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leHeTUUYecKUe TeCTbl ANS BbiSIBIeHUS HAPYLUEHUA
penpoAyKu1MU U NPEeHATANIbHOM AUArHOCTUKM

MpeuMnnaHTaumMoHHoe MonHoe cekBeHUpoBAHUE XpOMOCOMHbIA
reHeTuyecKoe TeCTUPOBAHUE reHoma GenomeUNI MUKPOMATPUYHBbIA AHANKU3
3M6pPUOHOB HO XPOMOCOMHbIE CeKBEHUPOBGHNE FEHOMA — OMPEReneHue NpPeHAaTANbHbIA
aHoManum (an-A) Bcen nocnepnosatensHocTy AHK, Bkntoyas ONTUMANBHBIA BHIBOP AN AMATHOCTUKN
Hekoaupytowmne y4acTku, aTum OTANYAOLLUIA -
XPOMOCOMHOM NATONIOTMK, BKIIKOHAA
CoBpeMeHHas Pa3PABOTKA BEAYLLMX FEHETUKOB, €0 OT CEeKBEHUPOBAHMS 3K30MA. AHAMN3
- TPUCOMUU, MOHOCOMUU, TOUMNONOUIO, BCE
KOTOPQISt NO3BONSET ONPEAeNnTh reHeTUYeCKnin NOMHOTO FEHOMA PEKOMEHLYETCS NALMEHTAM
MUKpoLeneunoHHble 1 MUKPOLYMIMKALMOHHbIE
CTATYC 3MOPUOHQA, MyTeM AHAMN3A YNCIA BCEX C 30TPYAHEHHOM AN dEPEHLMANBHOM
CUHOPOMbI U HeCéOJ‘IOHCVIpOBGHHbIe
XPOMOCOM, A0 NePEHOCA B NMONOCTb MATKY, OMArHOCTUKOM M TeM, KOMY He YAANOCh MOCTABUTb
TPAHCNOKALMM 34 OOHO UCCrenoBaHMe.
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Mocne npepgbipywero nporpaMMHoro 3saseneHus MexpyHapogHoro OéwectBa no MpenMnaaHTALMOHHOMK
leHeTnueckon [OuarHoctuke (PGDIS) B 2016 (www.pgdis.org), no-npexHeMy cyliecTsyeT HeonpeaeneHHOCTb
B KNaccudumkaumMm Mo3amum3aMa M BO3MOXHOCTen nepeHoca (1). Llenbio HacTosiwero gokyMeHTa siBnsieTcs 063op
TeKyLein MHpopMaLumn U O6HOBNEHME PEeKOMEHAALMUMA, KAOCAIOLMUXCS NepeHoca MO3dUYHbIX aM6PUOHOB.

Mo maTepmanam 18-1i MexayHapPOAHOM KOHPEPEHLMM MO NPEUMMIIAHTALNOHHONA reHETUKE

Lenb

OCHOBHOM LIefIbio MPEMMIMIIAHTALMOHHOMO MeHETUUYECKOro TeCTUPOBAHUA Ha aHeyrnouvamn (M T-A) asngercs
yryylleHne pe3ysbTaToB nepeHoca B uukie KO 3a cUeT CHUXEHUS BrUSHUS OHEeyronOHbIX 3MOPUOHOB.
NOoeHTUUKAUMS aHeYNIOMAHbBIX U NMepeHOC 3YTMONOHbIX SMOPUOHOB NMPOAEMOHCTPUPOBAIM yYllMe MOKA3ATENM
NPV UMAAAHTALLMM, TEYEHUM BEPEMEHHOCTU N XUBOPOXAEHUN MOCEe NepeHOCA, A TAKXE CHUXEHMUE YNCNA HeYOAYHbIX
UMMAQHTALMIA.

B nocnegHue rofdbl B KIMHMYECKYIO MPOKTUKY OGblIM BHEOPEeHbl MeTodbl TECTUPOBAHMS OGACTOLUMCT HA
onpepeneHMe AHOMAsbHOro Yncna konui (aneynnounomm) - PGT-A, B ocHose koTopbix nexat arrayCGH, SNP-
MOTPMUBI M CEeKBEHMPOBAHME HOBOro nokoneHus (NGS). BonblumHcTBo naéopatopuin KO B HACTOsLLEE BpeMs
BbIPALLMBAIOT 3MOPUOHBI 4O CTAOMM 6NACTOUMCTbI /151 BbISBIEHUS XNM3HECNOCOGHbBIX, KOMMETEHTHBIX K OPOGNEHNIO
3MOPUOHOB, O 30TEM MPOBOAAT BUOMCUIO HEGOSBLLIOIO KOIMYECTBA KEeTOK TPOd3IKTOAEPMbl 19 TECTUPOBAHMS HA
HaNMYMe aHeynnouamn. AHOIM3 MHOMOKIETOUHbBIX BUMOMCKUIA AOET BO3MOXHOCTb MOMYyYUTb PE3YNBTATHI B OTHOLLUEHUM
aHeynnonammn, KOTopble HOXOOSTCS B MPOMEXYTKe MeXy MOSHbIM AHEYMIIOUAOM M HOPMASTbHBIM 3YTMSTOUOOM.

