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Mocne npepbigyliero nporpaMMHoro 3asiBieHus MexayHapopHoro OéuectBa no [peuMnNaHTALMOHHOM
leHeTnueckon AuarHoctuke (PGDIS) B 2016 (www.pgdis.org), no-npexHeMy cyliecTByeT HeonpeaeneHHoOCTb
B KnaccudumKaumm Mo3amum3Ma M BO3MOXHoOcTen nepeHoca (1). Llenbio HacTosiwero gokyMeHTa siBnsieTcs 063op
TeKyLlen MHpopMaLum 1 O6HOBNEHNE PEKOMEHAALMIA, KACAIOLMXCS NePEeHOCA MO3ANYHbIX SM6PUOHOB.

Mo maTepmanam 18- MexgyHapPOAHOM KOHGEPEHLIMM MO NPEUMITIIAHTALNOHHONA rEeHETUKE

Uenb

OCHOBHOM LIEfbio MPEUMMIIAHTALMOHHOMO MEHETUYECKOrO TECTUPOBAHNA Ha aHeyrnouaun (MIT-A) asngetcs
ynyJlleHne pesynbTaToB nepeHoca B uukie OKO 30 CYET CHUXEHUS BAUSHMS OHEYMIOMOHBbIX 3MOPUOHOB.
NoeHTUPrKaLnsg aHeynIonaHbIX U NepeHoC aynONAHbBIX SMOPUOHOB MPOLEMOHCTPUPOBOM NyYlLIMe MOKA3ATENN
NPV UMANAHTALWK, TeYEHUMN 6€PEMEHHOCTI N XMBOPOXAEHNM MOCHE NepPeHOCA, O TAKXE CHUXEHWE YMCNA HeYAAYHbIX
MMMAAHTALUN.

B nocnegHue rogbl B KAMHUYECKYO MPAKTUKY OblIM BHEOPEHbl MeToObl TECTUPOBAHUS ONACTOUMCT HA
onpeneneHMe aHOMAnbLHOro uncna koruin (aHeyrmnonanm) - PGT-A, B ocHoBe KOTOpbIx nexat arrayCGH, SNP-
MATPULbl U CEKBEHMPOBAHWE HOBOrO mnokosieHus (NGS). BonblunHcTBo naéopatopuin KO B HACTosLLEE BpeMs
BbIPALLMBAIOT SMOPUOHbI 40 CTOAUM GIACTOLMCTbI OS5 BbISBNEHUS XMIHECTIOCOOGHbIX, KOMMETEHTHbIX K OPOGIEHUIO
3MOPUOHOB, A 3ATEM MPOBOAAT BGUONCUIO HEGOSBLLOIO KOMMYECTBA KIETOK TPODIKTOOAEePMbI 19 TECTUPOBAHMS HA
HONWYKME aHeynaouanA. AHAIM3 MHOMOKIETOYHbBIX BUOMCUA OAET BO3MOXHOCTb MOSYUUTb PE3YNETAThl B OTHOLLEHWN
aHeynIonagum, KOTopble HOXOOATCS B MPOMEXYTKE MeXay MOMHbIM AHEYNIOMAOM U HOPMASIbHBIM 3YMNIOMOOM.

XPOMOCOMHBIM MO3ANLM3M OBbIYHO OMPEAENSETCS KAK HAIMYME B OOHOM O6pa3Le ABYX UM 6onee KEeTOYHbIX
JIMHUA C PA3MNYHBIM HOB60POM XPOMOCOM, YTO OBbIYHO HABAOAETCSH Y MUHUMASIBHOMO KOIMYECTBA 3MOPUOHOB HA
BCEX CTAOMSAX MPEUMIMIIAHTALMOHHOIO PA3BUTUS. MeToabl, O610AIOLLME BEICOKOM YYBCTBUTENbHOCTBIO, TAKME KK
arrayCGH 1 NGS, oCHOBAHHblE HO OnpeneneHmm YMCia KOMnmim, MOryT PA3nnMyaTh MPOCThIE, PErynspHbIe AHeYNIoUaNN
(pacnpocTpaHsowmecs Ha BCe KNeTKM B 6MOMCUM) OT YACTUUHBIX (MO3aMUHbIX) aHeymnonamin (onpenensiomxcs
TONMBbKO B HEKOTOPBIX KMETKAX B GUOMCUM) U MOTYT KOSIMYECTBEHHO OMPEenensTh CTEMNeHb OGbIX M3MEHEeHU Yncia
kormin (2). Mcnonbays metomsl NGS ¢ 6onee BbICOKMM pa3peLleHeM, CerMeHTaPHbIM MO3OMULIM3M TAKXEe MOXeT
6bITb OBHAPYXEH, 61Arogapst YeMy MOXHO MOEHTUOULIMPOBATbL HEGOMbLIME AENELUU AU OYMIMKALUMN XPOMOCOM
(06bIuHO>T0 MB).

