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Ucnonb3oBaHUe XPOMOCOMHOIro MUKPOMATPUYHOIO QHANU3A
AN NPEeHATANbHOM AUArHOCTUKM

OéwecTtBo MeaunumHbl Matepu 1 Mnoga (SMFM); NoppeiH Oiorodd, LOKTOP MeaULMHbI;
Mapwu 3. HopToH, gokTop MeguumHel; Oxeddpu A. Kynnep, BoKTop MeauLmHbI

XPOMOMCOMHbI MUPOMOTPUYHBIA GHANNM3 — 3TO MOSIHOFEHOMHbBIN METOf MCCNEAOBAHMS BbICOKOrO PA3peLleHNs,
KOTOPbIA MCMOSb3YeTCA OS89 BbISBAEHUS PA3MMYHBIX BUAOB XPOMOCOMHOIO AMCOANAHCA, BKAOYAS QHOMOMNK,
onpegensemMble Npu CTAHOAPTHOM KAPUOTUMMPOBAHUK, O TAKXE CYBMUKPOCKOMUMYEeCcKMe aeneumm 1 oynnmkaumu,
Ha3bIBOEMble BapuaLmaMi umcna konui (CNV). Mockornbky XPOMOCOMHbIA MUKPOMATPWUUHbIR AHANM3 UMEET Borbluee
paspeLleHne, YeM 0B6blYHOE KAPUOTUMMPOBAHUE, OH MOXET BbISBATL AeSIeUMn 1 OYMIMKALMY PASMEPOM BrIOTb OT
50-100  Tbic.nH.  Lenblo  gaHHOrO  OOKYMEHTA  ¢BMSeTCs  OOCYXAeHWe  MeTOAd,  MNPeuMyLLEecTB
M HEOOCTATKOB XPOMOCOMHOIO MUKPOMATPUYHOrO CHAMM3d, MOKA3AHWA M OMPOHWYEHUMIA K ero MpoBedeHUIo.

Mbl pekoMeHayeM:

1. TpoBegeHne XPOMOCOMHOIo MUKPOMOTPUYHOIO QHOMM3A MNPeniaraeTcs npu O6HAPYXeHUM Y3-MapKepoB
XPOMOCOMHOM MATOMOTMM MAIOAA W/UAM MEPTBOPOXAEHNA. B 3TMX Cyydsx 30MEeHWTb MM CTOHOJPTHOE
kapuoTunuposaHmne nnoaa (KIACC 1A).

2. O6cyxageHrne npeuMyLLecTB M HegOCTATKOB XPOMOCOMHOIO MWKPOMATPUYHOIO QHAMM3A UM CTAHAJPTHOrO
KAPUOTUMUPOBAHUS  BPAYOMU-TEHETUKAMM, MO0 BPAYAMU-KOHCYSIBTOHTAMM C  MAUMEHTAMM, KOTOpPbIe
MCHUPYIOT MPOBEAEHNE AMHUOLIGHTE3A M BUOMNCUM BOPCUH XopuoHa (BBX). O6a 3T BApMAHTA O0MKHbI 6biTh
OOCTYTMHbI A9 XEHLLMH, KOTOPbIE PELUMV MPONTH AMArHoCTMYeckoe oécnenosaHme (KITACC 1B).

3. KoHcynsTMpoBaHME [O M Mnocne OO6CNefoBAHMS OOSKHO MPOBOOUTLCS OBYYEHHBIMW  KOHCYNBTAHTOMM
MO reHEeTUYECKMM BOMPOCAM, BPAYAMU-TEHETUKAMMN UM BPAYAMM OPYrMX CRELMASIbHOCTEN, MMEIOLMMM OMbIT
B MHTEPMNPETALMM PE3YSIETATOB XPOMOCOMHOIO MUKPOMATPUYHOrO aHanmnaa (MpakTuyeckme pekoMeHaaLmm).

4,  TlauMEHTbI QOMXHbI GbITh MPOUHPOPMUPOBAHBI O TOM, UTO XPOMOCOMHbI MUKPOMATPUUYHBIN AHOW3 HE BbISBNSET
BCE reHeTMYeckme 3a60MEBAHNS UM CUHOPOMbI, CBA3AHHbIX C TOYEUHBIMM MyTALIMAMM OTAEMbHBIX FeHOB. Takxe
XPOMOCOMHbIA MUKPOMATPUYHBIA AHAMMS B HEKOTOPLIX CIyYAsX MO3BOMAET OBHAPYXUTb KPOBHOE POLACTBO U
onpenenuTb oTLOBCTBO (MpakTuyeckne pekoMeHaaLmm).

§. ToumeHTbl, y KOTOPbIX B PEe3y/bTaTe MPEHATANbHOM OMArHOCTUKM OBHAPYXEHbI BAPUALMKM YMCIA KOMUIA
C HeornpemeneHHon 3HAYMMOCTbIO (BH3), momxHbI MOMyYaTh KOHCYMBTALMM OT SKCMEpPTOB, MMEIOLWMX OOCTYM
K 6a3aM AOHHbBIX, B KOTOPbIX MPEOOCTOBEHd MOCTOSAHHO O6HOBMSEMAs MHQOPMALMS O KOPPEensaumax
reHoTun-dpeHoTun (MpakTuueckme pekoMeHaaLmm).



XPOMOCOMHbI MUKPOMATPUYHBIA aHanms (XMA) - aTo

MNOSIHOrEHOMHbI MeTon nccecnegoBaAHUA BbICOKOIo
PA3PELUEHNs, KOTOPbIM MOXET BbIIBUTb GOSbLUIMHCTBO
XPOMOCOMHbIX CIHOMCU‘IMVI, BblgBNA€eMbIX C TMOMOLLbIO
O6bIYHOIO UNTOreHeETNYeCKOro aHanm3ad, d TadKXxe
CYy6MUKPOCKOMMYeckme  geneuum 1 - Oynavkaumm,
KOTOpble O603HAYAKOT KOK BAPUALMM YUCHIA KOMUI
(CNV). CNV

30601eBAHUN

MOryT BbI3bIBATb  LUMPOKUNA  CMEKTP

UenoBeKd,  BKIOYAS  HOPYLLUEHWUS
PA3BUTUS HEPBHOW CUCTEMbI U BPOXOEHHbIE MOPOKU
PA3BUTUS, TAKME KAK MOPOKWM ceppuda v gpyrme. XMA
PEeKOMEHOYETCS B KOYECTBE TECTA MNepBOM NUHUM B
MOCTHATASIBHOM OMArHOCTUKE BPOXOEHHBIX MOPOKOB

PA3BUTUS U HOPYLLUEHWUA PO3BUTUS HEPBHOW CUCTEMBI.

HakonneHHble B TedeHue nocnegHero OecatuneTms

OMbIT M AOHHbIE, OEMOHCTPUPYIOT  yrydlleHue
BbISIBNIEHUS XPOMOCOMHbBIX OHOMCSIMIA B MPEHATASIbHOM
OuarHocTnke ¢ nomowlpto XMA No CpaBHEHUKO C

O6bIYHBIM  KAPUOTUMMPOBAHMEM. XMA  MOXeT 6bITb
BbIMNOSIHEH HA HEKYIBTUBMPOBOHHbLIX o6pa3suax [[OHK,
06pa3LbI, nou BBX n

OMHUOLEHTE3E, UTO MOXET NPUBECTU K 6051€€ 6bICTOOMY

BKtOUAS nosy4eHHble
NPOBEOEHMIO AHANM3A MO CPABHEHUIO CO CTAHOOPTHLIM
KOPUOTUMUPOBAHMUEM.

Kakme cyuwiecTByloT TMNbl MUKPOMOTPUYHOIO
aHanusa?

