(@)Y | Sreda Publishing House

bunvoaxoea JIo6oev Anexcandposna

acIMpaHT

OI'BOY BO «YnbsiHOBCKHI rOCY1apCTBEHHBIM

neparorndyeckuii yaupepeutet uM. M.H. YinbsiHoBa»

I. YIbIHOBCK, YIIBSIHOBCKas 00J1acTh

Anmonoea Enena Heanosna

J-p OMoJ1. HayK, mpodeccop, TUPEKTOP

Hayuno-uccnenoBarenbCkuii IEHTP HyHIAMEHTAIBHBIX W MPUKIIATHBIX
npobiem Ouoskonoruu u 6uorexuoioruu ®I'bOY BO «YnbsiHOBCKUM
rOCYAapCTBEHHBIN ITe1aroruueckuid yuusepcureT uM. M.H. YnbsHoBay

I. YIbSIHOBCK, YIIBSIHOBCKas 00J1acTh

TEMATOIUTOTEHETUYECKHAE ACIIEKTBI IUATHOCTUKHA
JETEI C CHHAPOMOM JIAYHA

AHHOmMauuAa: ¢ cmamve paccmMampusaromcs cemamoyumozeHemudecKue ac-
nekmol ouazHocmuxu oemetil ¢ cuHopomom /layna. OcnogHoe BHUMAaHUe YOensemcs Xa-
PAKMEPHLIM 2eMaMmOI02UYECKUM HAPYUWEHUIM, 8KII0YAsl NOTUYUMEMUIO, MPOMOOYU-
MoneHuro, Heumpoguauto u IumMpoyumoneHuro. AKMyaibHOCmMsb UCCIe008aHUsL Onpe-
0eNsemcs 8blCOKOU YACMOMOU pa3eumusi pa3iuyHulX NAmoa02uil y Nayuesmos ¢ CUH-
opomom [layna, 6 yacmHocmu mpaH3umopHo20 AHOMAIbHO20 Muenonodza (TAM) u no-
8bIULEHHO20 PUCKA pa36umus 1etiko3o8. Hayunas noeuszna uccnedosanus saxnouaemcs
8 cucmemMamu3ayuu CO8PEMeHHbIX OAHHbIX 0 83AUMOCEA3U 2eMAMONI02UYECKUX U YUMO-
2eHemu4eCcKux HapyueHull npu cuHopome Jlayua, a maxaice 8 0yeHKe puckos pa3eumusl

OHKO2eMAMON02UYECKUX 3a00/1e6aHUIL.

Knroueevie cnosa: cunopom /layna, mpucomus 21, eemamonocuueckue Hapyuie-
HUSl, MPAH3UMOPHbLU AHOMANbHBIU MUELONO033, JIeUKO3, UMMYHHblIE HAPYUWIEHUs, NOTU-
yumemus, mymayus GATAI, ummynooeguyum, aymoummyHnvie 3a601e6aHus, ania-

cmudecKkas anemusl.

Cunnpom [layna (CI, tpucomus 21, Down syndrome, trisomy 21) pacnpoctpa-
HEHHAsI, XOPOIIIO M3y4YeHHass ayTOCOMHAasi XPOMOCOMHAsl aHEYIIOUAHAs aHOMAaJus y
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H3narenbcxnii 1om «Cpena»

4eJioBeKa, 00y CIOBICHHAS HAJTMYUEM IOJTHOM WIIM YaCTUYHOM JOMOJIHUTEIbHON KOTUU
21-if XpOMOCOMBI, acCOLIMMPOBAaHHAsA C pa3NUYHBIMU (peHoTunamMu 3aboseBaHUM,
BKJIOUYAs CEPACYHO-COCYAUCThIE, HEBPOJIIOTMYECKUE, TEMATOJOTNYECKIE U UMMYHOJIO-
rudeckue 3a001eBaHusl.