O630p HOBbIX AAHHbIX

1. YacroTra MO3AUYHbIX 3M6PUOHOB.

MNpu TECTUPOBAHUN C MCNONb30BAHWEM MeTonoB NGS HO CTOAMM 6NACTOLMUCTBI YACTOTA 3APEMMCTOUPOBAHHOMO
MO3AMLM3MA CUSIbHO BAPBUPYET Cpeau KMHKK oT 2% 0o 40%. Tem He MeHee, nogaBnstoLlee 60bLUMHCTBO KIMHMK
COOBLLAIOT, YTO MO3AMYHbIE 3MEPUOHBLI cocTaBNAloT 5-10% oT TecTupyeMbix (2-4). BbiCOKOS YACTOTA MO3AMYHbIX
3MOPUOHOB B HEKOTOPLIX KIIMHUKAX MOXET $BMAATbCS CNefcTBMEeM MNPOBOAMMON TEPAMUKM, 3MOPUONOrMYECcKMX
OCOBEHHOCTEN, TEXHMYECKMX OCOOEeHHOCTEeN METOOd WM, B HEKOTOPbIX Cly4yasx, $BfAdTbCd  bakTopamu,
ACCOLUMMPOBAHHBIMU C MALMEHTOM (4), B TOKMX CIy4OsX MOXET 6biTb OMPABOCH MOCEOYOLIMA NMEPECMOTP KAK
KIIMHUYECKOM, TAK M NAGOPATOPHOM MPAKTUKKU. BCce KAuHUKKM, npoBogdlime TeCTMpoBaHMe MIMT-A B CTOPOHHMX
CEPBUCHbIX NAGOPATOPUSIX, MOIYT NOTPEBOBATL OT NAGOPATOPUN MPEOOCTABUTL AAHHBIE O BbISBIEHHOM UMUK YPOBHE
MO3AULM3MA U OFPAHUYNTD O6BEM NPEOOCTOBNAEMbIX AAHHbIX.

2. Pe3ynbTaTthl nepeHOCcCAa MO3AUYHbIX 3M6PUOHOB.

B nepBoM onyérnmkoBAHHOM UCCIENOBAHUM C UCMONb30BAHUEM [T T-A, ocHoBAHHOM Ha arrayCGH (5) cooéLianock
O POXOEHUN 3A0POBbIX XMBbIX HOBOPOXAEHHbLIX MOC/e NepeHOCA MO3AMYHbIX 3MEPUOHOB. [Tocne npeacTaBneHms
3STOro MEPBOHAYANBHOIO OOKACAC 6bIfIO MNPOBEOEHO HECKOSbKO OPYrMX MCCNEOOBAHMIA, CBA3AHHbBIX C MEPEeHOCOM
GOSbLUEro YUCA MO3AMYHBIX 3MBPUOHOB (6-9). M3 pe3ynsTaToB MepeHoCcd, MO CPOBHEHMIO C 3YMNOUOHLIMM
NnepeHoOCaMK, MEePEeHOC MO3AMYHBIX WM MO3ANYHBIX CErMeHTAPHbIX 3MOPUOHOB [OENCTBUTENbHO MPUMBOOAMT K
HACTYMJIEHUIO 300POBOM 6EPEMEHHOCTUN, HO MOXET 6biTb CBA3AH CO CHMXEHWEM UMMIOHTALMU 1N 6oree BbICOKUM
MPOLEHTOM BblkMabILIen. B uenoMm, ycrnelluHble Noka3aTenm 6biin QOCTUMHYTbI MPK NepeHoce 3MBPUOHOB C YPOBHEM
MO3aMLM3Ma < 40%, TOrgA KAK 3MOPUOHbI C YPOoBHEM Mo3aunumama 40-80% ¢ MeHbLUEN BEPOSTHOCTLIO MPUBOOMAM K
HACTYMJIEHMIO MPOrPECCUPYIOLLEN BEPEMEHHOCTU. MeHee YyOoBNeTBOPUTEbHbIE PE3YSIBTATLI OblIM OOCTUMHYThI MPK
nepeHoce COXHbIX MO3OMUYHbBIX SMBPUMOHOB, C BOBeYeHneM 6oree 1 XpOMOCOMBI.



XOT9 COBPAHHbIE OOHHbIE O NMepeHoce Bce elle coaepxaT MeHee 500 MO3aMUYHbIX 3MEPUOHOB, OYEBMOHO, YTO
3HAYUTESNBHAS YACTb MO3ANYHBIX SMEPUMOHOB OB6NAACET OnNpeaeneHHbIM MOTEHLMAIOM K PA3BUTUIO. He MeHee BaXHO
1 TO, UTO MPW MNPOBEOEHUM MPEHATASNBHON OMArHOCTUKM (C MPUMEHEHNEM AMHUOLIEHTE3A) NP MPOrPECCUPYIOLLIMX
6epPeMEeHHOCTSX BbiNM OrnpeneneHbl HOPMATbHbIE 3YMIOMAOHBIE XPOMOCOMHbIE HAG0PbI Y MIOOOB, YTO YKA3bIBOET
HQ TO, YTO TPOGIKTOOEPMATbHbBIA MO3AMLIM3M, NEePBOHAYAIBHO HAGMIOOABLUMACS B 61ACTOUMCTE, BEPOSTHO, UMEN
OrPAHUYEHHbIN XAPAKTep. Bce XMBOPOXAEHMS, O KOTOPbBIX COOBLLANIOCH [0 HACTOSILLEro BPeMeHM, 6bii 300P0BbIMM
6€3 NPU3HAKOB XPOMOCOMHbIX CUHOPOMOB. KpoMe Toro, 3T MCCNeqoBAHMS MOKA3AM, UTO Pe3ysIbTAThI, KOK NPABMIIO,
He 30BUCAT OT UCXOLHOM XPOMOCOMBI, YYACTBYIOLLEN B MO3AMLM3ME.

