LISA2

Mudopmanus o NIPT nis nanuenTos

NIPT (non-invasive prenatal testing, HewHBa3HMBHOE NpEHATAIBHOC TECTHPOBAHHUE) — 3TO
00001mIaromiee Ha3BaHWE TPYIIIBI TECTOB, KOTOPbIE AHAIM3UPYIOT ()parMEHTHl BHEKJIETOYHOM
JHK, mnpoucxonsme W3 IUIANCHTHL M LUPKYJIMPYIONIME B IIa3Me KpPOBH OepeMEeHHOM
JKEHII[MHBI.

NIPT ncnonb3yerca ANA CKPMHUHIA XPOMOCOMHbIX aHOMaAui naoaa.

VY denoBeka 46 XpoMOCOM, KOTOpPBIE COAEP)KAaT HACIEACTBEHHYI HHpopmanuio. Bo Bpems
K01 OEpeMEHHOCTH CYIIECTBYeT HeOObInasi BEPOATHOCTh TOTO, YTO OyAyIIUil peOeHOK He
IMOJIYYHUT OT pOI[HTeJIGfI HYXXHOTI'O KOJIMYCCTBA XPOMOCOM HJIM YTO 6OHI)HIa$I, WK MCHbIIaAd 4aCTb
HEKOTOPBIX XPOMOCOM OTCYTCTBYET WJIM SIBISCTCS M30BITOUYHOH. DTH M3MEHEHHS HAa3bIBAIOTCS
XpOMOCOMHBIMU aHOMAJIUAMHU, a 3a6OJICBaHI/I$[, KOTOPBIC OHH BBI3BIBAIOT, — XPOMOCOMHBIMUA
3a00JIeBaHUSMU.

Haubonee d9acto AMAarHOCTUPYEMBIMH XPOMOCOMHBIMH 33a00JICBAHUSMHU  SIBIISIOTCS
cunapom Jlayna (tpucomus Te. 3 xonuu 21ii. XxpoMocombl), cHHAPOM DBapica (Tpucomus 18),
cunapowm [laray (Tpucomus 13) u u3MeHeHHUs YKciia MoJI0BbIX XpoMocoM (X, Y).

NIPT mno3Boisier oOHApYKWUTH M npoaHanm3upoBarb mianenrapayio JJHK B kposu
Marepu. TecT CpaBHUBACT COOTHOIICHHME MATEPUHCKUX M ILJIALIEHTapHBIX XPOMOCOM M Ha
OCHOBaHUU 3TOT0 PACCUUTHIBAET BEPOSTHOCTH HATMYHUS XPOMOCOMHOIO 3a00JIeBaHus y TJI0/IA.

NIPT-tect BoisiBsieT 104 ¢ curapomoM Jlayna, OnBapzaa u [latay ¢ BeposiTHOCTBIO 98-
99% (4yBCTBUTEIBHOCTh TECTa); MpU ATOM ToibKo 1-4 ciydas u3 1000 mereit ¢ maHHBIMU
aHOMAJIMSIMU OCTalOTCAd HEOOHapyxkeHHbIMU (cnenuduuHocth Tecta). Ilockonbky NIPT
ananmusupyetr JJHK mmamentsi, B ciayuyae pe3ynbTaTa BBICOKOTO pPHCKa BCera HEOOXOAMMO
BBITIOJIHUTH TMOATBEPKJAIOIMINNA aHAIN3 Martepuana rioaa. s 3Toro HEoOXOAMMO TPOBECTH
WHBa3UBHYIO TMPOLEAYPY M XpOoMOCOMHBIM aHanu3. Ilpu cungpome J[layna pesynbrat
noareepxkaaercsa B 90-91% ciyyaes, a npu cuHapomax Dasapica u [laray — tosbko B 35-65%
ciry4aeB (IPOrHOCTHYECKAs IIEHHOCTH TECTA).

[Tomumo HamOoisiee yacTBIX XPOMOCOMHBIX aHoManuii, psii NIPT-TecToB mo3BOJISAIOT
ONpENeNIUTh IMOJI TMJI0OJa ¥ BBIIBUTH XPOMOCOMHBIE MHKPOAHOMAIMU (MHUKPOJIENEIHH,
MUKPOYIUIMKALIMH ), BEI3BIBAIOIINE PA3TUYHbBIE CHHIPOMBI.

Ecnu ncrons3oBaTh TECT, B KOTOPOM ONPEACIAIOT €€ U IMOJOBBIC XPOMOCOMEI, TO IIPpH
OTHUX aHOMAJIHUAX (HaHpI/IMep, CUHAPOMC TepHepa) AUAar"Ho3 MmOoATBCPIKAACTCS JIMIIb B ITOJIOBUHE
CJIy4acs.