B npeHaTanbHOM OMArHOCTUKE WMCMOSb3YOTCA ABA BUOA
MuKkpoMaTpuL: SNP-0n1roHykneoTuaHele MUKPOMATPMULLbI
N MATPULbI 19 CPOBHUTENBHOM FEHOMHOWM rMépPMan3aLIMm
(CGH). B SNP- # CGH-matpuuax OHK 13 nnogHoro
MaTepuana, noayyeHHoro npu BBX mnu amHuoueHTese,
rMépuaonsnMpyeTcs HA MUKPOMATPMLE, COCTOALLEen u3
[OHK-30HOOB, HO TBEpPOOM MOBEPXHOCTW, TAKOWM KOK
NpPenMEeTHOE CTEKII0 UMW KPEMHUEBBIA Yur.

CGH cpaeHueaeT o6pazel, OHK nnoga ¢ HOpMAsbHbBIM
STANOHHLIM  o6pasuoM  [OHK (PucyHok 1). O6pasupl
ncecnegyemot 1M atanoHHon  OHK  meTar  2-Mg
bNyopecLEeHTHBIMU KPACUTENSMU PA3HOMO LBETd, 3ATEM
CMELUMBAIOT U TMOPUAMIMPYIOT HA  MUKPOMATPMLLE.
NHTEHCMBHOCTb CBEYEHMS 2-X CBA3AHHbIX $S1yOPOXPOMOB

OLEeHMBAIOT C MOMOLLbIKO MPOrpAMMHOTO o6ecneyeHus.

dyénukaumm 6yaoyT MMeTb 605iee BbICOKUA CUTHANM
rmépuansaLLmMmn, TOrad KoK geneumm éyoyT uMeTs 6onee
HU3KWA  CUMHON TMEPUAM3ALMM MO CPOBHEHWUIO C
KOHTPOSMBbHBIM OBPA3LIOM.

SNP - 310 Bapuauma nocnegoBaTenbHocTn OHK
pA3MepoM B HykneoTnn cpenm
B SNP-maTpuuax Toneko nccnepyemblin obpasel, JHK

oOuvH nogen.

rMMEPUANINPYETCS C MUKPOMATPULER (PUCYHOK 2).

SNP-maTpuubl o6HapyxmnsatoT CNV nyTem namepeHms
MHTEHCMBHOCTM CUFHAMOB 30HAA, KAK 3TO MPONCXOAUT
npu CGH. CGH-MaTpuLbl CNOCO6HbLI OGHAPYXUBATb
Tonbko CNVs, B TO BpeMs Kak SNP MaTpuubl TaKXe
MOryT BbISBAATb TPUMIOMOMIO M O6NACTM B 2-X
FOMOJIOMMYHBIX XPOMOCOMOX, MAEHTUYHbIE APYr OPYTY,
KaK  3TO
omncomum (OPM) n kposHoM popacTse. Mpu OPL o6e
KOMMM XPOMOCOMbI HOCEOyTCs OT OOHOIO M TOro Xe

npouncxoounut  npu OOHOPOAUTENBCKOW

poauTens, d He No OgHOM OT kaxaoro poautens. OPL
accouumpyeTca ¢
TOKUMK  KAOK cuHppoM [pagepa-Bunnu,

reHETUYECKUMY  HOPYLLEHUIMU,
KOTOpPbIV
MOXET BO3HMKATb, KOrAA O6e KOMUWM XPOMOCOMbI 15
HOCNenytTCs MO MATEPUHCKOM MHKMKU. SNP-MaTpULbI
TAKXE MOryT OB6HAPYXMBATb CAYYQU KOHTAMUHALMMK
MATEPUHCKMMW KNETKAMU U MO3ANLM3MA.

MaTpuubl MOTYT BKITIOUYOTb B Ce6s 30HAObl, KOTOpble
OXBOTbIBAIOT BECb FEHOM WS MOTYT 6bITh HALLENEHbl HO
MOKPbITUE B U3BECTHbIX MATOMEHHbIX OBIACTIX FreHOMa
N 6onee OrpAHNYEeHHOE MOKPbLITUE OCTASIbHOM YACTU
reHoma. [MpenMyLLLEeCTBO TAPreTHbIX MATPUL, COCTOUT B
TOM, YTO OHU YMEHbLLUOIOT BEPOSATHOCTb BbISBIEHMS
BAPUOHTA C HeomnpeneneHHom 3HAYMMOCTBLIO (CM.
Paspen «Kakue cyliecTtBytoT pUCKM UCMOSb3OBAHMS
XMA?
HeonpepgeneHHowm

Kakosa BEPOATHOCTb BAPNAHTOB C

3HOUYMMOCTBIO U KAK  UX
NHTEPMPETUPOBATL?»). B

Liernom, MATPULLbI,

Mcnosb3dyemble Ong npeHATAsIbHOM  OWMArHOCTUKMU,
MMEeIOT 60s1ee HN3Koe pazpelleHne, 4eM Te, KOTopble

MCMOJIb3YKOTCA A4 MOCTHATASIbHOW OUATHOCTUKMN.



Yo moxeT o6Hapyxutb XMA?
YeM OH oTnMUYaeTCa OT KAPUOTUNMUPOBAHUNA?

CraHpapTHOE KAPUOTUMUPOBAHME MOXET
OBHAPYXMBATL AHEYMoMamMn (QHOMANMKM B KONMYecTse
XPOMOCOM), OTHOCUTENbHO  BOJbLUME  CTPRYKTYPHbIE
OHOMONUK, TAKMEe KAK Jeneuum unv  oynanmkoumm
pa3MepPOM oT 5-10 Mb, KOTOpbIE BMOHbI
MUKPOCKOMUYECKM, O TAKXE COANOHCUPOBOHHbLIE MU
HeCOANAHCUPOBAHHbIE TPAHCNOKALMM U UHBEPCUM.
XMA nmeeT 6onbluee pa3pelleHne, 4em 0bbluHOe
KOPUOTUMMPOBAHME, UTO MO3BONSET OGHAPYXUBOTb
3HAYNTENBHO MeHbLLne CyBMUKpPOCKOMUYeckmne
oeneuyn 1 Oynavkauuy, KoK MNpPOBWUIO, BMAOTb OO
yposHa oT 50 pgo 100 Tbic.n.H. XMA TOkXe MOXeT
OBHAPYXUTb BAPUALMM  KOMMYECTBA KOMUIA  BOU3M
TOYeK PO3pPbIBA  XPOMOCOMbI  MPW  MEePecTPOrKaX
KOTOPbIE KOXYTCSH COANCAHCUPOBAHHBIMU MPU OBGbIYHOM
KAPUOTUMMPOBAHUM. TuMbl AHOMONIA, KOTOPbIE MOryT
6bITb O6HAPYXeHbl ¢ nomoupto CGH 1 SNPmaTtpuy, u
CTOHOCPTHOrO  KAPWOTUMUPOBAHMKS, MPUBEOEHbl B
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PUCYHOK 2
MaTPULAOOHOHYKNEOTUAHbIX MonMMopdnamos (SNP)
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Taénmua 1

AHOManuu, o6HApPYXEHHbIE C MOMOLLbIO CTAHAAPTHOro kapuotunuposaHunsa, CGH- n SNP-maTtpuy,

C6anaHCUPOBAHHBIE
TPAHCIOKALMM
N HBEPCUM

AHeynnougus

Hec6anaHCcMpoBAHHbIE

AOH/pogcTso CNV

Tpounnongns
TPAHCNOKALMN

CraHpapTHOE N N
KAPUOTUMMPOBAHWE

CGH MaTtpwuul + -
SNP MaTtpuupl + -

+ + - -
+ - - +
+ + + +

AOH (otcyTcTeume retepoanrotHocTh), CGH (cpasHUTEnbHas reHoMHas rmépuamsaums), CNV (sapuaumm unmcna konumi),

SNP (ogHOHYKNEOTUAHbBIN MNONMMOPdU3M)

SMFM: MpnMeHeHne XxpoOMOCOMHOIO MUKPOMATRNYHOIO AHAIM3A B MPEHATANBHOM AMArHOCTMKE. Am J AKyLIepCTBO U ruHekonorns 2016 T