3. TeHeTMYyecKMin AHANU3 MO3AUYHbIX 6JIACTOLLUCT.

[MOBTOPHBIN AHOMM3 3A6PAKOBAHHbBIX 6AIACTOLMCT, AMArHOCTUPOBAHHbLIX KOK aHeyrnnoungHsle nocne NGS, nokasan
BbICOKYIO KOHKOPOQHTHOCTb (>95%) MCXOOHOro QHeYMIOMAHOro Pes3ynbTaTa Mo OPYrMM YUACTKAM 3MEPUOHA,
BkMtoUas BKM (BHYTpEHHSS KNeTouHAs MAccd) U apyrne o6nacTi TpohaKTOAEPMAbHOro KoMnapTMeHTa (7, 10-11).
B nocnefgHee BpeMs aHANM3 MO3ONYHBIX SMOPUOHOB, MPEAOCTOBNEHHbIX HO MCCNEOO0BAHNS, HOYON NPONMBATL CBET
HO XPOMOCOMHYIO KOHCTUTYLIMIO MO3AMYHBIX 6iacTtoumcT (12). B uenom, ecnm ypoBeHb MO3AULIM3MA 6bifT BLICOKUM
(>40-80%) npu HAYANBHOM BUOMCKK, MOCNEAYIOLIAA 6MOMNCUa TPODSKTOOSPMbI U AHANM3 BKM mnMmenu TeHgeHumo
QHAOTMYHO MOKA3bIBATH HEKOTOPLIM YPOBEHb MO3aMLIM3MA. OOHAKO, €CNIN YPOBEHb MO3AMLM3MA 6biT Hxe (<40%),
nocnegyroume érnoncum TpodakTogepmbl M BKM yacTto nokasbiBanun 6onee HM3KYK CTeneHb KOHKOPOAHTHOCTM O
OCHHOMO MO3AULIM3MA, MPUYEM MHOTME SMBPUOHBI GbiNi OnpeneneHsbl PerynspHbIMU 3yrIoUaHbIMA.

4. TexHUYyecKue acrneKTbl.

B npouecce ncnonbzoBaHmg MIT-A NoaensgoTCs KOCBEHHbIE AOKA3ATENLCTBA TOro, Uto NGS 1 MeTofbl AHONM3A
OOHHbIX, WUCMOSb3yeMble L9 ONpedeneHns YMCIa KOMuin XPOMOCOM, MOTYT B HEKOTOPbIX 3MOPUMOHOX HEBEPHO
YKQ3bIBATL HO MO3AMYHOCTb B PE3YMLTATE PA3NMYHBIX TEXHUUYECKMX ocoBeHHocTen (4). Takue apTedakTbl MOryT
BO3HUKATb B CMEAYIOLLNX CUTYALUSX:

° MeTOA: norpewHoCcTM Mmetogd 6VIOI'ICVIVI, 3060p CJTMLLKOM MAJIOro KOnMyecCTBaA KJ1IEeTOK C NnoBpexaeHneM KneTok nimn
YACTUYHBIM Pa3pyLIeHnem n notepen knetodHon [HK, Bnvsowen Ha onpenenerne XpoOMOCOMHOro Npoduns.

°  AHQNU3: ONropPUTMbI, UCTONb3yeMble OJ18 HOPMAMU3ALIMU XPOMOCOMHOIO KAPTUPOBAHKS, TAKXE MOMYT MOTEHLIMASBHO
N3MEHSATb NPOPUIN, OCOBEHHO ECIN KONTMUYECTBO SiUeeK, MCMOSIb3yeMbIX A HOPMANM3aUmMM Npodunen, sensetcs
rnepemMeHHbIM Ui HU3KNM. KpoMe Toro, OTKITOHEHWS B MOCTPOEHUM BUBITMOTEKM C 6051e€€ HU3KMM KAYECTBOM MCXOLHOM
OHK (Bknouyas CKOMMPOMETUPOBAHHbLIE AMMIIMGUKALMKM BCErO reHOMA) MOrYT MPUBECTM K HEAOCTATOYHOMY 1IN
N36bITOYHOMY MPEACTABIEHMIO XPOMOCOM (MO3AMLIM3M LIENOM XPOMOCOMBI) UM CYBXPOMOCOMHbIX O6/IACTEN
(cermenTapHbIN MO3aMLM3M). AHONM3 BHekneTouHon OHK HUMT, koTopbiin ncnonkayeT nogoéHyio NGS metogonoruio,
NPEeLNoSIAraeT YTO OTKIIOHEHMS MOTYT TAKXE MPOU30MTN HA 3TAME NOArOTOBKM BUGNIMOTEKM, MPUBOAS K HEMPABUITBHOMY
onpeneneHno YNCa Komnun, OCOBEHHO A1 XPOMOCOMHbIX CEerMEHTOB.