CuHgpoM BIEpBBIE KIMHUYECKM oONHcaH B 1866 romy aHIIMICKUM Bpa-
yoM J1.JI. JlayHoM. MomekysipHO-reHeTu4YecKas npupoaa 3a00JeBaHUs YCTaHOBJIEHA
B 1959 rony XK. JIexxenoM [14]. Y HOBOPOXKIEHHBIX ¢ CHHAPOMOM JlayHa HaOM0mar0TCs
pasIuMyHble reMaToiornueckue HapyueHnus. Hanbonee pacnpocTpaHEeHHBIMU U3 HHUX
SABJISIOTCS TTOJIMLIUTEMHUSI, TPOMOOLIUTOTICHUS, HEUTpOPMIHS U JTUMPOIUTONIEHUS [5;
15; 17; 25]. Ot 5% no 30% nereit ¢ C/I poxknaroTcs ¢ Tpan3uTopHoi nerikemueit (TJI-
CH), Taxxke U3BECTHOM KaK TPaH3UTOPHBINM aHOMaIbHBIN Muenonod3 (TAM) u TpaH3u-
TopHOEe MmuenonponudeparuBHoe paccrpoiictBo (TMIIP) — knonanbHOE paccTpoit-
CTBO, XapaKTepH3yIolleecss UUPKYIAUUEeld MErakapuoOaacToB M JIUCIIIACTUYECKUMHU
M3MEHEHUSIMU B KJIETKax nepudepudeckor kposu [21; 23; 27; 31].

V¥ HoBOpOXkAEHHBIX ¢ CI] 0TMEYaeTcsl yBEIMYEHHE KOJIMYECTBA MErakapuoLUTap-
HBIX IPEAIIECTBEHHUKOB, ¥ 10% HOBOpPOXKIEHHBIX BBISBISCTCS TPAH3UTOPHBIA aHO-
MaibHBIM Muenonod’3 (TAM) ¢ mepexogoM B JIEMKO301000HBIN CHHAPOM, KOTOPHIi
cBs3aH ¢ mytanusamu B reHe GATA ¢ nmocnenyromeii nponudepanyeir MerakapuoIu-
TapHBIX NMPEAIECTBEHHUKOB, U B 20 — 30% cimyyaeB TAM nporpeccupyeT B OCTpbId
MerakapuonutapHsiii eiiko3 (AMKL) B nepssie 4 roga xu3uu [29].

Tpucomus 21-ii XpOMOCOMBI ONPEAENSAET 3HAUUTEIIbHbIE U3MEHEHUS B MUEIION /-
HBIX KJIETKAaX C U COIyTCTBYIOIIMMH I'€HETUYECKUMHU, STTUT€HETUYECKUMHU HapyLIEHU-
AMU. DTH U3MEHEHUS] MOTYT IIPUBOAUTH K MUEJIONPOIU(PEPATUBHBIM PaCCTPOUCTBAM,
TaKUM KaK TPaH3UTOPHBIM aHOMaJIbHBINA MUenonod3 B 5—10% cinyuyaeB (TAM), u 1-2%
CJIy4yaeB TMOBBIIIATh PUCK PA3BUTHUS OCTPOTO MHUENIOUIHOTO Jiehiko3a (OMJI) meraka-
puornrapaoro noaruna (M7 no FAB-knaccudukanun) [2; 4; 8; 12]. Puck OMJl y ne-
tei ¢ C/ B 150400 pa3 Beie [24]. Knuanyeckas rereporeHHOCTs TAM nposiBisieTcst
B CYIIIECTBOBAHUH PAa3IUYHBIX (popm 3aboneBanuss. OcoO00T0 BHUMAHUS 3aCITyKUBAET