XPPOMOCOMHBIA MO3AULM3M OBbIYHO OMPenenseTcs KOk HammMyne B OOHOM o6pasLe OBYX UK 6onee KIeToYHbIX
JIMHWA C PA3AMYHBIM HOBOPOM XPOMOCOM, YTO OBbIYHO HABMOAAETCS Y MUHMMOSBHOMO KOMMYECTBA SMOPUOHOB HA
BCEX CTAOMSAX MPEUMIMNAHTOLMOHHOIO PA3BUTUS. MeToabl, O60AIOLLME BEICOKOV YyBCTBUTENBHOCTbLIO, TAKME KAK
arrayCGH 1 NGS, 0oCHOBOHHbIE HO onpeaeneHnmn YMCna Konum, MoryT PA3MyYaTh MPOCTLIE, PErynsapHbie AHeYnIonanm
(pacnpocTpaHsiolmMecs Ha BCe KNeTKM B 6MOMNCUM) OT YACTUYHBIX (MO3aMUHbIX) aHeynnonamin (onpegensiowmxcs
TONMBbKO B HEKOTOPbIX KMETKAX B GUOMCUM) M MOTYT KOSIMYECTBEHHO OMPEenensTh CTENeHb IO6bIX M3MEHEHWU Yncia
kormin (2). Mcronbays Metombl NGS ¢ 6onee BbICOKMM pPA3peLleHMeM, CerMeHTAPHbIM MO3OMLIM3M TAKXE MOXET
6bITb OBGHAPYXEH, 6NArogapPs Yemy MOXHO WMAEHTUPUUMPOBATL HEGOMbLUME Aeneumm Unmn OyramkaumMm XpoMOCOM
(06b1uHO>T0 MB).

O630p HOBbIX BAHHbIX

1. YacroTra MO3anyHbIX 3M6PUOHOB.

MNpu TECTUPOBAHUKN C MCNONL30BAHNEM MeTOnoOB NGS HO CTOAMM 6NACTOLMCTBI YACTOTA 3APEMMCTOUPOBAHHOIO
MO3AULM3MA CUNBHO BAPBUPYET CPEeaU KIMHUK OT 2% 0o 40%. TeM He MeHee, nofasnstoLLee GOMbLUNMHCTBO KIMHUK
COOBLLAIOT, YTO MO3AMYHbIE 3MEPUOHBLI coCTaBNAT 5-10% OT TecTupyeMmbix (2-4). BbICOKAS Y4OCTOTA MO3AMYHbIX
SMOPUOHOB B HEKOTOPLIX KIIMHUKAX MOXET $BMAATbCS CNEeACcTBMEM MNPOBOAMMON TEPAMUKM, 3MOPUONOTMYECKUX
OCOGEHHOCTEN, TeXHMYECKMX OCOOEeHHOCTeN MEeTOOd WM, B HEKOTOPbIX Cly4yasx, $BAaTbCd  GAKTOpAMMU,
ACCOLUMMPOBAHHBIMK C MAUMEHTOM (4), B TAKMX CIy4asx MOXET 6biTb OMPABOCH MOCASOyIOLLIMA MepecMoTp KAK
KITIMHUYECKOM, TOK M NABGOPATOPHOM MPAKTUKKU. Bce KnuMHUKKM, nmpoBoasme TecTMpoBaHme MNIT-A B CTOPOHHMX
CEPBUCHbIX NAB0PATOPUSIX, MOIYT MOTPEBOBATL OT TAGOPATOPUN NPEOCTABUTL AAHHBIE O BbISBIEHHOM UMUK YPOBHE
MO3AULM3MA U OFPAHUYNTD OGBEM NPEOOCTOBNSEMbIX AAHHbIX.

2. PesynbTaTthl nepeHOCA MO3AUYHbIX 3M6PUOHOB.

B nepBoM ony6nmMkKoBAHHOM UCCEO0BAHMM C UCMOSb30BAHMEM M T-A, ocHoBAHHOM Ha arrayCGH (5) coobLyanocs
O POXOEHUN 3O0POBbIX XMBbIX HOBOPOXAEHHbIX MOCEe NepPeHOCA MO3ANYHbBIX 3MEPUOHOB. [Tocne NpeacTaBneHus
3TOro NEPBOHAYANBHOrO AOKAGAA ObINO NPOBEOEHO HECKOSBbKO OPYrMX UCCIEAOBAHMMA, CBA3OHHbBIX C MEPEHOCOM
60SbLUEro YMCNA MO3AUYHBIX SMBPUOHOB (6-9). M3 pesynkTaToB MEepeHOoCca, MO CPABHEHWIO C 3YMOUOHbIMU
nepeHoOCaMK, MEePEeHOC MO3AUYHBIX WM MO3AWYHBIX CErMEHTAPHbIX 3MOPUOHOB [OENCTBUTENbHO MPUBOAUT K
HACTYMNIEHWIO 300POBOM 6EPEMEHHOCTU, HO MOXET 6biTb CBA3AH CO CHUMXEHWEM UMMIOHTALMU 1N 60onee BbICOKUM
NPOLEHTOM BbikMAabILLEN. B Lienom, ycnetuHble nokasaTenu 6binn GOCTUrHyThl MK NepeHoce 3MEPUOHOB C YPOBHEM
MO3aMLmM3Ma < 40%, Torga KAK aMBPUOHbI C YpoBHEM Mo3aunumama 40-80% C MeHbLLEN BEPOSTHOCTLIO MPUBOOMIM K
HACTYMNIEHUIO MPOrPECCUPYIOLLEN 6epPEeMEHHOCTU. MeHee YOOBNeTBOPUTENbHbIE PE3YNBTATHI OblIM OOCTUMHYTHI MPK
nepeHoce CNOXHbBIX MO3AMYHbBIX SMBPUMOHOB, C BOBMEYEHNEM 6o5ee 1 XpOMOCOMBI.