5. Kak 310 BnusieT Ha TeCTUPOBAHME AHEYNNOUAUIA B KITMHUYECKOM NPAKTUKE?

BonblmHcTBO (>90%) pesynsTaToB 6Moncum TPOGSKTOAEPMbI MOTYHEHO C PEerygapHbIMUA SYMOUOMAMMU MO BCEM
XPOMOCOMAOM WS MOSHBIMU OHEYMITIOUOHBIMU C YYACTUEM OOHOM UM HECKOMBKMUX XPOMOCOM. OOHAKO Y HEGOSbLLOWN
YOCTM 3MOPMOHOB MOTYT HABGMOOATLCS MPOMEXYTOUHbIE WU3MEHEHWS YMCA KOMWA ONd OLHOM WU HECKOSbKMX
XPOMOCOM, UYTO YKO3BIBAET HO BO3MOXHbIA MO3AMLM3M KNeToK. MIHOrga 37O MOryT 6biTb €4UHCTBEHHbIE SMBPUOHHI,
KOTOpble HOOCTYMHbl ANS MNOTEHLMANBHOrO MnepeHocda. [1TOoCKOMbKy MO30MLM3M, OBHAPYXEHHbIA MNpu 61Moncum
TPOGIKTOAEPMbI, TEOPETUYECKM MOXET UMETH KIIMHMYECKME MOCNeOCTBUS NS 6epeMeHHOCTM (BKIoUAs BInSHUE HA
MNALEHTAPHYIO GYHKLIMIO U/ U XM3HECTOCOGHbBIE CUHAPOMASBHbLIE MATONOMMM), MEPEHOC 3TUX SMEPUOHOB CriedyeT
PCCCMATPUBATL TOMBKO MOCIe COOTBETCTBYIOLLErO KOHCYSIBTUPOBAHUS MALMEHTA M OBCYXAEHUS ANbTEPHATUBHBIX
BOPUOHTOB.

KoMMmeHTOpPUMK png na6opaTtopuun

1. KrAMHWKM JOMKHBI MOHWUMATbL, KAOKOE BAUSHME MOXET OKA3ATb HEYOPBAETBOPUTENbHAS TEXHWUKA OGMONCUmn
HO mocnefylolwme aHanmabl. [pegnoytuTensHO = 5 KNeToK OOMXHbl 6blTb 6GUOMCUPOBAHLI, YTOGbLI OATb
nocnenyowyo HAOEXHYIO M COANAHCUPOBAHHYKO aMinmMdukaumio. MeHee 5 KNeToK MOryT BAUSTb HA
AMANMOUKALMIO (LLyM) 1 YPOBHM OGHAPYXEHNSA MO3ANLIM3MA. PekoMeHOyeTca NpoBOanTL BUOMCUIO He 6ornee
10 kNeToK, YTOGbI CBECTM K MUHUMYMY HEFATVMBHOE BO3LENCTBME HO SMOPUOH.



MoBpexaeHWe KNeToK AOMXHO 6biTb CBEAEHO K MUHUMYMY, UYTO6bI YMEHbLLIUTb OTKIIOHEHWE aMMIUPUKALIMN
n nonyunts npopykT OHK, cOOTBETCTBYIOLLMA MCXOOHBIM B39ThIM KIIETKAM. Ecnin 6uoncus ocylecTenseTcs
C TMOMOLLbIO J103epd, WOEHTUOULUMPOBOHHBIE KOHTOKTHbIE TOYKWM OOSIXHbl  6biTb  MUHUMOSbHBIMU U
NPennoYTUTENbHO HA KIETOYHBIX COEdMHEHUsX. ECnv B Na60paTopuM OnpeaenseTcs CTA6UMbHO BbICOKAS
4YACTOTA MO3AULIM3MA, BbISBIIEHHOMO B KOFOPTAX 3MEPUOHOB, CriefyeT PACCMOTPETh BO3MOXHOCTb M3yUYeHMs
KOK aMBPUONOruK, TAK M MrT-NPAKTUKM 15 BbISBIIEHWUS OCHOBHbIX MPOUYMH.