TaK Ha3biBaeMblil «Momyamuii TAM», KOTOpbIi BbISIBIsIETCSA TpUMEPHO ¥ 20% HOBO-
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poxaéunbix. [Ipu nanuoi Gpopme B nepudepuyeckoin KpoBU 0OHAPYKHUBAETCS HEOOIb-
I0€ KOJIMYECTBO OJIACTHBIX KJIETOK, OJTHAKO OTCYTCTBYIOT Kakue-IH00 KIMHUYECKHE
MPOSBIICHUA 3a00JI€BaHUA U APyTHUE reMaTtoiornyeckue uamenenus [1; 23]. UmmyHo-
noruyeckas xapakrepuctuka TAM ompenensiercs crienuuueckon dKCrpeccuen Me-
rakapuonutapubix MapkepoB CD41 u CD42b Ha moBepXHOCTH OJACTHBIX KIIETOK.
EcTtecTBeHHOE TeueHue 3a00I€BaHUs XapaKTEPU3yeTCsl TEHAEHIMEN K CIIOHTaHHOM pe-
IpEeCCUM KIMHUYECKUX U TeMaTOJOTUYECKUX MPOSBICHUIN B T€UEHUE MEPBLIX 3—6 Me-
CSIEB KU3HU peOEHKa 0e3 HeOOXOMMMOCTH MPOBENEHUS CHEIU(PUUIECKON Tepamui.
[Ipornoctuyeckue ocobennoctu TAM TpeOyroT 0co00ro BHUMaHUS, MOCKOJIbKY, He-
CMOTPs Ha TEHJEHUUIO K CAMOIIPOU3BOJIBHOMY Pa3pelIEHUIO, CYIIECTBYET PUCK TPaHC-
(opMallii TAHHOTO COCTOSIHUSL B OCTpPBIN Jieliko3. CTaTUCTUYECKUE JTAHHBIE CBUJIE-
TEIBCTBYIOT O TOM, YTO pUMeEpHO B 20% cirydaeB nocie cioHTaHHou perpeccun TAM
y MAlMEeHTOB B BO3pacTe 0 5 JIET pa3BUBAETCA OCTPHIA MHUENOOJIACTHBIN JIEHKO3
(OMJI) M7-Bapuanta no FAB-knaccuduxanuu. [Ipyu 3TOM MexaHU3MBI, OTIPEIEIIsIO-
M€ TaKyl0 TpaHC()OpMaLIKIO, OCTAIOTCS HEIOCTATOUHO U3YYeHHbIMU [1].

Kak npaBuiio orMeyaeTcsi HOIUUUTEMUS, IPUTPONIEHUS, HEUTpODUIIUs, yBEIHUe-
HUe cpeHero oorema s3putpouutoB (MCV) 1 OBBILLIEHUE CPETHETO YPOBHS IT€MOTIIO-
6una B aputporute (MCH) u remarokputa, aMmerakapruoIuTapHasi aria3us 1 arjiacTH-
YecKasi aHEMUs, YTO HANPSIMYIO BIUSET HA MPOU3BOJACTBO TPOMOOIIMTOB U SPUTPOLHU-
TOB, a Takke MOP(HODYHKIIMOHATHHBIE U3MEHEHHSI B KOCTHOM MO3TE U CeJle3EHKe [6;
8; 13; 18; 24]. JlumdouuToneHus onpeaeisieT NOBbIIIEHHYIO BOCIPUUMYUBOCTD K UH-
dekiusaM, 0cOOEHHO PECIMPATOPHBIM, TaK B YACTHOCTH ITHEBMOHHUS HanOoJIee yacTast
NpUYMHA CMEpPTH Kak jaeTei, Tak B3pochbix ¢ CJ. K monmomuurtensHbiM dakTopam
pHUCKa TaKKe MO>KHO OTHECTH aHATOMUYECKUE OCOOCHHOCTH AbIXaTeNbHbIX My TEH, Mbl-
IIEYHYIO TUTIOTOHUIO U HApYIICHUS [JIOTaHUsl, CIIOCOOCTBYIOIINE aCITUPALIUU.

Takxke oTMeyaeTcsi CONMPSKEHHOCTh TPOMOOILIMTONEHUH, JIEHKOLIMTO3a, HEUTPO-
¢umun u B 10-16% s03uHOPmIMK ¢ puckom paszsutusi TAM Ha ¢poHe MyTaluu reHa