Bpems BoinosiHenusi NIPT

NIPT-o0cnenoBanue MO>KHO MPOBOIUTE ¢ 9-i mnu 10-i Hepenu OEpeMEHHOCTH U BILUIOTH 110 €€
OoKoHYaHHs. PexoMeHmyeMoe BpeMsl MPOBEICHHS Tecta — 10 14-i HeAenu, MOCKOJbKY TOraa



pe3yabTaT CKPUHHMHIA MOXHO OyAeT y3HaTh yXe Ha paHHUX CpOKax OEpeMEHHOCTH M TpH
HEOOXOAMMOCTH IIPOBECTU JONOJHUTENbHbIE HCCIEAOBAHUS ISl TMOATBEPXKICHUS HIIH
UCKJIIOUEHHUs] XpoMocoMHoi Oosiesnu. Ilepen B3situem ob6pasua kposu mnst NIPT neo6xomnmo
HOJTBEPIUTH pa3Mep OEPEMEHHOCTH, CEpALICONEHHE MI0a U KOJINYECTBO MJIO0B.

Pesyabrarel NIPT u 4T0 OHM 03HAYAKOT

NIPT — 3TO CKpHMHUHIOBBIM TECT, KOTOPBI I03BOJSET OLEHUTHh HAJIWYUE BBICOKOIO WM
HU3KOTO PUCKA JUIsl HanboJiee pacpoCTPaHEHHBIX U TSDKENIBIX XPOMOCOMHBIX aHOMAJIUHU TUIOJIA.

Ecnu puck BbICOKHIl, TO HEOOXOJUMO MPOBECTU TUATHOCTHYECKOE HCCIIECOBAHUE JUIS
MIOATBEP)K/ICHUS TMOJIYYEHHBIX pPE3yiabTaToB. [[s 3TOro HyXHO B3STh MaTepuan y IUIoJa
MOCPEACTBOM 3a00pa OKOJIOIUIOAHBIX BOJ (aMHHUOIIEHTE3). B HEKOTOpBIX Cilydasx HpPOBOJAST
OMOTICHIO BOPCHHOK XOpHMOHA. AHAJIN3 MOJYYEHHOTO MaTepuasia JaeT OKOHYATEIbHBI OTBET O
HaJIMYUU WIK OTCYTCTBUM XPOMOCOMHOM 00JI€3HH Y IJI0/a.

IIpu BbICOKOM pHCKE OEpeMEHHYI0 HEOOXOAMMO HAIPaBUTh Ha KOHCYJBTAIHIO
THHEKOJIOTa WM MEIWIMHCKOTO TEHETHKa. PelieHne o mpephiBaHUU OEPEeMEHHOCTH HEIb3S
IIPUHUMATH TOJIBKO HAa OCHOBAaHUHU pe3ynbTaToB NIPT.

Husknit puck B pesynbrare NIPT o3Haudaer, 4TO0 BEpOATHOCTH HAIM4YUS TECTHUPYEMBIX
XPOMOCOMHBIX HapYyIIEHUH y IUIOAA OYEHb MaJICHbKasl.

NIPT HEe MOXET BBISIBUTH IIOPOKH Pa3BUTHA IIJIOAA WM HACJICACTBCHHBLIC 3a0071eBaHUs
HW3-32 U3MECHECHHUH B I'eHaXx.

Cay4aiinbie Haxoaku B pesyabrare NIPT

Ecmn B uccnemoBanuu NIPT ucnosb3yercs NMOJIHOTEHOMHOE CEKBEHUPOBAHHUE, T. €. METOJ
HCCIIeI0BaHMsI, OXBAaTBIBAIOIINN BCce XpoMocoMbl (Hanpumep, Niptify), To MOTyT ObITh BBISIBIEHBI
MoOOYHBIE OTKJIOHEHHS, KOTOphIE HE SBISUIMCh MENbl0 CKpuHWHTa. OHHM Ha3bIBAIOTCA
"ciydaiiHple HaxoAku'". HekoTopple M3 HUX KIMHUYECKH BaXKHBI M BBI3BIBAIOT pa3iIMyHbIE
CHHJIPOMBI.