Mo TeXHWUYECKUM MPUYMHAM OS5 PEerucTpdumMmM YPOBHEN MO3AMLIM3MA B 6MOMCUIAHOM O6pasLe OOMKHA
MNCMOSMb30OBATLCS  TOMbKO  AHANUTUYECKAS MNATPOPMA, KOTOPAS MOXET BOCMPOU3BOOMMO  U3MEPSTb
KONMMUYECTBO KOMMWA. PasfnyHble NAATGOPMbl MOFYT UMMETb MeHblumMe (Mnn Gosblume) BO3MOXHOCTM
OBHAPYXEHWS/KONMMUECTBEHHOM OLIEHKM MO3AMLIM3MA, O TAKXE COGCTBEHHble 6d30Bble YPOBHM LUIYMA.
CepBucHble NA6OPATOPUN MOTYT BbIMOMHUTE MX COBCTBEHHbIE 3KCMEPUMEHTbI OIS KOHTPOSMS OCHOBHbIX
rnokasaTenen aynnouaHbIX, TOK U aHeynnonaHbix MNIFA NpooyKToB ANns psad o6pa3uoB. 3HAYEHUs, nexalyme
30 Npenenamm aTUxX OMANA30HOB 3YMIondsl/AHEeYMNoMabl, CUMTAKTCH MO3AMYHLIMU. [penens 06HAPYXeHWS
N KOSIMYECTBEHHOM OLLEHKM YPOBHS MO3AMLIM3MA MOTYT BbiThb ONPERENEeHbl, eC/IU 3TO CUUTAETCS HEOBXOAUMBIM,
C NOMOLLbIO SKCMEPUMEHTOB MO CMELLMBAHWMIO KIETOK. SKCNepUMeHTbl Mo cMelumaHmio JHK Huskoro ypoBHs
MOryT He MoOXOOMTb 4S15 TECTOBOro 06pa3Ld M3-3a NPOBIeM C TeEOPUEl BEIGOPKM MPU HU3KOM KOMUYecTBe
KOMWiA, CMELLIAIOLLIMX OTHOCUTESNbHbBIE OTHOLLEHWS XPOMOCOM. DMOPUOHbBI B BLIGPAHHOM HUXHEM OMANA30HE
3HAYEHUA MOTYT 6biTb MPEOCTABAEHbI KAK 3yMiouaHble, B TO BPEMS KAK 3MOPUOHbI BbILLE BbIGPAHHOIO
BEPXHEro 3HAYEeHWs MOryT 6bITb MPEACTABNEHbI KOK AHeYNNonaHble. TMMUYHOE HUXHee 3HaYeHWe oTCedeHus
OT PAaa ONyGMKOBAHHBIX rpynn coctasnsgeT 20%, a BepxHee 3Haderne-80% (13-17). DT npepnenbHble
3HAYEHUS OOMKHbI 6blTb COOOLLEHbI FPYMNNOr O6CTYXMBAHUS B COOTBETCTBYIOLLYIO Tpynmny. HacTosTensHo
pPEeKOMeHAYyeTCS, UTOObI M06AS KIIMHWKA, MCMOSb3YOLLIAS KOMMEpYeCKMe CepBUCHble nadopaTtopum ana M T-A,
3aMNPOCUa 3TN AMANA30HbI 4715 YBEPEHHOIO COOBLLEHNS MO3AULIM3MA N KOHCYSIBTUPOBAHMS MNOLMEHTOB.

YuuTbiBaAS NPUPORY OWOMOrMKM BO3HUMKHOBEHUS W PACMPOCTPAHEHMS MO30MUM3MA, 06O  6MonTaT,
WHTEPMNPETUPOBAHHBIA KOK MO3AUYHbIA, MOXET HEe TOYHO OTPOXATb OKPYXAIOLLYKD TPOGIKTOOAEPMY UK
OCTOSTbHYIO YOCTb 3MOPUOHA.

HeotbeMnemas TPYAHOCTb B NpUCBOEHUU eAUHCTBEHHOro MO3dUYHOro 3HAa4YeHus TOMY, 4TO 06bI4YHO
npeacTaBnsgeTr co60i LUMPOKUIA pPaA36pPOC AAHHbIX, O3HAYAET, UYTO COO6LUEeHHOEe 3HAYEeHUEe [ONKHO
pAaccMaTpUBATBLCS TOMbKO KAK OPMUEHTUP AN KOHCYNBTUPOBAHUA MNAP, PACCMATPUBAIOWMX MNepeHocC
(unun ero ucknoUYeHNe) OCUEBUOHOIrO MO3AUYHOIO 3MEPUOHA.

Mbl NpeanaraemM PACCMATPUBATE MO3AWUYHbBIA CMEKTP KAK HEMPEPbIBHbIM MOAOMEHT PUCKA B OMAMNA30HE OT
OTHOCUTESNBHO HU3KOTO PUCKA HA ypoBHe 20% [0 6051ee BbICOKOro pUcka no Mepe npuénuxexna k 80% (Puc.l).
TeM He MeHee, KITMHUKM OOMKHbI ONMMPATBCS HO CBOE COBCTBEHHOE MHEHME NPUY OMNPEREneHU PUCKA U BIINSHAUS,
KOTOPOE 3TO MOXET OKA3ATh HA MOArOTOBKY OTYETA U KOHCYNETUPOBAHME.,

MoBbieHune pucka

Yucno konuim
N
ypOBeHb MO3aULU3MA

MosbilLweHMne pucka

Xpomocombi (1-24)