GATAI1 u GATA2 [7; 13; 16; 18; 19; 23].
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Omnpenensemoe camkenue yucna T-mumdonuros (CD3+), B ToM uncie cyOmnomy-
asuuit CD4+ u CD8+ oTpakaeT HapylieHue (yHKIHMN TUMyca, Kak oprana audde-
penrupoBku T-mumdonuntoB. Hapymienne cTpyKTypHO-(QYHKIHMOHAIBHON OpraHu3a-
MY TUMYCA MPOSIBIISICTCS B YMEHBIIEHNUN YU CIIA TAMOLMTOB C HAPYIICHUEM JOJIBYATON
apXUTEKTYpbl OpraHa. AHOMalabHasA apXUTEKTypa TUMyCa XapaKTepU3yeTcsl yBeJnde-
HUE JIOJIM MO3TOBOTO CIIOsI, MHBOMIOIMEH Temner ['accans, yrueraeTcs: mponudepaTus-
Hasi aKTUBHOCTh TUMouuTOB. Hapymenune auddepenuuposku T-mumdouuToB B TH-
MyCe€ MPOSABIIAECTCS B YMEHBIIEHUU KOJMYECTBA «KPYTOB» yaleHus T-KIETOYHBIX pe-
nentopoB (TREC), uro yka3piBaeT Ha HEIOCTATOYHYIO SMUTPAIUIO T-ITUMQPOIUTOB U3
opraHa ¢ pa3BUTHEM JEPUIIMTHOTO COCTOSHUS HAaUBHBIX T-TUMGOIUTOB U Hapyle-
HUIO Mposi(epaTUBHOTO OTBETAa HAa aHTUreHsI [ 10].

YMenbienue adbcomotHoro uncna B-numdonuros (CD20+), 1o Bceit BUIUMOCTH
CBSI3aHO C aKTUBAIIMEH armonro3a. YMEHbIIEHNE KoJinuecTBa cyononysiuuu B-numdo-
LUTOB MAMSTH U CHI>KEHHE TPOAYKIIMHM UMMYHOITIOOYJIMHOB ONPEAEISIIOT YTHETCHHE
MMMYHHOI'O OTBETA, B TOM YHUCJI€ Ha BaKIIMHALINIO, CIIOCOOCTBYIOT PAa3BUTHIO ayTOUM-
MYHHBIX 3a00neBanuii [10].

VY nanumenToB ¢ CJI ormMedaercs HapyeHue (yHKIUI IUTOBUAHOMN JKEJE3bl C MO-
CIEIYIOIIUM Pa3BUTHUEM TMIIOTHPEO3a. Y TAKUX MAIMEHTOB KaK MPaBUJIO MEHEE BbIpa-
KEHHE U3MEHEHHUs KJIETOYHOTO cocTaBa nepudepruyueckoit kposu [18].

[IpumepHO y nonoBuHbl nauueHToB ¢ C/] nuarHoCTUpyrOTCS BPOXKACHHBIE MO-
pOKU cepAla. BeIsiBIeHbI MyTal[Mi T€HOB, KOTOPhIE OTMEYAIOTCS B CITydae COYeTaHUs
cunapoma /layHa u BpoxkaenHoro nopoka cepauma — COL6A1, COL6A2, CRELDI,
FBLN, FRZB, GATAS [22].

Onxonozuuecxkue pucku. OHKomorndeckue pucku npu CJI xapakrepusyrorcs Cy-
IIECTBEHHBIM TOBBIIICHUEM BEPOSITHOCTH PAa3BUTHUSI PA3IUYHBIX (HOPM JeiiKo3a 1o
cpaBHeHMIO ¢ oOmei nmomynsmnuei. Tak B yactHoct TAM npencrasisieT coOo quHa-
MUYECKH Pa3BUBAIOIIEECS COCTOSIHUE C MOTEHIIMAIbHO BHICOKUM PUCKOM TpaHcdop-
MaIui B OHKOT€MaToJIornueckoe 3a00ieBanue. 3HaYUTEbHOE YBEIMUEHUE PUCKa pa3-
BUTHS OCTPOro JMM(OOIACTHOTO JIeiKo3a, MPU ATOM BEPOSTHOCTh BO3HUKHOBEHHUS

