom6odunuu. Takue uccnefoBaHUs B
npeBanvpytoLLen YacTu MeXAyHapoAHOW MeAULMHCKON NMTepaTypbl NPU3HaOTCA HEOBXOAUMBIMU ANsi NPOMUIAKTUKM OCSIOXKHEHWI B npouecce
6epeMeHHOCTM (OT BbIKUAbILLA A0 3aAEPXKKM B PAa3BUTUK, OT OTCIIOWKM NNALEHTbI O TPOM6030B) U A0MKHbI PAaCCMaTpPUBaTLCS B KOHTEKCTe 06LLein
KJIMHUYECKOW KapTUHbI, TEM He MEHee OHU He UCKJIYAIOT Hanmumne Apyrux GakTopoB, Bbi3bIBaOLMUX NOJO6GHbIE OCSIOXKHEHUS.

BAXHO: Cuutaem Heo6XOAMMbIM HaMOMHMUTb, YTO BbllIENEepPeYnUCTIEHHbIE MUKPOZENeLmMn UCCeaytTCsl TONbKO CKPUHWUHIOBbIM MeToAoM 6e3
OMarHoCTUYecKoro noaTeepXxaeHus. Nogo6Hble anarHosbl daktuyecku HE MOIYT BblTb MOCTABJIEHbI MO PE3YJIbTATAM KAKOIO-JIMBO U3
CYWECTBYIOLWMX HA CEMOAHAWHUA OEHb HWUMT. Wx npoBefeHWe Ha CEroAHALHWA AeHb eld He MPU3HAHO M He OA06PEHO HayuHbIM
COO6LECTBOM M HALMOHAJIbHbIMU U MeXAYHapoAHbIMU MeTOAMYECKUMU PEKOMEHAALMSAMY, [AO/MKHO paccMaTpyBaTbCs B KayecTBE HAy4yHOro
uccneposanus u HE NMPEACTABJIAET KNMHUYECKON 3HAYMMOCTU. TEM He MEHee HalUW TeCTbl HAYYHO NOATBEPXKAAIOT CBOK HaZleXKHOCTb. Heobxoaumo
MOBTOPUTb eLé pas, YTo ANs MOATBEPXKAEHUS UM OMPOBEPXKEHUS pe3ynbTaTa, JOJKeH 6bITb NPOBefeH OAMH U3 UHBA3UBHbLIX TECTOB C MNOMOLLbIO
TEXHWKM MUKPOYUMOBOro aHanusa 6uomartepuana nioga, 3abpaHHoro NnocpeicTBOM aMHUOLEHTE3a UK GUOMCUM BOPCUH XOPUOHa.

B cnyyae Korpa 6yayuias MaTb SIBNSieTCA HOCUTENEeM OTpuuiaTesibHoro pesyc-akTtopa, a 6yayliuin oTel, ABASIETCA HOCUTENIEM MOJIOXKUTENIbHOIo
pe3yc-hakTopa KpoBM (YTO AO/MKHO 6bITb NOATBEPXKAEHO AOKYMEHTAIbHO HA MOMEHT odopmieHus 3anpoca Ha nposeseHne HUMT FetalDNA), Mbl
Mo)XeM 6ecnniaTHO MO BalleMy 3anpocy onpefenuTb pesyc-pakTop nnoaa (TeM He MeHee [aHHbli pe3ynbTaT AO/KeH 6biTb MOATBEPXAEH
TPaAMLMOHHBIMU UCCNEf0BAHUSMM), ANSt 3TOFO HEO6XOAUMO OTMETUTb raIoYKOol OAUH U3 BapUAHTOB: OBA OHET

Moanuce / Mognucu Moanuck Bpaya
naumenTa noyuMBWero cornacve

Kak yXe 6b110 CKa3aHo, HeBO3MOXXHO pa3MeCcTUTb NOJIHOCTbIO AnMHHeﬁI.IJMﬁ CMUCOK NInTepaTypbl, NO3TOMY HUXKe NpUuBeaeHbl OCHOBHbIe MeTOAUYECKUe

yKa3aHusi, HeOAHOKPATHO YNIOMUHAEeMble B HAaCTOSAILLL,EM COTNIacuK:

® LLGG Position statment congiunto SIGU e SIEOG 2004 - Uso appropriato delle tecniche di CMA (Chromosomal Microarray Analysis) nella diagnosi prenatale.

° LLGG Position statment congiunto SIGU e SIEOG 2017 - Uso appropriato delle tecniche di CMA (Chromosomal Microarray Analysis) nella diagnosi prenatale.

* LLGG Canadian Society “Prenatal genomic microarray and sequencing in canadian medical practice: towards consensus” (aprile 2015).

* LLGG documento congiunto del “Royal College of Pathology”, della “British Society for Genetic Medicine” [Gardiner et al., 2015].
Position Paper American Society of Ultrasound in Ob/Gyn: Cut-off value of nuchal translucency as indication for chromosomal microarray analysis, e coll Maya,
Ultrasound in Ob Gyn 26 July 2017.

* ISUOG updated consensus statement on the impact of cffDNA aneuploidy testing on screening policies and prenatal ultrasound practice First published: 1 June
2017

* Cell-free DNA Screening for Fetal Aneuploidy. ACOG. Commitee Opinion. Reaffirmed 2017.
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