PucyHok 1. BaammocBssiab Mexay ypoBHEM MO3AMLM3MA U MOBbILLIEHHbLIM PUCKOM
HEe61aronpUsITHOrO MCXOAA MOC/IE MePeHOCA MO3ANYHOrO 3MOPUOHA



4. DopMATbI NABOPATOPHBIX OTYETOB OOMXKHbI 6bITb OBHOBMEHbI, YTOObI BKIIKOUATL MHGOPMALMIO O MO3AMNLM3ME,
3HAYEHUS MUHUMASTBHOIO YU MAKCUMASBHOIO YPOBHS OMpenenieMoro Mo3anumM3amMa U XApaKTEP BbIIBNIEHHON
X[POMOCOMHOMN OHOMAONUN.

PekoMeHpauuu anga Bpaua

1. TaouneHToB CcnegyeTt NPOJOMXATb MHGOPMUPOBATE O TOM, YTO NIIOOOV FrEeHETUYECKUIA TECT, OCHOBAHHbIA HA
OTOOPE OQHOM UMM HEBOBLLOIO KONIMYECTBA KIETOK, B3SATbIX U3 MPEUMMIAHTALNOHHBIX 3MOPUOHOB, HE MOXET
6biTb HO 100% TOYHBIM M3-30 KOMOUHALLMKU TEXHNYECKMUX Y BUONOrMYECKMX GAKTOPOB, BKITIOUAS XPOMOCOMHbIM
MO30AMLN3M.

2. VIHq)OpMCILJ,Mﬂ O nauneHTe n ¢OprI cornacua Ha TeCtnpoBaHMe (ecnm OHU MCFIOJ'Ib?,y}OTCFI) OOMKHbI 6bITb
M3MEHEHbI, YTO6bI BK/TKOUYATb BOIMOXHOCTb nony4vyeHnsa JaHHbIX O MO3AnLInM3Me n Nto6ble NOTEHLMASbHbIE PUCKN
B Chy4dade nepeHoca mn mMryiaHTauunnm. 3DTO OOMKHO 6bITb OGBACHEHO MALMEHTAM BPAYOM, peKOMeHOYOWNM
PGT-A.

3. TepeHoc aynnonaHbiX 61ACTOLMCT, KOK NPABUIIO, LOMKEH 6biTh MPUOPUTETHBIM MO CPABHEHMIO C MO3AMYHbIMM
6NACTOLUCTOMM.

4, B cnyvyae paccMoTpeHns BO3MOXHOCTM MepeHOCd MO3ANYHOM 6TACTOLMCTLI C MALMEHTOM CieflyeT O6CYamnTb
crnepytoLme BOpUAHTbI:

. MNpoBepeHue pganbHenwero uukna MIT-A gna nosbileHUs BEPOSTHOCTU BbISIBNEHUS 3YNIIOMAHOMN 6NACTOLMCTbI Ans
nepeHoca.

*  TepeHoc 6nacToLMCTbl C 6051€e HU3KUM YPOBHEM MO3AMLM3MA, MOCIE COOTBETCTBYIOLLEro KOHCYNbTUPOBAHMUS.

MNpeHaTanbHAsS OMArHOCTMKA MAOAC M MNAUEHTbl MPW OG0 YCTAHOBNEHHOM 6epeMeHHOoCTM nocne [T
HOCTOATENBbHO PEKOMEHOYETCS -~ OCOBEHHO 3TO KACAETCH MePEHOCA MOB0ro MO3ANYHOIrO aMEPUOHA. AMHUOLEHTE3
c 14-7 Hepgenu v oanee B HACTOSLLIEE BPEMS CUMTAETCS HaMBONeEe PENPE3EHTATUBHBIM ANS BbISIBIIEHUS XPOMOCOMHbIX
aHoManuin nnopa. [ng 6onee paHHMX MccrnefosanHuit (¢ 10 Hegenu 1 ganee) NNALeHTh MOXHO TAKXe PACCMOTPETb
METOAUKY HEMHBO3UBHOIO NPeHATAanbHoro Tecta (HUMT), KOTopas aHAMU3UPYET YMCIO MIALEHTAPHbIX KOMUA BCEX
24 xpomocoM — ucnonbzosaHne HAMT ona xpomocom 21, 18, 13 X n Y MoryT 6biTb HEYMECTHBIMU. YBTPA3BYK TAKXE
MOXET 6bITb NONe3eH AN BbigBNEeHMS QHOMANNM NNOAQJ, B TO BPeMs KAk CKpUHUHI PAPP-A 1 gonnneporpadusa Takxe
MOTyT 6bITb MONE3HbI 4715 BbISBEHWS MNALEHTAPHON HEAOCTATOYHOCTU.