XOT9 COBPAHHbIE OOHHbIE O MepeHoce BCe elle copepxaT MeHee S00 MO3aMYHbBIX IMOPUMOHOB, OYEBMAHO, YTO
3HAUYMUTESNBHAS YACTb MO3ANYHbBIX AMOPUOHOB O8NALCET ONPeLEeNeHHbIM MOTEHLMANOM K PA3BUTUIO. He MeHee BAXHO
M TO, YTO MPW MPOBEOEHUM MPEHATANBHON OMArHOCTUKM (C MPUMEHEHMEM AMHUOLEHTE3A) MW MPOrPeCCUPYIOLLIMX
6epeMeHHOCTIX 6binn onpeneneHbl HOPMASbHbIE 3YMIOUAHbIE XPOMOCOMHbIE HOBOPLI Y MOL0B, YTO YKA3bIBAET
HO TO, YTO TPOPYIKTOAEPMASbHbBIA MO3AULIMEM, NMEPBOHAYASBHO HOBMOAABLUNACS B 6NACTOUMCTE, BEPOSTHO, UMEn
OrPAHUYEHHbIN XapakTep. Bce XMBopOXaeHWS, O KOTOPbBIX COOBLLIANOCH 0O HACTOSLLEro BpeMeHu, 6bin 300PO0BbIMU
6e3 NPM3HAKOB XPOMOCOMHbIX CUHAPOMOB. KpoMe TOoro, 3T CCNefoBAHWS MOKA3AN, YTO PE3YNLTATbI, KAK MPABUIIO,
He 30BUCAT OT MCXOOHON XPOMOCOMBI, YYACTBYIOLLEN B MO3AMLM3ME,

3. leHeTMyecKkuin AHANU3 MO3AUYHbBIX 61OCTOLUCT.

MOBTOPHbIN AHANM3 306PAKOBAHHbBIX 6IIACTOLMCT, AUArHOCTUPOBAHHbBIX KK AHeynomngHble nocne NGS, nokasan
BbICOKYIO KOHKOPAGHTHOCTb (>95%) MCXOOHOro QHEYMNOMOHOrO PesyskTaTa Mo APYrMM YYACTKAM 3MOPUOHA,
BK/IIOYAS BKM (BHYTPEHHSS KNeTOUHAS MAcca) 1 apyrue o6nact TPodpaKTOAePMAnbHOro kKoMnapTMeHTa (7, 10-11).
B nocnegHee BpeMs AHAMN3 MO3AMYHBIX IMOPVOHOB, MPEOOCTABNEHHbBIX HO MCCNEOOBAHMS, HOYON NPONNBATL CBET
HO XPOMOCOMHYIO KOHCTUTYLIMIO MO3AMYHbIX énactoumcT (12). B Luenom, ecnm ypoBeHb MO3aMLM3MA 6bifl BbICOKMM
(>40-80%) npu HAYANBHOM BUOMCUK, MOCEAYIOLLIAa 6MoNCUa TPOGSKTOAEPMbI 1 AHANM3 BKM MMenu TenHaeHumo
QHAMOMMYHO MOKA3bIBATL HEKOTOPLIN YPOBEHb MO3ANLM3MA. OAHAKO, €CU YPOBEHb MO3AMULIM3MA 6bin Huke (<40%),
nocnepytolme éuoncum TpodakTogepmsl 1 BKM yacto nokaseiBanu 6onee H13Kyo cTeneHb KOHKOPAOHTHOCTU A5
OOHHOrO MO3AULIM3MA, MPUYEM MHOTME SMOPUOHbI ObINM ONPeaeneHbl PErynspHbIMY 3y NIOUAHBIMA.

4. TexHuUYyecKMue acnekKTbl.

B npouecce ncnonbzoBaHug MIT-A NOSBASIOTCS KOCBEHHbIE OOKO3ATENbCTBA TOro, 4to NGS 1 MeToabl AHONM3A
OCHHbBIX, MCMonb3yeMble A8 OMNpefneneHms YMCa KOMui XPOMOCOM, MOTYT B HEKOTOPbIX 3IMOPUOHAX HEeBEpPHO
YKA3bIBATb HAO MO3AMYHOCTb B PE3YNETATE PA3NUUYHBIX TEXHUUYECKMX OCOBeHHOoCTen (4). Takve apTedakTbl MOryT
BO3HWKATb B CNEOYIOLLMX CUTYALMSX:

° MeTOA: norpewHoCcT™ Metogd éuoncun, 3060p CJTMLLIKOM MAJIOro KonmM4yecCTBaA KJIETOK C noBpexneHneM KneTok nin
YOCTUYHbBIM PA3PYLLUEHUEM U MOTEPEN KNETOYHOM OHK, Bnngtowen Ha onpepefieHne XPoOMOCOMHOro I'IpOCI)I/IJ'Iﬂ,