Y  6epeMeHHbix 6e3  Y3-MapKepOoB  XPOMOCOMHOWM
NaTONOrMKM MAOAA M HOPMAIBHBIM KOPWOTWUMOM MIIOAQJ,
y KOTOpbIX BBX MM AMHUOLEHTES BLIMOMHSANNCL B CBA3M C
BO3PACTHbBIM PUCKOM nm MONOXMUTENBHbBIM
CKPUHUHIOM Ha aHeyrnnouamy, XMA nokasan KIMHUYeCKM
3HAYMMbIE pPe3ynbTaThl B 1,7% crnyyaes. B cucteMaTnyeckom
0630pe YeTbipex KPYMHOMACLUTAGHbIX MCCNEenOBAHUM,
NICHD,
KIIMHMYECKM 3HAYUMBIX Oeneumsx uiv oynnvkaumsx B 6,5%
(201/3090) Y3-MapkepoB
XPOMOCOMHOW naTtonorum nnoaa, 8 1,0% (50/5108) cnyuaes
MpV BO3PACTHOM pucke u B 11% (44/4164) cnydaes, B

koTopbix BBX mnn amMHWOLLEHTE3 NPOBOAMAMCH MO [PYrom

BKIItO4A4A ncenegosaHne CoO06LLANoCh o

CRyydeB Mpu  HAAMYUM

npvYMHe, BKIIOYAS TPEBOTY POOUTENEN, MOBbILLEHHDIN
PUCK MO PesyfbTaTaM BUOXMMUYECKOTO CKPUHUHIG WK
XPOMOCOMHOW TMATOMOrMK B GHOMHe3e. Bo Bcex aTux
CRy4asx NAoAbl UMEn HOPMASTbHBIA KAPUOTMM.

Opyroe npeunmyuiectso XMA CcOCTOUT B TOM, YTO 3TOT
MeTo[ He TpebyeT KyNbTUBMPOBAHME KINETOK, B OTUYME
OT OO6bIYHOTO KAPUOTUMMUPOBAHUS, KOTOpOE TpeotyeT
KNETOUYHOM KyNbTypbl. DTO PA3NUYME MOXET MO3BOMUTb
COKPATUTL Bpems aHanmad. Kpome Toro, XMA MOXHO
NPOBOOUTb HO MALEPUPOBAHHOM TKAHW, MOSlyYEHHON 13
NMOCTABOPTHOrO MATEPUANA, KIIETKN KOTOPOrO MOryT He
PACTU B KyNbType TKAHW; crneqoBaTtensHo, XMA MOXeT ¢
GonblLUer BEPOSTHOCTbIO AOTb PEe3yNsTAT NPW YCIOBUK,
BO3MOXHOCTM MOMyYeHUss OOCTOTOYHOrO KONMMYeCTBA
OHK xopolero kavecTsa.

MNMonynaumoHHoe nccnegosaHve 532 cnyyoes
MepTBOpOXOeHMs, NpoBedeHHoe CeTblo COBMECTHbIX
WcecnepoBoHuin  MepTBOPOXAEHMS,,  MOKA3Aso,  4To
XPOMOCOMHbI MUKPOMATPWYHbBIA OHOMN3 [AET PEe3ySsTaTh
yaule, 4YeM CTAHOOPTHBI OHOMU3  KAPWUOTUMMPOBAHMS
(874% B cpasHeHnn ¢ 70,5%, P <0,00071), n obecrnieumnsaet
6éonee LUMPOKOE BbISBNIEHWE TEHETUYECKUX CHOMOSUM
83% B 58% P = .0067)5

Mbl pekomeHpyeM npegnarate XMA npu o6HApyXeHun

CPOBHEHWMM  C

Y3-MOpKepoB XPOMOCOMHOM naTofiorMyM nnoga  u/
UM MEPTBOPOXAEHUN, U B ISTUX CAYUYAsiX 3AMEHUTb UM
cTaHpapTHOE kKapuoTunuposaxue nnoga (KITACC 1A).

Kakue cywecTeyloT orpaHuyeHums
no npoBepeHuio XMA?

[Tockonbky XMA HaMpaBAeH HA MOUCK FEeHOMHOro
OMCOANAHCA, TO 3TOT MeTOoL HE CMOCO6EH OBHAPYXNTb

MOJTHOCTbIO C6C1J'ICJHCVIpOBCIHHbIe XPOMOCOMHbIe

NepecTponkn, TOKME KAK  TPAHCMIOKALUMU UMK

MHBEpPCUN. O,EI,HOKO nogaenatollee  605bLUMHCTBO

COANOHCUPOBAHHBIX  MEePecTpoeKk  MPuMBOOUT K

HOPMAQBHOMY Ucxomy 6epeMeHHoCcTH. Kpome Toro,
XMA He npepocTaBnsgeTr MHOOPMALMIO O MEXaHMU3Me
BO3HWKHOBEHWS

reHeTU4eCcKoro OMCOANAHCA.

Hanpumep, ecnm  uMeeTcs  OynavMkauug — BCewn

XPOMOCOMbI 13, TO XMA He MOXET PA3/IMUNTb TPUCOMUIO
13w
TPOHCNOKALMIO, npw

HECOANAHCUPOBOHHYKD  POSEPTCOHOBCKYHO
TpebdyeTtcs
KOHCYNBETUPOBAHWE M3-3C PUCKO NMOBTOPREHMS.

KOTOpOU



|_|03TOMy B TAKUX  Cnyyagax — criegyet

KAPUOTUMMPOOBAHNE, YTOOGbl UCKIIOUUTb TPAHCITOKALNIO,

npoBOONTb

KOTOPOS MOra OGbiTb yHOCnegoBaHa. XMA MoxeT He
OBHAPYXMBATb HU3KOYPOBHEBbI MO3AMLM3M, O HEKOTOPbIE
MOTPULbBI HE OBHAPYXMBAIOT Tpunnouano. OgHako SNP
MOTPVLBI, KOK MPABKIO, CNOCO6HBI OBHAPYXMBATL 6onee
HU3KME YPOBHM MO3AMLM3MA, O TAKXE TPUMAOMOMIO.

XMA He o6HapyxmBaeT CNVs, KOTOpble HOXOOSTCS B
O6MACTAX, HE MPEeOCTOBNEHHbIX HO MATPMULE, U OYeHb
ManeHbkne CNVs, KOTOpble HOXOOATCH HUXE YPOBHS
OBHAPYXEHMS. B HEKOTOPbLIX CyYasx MOCTHOTASbHbIA X
MA moxeT noeHtudnumpoats CNV, koTopas He 6bind
OOHAPYXEHA  MPEeHATAIbHO,  M3-3a  TOro,  4To
NOCTOHOTASIbHbIE 6onbluee
paspewenre. Kpome Ttoro, XMA He OGHOPYXMBAET

TOYeuHble MyTAUMKM B OTOEJIbHbIX TeHAX, BKJIIKO4WAd Te,

MATPOULbI MMeroT

KOTOPbIE BbI3bIBAIOT TAKne 3060/1eBAHMS KAK

ceprnoBnMgHOKNETOHYHAd  aHeMud, MyKOBMCUMOO3 U

MHOIMe 13 CKeNEeTHbIX OUCTNA3UI M MHOrMe gpyrue.

Kakue cyLiecTByoT pUCKU UCNOSNb30OBAHUS
XMA? KakoBa BepOSITHOCTb BAPUAHTOB

C HeonpepeneHHoOM 3HAYMMOCTbIO U KAK
UX cnegyeT UHTepPNpPeTUPOBATL?