PekoMeHAAUMM MO NPUOPUTESALUU MO3AUYHBIX SMO6PUOHOB,
paccMaTpuBaeMbIX s nepeHoca

OCHOBBIBASCH HO HALLMX TEKYLLIMX 3HAHUSAX O PEMPOLYKTUBHBIX PE3YETATAX SMEPUOHANBHOMO U MIALEHTAPHOrO
MO3AMLM3MA U3 MPEHATANBHOM OUATHOCTUKM U HOBbIX 3HAHMSX, MOMYUYEHHbIX B PEe3yNnbTaTe HeOdBHero aHanmsa
SMBPUOHOB M PE3YNETATOB NMEepPeHOCd, NMOAroTOBNEHO PYKOBOACTBO A1 KIMHULMCTOB (M reHETUKY-KOHCYIBTAHTY,
€Cnv TOKOBOM MMEETCH), MO MPUOPUTEIALIMM MO3AMYHbLIX SMBPUOHOB, PACCMATPMBAEMbIX 4719 NepeHoca:

1. OMBPUOHBI C HU3KUM YPOBHEM MO3AMLM3MA (HM3KMA PUCK) MPEAnoYTUTEIbHEE SMEPUOHOB C 6051EE BbICOKUM
YPOBHEM MO3AULM3MA, MOCKOSbKY NEPEHOC IMBPUOHOB C 60J1e€ BEICOKMM YPOBHEM MO3AMLIM3MA MOXET BbITh
CBSI30HbI C 6051ee BbICOKMM PUCKOM HEBNATronpPUATHOrO ncxond. OTHOCUTENbHbIM MPOLEHT MO3AMLM3MA, MO-
BMAMMOMY, SBASETCS NYULIMM NPeauKTOpPOM UCXOAd, O HE MO3AULIM3M KOHKPETHOM XPOMOCOMbI. KOHKpETHbIe
XPOMOCOMbI CBA3AHbI CO CreuuduyeckumMmm CUHOPOMAMU, U UX CRemyeT O6CYXAATb B KOXOOM KOHKPETHOM
cryyae B NpoLecce KOHCYNETUPOBAHMS. MO3AMYHbIE SMBPUOHbI 6051ee BEICOKOMO PUCKA CriedyeT NepeHOCUTb
C OCTOPOXHOCTBIO M TOSMBKO MOC e COOTBETCTBYIOWErO FEHETUYECKOTO KOHCYTETUPOBAHMS.

2. ECnvnpuHATO peLleHne O NepeHoce aMEPUOHOB C MO3AMLIM3MOM MO OOHOM XPOMOCOME, TO MOXHO PACCTABUTD
MPUOPUTETLI OTEOPA, NMPEXAE BCEro, MCXOOs 13 YPOBHA MO3AMLIM3MA, O 30TEM KOHKPETHOM XPOMOCOMbI.

I'Ipeﬂ.rlhoeHme nou nepeHoce MO3ANYHOro 3M6pl/IOHCI OOJTXHO OCHOBbIBATLCHA KAK HA COBPEeMEeHHbIX 3HAHUNAX
O XPOMOCOMHbIX CMHOPOMAX, TAK N HA YypOBHE MO3dULIM3MA, BbigBJIEHHOM B éunonTaTte. Ecnn ectb Bbl60p mexny
NnepeHOCOM OBYyX MO3ANYHbIX SMépMOHOB C OOVHAKOBbIMK YPOBHAMKM MO3ANLIN3MA, TO 3M6pl/IOHC1M, MO3AWN4YHbIM MO
XPOMOCOMOM, CBA3AHHbBIM C OOQHOPOLAUTENBCKUMU OUCOMUAMU, TAXENOW 3A4EPXKKOMN BHyTpVIyTpOéHOFO PA3BUTUA NN
CNHOPOMAMU, MPK KOTOPbIX BOSMOXHO poXaeHWe XBOro pe6eHKo, OOMKeH 6bITb nonoaH 6onee HU3KNM NnEnopuTeT.



[na nonydyeHns MHGOPMALIMM O KOHKPETHBIX MIALEHTAPHBIX OCTOXHEHNSAX 1 GETANBHBIX CUHOPOMOX, CBA3OHHbIX
C onpeneneHHbIMM XPOMOCOMAMMU, PEKOMEHOYEeM 03HAKOMUTLCS ¢ 0630poM Grati et al (18). MocnenHee pykoBoOCcTBO
ASRM (19) MOXeT 6bITb UCMOb3OBAHO A8 KOHCY/IBTUPOBAHME MO BOMPOCAM, CBA3AHHBIM C MEPEHOCOM MO3AMYHbIX
3MBPUOHOB.