°  AHQNU3: nNropuUTMbI, UCMOSb3yeMble A% HOPMANMU3ALMM XPOMOCOMHOIO KAPTUPOBAHMS, TAKXE MOMYT MOTEHLMASbHO
N3MEHATb NPODUNN, OCOBEHHO ECAM KOMMYECTBO S4YEEK, MCMOMb3yeMbIX A5 HOPMANM3AUMM Npodbunen, SBnseTcs
nepeMeHHbIM UK HM3KKUM. KpoMe TOro, OTKITOHEHMS B MOCTPOEHUM BUBNNOTEKM C 60f1e€ HN3KNMM KOYECTBOM MCXOOHOM
OHK (Bknouas CKOMMPOMETUPOBAHHbBIE AMMIMAUKALMM BCETO reHOMA) MOrYT MPUBECTU K HEAOCTATOUYHOMY MMM
N36BITOYHOMY MPEOCTABIEHMIO XPOMOCOM (MO3AMLIM3M LIEMON XPOMOCOMbI) UM CYBXPOMOCOMHBIX O6MACTEN
(cermeHTapHbBIN MO3AMLM3M). AHanms BHekeTouHon OHK HUMT, koTtopbin ncrnonbayeT nonoéHyo NGS metogonoruio,
nNpPennonaraeT YTO OTKNOHEHNS MOTYT TAKXE NPOU3OMUTM HO 3TAMNE NOArOTOBKMN BUBIMOTEKM, MPUBOAS K HEMPABUIIbHOMY
onpefeneHunio YNCNa KOnuin, OCOBEHHO A1 XPOMOCOMHbIX CErMEHTOB.

5. Kak aTo BnusgeT Ha TECTUPOBAHME AHEYNNoOUAUN B KITMHUYECKOW I'IpCIKTMKe?

BonbLunHcTBO (>90%) pe3ynbTaToB 6MoNcumn TPOGSKTOAEPMbI MOMYYEHO C PETYAPHBIMM 3YMNOUOMIMM MO BCEM
XPOMOCOMAM UM MOMHBIMU AHEYMIOUOHBIMW C YYOCTMEM OOHOM UM HECKOSbKMX XPOMOCOM. OQHAKO Yy HEGOSLLLON
4aCTM 3MOEPUOHOB MOTMYT HAGAKOATLCS MPOMEXYTOUHbIE U3MEHEHUS YMCNA KOMWA AN OOHOM MMM HECKObKUX
XPOMOCOM, UYTO YKO3bIBAET HO BO3MOXHbIA MO3AMLM3M KNEeTOK. VIHOrOa 3TO MOryT 6biTb €AMHCTBEHHBIE SMOPUOHBI,
KOTOpble [OOCTYMHbl Afs MOTEHLMANBHOrO nepeHocd. [1OoCKOMbKy MO3AMLM3M, OBHAPYXEHHbIM MNPy 6Uoncum
TPOGBKTOAEPMbI, TEOPETUYECKU MOXET UMETL KITMHMYECKME MNOCNeaCTBMA A9 6epeMeHHOCTM (BKouas BAMSHME HA
MNOUEHTAPHYIO GYHKLMIO /UK XNM3HECTOCOGHbIE CUHAPOMAIbHbBIE MATONOMM), MePEHOC 3TUX 3MEPUOHOB CriedyeT
PACCMATPUBATL TOSILKO MOCE COOTBETCTBYIOLLErO KOHCYETUPOBAHUS MALMEHTA U OBCYXAEHWS QNbTEPHATUBHBIX
BOPWAHTOB.

KomMmeHTapuu gna naéoparopum

1. KNWHWKKM QOMXHBI MOHMMATL, KOKOE BAMSHME MOXET OKO3OTb HEeyOpBETBOPUTENbHAS TEXHWUKA SMONCUm
HO nocnenyloLlmMe aHanuabl. NpennouTnTensHO = 5 KNETOK OOMKHbl 6blTb BMOMCUPOBAHLI, YTOObI OATb
nocnenyowyo HAOEXHYIO M COANAHCUPOBAHHYIO aMrnanoukaumito. MeHee 5 knetok MoryT BAuSTb HA
AMAANGUKALMIO (LLYM) 1 YPOBHM OGHAPYXEHNS MO3ANLIM3MA. PekoMeHOyeTCa NPOBOANTL BUOMCUIO HE 6onee
10 KNeToK, UTO6bl CBECTU K MUHUMYMY HErOTUBHOE BO3AENCTBME HO SMOPUOH.



MNoBpexaeHne KneTok OOMKHO B6biTb CBEAEHO K MUHUMYMY, YTO6bl YMEHbLUMTL OTK/IOHEHWE AMMIMOUKALMM
M nonyuntb npoaykT [OHK, COOTBETCTBYIOLMIA MCXOOHbBIM B3AThIM KNeTKAM. Ecnmn 6uoncus ocyLlecTenseTcs
C MOMOLLbD Na3epd, MWASHTUGULUMPOBAHHbIE KOHTOKTHbIE TOYKM OOSMXHbl  OblTb  MUHUMASbHBIMA 1
npPennoYTUTENBHO HA KIIETOYHbIX coeuHeHusax. Ecnn B nadopatopumn onpenenseTcs CTA6UIbHO BbICOKAS
UACTOTA MO3AMLM3MA, BbISIBIIEHHOIO B KOFOPTOX 3MEPUOHOB, CledyeT PACCMOTPETh BO3MOXHOCTb U3yUYeHMs
KAK 3MOPUONOrK, TAK W NIT-NPOKTUKM 115 BbISBIEHUS OCHOBHbIX MPUYKH.