Hepoctatkom XMA  gBAgetcs  HEBO3MOXHOCTb  TOYHO
WMHTEPMPETUPOBATL KITMHUYECKYIO 3HAUYMMOCTb POHEE HEe
cooboBLMxcs CNVS mnm TOUHO NPeackas3aTb GeHOoTUMN
HekoTopbix CNVs, Npm KOTOPbLIX HOGAOAAKOTCS PA3NNYHbIE
knuHudeckune nposerieHns. CNVs xapaKTepuayloTcs Kok
HEMNATOreHHbIE, KIMHUYECKM 3HAUMMBIE (T. €. MATOreHHbIe),
a TOKXE KAK BAPWAHTbI C HEONpeneneHHoOM KIMHNYEeCKOM
3HaummocTbio (BH3). OéLuas pacnpocTpaHeHHocTs BH3
COCTOBNSET NPUONU3MTENBHO 1-2%. B MHOrOLEHTPOBOM
ncenenoBaHuK, cnoHenpyemom NICHD, cooélianocsk o
PACMPOCTPAHEHHOCTM naToreHHbix CNVs Ha 09% wu
PACMPOCTPAHeHHoCcT  BH3  Ha  15%
HOPMAbHBIMA

cryycee C
KOPUMOTUNAMK. B KAYEeCTBEHHOM

MCCNeqoBaHMKM  12-TM  NAp, KOTOopble  MOonydYu v B
pesynsTate XMA naToreHHbIn BApUaHT (n = 6) nunm BH3 (n =
6), COOBLLANOCH, YTO YYACTHUKM, YbM rnogsl umenn BH3,
MCMbITbIBASIM MOBLILLEHHYIO TPEBOIY U MEePEXMBAHUS 13-30
OMPOHNYEHHOrO 06bEMA MHPOPMALIMM, OOCTYMHOW A
HWX, YTOOblI MOHSATb M OUEHWUTL Gyayllee 300POBbE U
PA3BMTUE CBOEro PEBEHKA W MPUHATb PeLleHne o
COXPOHEHUM 6epeMeHHOCTM. HekoTopble M3 3TKUX Nap
UYBCTBOBOSINM Ce64 «elle ©6onee HeoCBEOOMIEHHbIMM

nocne XxpoOMOCOMHOIro MMKPOMATOUYHOIO AHAJTN3A».

K cuacTbio, BONONHUTENBHAS MHPOPMALMS O KITACCUOUKALN
CNVs HOKAMIMBOETCS 6bICTPO, YTO OOMKHO MPMBECTU K
CHUXEHWMIO YOCTOTbI COOBLLIAEMBIX BH3 ¢ TeueHmnem BpemeHn.

Mbl pekoMeHaoyeM NALUEHTAM, Y KOTOPbIX O6HAPYXEH
BH3 y nnoga, nonyuMTb KOHCYNbLTALMUIO 3KCMEpPTOB,
MMeloWmx AOoCTyn K 6d3aM [AHHBIX, B KOTOPbIX
o6HoBnsgemas

npepocTasneHa MNOCTOAHHO

MHOpMALUA O KOppenauusax reHoTUn-$peHoTUn

(MpakTnueckmne pekomeHgauum). MAUMEHTbI OOMXHbI
6biTb  OCBEOOMSIEHbl O 3HAYMMOCTU PE3YNLTATOB,
BK/IOYASI BCE BAPUAHTBI MCXOOd 6epeMeHHOCTM, d

TAKXE [OO/MKHbl 6blTb O6ecrnedeHbl HeoBXOO4UMbIMU

pecypcamum % NoOaePXKOM. JanbHenwee
06CnefoBaHME  OOMKHO  6blTb  MPERSIOXEHO Mo
MOKA3aHMaM.  OOHMM U3 HAYASIbHbIX  3TAMOB

OMArHOCTUKM SBNSIETCS OnpeneneHne HOCUTENbCTBA
ooHuM 13 poputenen Ton xe CNV, kotopasa 6bina
o6HapyxeHa y nnoga. CNVs, BosHukLLME de novo, ¢
6onbllert BEPOSTHOCTLIO  SBMASOTCS  MATOreHHbIMU.
Takxe Henb3s MUCKIYATb BO3MOXHOM MATOMOMMM
MNoAQ, ecnuv y 300POBOro popuTtens O6HAPYXeHd
Takaa xe CNV, yto m y nniond, TaK KOK HekoTopble
MMeIoT HEeYCTOMUMBbBIE KITMHWUYEeCKue nposineHus. Mowu
BH3 HEO6XoAMMO

MHTepnpeTaunm OUeHNTb

KOHKPETHble  TeHbl, KOTOpble  CopepXaTca B
0EeNeTUPOBAHHBIX UM OYMIULMPOBAHHbBIX O6MACTSX.
B uenoMm, He6onbline AynaMKAuMM UMEKOT MEHbLLYIO

KITIMHNYEeCKYO 3HAYMMOCTb, 4eM HebonbLUME aeneuunm.

Korpa cnepyet npepnaratb npoBegeHue
MMKPOMATPUYHOIrO AHANIN3A U KAKOBbI
NoKA3aHus K HeMy?

AmepukaHckaa Konnerms AxywepoB W [MHeKonoros
(ACOG) n Oéuwectso MeguumHbl Matepu un Mnoga
(SMFM) pekoMeHayIoT, «BCeM 6epPeMEHHBIM XEHLLIMHOM
OOMKEH 6bITb NPensIoXeH MPEHATANbHbIA CKPUHUHT HA
QHeyrnonauM WM OUArHoCTMYeckoe o6CneoBaHMe

OPYrmx
daAKTOPOB pucka. Pasnuumg mMexgy CKPUHWUHIOM W

He3dBNMCMMO OT BO3pACTA MATepun WUn
OMArHOCTNYECKMM O6CNEeOOBAHMEM TAKXE LOMKHbI 6bITh

O6BACHEHbIY.



PUCYHOK 3
ASIFOPUTM MPUMEHEHNA XPOMOCOMHOIO MUKPOMATPMYHOIO AHAIM3a (XMA) B MpeHaTanbHOM ANArHOCTUKE

MokasaHus K nposeageHunto I'IpeHGTGHbHOﬁ AUTHOCTUKU

MccnepoBaHmMe aHOTOMUMU MccnepoBaHMe aHAOTOMUMU

nnona: 6e3 AHOManNumn nnoaad: ¢ AHOMANUAMMU

Bbicokne PUCKU HACTbIX

PekomenpoBaHo XMA QHEYMNOUAMHA, BLISBNEHHBIE [pyrue cTpyKTypHble
U KapmnoTunmpoBaHne KIIMHUYECKU UMK MO Pe3yrbTAaTaM OTKJIIOHEHUd
YNBETPA3BYKOBOIrO 06CNe[OBAHMUS
‘ XMA

MNpeHaTanbHoe FISH-uccnegosaHme
U KOPUOTUMUPOBAHUE

EcTb aHOManum HeTt aHomanui

XMA

SMFM: TpyMeHeHre XPOMOCOMHOIO MUKPOMATPUYHOIO AHANMM3A B MPOEHATANBHOM

amarHocTurke. Am J AkylepcTBo U rmHekonorms 2016 T.

XMA ocobeHHO pekoMeHayeTcs, npu oéHopyervu/l PacnpocTpaHeHHOCTb 3HAYUMTESIbHbIX AHOMANUK,
Y3-MOpPKEpOB XPOMOCOMHOM MATOMOMMM MAOAA W/van BbISIBTEHHbIX C MOMOLLbIO XMA, B CNy4asx C HOPMAOSTbHbIM
rméenn nnopga. B atux  cnydaax XMA  3ameHdeT KApMoTnnom " HOPMAJTbHbIM Pe3ynbTaTOM
NOTPEBHOCTb B KOPMOTUMMPOBOHMM — mnoga.  [pu  YIBTPA3BYKOBOrO MCCnefosaHus coctasmna 1/60 (1,7%)
OTCYTCTBAM  Y3-MOPKEPOB  XPOMOCOMHOM natonormy B uccneposaHum NICHD. [laHHble, o6beanHeHHble 13 S
NNoaq, He3aBMCKMO OT Bo3pacTta Matepu, ACOG u SMFM  MCCnefoBaHWi npeHaTtansHoro XMA, Bbiseiiin 0,5%