Oé630p

PaszsuTne reHomHbix TexHonornn ong MNIrT npomsBeno peBontoumio B HALLEN CMOCOBHOCTM OBHAPYXMBATL HA
YPOBHE OOHOWM KNeTKU UMM HEBOSbLIONO YMCNA KIIETOK PA3MUYHbIE BUOb FEHETUYECKMX AHOMANMn. HenséexHo,
MOBbILLUEHHOS YyBCTBUTENBHOCTb M PA3PELLCIOLLAS CMNOCOBHOCTh 3TUX METOOOB MO3BOMMIA TAKXE BbIIBUTL 6onee
MOSIHbBIN CNEKTP XPOMOCOMHbBIX OHOMGTNIA, BKITFOUYAS XPOMOCOMHbIN 1 CEFMEHTAPHbIA MO30MLM3M — O6/IACTH, FAE HALLK
3HAHWS O BUOMOTUN U PEIYNBTATAX FBNSIOTCS HEMOMHBIMK U BCE elle pa3smBatoTcs. [Npenblioyimne pesynstatsl KO
He YKA3bIBOMNM HO MOBbILLEHHbIA PUCK XPOMOCOMHbIX HAPYLLEHU MO CPOBHEHMIO C eCTECTBEHHON 6€PEMEHHOCTLIO, U
NO3TOMY M3 UMEIOLLMXCHA AHHbBIX [T T-A nepeHOoC MO3ANYHbIX 3MEPUOHOB NPEACTABNSETCH OTHOCUTENBHO 6€30MACHbIM
BAPWAHTOM A5 MAP C HU3KUM UMM MUHUMOIbHBIM PUCKOM HEraTUBHBIX MCXOO0B ANl 6epEMEHHOCTU. TeM He MeHee,
nepeHoC 61TACTOLMUCT, BKOTOPBIX 6bIlIM OGHAPYXEHbBI MO3AMYHbIE AHEYMNOUONK, CreqyeT PACCMATPUBATL TOMBKO Mocne
KOHCYNETALMM SKCMEPTOB M COOTBETCTBYIOLLErO reHeTUYeCKOro KOHCYNBTUPOBAHNS NauMeHToB. PekomeHpaumm no
NAB60PATOPHON OTYETHOCTM TAKXE OOSKHbI 6bITh MOHSTbI MPW KOHCYETUPOBAHMM NALMEHTOB MO MOBOAY O60OCHOBAHMS
TOGLIX MPOGMIEM, CBA3AHHBIX C MEPEHOCOM MO3ANYHOrO IMOPUOHA U YMECTHOCTBIO MPOOOMXEHNS 6epeMEHHOCTH
C MOMOLLbKO HENHBA3MBHOIO KoMmnekcHoro HUMT, KOTOpbI PACKPbLIBAET BCE XPOMOCOMbI UM MHBA3WMBHbLIE TECTHI,
TAKME KAK OMHUOLLEHTES, IOe MOXET 6biTb MAEHTUGULIMPOBOH MO3AMLIM3M.

YTO6bI Nyylle MOHSATb KIMHUYECKME MOCNEenCTBUS MepeHOCa MO3ANYHbIX SMOPUOHOB M MPEOOCTABUTL LIEHHYIO
MHPOPMALMIO 01K YNYULIEHUS TEeHETUYECKOrO KOHCYbTUPOBAHMS MALMEHTOB, PACCMATPUBAIOLLMX MNepeHoC
MO30MYHOIrO 3MOPUOHA, TAE 3TO BO3MOXHO, CNEAYET MNOOLLPSATL AOArOCPOYUHbIE NOCNenyoLLmne NCCNegoBaHNS BCeX
npennonaraemMbix NepPeHOCOB MO3AMYHBIX 3MOPUMOHOB KNMHMUMCTOMK. C yBenudeHnem notpednerHmns HAMT ong
CKPVHWHIO QHEYMNOWAUI MIOAA W 6onee MOoHbIX OOCTYMHbIX TEXHONOIrMin ckpuHKHra HAMT MHorve 6epeMeHHOoCTH,
YCTOHOB/IEHHbIE MOCAEe MEPEHOCA MO3AMYHBIX 3MOPUOHOB, MOrYyT ObiTb MPOCTO MNpOocnexeHsl. Kpome Toro,
MOCKOJSIbKY 6bI/10 MOKA3AHO, YTo HUMT cnoco6eH 06HAPYXMBATL MHOMME SMOPUOHASBbHBIE MO3AKMKM, BKIKOUAOLLME
noxe pegkune Tpucommm (20), Tenepb OOCTYMHA BO3MOXHOCTb OTCAEXMBATH MCXOOHbLIM PE3ySsTAT MO3AMLM3MA
TpOCbQKTO,D,eprI. Céop OTUX OAHHbLIX U, MO BO3MOXHOCTH, I'IJ'ICILI,eHTOpHOPI TKAHU NPKW POXAeHN MOMOXET HAOM ny4lle
MOHATb 6€30MACHOCTb MEPEHOCA MO3AUYHBIX SMOPUOHOB. HO MCCNegoBATENBCKOM YPOBHE FEHETUYECKUI OHANM3
OOHOPCKMX HEMepeHOCKMbBIX MO3AUYHBIX AMOPUOHOB C MOMOLLbO aHAanM3a NGS ocTaBsLlencs 61aCToUMCTbl 6yaeT
NPEOOOJTIXATb MPONMMBATL CBET HA 3HAYMMOCTbL NMNepPBOHAYASIbHOIO U3MepeHNd 6UONCUn n AABATb LEeHHYIO VIHC])OpMOLI,l/I}O
O reHeTunyeckon KOHCTUTYLIMM MO3ANYHBIX SMOPUOHOB.
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