Mo TEXHWUYECKUM MPUYMHOM 0N PErnMCTPALMM YPOBHEN MO3aMLUM3MA B GUOMCUAHOM 06pa3Le AOMXHA
MCMOMb30OBATLCS TOMbKO QHAUTUYECKAS MAATPOPMA, KOTOPAS MOXET BOCMPOU3BOOMMO U3MEPSTb
KOMIMYECTBO KOMWUA. PasfinuHble MnaTdopMbl MOTYT KMMETb MeHblume (MM 60mblive) BO3MOXHOCTM
OBHAPYXEHNS/KONMUECTBEHHOM OLIEHKM MO3AMUM3MA, O TAKXE COBCTBEHHble 6O30Bble YPOBHM LIyMAd.
CepsucHble Na6OPATOPUN MOTYT BbINMOMHUTE MX COBCTBEHHbIE SKCMEePUMEHTbl OIS KOHTPOSMS OCHOBHbIX
nokasaTenen ayrnonaHbiX, Tak 1 aHeynnomngHbix MIA NpoaykToB ans psad 06pA3sLOoB. 3HAYEHUS, Nexalime
30 Mpenenamm aTx AMAnNA30HOB 3YMovabl/aHEYNIoM b, CYUTAKOTCA MO3ANYHLIMU. Mpenesibl OBHAPYXEHNS
N KOIMYECTBEHHOM OLLEHKM YPOBHS MO3AMLLM3MA MOTYT 6bITb OMPEAENeHbl, eC/IU 3TO CUUTAETCS HEOBXOAUMBIM,
C NMOMOLLbIO SKCMEPUMEHTOB MO CMELLMBAHMIO KNETOK. DKCNEepPUMEHTbI Mo cMeLllmnBaHmio OHK HM3Kkoro ypoBHs
MOTryT HE NOOXOOMUTb AN TECTOBOro 06pA3Ld 13-3a MPOGIEM C TEOPUEN BbIGOPKM MPU HU3KOM KOIMYECTBE
KOMWiA, CMELLIOKOLLIMX OTHOCUTESNbHbIE OTHOLLEHWS XPOMOCOM. DMOPUOHbBI B BBIGPAHHOM HMXHEM OMANA30HE
3HAYEHWUIA MOTYyT 6biTb MPEOCTOBMNEHbl KOK 3YMiOMAHbIe, B TO BPEMS KOK 3MOPWOHbI Bbille BbIGPAHHOIO
BEPXHErO 3HAYEHWNS MOTyT 6biTb MPEACTABNEHbI KOK AHEYMIOUOHbIE. TUMUUYHOE HUXHEE 3HAYEHNE OTCeUYEHNS
OT Paaa Ony6nMKOBAHHBIX rpynn coctasnsgeT 20%, a BepxHee 3Haderre-80% (13-17). DT npenenbHble
3HAYEHNS OOSXKHbI BbiTb COOBLLEHBI MPYMNMNON OBCYXMBAHUS B COOTBETCTBYIOLLYIO rpynny. HacTtostensHo
peKkoMeHayeTCs, YTO6bI NI06AS KIUHMKA, MCMOSb3YHOLLAS KOMMep4YecKne cepBucHble nadopatopum ansa MNirT-A,
3aMNpPOCUa 3TM AMANA30HbI 4719 YBEPEHHOIO COOBLLEHNS MO3AULM3MA N KOHCYSIBTUPOBOHMS MNOLMEHTOB.

YuntbiBas MNPUPORY 6UMONOrMM  BO3HUKHOBEHWUS W PACIPOCTPOHEHUS MO3aMUM3MA, 6o  6UONTAT,
NHTEPMPETUPOBAHHBIA KAK MO3OMYHBIA, MOXET HE TOYHO OTPAXATb OKPYXAIOLLYIO TPOGIKTOOAEPMY WU
OCTASIbHYIO YACTb AMOPUOHA.

HeotbeMnemas TPYAHOCTb B MNPUCBO€HUN €eOUHCTBEHHOro MO3AMYHOro 3HAYEeHusas TOMY, 4TO O6bIYHO
NPeacTaBnseT CO6OM LUMPOKUIA PA3BPOC AAHHBIX, O3HAYAET, UYTO COOBLUEHHOE 3HAYEHME [OMKHO
PACCMATPUBATLCA TONMBKO KOK OPUEHTUP [N KOHCYNbTUPOBOHMUS MApP, PACCMATPUBAIOLLMX MNepeHoC
(unu ero ucknoUyeHne) oUEBUZHOrO MO3AUYHOIO 3M6PUOHA.