PEKOMEHOYIOT MPOBOANTL JINGO  KAPUOTUMMPOBAHME POCMPOCTPOHEHHOCTU  OTKJIOHEHUH, BbISIBITEHHbIX
nnopga, 5méo XMA nocne WHBA3MBHOM MPoLEenypbl. MWKPOMATOUYHBIM OHAIM30M, KOTOPbIE HE MOryT 6biTb
(PvicyHok 3). OBHAPYXEHbl OBbIYHBIM KAPUOTUMMPOBAHKMEM, Yy 3151

XEHLLMHBI, KOTOpbIE npoLum WMHBA3MBHOE

B HacTosLLEe BpeMs HEKOTOpPbIe KIMHULLACTbI OéCJ'Ie,EI,OBOHMe B CBA3N C BO3PACTHbIM PUCKOM. 2T1a

pekoMerayioT XMA B KauecTse MCCNEnoBAHUS NepBot PACMPOCTPOHEHHOCTb OOCTATOYHO BbLICOKO, MO3TOMY

NIMHUM BCAKUA A3, KOMOQ MIOHUPYETCS XPOMOCOMHbIN KIMHALMCTBL - AOMXKHBI  O6CYAUTL  MPEMMYLLeCTBA 1

OHOMM3 MAOAQ, TOTAA KOK Apyrvie octasnsioT XMA ans OrpaHMYeHus, cBa3aHHble ¢ XMA W CTOHOOPTHbLIM

CIly4aeB, B KOTOPbIX MMEoTCs Y3-MapKepbl XPOMOCOMHOM KAPUOTUMMPOBAHNEM,  CO  CBOMMW  TIALMEHTAMN,

NOTOMOMMM  MAOAQ, 4TOBbl  M3GEXATb  BO3MOXHOCTM — KOTOPbIE MAGHMPYIOT aMHMOLeHTes 1 BBX.

O6HapPYxeHWs BH3.



Mbl  pexkoMeHgyeM, 4TO6bl KIMHULMCTBI OB6CYXAONU
npeuMyLecTea M orpaHmyeHmns XMA mn CTAHOAPTHOro
KAPUOTUMUPOBAHUS C MALMUEHTAMM, KOTOPbIE MIAHUPYIOT
aMHuoueHTes u BBX. O6a BApPMAHTO [OMKHBI 6bITb
DOCTYMHbl  ONg  KEHLLUMH,

pmarHoctTuyeckoe oéeneposanme (KINACC 1B).

KOTOpble pewunnu I'IpOﬂTM

XMA cnepyeT pACCMATPMBATL KAK Clegytolmin 3Tan

ONArHOCTUKM B cnyyae OBHApPYXEHWS npw
KAPUOTUMMPOBAHUM COANAHCUPOBAHHOM MEPECTPONKM
de novo, 4Tobbl UCKMIOUMTL OMCOAOHC B OOHOM WM
06enx ToUKax paspbiBa. MiccnenoBaHme, B KoTopom XMA
6bII0  BBIMOMHEHO B 239 MNPEHATASMbHBIX Cly4Ydsx C
HamM4mem COANOHCUPOBAHHbIX NepecTpoeK,
OBHAPYXEHHbIX MPY KAPUOTUMUPOBAHMM, MOKA3AO, UTO B
79% crny4aeB OGHAPYXXUAUCH OyIMKALMW U Oeneumm B
OOHOM MM 0Benx TOoukax paspbiea. Euwe 17% wvmenu
KIMMHUYECKN 3HOYMMBbIE OYyMAMKOLMKM WV Oeneumm B
OPYroM MeCTe reHOMA, YTO OGBACHSANO MPEHOATONbHbIN
deHotun. C

npouncxoxgeHne u

nomowblto  XMA  MOXHO  YCTOHOBWTb
COLEepPXaHMEe  MOPKEPHbIX WK
KOMbLEBBLIX XPOMOCOM, OBHAPYXEHHBIX C  MOMOLLIO

CTAHOAPTHOIO KAPUOTUMNPOBAHNSA.

Korpa uenecoo6pasHo BbiNONHATb TONbKO
KkapuoTunupoBaHue? Hy>XHO nu BbINONHSATL
KApPUOTUNUPOBAHMKE, €CNIU NPOBOAUTCS
MUKPOMATPUYHbIA aHanus?

CTaHOOPTHOE  KAPUOTUMUPOBAHUE UK/ UK  BbiCTpOe
FISH-uccnepgosaHune (PryopecLeHTHAs rmépramsaums
in situ) MOXeT 6biTb 6onee NOoOXoOALMM, €CnM Ha
OCHOBQHMM  OCQHHBIX  NpeHaTtansHoro Y3W  ecTb
CYLLLECTBEHHbIE MOOO3PEHNS HO YACTYIO AHEYNoUOMIo,
TAKyto Kok Tpucomus 21, 18, 13 nnmn moHocomua X. B aTunx
O6CTOATENBCTBAX CTAHACPTHOE KAPUOTUMMPOBAHME U
dnyopecueHTHas rmépuamsaums in situ (FISH) moxet
o6ecneynTb 6onee

6onee ObICTPbLIM  PE3YNbTAT,

UYBCTBUTENBHOE  OBHAPYXEHWE  HU3KOYPOBHEBOIrO
MO3OULM3MA U UCKIIKOUYNTL TPUCOMUIO, CBA3AHHYKO C
TpaHcnokaumen. XMA MoxeT ObiTb BbINOMHEH B TOM
cnydae, ecnu peaynstaTel FISH nnn kaprotnnnpoBaHms

B HOpMe.

CTOHAQPTHOE KAPUOTUMMPOBAHKME ABNSETCS Hanbonee
NOAXOAALLMM NCCNEOOBAHMEM NEPBOM NUHUK O NAP C
HEeBbIHOLLMBOHNS

ncTopuen 6epeMEeHHOCTM  ONng

BbISBITIEeHUA MNOTEeHUMAJTIbHbIX CéOHOHCMpOBGHHbIX

TPAHCNOKALMNA.

EcTb HekoTopble CUTYaLMH, B KOTOPbIX

KAPMoTUnmpoBaAHne OOJTXHO BbIMOJTHATBCA nocrne

NATONOrMYECKoro pe3ynLTaTa
Korpa XMA  wunpgeHtuduumpyet

akpoueHTpudeckon xpomocomsl (13, 14, 15, 21 unn 22),

MUKPOMATPUYHOrO
aHaNM3a. TPUCOMUIO

Heo6XxooMMO  BBIMNOHUTL  KOPUOTUMMPOBAHUE,  UYTOOGbI
WNCKIOUUTD  HECOANAHCUMPOBAHHYIO  POBGEPTCOHOBCKYO
TPAHCNOKALMIO, KOTOPAS MOM1d 6bITb YHACNEO0BAHA. FISH
WM KAPUOTUMUPOBAHME PEKOMEHOYETCS B HEKOTOPbIX
CNy4yasdx AN UCKTIOYEHUs  HACIEOOBOHUAHEOOMNbLUMX

aynavkaumin. 310 MHbGopMAUME  Heooxooumd  Ong
NPEeOoCTABNEHNS TOUYHOM MHOOPMALMM O BO3MOXHbIX

PUCKAX MOBTOPEHWS.

Kak cnepyeT KOHCYNnbTUPOBATb NALUEHTOB
nepep nposegeHnem XMA?

KOHch'IbTMpOBOHVIe 0o n nocne OéCJ’Ieﬂ,OBOHVIﬂ OOJTXHO

NPOBOOMUTLCS  OBYYEHHbIMM  KOHCYSIETAHTAMM MO
reHeTMYECKMM BOMPOCAM, BPAYAMU-TEHETUKAMM UK
BOOUAMM  OPYrMX  CheLuanbHOCTer, O6NaadioLLMMU
SKCMEPTHBIMM 3HAHUAMKU B OBMACTU MHTEPMPETALMM

pesynstatos XMA (MpunoxeHue ).