JTAaHHOTO 3a00JIEBaHMS IPEBHIIIACT MOMYJISIIMOHHBIN moka3areinb B 20—-30 pa3. Ocolyro
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HaCTOPO’KEHHOCTh BBI3BIBAET MOBBIIIEHHBIN pUCK pa3BuTusi OMJI, KOTOpbIN MpEBbI-
IaeT cpenHecrarucTuueckue nokasarenu B 100 pa3, yTo CBUAETENBCTBYET O BBICOKOM
MPEAPACTIONOKEHHOCTH JIAaHHOW KaTerOpUU MAIMEHTOB K PAa3BUTHI0 MUEIOUIHBIX
dopm neiikosa [9]. [To-Buaumomy, TAM Bri3biBaeTcs enuuuyHon myTtanueid GATAL u
KOHCTUTYTHUBHOU Tpucomuen 21. Ilocineayromuii ocTpblii MErakapuoOILUTAPHBINA JICH-
KO3 pa3BUBAETCA U3 CyIIECTBOBaBLIEro paHee kinoHa TAM nytem npuoOpeTeHus 1o-
NOJIHUTENbHBIX MyTallMi, IPUYEM OCHOBHBIMH MUUIIEHSMH MYTAIUH SIBJIAIOTCS MHO-
TOYHCIIEHHbIE KOMIIOHEHTHI Kore3uHa (53%), CTCF (20%), a takxe EZH2, KANSL1
U JpyTrHe 3MUTreHeTHYecKue peryasitopsl (45%), a Takke oOIIMe CUTHANIBHBIE MyTH,
Takre kKak kuHasbl cemeiictBa JAK, MPL, SH2B3 (LNK) u MHOTrOUMCIEHHBIE TE€HBI
ytd RAS (47%) [30]. KymynsTUBHBIN pUCK pa3BUTHUS JIEHKO30B JEMOHCTPUPYET MPO-
IPECCUPYIOLIYI0 TUHAMUKY ¢ Bo3pacToM. K msTuieTrneMy Bo3pacTy BEPOATHOCTh pPa3-
BUTHS JIEWKO3a cOCTaBisIeT 2,1%, 4TO SBIAETCA CYyIIECTBEHHBIM MTOKA3aTEIEM OHKOJIO-
IMYECKOM HAaCTOPOXKEHHOCTH B paHHEM JETCKOM mepuoae. K TpuanaruaeTHemy Bo3-
pacTy COBOKYIIHBIM PUCK Pa3BUTHUS JIEHK03a yBenuuuBaercs 10 2,7%. JlaHHble mokasa-
TEJIU MOJYEPKUBAIOT HEOOXOJMMOCTh TIATEIBHOIO JTUHAMHYECKOIO HAaOMIONEHUS 32
nauueHtamu ¢ CJI v nmpoBeieHNs] CBOEBPEMEHHOM IMATHOCTUKU ISl PAHHETO BBISIBIIC-
HUS OPEIJICUKO3HBIX COCTOSSHUM M MEPBUYHBIX MPOSIBICHUN OHKOI€MaTOJIOTHUYECKUX
3a00JIeBaHMIA.

Llumocenemuueckue acnekmol. B OCHOBHOM CYIECTBYET TPH IUTOTEHETUYECKUE
dopmer CI1 [22; 26; 28].

Perynsipnasi/cBoboanas gopma, munum nonnast tpucomust ripu CJ[ BcTpeuaercs B
95,3% cnyudaeB [11]. B 90% ciy4yaeB HepacxokI€HHE XPOMOCOM IPOUCXOIUT BO
BpeMs popMUpOBaHUSI AUIIEKIIETKH (T. €. B MATEPUHCKOM Meiio3e), U ToabKo B 10% npu
(dbopMUpPOBaHUU CIIEPMATO30HI0B (B OTIIOBCKOM MeH03¢e).