Mbl MpeanaraemM PACCMATPUBATE MO3AWMYHbBIA CMEKTP KOK HEMPEPbIBHbIM MOAOUEHT PUCKA B OMAMNA30HE OT
OTHOCUTESNBHO HU3KOTO PUCKA HA ypoBHe 20% 0o 605ee BbICOKOro PUcka no Mepe npuénmuxexns k 80% (Puc.l).
TeM He MeHee, KNMHUKM OOMKHbI ONUPATHCS HO CBOE COBCTBEHHOE MHEHME MPK onpeneneHun PUCKa 1 BAUSHUS,
KOTOPOE 3TO MOXET OKA3ATh HA MOArOTOBKY OTYETA U KOHCYNETUPOBAHME.

MosbiLeHune pucka

Yucno konun
N
YPOBEHb MO3AULU3MA

MoBbiweHue PUCKa

Xpomocombi (1-24)

PucyHok 1. B3amMOCBS3b MexXay YPOBHEM MO3AULIM3MA M MOBbILLIEHHBIM PUCKOM
HEeG6IaronpPUITHOrO MCXOAA MOCe NMEPEHOCA MO3ANYHOIO dMEPHUOHA



4, DopMATHl NAG0PATOPHbBIX OTYETOB AOMKHbI 6blITb OGHOBMEHbI, YTOOBI BKIKOUYATH MHPOPMALMIO O MO3AMLM3ME,
3HAYEHUS MUHUMATBHOIO Y MOKCUMAOSBHOMO YPOBHS OMPEAensIeMoro Mo3amLM3Ma U XAPOAKTEP BbISBIEHHOM
XPOMOCOMHOM GHOMAOSNN.

PekomeHpauuun gnsa spava

1. TlaumeHToB cnemdyeT NPOAONXATb MHGOPMUPOBATL O TOM, YTO NGO FrEHETUYECKUI TECT, OCHOBAHHbIA HA
OT60PE OQHOM NN HEBONBLLIOTO KOMMUYECTBA KIIETOK, B3STbIX U3 MPEUMIMIIOHTALMOHHBIX SMBPUOHOB, HE MOXET
6bITb HA 100% TOUYHBIM U3-30 KOMBUHALMM TEXHUYECKMX U BUONOrMYeckmnx GaKTOPOB, BKIKOUAS XPOMOCOMHbIN
MO3AULM3M.

2. WHdopMaumMs O naumeHTe U GOpPMbl COMMACUS HAO TECTMPOBAHME (€CnM OHM UCMOMb3YHOTCS) AOSXHbI BbiTh
N3MEHEeHbI, YTOBbI BKSIKOUATh BO3MOXHOCTb MOMYYEHNS AHHBIX O MO3AULIM3ME U Nto6ble MOTEHLMASbHBIE PUCKM
B Cly4Yde NepeHOCcd U UMMAAHTAUMKU. DTO OOMKHO 6biTb O6BICHEHO MALMEHTAM BPOYOM, PEKOMEHAYIOLNM
PGT-A.

3. [lepeHoc aynnouaHbIX 61ACTOLMCT, KOK MPABUIIO, AOSIKEH 6bITh MPUOPUTETHBIM MO CPABHEHMIO C MO3AUYHBIMM
610CTOLUCTAMM.

4, B cnyyoe paccMoTpeHmns BOIMOXHOCTY NepeHOCa MO3ANYHOM 61ACTOLMCThI C MALMEHTOM cregyeT o6CcyamTb
cnegytoLime BOPUAHTLI:

o MNposepeHue pganbHenwero uukna MIT-A gna nosbileHUs BEPOSTHOCTHU BbiSIBNEHUS 3ynnouaHoOMN 6nacTouucTbl ans
nepeHoca.

M nepeHoc énacToumcTbl ¢ 60nee HU3KUM ypoBHEM MO3AULKU3MA, NOCSIe COOTBETCTBYIOLWEero KOHCYynbTUPOBAHUSA.

MNpeHaTanbHAg AMArHOCTMKA MAOCAC M MNAUEHTbl NMpPW N60M YCTAHOBAEHHON 6epeMeHHoCTV nocne [T
HOCTOSTENbHO PEKOMEHOYETCS -~ OCOOEHHO 3TO KACOETCH NepeHOCa Mo60oro MO3AMYHOro aME6PUOHA. AMHUOLIEHTES
¢ 14~ Hepgenu 1 ganee B HOCTOSLLIEE BPEMS CUMTAETCH HOMGONEEe PENPE3EHTATUBHBIM 151 BbISIBIEHNS XPOMOCOMHbIX
aHomanuin nnopaa. Ong éonee paHHUx nccnenosaHni (¢ 10 Hedenu v ganee) nnaueHTbl MOXHO TAKXe PACCMOTPETb
METOOMKY HEUHBA3MBHOIO NMPeHaTansHoro tecta (HUMT), KoTopasd aHANM3MPYET YUCO MAALEHTAPHbLIX KOMMA BCEX
24 xpomocoM — ncnonbzosaHne HUMT ona xpomocom 21, 18, 13 X 1 Y MoryT 6biTb HEYMECTHBIMU. YNBETPA3BYK TAKXE
MOXET 6bITb MOME3eH A5 BbIIBIEHUS AHOMONWK N104A, B TO BPEMS KAK CKPUHUHI PAPP-A 1 ponnneporpadus Takxe
MOTYT 6bITb MOMNE3HbI A1 BbISIBAEHNS MAALEHTAPHON HEAOCTOTOUYHOCTU.