Mbl pekoMeHayeM, UTO6bl KOHCYIBTUPOBAHME A0 U
nocne o6¢cnefoBAHUS NPOBOAUIOCH O6YYEHHbIMU
KOHCYNbLTAHTAMM MO reHETUYECKMM BOMPOCAM,
reHeTUKAMU UM BPAYAMU APYTUX
CneumnanbHOCTEN,06N1a8d0WUMKN SKCTIEPTHBIMU
3HAHUSIMM B O6NACTM UHTEPMNPETALMM PE3YIbTATOB
XMA (MpakTuyeckne pekoMeHgauum).

KnnMHUUMCTBI OOMKHBI 6bITb 3HOKOMBI C MUKPOMATPULLEN,
MCMOSb3yeMOM B UX NTAGOPATOPUN, BKIIKOUYAS MOKA3ATENb
BH3. MNauyyeHToB cnenyeT NponHGOPMUPOBATbL, UTO MO
CPOBHEHUIO CO CTOHOAOPTHBIM KAPUOTUMUPOBAHMEM X
MA  OBHAPYXMT MNOTEHUMANBHO naToreHHsle CNV
OononHuTensHo B 6-7% cnydaeB € Y3-MApKepamu
XPOMOCOMHOW naTtonormm nnond u B 1-1,7% cnydaes 6e3
HUX. MaumeHTb 6bITb

TAKXe OOJIKHbI

MPEONHPOPMUPOBAHLI O BEPOATHOCTU OBHAPRYXEHWUS
BH3 B 14-21% cnydaeB. KOHCynsTMPOBOHME Mepeq
O6CNefoBAHMEM  LOMKHO  BKJIKOUYATH  OBCYXOEHWe
CMEeKTPA HOPYLLEHUI, KOTOPbIE MOTYT 6bITb OGHAPRYXEHbI
c nomoulpto XMA, BKOYAS HAPYLUEHMS C TSXENbIMU
HEBPOOrMYECKMMIN GEHOTUMNAMM, A TAKXE MALMEHTOB C

éonee nerknMm Unm NPUoBPETEHHbIMU GEHOTUMAMMU.



MNauneHToB Takxe cnegyeTt NponHGOPMUPOBATE, UTO XMA
He OBHOPYXMBOET BCE reHeTnyeckme 3a60NeBAHUS N
CWMHOPOMBI, CBA3AHHBIE C  TOYEYHBIMM  MyTALMAMM
OTOEeNbHOro reHa. MaumeHTam Takxe cnegyet Coo6LLUNTb
UTO B HEKOTOpbIX ciydasax XMA MOXeT OOHAPYXUTb
poacTBO M

Mbl pekomMeHgyeM MHPOPMUPOBATL MALMEHTOB O TOM,

KPOBHOE onpepenntb OTLLOBCTBO.
yto XMA He BbIIBNSET BCe reHeTuyeckue 3a601eBaHUS
W CUHOPOMBI U B YOCTHOCTU, HEe BbISBSIET TOYEYHbIE
MyTALUKN OTAENBHOMO reHd. Takxe B HEKOTOPbIX CIy4asx
XMA MoxeT O6HOPYXMBATb KPOBHOE pPOACTBO U

onpenennTb OTULOBCTBO (npOKTMHeCKMe peKOMeHJJ,OLl,MM).

Kakue o6pasubl MOXXHO MCNONb30BATH?

XMA ™MoxeT BbinonHaTecs Ha OHK, nonydyenHom npu
aMHuoueHTese, bBX, 13 nynoBWHHOM KPOBW Mnoga u
noctaéoptHoro Matepmana. OHK, nonyyeHHas w3
a4pa

HEeKYbTUBMPYEMbIX

KNeToKk  Me3eHXUMAJIbHOIro KNeToKk  BOPCUH

XOPWOHA " OMHMOLITOB,
npegnodtutensHee [OHK 13 KynbTUBUPYEMbIX KNETOK,
TOK KOK O6ecrnedmBaeT 6onee ObiICTPbld AHAU3 U
NCKIIIOYAET BO3MOXHOCTb MOSIBNEHUS apTedaKTOB B
KynbType. HekoTopble natopaTopumn TPEBYIOT, UTOGbI C
NCXOOHbBIM 06pa3LOoM ansg XMA 6bi1 OTNPABNEH O6PA3eL,
Apyrue
NO60PATOPUM 3AMPALLMBAIOT POAUTENBCKME OBPA3LbI

MOTEPWHCKOM KPOBW, B TO BpPEeMs KAK
TOMbKO Mpu OB6HApPYXeHnn CNV, 4To6bl BbIICHUTL ee

nponcxoxpgeHne: yHacrnegoBaAHHAA 1N de novo.

EcTb nu pasnuuusa Mexay NpeHaTANbHbIM
M NOCTHATANIbHbIM MUKPOMOTPUYHBIM
aHanusom?

B noctHaTanbHomM guarHocTrke XMA ncnonb3ytoTcsa s
OGBACHEHUS CYLLIECTBYHIOLLMX OTKJIOHEHMA, TOrOA KOK B
nepunoge XMA
NPOrHO3MPOBAHMS

NpPeHATANIbHOM Heo6xoouM  O/14

passnTnga nnona. Bo MHormx

MPEEHATANbHbIX  CNy4Yddax MAuMeHTbl npegnoYnTaroT

nposoantb XMA [Ona NOATBEPXOEHUS OTCYTCTBMSA

NMATOreHHOro BApMAaHTA.

XMA pekoMeHOyoTCs B KOYECTBE TECTA NEPBOM IMHNM
B MOCTHATASIbHOM AMArHOCTUKE MALMEHTOB C
MHOXECTBEHHBIMU BPOXOEHHBIMU MOPOKAMU PA3BUTUS,
300ePXKOM PA3BUTUS/ YMCTBEHHOM OTCTANOCTLIO U/ Uin
PACCTPONCTBAMU AYTUCTUYECKOrO CMEKTPA C
KIIMHUYECKM 3HAYUMBIMU MPUIHAKAMM.

MNpunoxenue 1

MNpuMep cKkpMnTaA AN KOHCYNbTUPOBAHWUS NALUMEHTOB
nepepn nposegeHnem XMA

MaumeHTaMm, NNAHUPYIOLWLMMIPEHATANBbHYIO AUArHOCTUKY
1 XPOMOCOMHbI1 MUKPOMATPUYHBIA AHANKU3, CegyeT COO6LUUTD, UTO:

«XPOMOCOMHbI MUKPOMATPUYHBI QHAMM3 - 3TO FeHeTu4ecKoe
06CNENOBAHNE, KOTOPOE NCCAEAYET XPOMOCOMbI 60M1€€ AETANBHO,
yeM TO, YTO [OEenaetcs C  MOMOLWb  CTOHOOPTHOMO
KAPUOTUMMPOBAHMS (XPOMOCOMHOIO AHANM3A). DTO O3HAYAET, YTO
MUKPOMOTPUYHBIA  AHAIM3  MOXET OBHAPYXUTb  OTKIIOHEHMS,
KOTOpble 6ydyT MPONYLUEHbl MPU  OBbIMHOM  WUCCEROBAHWUM
Kapuotuna. O,EI,HOKO 3TO TAKXE O3HAYAET, UTO MHOIMOA BbIABAAOTCH
Hebonblune OTKJIOHEHWd, KOTOpble WMEKT HeonpeneneHHoe
KNIMHM4YeCKoe 3Ha4YeHne 1 MOryT YKA3bIBATb USIM HE YKA3bIBATL HA

npoénemy C NIogoM».

KpoMe Toro, KOHCynsTMpOBAHUE Nepen 06CnefoBAHUEM AOMKHO
BKJIIOMATb CrneayloLyo MHGOpMALUIO:

XpOMOCOMHbIVI MUKPOMOTPUYHbBIA  OHANM3 MOXET BbIIBUTb
nogoBnstolee OGOMbLMHCTBO  3HAYUTESBbHBIX  OTKIIOHEHWI,
OéHOpy)KVIBCIeMbIX C NMOMOLLbIO KAPUNOTUMNPOBAHNA, A TAKXe
MHOTME OOMOSIHUTESbHBIE FEHETUYECKME 3a60MEBAHNS. HO OH
He CMOXeT

VIJ:LeHTVId)VILI,MpOBOTb BCe reHeTnyeckune

HOPYLUEHMS.