Tpancnokanuonnas popma CJ Bctpeuaercs B 2,4% ciydaes [11]. B ocHoBe 3T0i
(GOpMBI JIEKUT NIEPEHOC cerMeHTa 21-ii XpoMOCOMBI Ha APYTYI0 aKpPOLUEHTPUUECKYIO
xpomocomy (uarie 14 wmm 22). MoxHo BwIIETUTh nBe (Hopmbl PoOepTCOHOBCKOM

TpaHCIOKAIMOHHOU TpucoMuu 21 — de novo wim HacieICTBEHHAs OT POAUTENSA-HOCH-
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Tess cOaaHCUPOBAHHOM TpaHCHIoKanuu. ITo enuHcTBeHHas Gopma CJI, koTopas Mo-
&KET ObITh HACIIEACTBEHHOM, €ClI OJIMH U3 POAUTENICH — HOCUTENb POOEPTCOHOBCKOM
myTauuu. [Ipy Takoir MyTanuu ABE€ XpOMOCOMBI C KOPOTKUMH IUIEYaMU CIIMBAIOTCS B
OJIHY C JUIMHHBIMU TuiedamMu. [Ipu 7TOM HUKaKMX CUMIITOMOB Y POJIUTENS HE HaOI01a-
ercs. [lo nposiBneHusiM 3Ta popma MyTaluu yaie BCEro He OTIMYAETCS OT Peryisp-
HOM.

Mo3zanunas ¢opma BcTpeuaercs B 1,2% ciyuaen. Ilpu 3ol popme ormedaeTcs
HaJU4Me JBYX KJIETOYHBIX JJUHUN: C HOPMAJIBHBIM (46 XpOMOCOM) M TPUCOMHBIM (47
XpoMocom) HabopoM. Bo3HuKkaeT BCiieICTBUE MUTOTHYECKOTO HEPACXOXKICHHSI HA PaH-
HUX CTaauax sMOpuorenesa. Ilpu 3toit popme AOMONHUTENBHAS XPOMOCOMA €CTh HE
BO BCEX KJIETKAaX, TAK KaK HEPACXOXKJIEHUE XPOMOCOM MPOU3OILIO YXKE MOCIIE OIUIOA0-
tBOpeHus [11]. Mo3anuHsblil BapuaHT curTaeTcsi Hanbosee O1aronpusaTHBIM, TaK KakK B
3aBUCUMOCTH OT MPOLIEHTA TPUCOMHBIX KJIETOK XapaKTepu3yeTcs 00Jiee CrIIaKeHHbBIMU
BHEILIHUMH TPOSIBICHUSIMU U OoJsiee ONaronpusTHBIM IPOTHO30M Ha MHTEJUIEKTYallb-
HO€E pa3BUTHE.

Bcerpeuaercs yacTuyHas TymuMKaius KputTuaeckon oomnactu 21-it xpomocomsl. B
JUTEPAType OMKUCAHBI JIUIIb €AMHUYHbBIC CIIydar Takod (OpPMbI, TaK KaK TyTUTMKAIUS
3aTparvBaeT TOJIbKO OrPAHUYEHHBIN y4acTOK 2 1-i XpOMOCOMBI — TEpMUHAJIbHAS TIEpe-
CTpOMKa TeJIOMEpHOro pervoHa. Ilpu 3ToM KIMHUYECKHE MPOSABICHUS MOTYT OBITh
HACTOJIBKO critakeHbl, uTo AuarHo3 C/ e craBurcs [20]. beura npennoskena obaacThb
21 XpoMOCOMBI B IIpeiesiax KOTOpOi OTMeYaeTcs TyOiIrMKaluu, 8 MMEHHO KpUTHYECKast
obmnacts CJI (DSCR), koTopas Obia onpesiesieHa ¢ MpOKCUMaIbHON TpaHUIIed MEKITY
mapkepamu D21S17 (35 892 x6) u D21S55 (38 012 6) 1 aucTanbHO TpaHUICH B
MX1 (41 720 x0).

Taxke ormenbHOU (opmoit CJI sBisieTcs ABOMHAS aHEYIUIOWAMS (HAIpHUMED,
48, XYY, +21 nnm 46,X,+21).