Hanpuwmep, Haubosiee pacnpocTpaHeHHbIH cuHApoM Mukpojenenuu (du lxopmx umu
cuaapom CATCH) BbI3BaH motepell HeOonbLIOW yacTH XpomMocoMbl 22 (menemust 22qll.2).
3aboneBanue BcTpeuaercss B 1 ciyuae Ha 2000-4000 ponmoB. ¥V gereil ¢ 3TUM CHHAPOMOM
Ha0JIto/1aeTCsl JIerKask WIM yMEpPEHHas YMCTBEHHAasi OTCTAJOCTh U 3aJlepXKKa peud. Y MHOTHUX
JeTell TMarHOCTUPYIOTCSI MOPOKHM Cepila, MMMYHOAEeDULUT, AeTCKas IMU30(ppEeHUs W/Win
ApyTHUe MpoOJIeMbl CO 3/J0POBbEM.

Orpannyenns NIPT

He Bce pesymbrarel, oOHapyxkeHHble ¢ momombio NIPT ckpuHuHTa, TOATBEPKAAIOTCS
JUarHOCTMYECKUMHU TecTaMH. Bo MHOIrMX ciy4asx TpPyJHO OLEHUTh 3HAUYEHHE CIydailHOU
HaxoJOKu ayisg Oyaymiero peGeHka, OCOOCHHO B TeX Cllydasx, Korja IMpH YIbTPa3ByKOBOM
UCCIIeIOBAaHUM HE OOHApyKHMBaeTcsl MOPOKOB pa3BuThs. OOHapyXeHHas cllydailHas aHOMalus
MO>KET OBITh BApUAHTOM HOPMBI WJIM BbI3bIBaTh HE3HAYUTEIIBHBIE TPOOJIEMBI CO 3/I0POBHEM.



Cnenyer ormeruts, uro NIPT omnpenenser BHeknerounyro JHK, mpoucxonsuryro us
IIJIALEHTBI, [I09TOMY aHOMAJIM MOKET OTPaHUYUBATHCS IUIALICHTOM U VIO 3J0POB.

Ecmu Breknerounas JIHK, nupkymupyronias B KpOBH MaTepH, COJACPKUT OYEHb MAJIo
MaTepuajia W3 IUIAlEHTHl (CIMIIKOM paHHUH CpPOK OEpEeMEHHOCTH, OKHUPEHHE MaTepH,
OepeMEeHHOCTh JBOMHEW M T. 1.), TO TECT MOXET OBITh HeJOCTOBepHBIM. Jlaboparopwus,
IPOBOAALIAA MCCIEIOBAaHUE, CHauala OLIEHUBAET NPUIOJHOCTh 00pas3lia KpOBH MaTepu W IpU
HE00XO0AMMOCTH 3alpallvBaeT HOBBIA 00pa3el A aHaIH3a.

bonpmmucTBO BapuanToB NIPT He paznnuaror, HaXOIUTCA U ONPEICIICHHAsT aHOMAJIUS
B COOCTBEHHBIX XpOMOCOMax Marepu wid B 1uiofe. Takum oOpa3zom NIPT Beicokoro pucka
MOJKET OBITh PE3YJbTATOM M3MEHEHUH B XpoMocoMmax marepH. CyliecTBYeT OnpeaeaEHHbIN ps
aHOMAaJIMi, 0 KOTOPBIX MaTh MOKET HE 3HaTh U KOTOPBIE HE HAPYILIAIOT €€ )KU3Hb U 3/10pPOBbE.

Ecnu mpucyrctByer OepeMEHHOCTh [BOWHEH M pa3BUTHE OJHOTO U3 OJIM3HELOB
OCTaHOBWIOCh  («wmcuesarommii  Onmmsnen»), JHK »storo Onusnema MoXkeT MemiaTh
untepnperarmu NIPT apyroro, sxuBoro Onmsnena. Jlake ecnu oAuH U3 OIM3HELIOB yMEp Tak
paHoO, 4YTO €ro HEBO3MOXKHO ueTKo pa3nuuuth Ha Y3U, pesynprar NIPT Moxer ObiTh
«JI0’)KHOTIOJIOKUTENBHBIMY H3-32 TEHETHYECKOro Marepuala oOT 3TOoro OnusHena. Takum
oOpa3om, B ciydasx cMeptu oaHoro 6musHena NIPT He siBrsieTcss HaIeKHBIM.