MoryT 6biTb  MAEHTUPUUMPOBAHEI GONE3HW, MPWU  KOTOPbIX
KIIMHUYECKOS KOPTUHO MOXET CUIIbHO BAPBUPOBATLCS OT
Nerkon [o Takenon. M MOXeT OKA3aTbCS HEBO3MOXHbIM
npenckasaTh, KOKMM ByOeT UCXop Y AAHHOMO KOHKPETHOro
nauneHTa.

O6cnenoBaHMe MOXET YCTAQHOBUTb KPOBHOE pPOACTBO UK
onpenenntb OTLOBCTBO.

MoryT 6biTb BbISBIIEHbI FEHETUYECKUE M3MEHEHMs, KOTopble
MOTFYT BbI3bIBATb WM HE BbI3LIBATb 3060SIEBAHME. MoryT
NoTPE60BATHCH O6PA3LIbI OT 060UX POAUTENEN, YTOOLI MOMOUb
MOHSATb 3HAYEHNE PES3YNLTATOB.

Pe3yﬂbTOTbI 06CnenoBaHUM MOTYT BbIABUTb 60nesHu, KOTOPbIe
BO3HMKAKOT BO B3POC/IOM BO3PACTE, KOTOPbIE He BIUAIOT HA
300p0Bbe B Nepnon HOBOPOXAOEHHOCTU U OeTCTBA, HO MOTyT
MPOSBUTCH C PA3NUYHOW CTEMEHbIO TAXECTU B OANbHEenLeENn
XW3HW. BbigBneHne  Takmx Pe3ynbTaToB MOXEeT TAKXe
YKQA3bIBATb HO TO, UYTO Yy OOHONO W3 poauTenen ectb TO Xe

3060MEeBAHNE, HO CUMMTOMBI ELLE HE NnpoaABUITUCH.

Y TOKMX MAUMEHTOB, MPM HOPMASBHOM KAPUOTUME,

npuénuantTensHo B 15%  cnydoeB  OGHAPYXEHbI
KMMHWYECKN 3HOYMMbIE BAPWOHTBI MPW MPOBEOEHWUM
XMA. B
OMArHO3a BAXHO A1 poauTenemn no MHOMMM MPUYMHOM,
npekpaLleHne

onpepeneHMe MpPOrHo3a ans

MOCTHATAJIbHbLIX  Cny4dddax  yCTAHOBIEeHMe

BKJTIKO4QO4A MONCKa ONArHosdag,

pebeHka, a Takxe

MAOHWUPOBAHUA CriedytoLLen 6epeMeHHOCTM.



MNpenmyLLEecTBO OBHAPYXEHNS KIIMHNUYECKM 3HAYMMOro
BAPWMAHTA Npu XMA MOXET KOMMEHCHMPOBATL OBPATHYHO
CTOPOHY O6HapYxeHua BH3. B npeHaTansHOM nepuone,
OCOBEHHO B Cly4asix co Y3-aHomanuamm nnogd, BH3
MOXET BbI3bIBATb 3HAYNTENBHBIA CTPECC N 6ECMOKONCTBO,
B CBSI3M C YEM POOUTENN MOTYT PACCMATPUBATL BOAPUAHT
NpPepbIBOHNS 6epeMEHHOCTU.

MoxeT 6biTb TPYOHO MHTEPMPETUPOBATE 3HAYeHMe CNV
BHYTPUYTPOBHO 13-30 OMPAHNYEHWIN BU3YQNM3ALIMM MIOAC
N OMPAHUYEHHOW MHOOPMALIMK, OOCTYMHOM B HOCTOSLLEE
BEMS, CBS3bIBAIOLLIEN MPEHATANBHO OBHAPYXEHHYIO CNV
C MOCTHATANBHBIMK GEHOTUNAMM.

YTOObl YMEHBLLNTL BEPOSTHOCTL BbiSBNeHUs BH3, MHorve
CNEeUMOaNUCTbl PEKOMEHAYIOT MCMOSML30BATL TAPIETHBIN,
O He MOSIHOFEHOMHbIM MOOXOL B MPEHATASBbHbLIX CIy4YasX.
B TOpretHbix MATPULOX WCMOMb3YKOTCS  MIATPOPMDI,
KOTopble B MepByto odepenb uaeHTuduumpytor CNVs,
KIIMHNYECKAS  VMHTEPMNPETALMS  KOTOPbBIX  OOHO3HAYHA,
TOKMX  KOK  TPUCOMWUM UM XOPOLLO  OMUCAHHbIE
MUKPOAENELIMOHHBIE/ MUKDOLYMINMKALMOHHBIE CUHOPOMbI,
TapreTHble MOTPWLBl, OOHOKO, TAKXEe MOryT MNpWBEeCTU
K CHUXEHMIO ONArHOCTUYECKOM 3HAUMMOCTM.

30 nocnegHWe HECKONbKO JIET TMIOTHOCTb 30HAOB
TAPreTHbIX MATPWUL, YBEUYMNACH, U, MOCKOSbKY 3HOHWS
o knaccudukaumm CNVs npofonmxaoT pACLUMPATLCS,
PA3HMLAO  MeXAy MOMHOMEHOMHBIMU W TAPreTHbIMU
MATPULAMU CYXOETCS.

Kak ynoMMHanoch paHee, MoCTHATANbHbIN XMA 06bIYHO
MMeeT 6ofbllee pa3pelleHne, 4Yem TOT, KOTopble

nepuvome, WU,
Cny4yaax  MOXeT

MCMNONb3yeTCH B NPeHATAJSIbHOM

CnepoBATENbHO, B HEKOTOPbIX
noeHtTnomumposats  CNV,  koTtopble  He  6bin

I/I,D,eHTMC])I/I UNPOOBAHbI NPOEeHATAsIbHO.

Kakue pykoBoacTBa OTHOCUTENIBHO
ucnonb3oBaHus XMA cywiecTsyioT B ApPYrux
HAy4HbIX coobLiecTBax?

MNocnenHwe PyKOBOACTBA OT HECKOMBbKMX MEXOYHOPOLAHbIX
1N HOLMOHQOSBHBIX OBLLECTB BLICTYMAIOT 30 BbIGOPOYHOE
mncnonb3oBaHe XMA ong 6epeMeHHblX, MPOXOOALLMX
npeHaTanbHoe 06CnefoBAHME.

CyMMapHOE M3NoXeHWe pekKoMeHAAL M

Homep

PekomeHpaLuumn

Mbl pekoMeHayeM NpenaroTb 1A

XMA B TEX CUTYaALUMSX, KOrad e TERLNEE

reHeTm4yeckmMm aHanmn3 peKoMeHIaLWS,

NPOBOONTCA B CNy4AsaX CO [AOCTOBEPHbIE

CTPYKTYPHbLIMY QHOMOIUSMU [OHHblE
MI04a U/ W MepTBOPOXAEHUS,

1 3aMEHSIET MOTPEBHOCTL B
KAPUOTUMUPOBAHMM MIOAC

B 3TUX Ciny4daax

Mbl pekOMEHLyeM, UTOBh 1B
MOCTABLUMKIN OBCY XA HacTostensHas
NPEUMYLLECTBA M OTPAHUYEHNS

XMA 1 06bl4HOrO

peKoMeHOauus,
yCTOn4YmBbIE
KAPUOTUNNPOOBAHUA OOHHble

C NALMEHTAMM, KOTOPbIE
PACCMOTPMBAIOT OMHUOLIEHTE3

1 MBX, 1 4TO6bl 06A BAPUAHTA
6bIV OOCTYMHbI AN XEHLLMH,
KOTOPbIE peLUnnv NPOnUTH
OVArHOCTUYeCKoe 06CIe0oBaHNE
Mbl pekoMeHayeM, YTOBbI MpakTnyeckne
KOHCYNBTUPOBAHWE A0 U Nocne peKoOMeHaaLMm
06CNENOBAHUS NMPOBOAMIOCH
0B6YYEHHBIMU KOHCYNETAHTAMM