PekoMeHaaumMm No NpUopuUTE3ALMU MO3AUYHBIX SMOPUOHOB,
paccMaTpuUBAEeMBbIX ANs NnepeHoca

OCHOBBIBASCH HO HOLLMX TEKYLLMX 3HOHUAX O PEMNPOAYKTUBHbBIX PE3YSIBTATAX SMEPUOHASIBHOIO U MAALEHTAPHOrO
MO3CULM3MA M3 MPEHATANBHOM OMAMHOCTUKM M HOBbIX 3HAHMSX, MOMYYEHHbIX B PE3ySbTATe HeOOBHEro aHAmMsa
SMBPUOHOB M PE3YNBTATOB NePeHOCd, MOArOTOBNEHO PYKOBOACTBO O KIIMHULMCTOB (MM reHETUKY-KOHCYBTAHTY,
€Cn TOKOBOM MMEeeTCH), MO MPUOPUTESALIMK MO3ANYHBIX SMEPUOHOB, PACCMATPMBAEMbIX A% NepeHOCa:

1.  OMOBPUOHBI C HU3KUM YPOBHEM MO3AMLM3MA (HU3KMA PUCK) MPEANoYTUTENIbHES SMEPUOHOB C 60J1e€ BbICOKUM
YPOBHEM MO30MLIM3MA, MOCKOSbKY NEPEHOC IMOPUOHOB C 6051€€ BbICOKMM YPOBHEM MO3AMLM3MO MOXET GbiTh
CBSI3CHbI C 60nee BbICOKMM PUCKOM HEGNAronpusaTHOro Mcxond. OTHOCUTENbHBIV MPOLEHT MO3AMLM3MA, MO-
BMOMMOMY, SBASETCS NYyYLLMM MNPEONKTOPOM NCXOLAJ, O HE MO3AMLIM3M KOHKPETHOM XPOMOCOMbI. KOHKPETHbIE
XPOMOCOMbI CBA3AHbI CO cneumduyeckmMmnm CUHOPOMAMUY, U UX CcledyeT OO6CYXAOATb B KAXOOM KOHKPETHOM
Clny4yae B MpoLecce KOHCYNBTUPOBAHKUS. MO3aMyYHbIe SMEPUOHbI 60N1ee BbICOKOTO PUCKA CEedyeT NepeHOCUTb
C OCTOPOXHOCTBIO M TOMBKO MOC e COOTBETCTBYIOLLErO reHETUUYECKOTO KOHCYBTUPOBAHMS.

2. ECNMMNpUHATO pelleHne o nepeHoce aME6PNOHOB C MO3AMLIM3MOM MO OAHOM XPOMOCOME, TO MOXHO PACCTABUTH
NPUOPUTETLI OTEOPA, MPEXAE BCEro, CXOAs M3 YPOBHS MO3AULIM3MA, O 30TEM KOHKPETHOM XPOMOCOMBI.

MpepnoyTeHne Npu NepeHoce MO3AMYHOrO SMEPUOHA OOSIKXHO OCHOBBIBATLCS KOK HO COBPEMEHHbBIX 3HAHUSX
O XPOMOCOMHbIX CUMHOPOMAOX, TAK M HO YPOBHE MO3AMLUM3MA, BbISBIEHHOM B SuonTtaTte. Ecnv ecTb BbIGOP Mexnay
NepeHOCOM ABYX MO3AUYHbBIX 3MOPUMOHOB C OOMHAKOBBIMM YPOBHAMM MO3AULIMEMA, TO SMEPUOHAM, MO3AMYHBIM MO
XPOMOCOMAM, CBA3OHHBIM C OAHOPOOUTENBCKMMM OUCOMUAMU, TIXENON 300EPXKON BHYTPUYTPOBHOIO PA3BUTUS U
CUHOPOMAMM, MPW KOTOPBIX BO3MOXHO POXOEHUE XMBOTO Pe6eHKd, AOMKEH 6biTb MPUAAH 60Mee HU3KU MPUOPUTET.



[na nonyyeHns MHGOPMALIMM O KOHKPETHBIX MIALEHTAPHbBIX OCIOXHEHNSX 1 GETANbHBIX CUHOPOMAOX, CBA3OHHbIX
C onpefeneHHbIM1M XPOMOCOMAMM, PEKOMEHOYEM O3HAKOMUTLCS ¢ 0630poM Grati et al (18). MocnegHee pykoBoaCTBO
ASRM (19) MOXeT 6bITb UCTMOMb30OBAHO [OJ18 KOHCY/IBTUPOBAHMUS MO BOMPOCAM, CBA3AHHbLIM C MEPEHOCOM MO3AMYHbIX
SMOPUOHOB.