Ecim y Marepu MMeeTcsl HEOIIaCTUYECKOEe 3a00JIeBaHHUE, OIyXOJIb CEKPETUPYET
BHeksleTouHyr0 JIHK B masmy KpoBH, M 3TO HE MO3BOJISET ONPENCIINTD, ABISETCS U aHOMAJIUS
IUIOZIOM HJIM OIyXOJbl0. B KpaifHe peakux ciaydasx HETHIIMYHAs Haxoaka B mpoduie
BHekJeTouHoi JIHK MoxkeT yka3piBaTh Ha OHKOJIOIMUYECKOe 3a00JIeBaHUE MaTepH, O KOTOPOM He
OBUIO 3apaHee M3BECTHO. B 3THX, Upe3BBIYaiHO PEIKHX CIIydasiX, BCE MCCIIEIOBAHMS, KOTOPHIE
HEOOXOAMMBI JOTIOJTHUTEIBHO Oy IyT OPraHN30BAHBI JICUAIIUM BPAYOM.

Bonpmimacteo  NIPT He BBIBIAIOT TIe€HETHYECKHE 3a00J€eBaHMS, BBI3BAHHBIE
W3MEHEHUSMHU B OTHENbHBIX TeHaxX. ClenyeT y4YuThIBaTh, 4YTO MHOTHE, CBSI3aHHBIE C
3a00/IeBaHUSAMUA W3MEHEHHUS B TEHaX TMPOUCXOIAT CIy4alHBIM OOpa3oM U, MO OIEHKaM,
COCTaBJISIOT MOJIOBHUHY BCEX HACJIEICTBEHHBIX 3a00JIEBaHUM.

Crnenyer yuyuThIBaTh, YTO KIMHUYECKAash KapTUHA HEKOTOPBIX XPOMOCOMHBIX aHOMAIIHM,
0COOEHHO MHKpoaHOManuid, BapuabenbHa u gaHHbie [IHK He mo3BOJNSIOT MpOTrHO3MpPOBATH
COCTOsIHHE OyayIIero peoeHka.

MeaumUHCKAHA TeHETHK IOMOKET 00BJICHUTL 3HAUYeHHE BCeX HOI[OGHLIX
OTKJIOHEHHI. Hpeme YEeM Ha3HAYaThb JOINOJHUTECIBHBLIC AHAJU3bI U IPUHUMATDL PCIICHUSA
0 JICYCHHUH, 00513aTeJILHO H606XO)II/IMO NMPOKOHCYJbTHPOBATHCHA C TCHETUKOM.

Kak 0bIcTpPO MOKHO 1OJIY4YHMTh pe3yabTathl TecTa NIPT?

Bpad 00bI4HO moTy4aeT pe3yabpTaThl aHAU30B Yepe3 7-10 aHeil mocie ciaun aHain3a KPOBH.
Croumocts NIPT

Eesti Tervisekassa komnencupyet NIPT npu cieayrommx nokazaHusx:

* Puck tpucomum 21 1:11-1:1000.



* Puck tpucomuu 18 u tpucomun 13 cocrasuser 1:11-1:100.
* PeOGeHOK WM 1101 ¢ XpOMOCOMHBIM 3a00s1eBanneM B anamuese (T21, T18, T13).

» Curyauuu, Korja MHBa3uBHAas JIMarHOCTUKA HEceT B ce0e 3HAuUUTENbHO Oosiee BBICOKUI pUCK
OCJOKHEHUH OepeMeHHOCTH (pe3yc-KOH(IuKT, HenedeHas BUY-undekuns, mnoBTOpHBbIE
BBIKH/IBIIIIN)

B ocranbubix ciyyasx NIPT gomkHa omaTuTh cama OepeMeHHast )KeHIIMHA.

Crneayer yduThIBaTh, 4TO Tervisekassa mojHOCTBIO BO3MEIIAET BCEM OCpEeMEHHBIM
KECHITMHAM KOMOMHUPOBAHHBIN CKPUHUHT MIEPBOTO TPUMECTPA, KOTOPBINA BKIIFOYAET B Ce0s1 PUCK
0ojee 4YacTbIX XPOMOCOMHBIX 3a00JIeBaHHUM, pACCUUTAHHBII HAa OCHOBE TOPMOHOB,
OINpEICJICHHBIX 110 CBIBOPOTKE MaTepu U IapaMEeTpOB, H3MEPEHHBIX ¢ Mnomoupo Y3U.
KoMOuHMpoBaHHBIN TecT BBIABISAET OKOJIO 95% muiomoB ¢ cunapomamu JlayHa, DaBapica u
[Taray. YibpTpa3ByKOBOE MCCIEAOBAHUE BHISBISIET 00JI€€ TSHKEIIbIE aHOMAIMU Pa3BUTHSI, a TAKXKe
MO3BOJIACT OUCHUTDL PHUCK PAa3BUTHUA MTPCOKIIAMIICHUU.