B amMHHMOTHYECKOM KUIKOCTH OBLIN BBISIBICHBI U3MEHEHUS! B SKCIPECCUU T'€HOB
COL6A1 u DSCRI1, uto mpuBesno k GeHOTHIMHUYECKUM KpaHuodaluaabHbBIM H3MEHe-
ausm; GSTT1, CLIC6, ITGB2, C21orf67, C210rf86 m RUNXI1. B nmnanenre Hadmro-

nanack gucperyisiiusi reHoB MEST, SNF1LK u LOX, uto, B CBOIO ouepe/b, BIUSET
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Ha pa3BUTHE HEPBHOU CUCTEMbl. B TrOJIOBHOM MO3re HapylI€HUE PEryjsiliud FeHOB
DYRKI1A, DNMT3L, DNMT3B, TBXI1, olig2 u AQP4 criocoOGCTByeT pa3BUTHIO YM-
CTBEHHOHN OTCTANIOCTU. B cepreuHoil TkaHu HapyuieHue skcrnpeccun reHoB GART,
ETS2 u ERG Bo3biBaeT anomanuu. Kpome Toro, Habr01an0ch HapyeHue perysiiuu
reHoB XIST, RUNX1, SON, ERG u STAT1, cnocoOcTByto11ee pa3BUTHIO MUEIIOIPO-
mudepatuBHbIX 3a0oneBanuil. [lonnmanue nuddepeHanIbHON dKCIpeccud TeHOB
MO3BOJISIET MOJIYYUTh IPENCTABIEHUE O TeHeTHYeCcKuX nocieacteusax C/. Jlydiee mo-
HUMaHHUE 3TUX MPOIECCOB MOTEHIIMATEHO MOXKET MPOJIOKHUTH MyTh K Pa3pabOTKe reHe-
TUYECKHUX U (hapMaKOJIOTUYECKUX METOMIOB JieueHus [3].

Ilpenamanvuas ouaenocmuka. Ilpu OGEpeMEHHOCTH TOATBEPKICHUE/UCKITIOUE-
Hue CJl onieHMBaeTcs myTeM aHajn3a 00pas3lioB IUIOJA MOCIE WHBA3UBHON OMOTICHU
BopcuH xopuoHa (bBX) u amHuoOIIeHTEe3a, a TakKe ¢ MOMOIIbIO TAOOPATOPHBIX METO-
JIOB, TaKUX KaK TPaAUIIMOHHBIA HUTOrCHETUYECKUN aHaIu3 (KapUOTUIIUPOBAHUE),
dyopecuentHas ruopuauzanus in situ (FISH), komuyectBennas ¢uryopecieHTHast mo-
mumepaszHas nenHas peakius (QF-PCR), MyabTUIIEKCHBIN JTMTAIlMOHHBIA 30HI0BBIN
ananu3 (MLPA) u cpaBHUTENbHAs TeHOMHAs TuOpuau3anus Ha mukpounnax (CGH).
CymiecTByeT Takke HEMHBA3UBHBIN METO/I BBISIBJICHUS TPUCOMUHU 21 ¢ MOMONIBIO TEX-
HOJIOTUM CEKBEHUPOBaHMsI HOBOTO mokosieHust (NGS), n3BeCTHbI KaK HEeUMHBA3WBHAS
npeHartaibHas auarHoctuka (NIPD). DTot nporiecc oCHOBaH Ha aHaIM3€ HKCTPArupo-
BaHHOU BHekseTouHor JIHK mona n3 o6pa3noB mia3Mel MaTepH.

[TocneponoBoe TecTHpOBaHUE — AJIs MOATBEPKIAECHUS IMarH03a y BCEX MallMEeHTOB
¢ nogo3peHreM Ha CJI mOCTOSHHO POBOJUTCS CTAHAAPTHOE KAPUOTUIIUPOBAHUE T1€-
pudepudeckoit kposu [22].

Taxum o6pazom, reMaronornyeckue HapyueHus npu CJ] TpedyroT KOMILJIEKCHOTO
MOJIXOAa K IMATHOCTHKE U JieueHU0. CBOEBPEMEHHOE BBISBICHUE OTKJIOHEHUH U Ipa-
BUJIbHAS TAKTUKA BEJCHUS MAIIUEHTOB MO3BOJISAIOT 3HAUYUTENBHO YIYUIIUTh MPOTHO3 U
KaueCTBO >KM3HU 00JIbHBIX. OCO0YI0 BaKHOCTh UMEET PaHHSISI JUArHOCTUKA TIpesieii-

KO3HBIX COCTOSIHHM ¥ MPOUIaKTHKA HHPEKITMOHHBIX OCIOKHEHUH.
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