Oé630p

Pa3BuTre reHoMHbix TexHonorun ang MNIT Npou3Beno PEeBOALMIO B HOLLEN CMOCOBGHOCTU OBHAPYXMBATL HA
YPOBHE OfHOW KNeTKWU UMM HEBOSBbLUONO YMCNA KIETOK PA3MMYHbIE BUObI FEHETUYECKMX OHOMANMA. HenséexHo,
MOBbILLEHHAS YyBCTBUTEIBHOCTb M PA3PELLAIOLLAA CMOCOGHOCTb 3TUX METOLOB MO3BOAMIA TAKXE BbISBUTb 605ee
MOSIHbBIN CAEKTP XPOMOCOMHbBIX AHOMONI, BKITFOUAS XPOMOCOMHbIN M CEFMEHTAPHbIM MO30MLM3M ~ O6MIACTH, FAE HALLN
3HOHWS O BUMONMOMNKN U PE3YNETATAX ABASIOTCS HEMOMHBIMU U BCE eLle passmBatoTcs. Npenpiayime pesynstatsl KO
He YKA3bIBASM HO MOBbILLEHHbIN PUCK XPOMOCOMHbBIX HOPYLLEHW MO CPOBHEHWMIO C €CTECTBEHHOM 6EPEMEHHOCTbLIO, U
MO3TOMY U3 UMetoLLMXCS AAHHbBIX [T T-A NepeHoCc MO3aNYHbBIX SMOPUOHOB MPEACTABNSETCH OTHOCUTENBHO 6€30MACHbIM
BAPWAHTOM A1 MAP C HU3KUM UM MUHUMOIIbHBIM PUCKOM HEeraTUBHbBIX MCXOO0B ANg 6€pEeMEeHHOCTU. TeM He MeHee,
NepeHOC 6NIACTOLMCT, B KOTOPbIX Bblf OBHAPYXEHbBI MO3AMYHbBIE AHEYMOWANK, CreayeT PACCMATPUBATL TOSbKO MOCAe
KOHCYNBTALMM 3KCMEPTOB M COOTBETCTBYIOLLEIO reHETUYECKOrO KOHCYMBTUPOBAHNS NALMEHTOB. PekomMeHpaummn no
NOB60PATOPHON OTYETHOCTM TAKXE OOSMKHbI 6bITh MOHSATbI MPW KOHCYETUPOBAHMW NALMEHTOB MO MOBOAY O6OCHOBAHMS
NOBbIX MPOBGEM, CBA3AHHbIX C MEPEHOCOM MO3ANYHOIO IMOPUOHA N YMECTHOCTBIO MPOAOIIKEHNST 6€PEMEHHOCTH
C MOMOLLbIO HEMHBA3MBHOMO KoMmnekcHoro HNMT, KOTOPbIi PACKPBLIBAET BCE XPOMOCOMbI UMM MHBA3MBHBIE TECTHI,
TOKME KAK OMHUOLLEHTES, TOe MOXET 6bITb MAEHTUPULIMPOBOH MO3AMULIU3M.

YTO6bI Nyylle MOHATb KIIMHUYECKME NOCNEOCTBUS NePeHOCa MO3ANYHBIX SMOPUOHOB W MPEAOCTABUTL LIEHHYIO
MHGOPMALMIO LMK YIYULIEHNS FEeHETUUYECKOrO KOHCYbTUPOBAHMS MALMEHTOB, PACCMATPMBAIOWMX MNEPEHOC
MO3QUYHOIrO 3MOPUOHA, TAE 3TO BO3MOXHO, CNEeAyeT MNOOLLPSATh AONTOCPOYHbIE NOCNenyoLLmne NCCNegoBaHNS BCeX
npennonaraemMbix NePeHOCOB MO3AMYHBIX 3MOPUOHOB KNnHUUMCTOMK. C yBenundeHnem notpednerHmns HAMT ong
CKPWHWHIO QHEeYNNouOnn nnoad 1 6onee nosHbiX JOCTYMHbBIX TEXHONOrnin ckpuHmnHra HUMNT MHorne 6epeMeHHOCTH,
YCTAOHOBMEHHbIE MOCNE MNEPEHOCA MO3AWYHBbIX 3SMOPUOHOB, MOrYT 6biTb MPOCTO MpocnexeHsl. Kpome Toro,
MOCKOSIbKY 6bI10 MOKA3AHO, YTo HUIMT cnoco6eH o6HAPYXMBATL MHOMME aMOPUOHASIbHBIE MO3AMKM, BKKOUAOLLME
noxe pegkue Tpucommm (20), Tenepb OOCTYMHA BO3MOXHOCTb OTCAEXMBATL UCXOOHbLIM PEe3yssTAT MO3AULM3MA
TpodakTopepMbl. C60P 3TUX OAHHBIX 1, MO BO3MOXHOCTU, MIALEHTAPHOM TKAHW NPK POXAEHUM MOMOXET HOM fyJllle
MOHATb 6€30MACHOCTb MePEeHOCA MO3ANYHbBIX IMOPUMOHOB. HO MCCNeqoBATENbCKOM YPOBHE MEHETUYECKUI AHOIU3
OOHOPCKMX HEMEPEHOCUMBIX MO3AUYHbBIX 3MOPMOHOB C MOMOLLbID aHAnM3a NGS ocTaBLLencs 61acTouMCThl ByoeT
NPOAOMKATL MPOMBATL CBET HA 3HAYMMOCTb MEPBOHAYANBHOMO U3MEPEHNSA BUOMNCUN M ABATL LEHHYIO MHPOPMALMIO
O reHeTnyeckomn KOHCTUTYLLIMM MO3AMYHBIX SMOPUOHOB.
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