MO FEHETUYECKMM BOMPOCAM,
reHEeTUKAMU UK BPYrMMA
MOCTABLLMKAMM YCAYT,
06M1aAAOLLMMU SKCAEPTHLIMU
3HOHWSAMM B O6IACTH
MHTEpPNpeTaumnn pesynstatos XMA
Mbl pekoMeHayeM MpakTnyeckme
MHPOPMUPOBATL MALMEHTOB O pEeKOMeHaaLNn
TOM, 4TO XMA He BbISBNSET BCe

reHeTnyeckne 3a60neBaHUS UK

CUHOPOMBI W, B YOCTHOCTH, HE

BbISIBISET TOYEYHbIE MYyTALIMM

€OMHUYHOrO reHA, A TAKXE YTO

B HEKOTOPbIX Ciydasx XMA moxet

OBHAPYXMBATb KPOBHOE POACTBO

1 OTLLOBCTBO

Mbl pekoMeHayeM MNALUMEHTAM, MNpakTndeckie

y KOTOpPbIX O6HApYyxeH BH3 y DSOS eI
NAOAJ, MOMYYUTb KOHCYIBTALMIO

9KCMEPTOB, KOTOPbIE UMEIOT

LOCTYN K 6030M OAHHbIX, KOTOpPbIE

NPenoCTABNSIOT OBHOBMIEHHYIO

MHOOPMALMIO O KOPPENILMSAX

I'eHOTMI'I—d)eHOTl/II'I

SMFM: MNpuMeHeHre XPOMOCOMHOIO MUKPOMATPUYHOIO AHAMM3A B
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ACOG wn SMFM
PEKOMEHAALMM MO UCMOMb3OBAHMIO MUKPOMATPUYHOIO

Ony6nMKOBANM  COBMECTHbIE
AHANM3A B NPEHATANbHOM anarHocTmke B 2013 rogy. XMA
pekoMeHOoyeTCs B Crydyde OBHAPYXeHUs Y3-MapKepoB
XPOMOCOMHOM MaTONOrnm nnogom / nnu
MepPTBOPOXOEHUM.

B atux ycnoeuax XMA 30MeHseT MOTPE6HOCTb B
nnogoMm  6e3

XMA  unun

KAPMOTUNMNOOBAHNN. B crydadax C

Y3-aHOMONMin  MOryT ©blTb  BbIMOSHEHDI

CTAOHOAPTHOE KAPpNOTUMNPOBAHME.

BaxHoe 3HAYeHMe MMEeeT BCeCTOPOHHEee reHeTndeckoe
KOHCYNETUPOBAHME NALMEHTA [0 1 MOCIE UCCNEeOOBAHMS,
a TAKXe HanMume MHGOPMUPOBAHHOMO COMACUS.

Xota AmepukaHckasa Konnerns MegmumHCKON [eHeTnku
PYKOBOACTBA  ANS
OpraHMsaLMs  He

OI'Iy61'IVIKOBCU'IG KIMTMHN4YeCKMX

Na6opPATOPUIA, onyoéMKOBaAA

pykoBOACTBA OJ14 BqueVI-KJ'IVIHVILI,VICTOB B OTHOLUEHUN

NCMOMb30OBAHNS  MPEHATANBHOIO  MUKPOMATPUYHOIO
QHOM3A.
O6wectBo AkywepoB u [uHekonoro KaHagbl w

Kanapckas Konnerva MegnumMHCKux [eHeTUKOB 3aSBNSIHOT,
uTo XMA He pekoMeHayeTCs Npm 6epPeMEHHOCTU C HU3KUM
PUCKOM  XPOMOCOMHbBIX CHOMOMWK, HO MOXET OblTb
NOAXOOAWMM  OMAMHOCTUYECKMM  OOCNEeOOBAHMEM B
CNy4aaX BbIIBIEHUS UBMEHEHWN Y NoOd, OGHAPYXEHHbIX

npw Y3 nnm MarHUTHO-PE30HAHCHOM TOMOrPAdUM.

Paéouasa rpynna ot umeHn O6begnHeHHoro Kommnteta
[eHoMMKke B
2015
NpPeHaTanbHoe 06CNefoBAHNe C NomoLpto XMA 6bIno

Benvko6putaHmm no MeguuyHe

pekomMeHgoBana B MIoHe roaq, YTOOHI
MOKA3AHO nNnpwn HaAaM4dnm  OOHOro Wi - HeCKOJ1IbKNX

Y3-MOpPKEPOB  XPOMOCOMHOW  MATOMOMMM  MAOAQ,
TOMLUMHE BOPOTHWMKOBOrO MPOCTPAHCTBA 23,5 MM Uy
n1oOOB C  QHeynnouauer  MOMOBbIX  XPOMOCOM,
BbISIBMEHHbBIX MPW KAPUOTUMMPOBAHWK, KOTOPbLIE HE MOTYT
OBBACHUTL YIIETPA3BYKOBYKO QHOMANMIO (HampUMep, XXX,

XXY 1 XYY).

B od¢uumansHoM 3asBneHumn VitanesHckoro Oéuiectsa
leHetnkn Yenoeeka 2012 roga 6bI10 PEKOMEHOOBAHO
ncnonb3oBaTb XMA TOMbKO B KQYECTBE O6CNefOBAHUS
BTOPOrO YPOBHS O/ OOMOSHEHUS, HO He ON1s 30MeHbI
CTOHOCPTHOrO  KAPUOTUMUPOBOHWUS B MPEHATOSBHBIX
CNy4yasix CO CTPYKTYPHbIMKM OHOMANMSMKM nnond, d
TOKXE C BrepBble BbIIBNEHHBIMU  XPOMOCOMHbBIMU
NepecTpOnKaOMN N CBEPXYNCIEHHBIMU  MAPKEPHBIMU
XPOMOCOMAMM 151 YCTAHOBNEHNS UX MPOUCXOXAEHUS W

reHOMHOIro cogepXxaHu4.

PykoBogcTtBa

OpraHusaums

ACOGun SMFM

ACOGwn SMFM

SOGC n CCMG

O6beanHEHHbIN
Komutet
Benuko6putaHnm
Mo reHoMuKe B
MepuLmHe,
Koponesckun
Konnepx
MATOMOroB

WTanbsHckoe
OélLecTtBo
[eHeTukn
Yenoseka

HassaHue
nyénMkaumm

DKCNepTHOE 3aKTtoYeHNEe
N2 581, MpuMeHeHne
XPOMOCOMHOIO
MUKPOMOTPUYHOIO
AHANKW3A B MPEHATASNTbHOM
ONArHOCTUKE

MpakTunyecknin
GtonneteHb N2 162:
NPEHATAMbHbIE
ONArHOCTUYECKME TECTbI
HQ BbISIBAEHNE
reHETUYECKNX
HapyLIeHnn

MpuMeHeHne MeTona
MOTPUYHON FrEHOMHOM
rMépUON3ALMA B
NPEHATANLHOM
ounarHoctuke B KaHage

PexomeHgauum no
NPUMEHEHWUIO METOAA
XPOMOCOMHOIO
MUKPOMOTPUYHOTO
QHANM3A BO BPeMs
6epeMeHHOCTH

NpumeHeHne
MUKPOMATPUYHOIO
QHONM3A B NPEHATANBHOM
ONArHOCTUKE: O
duLmManbHoe 3assieHne
0719 LIMTOreHeTn4eCcKomn
pasoyern rpynnb

lop,
nyénMkaumm

2013

CO,EI,erOHl/Ie OOHHOIo OOKyMeHTA OTpdaxXdeT HALUMOHASIbHbIe

M MexagyHapoOHble pekoMeHOAUNK Nno rnpmMeHeHnto

XPOMOCOMHOIO MUKPOMATPUYHOIO AHAIN3A B NPEHATANTbHOM

ANArHOCTUMKE

ACOG, AMepukaHckun Komnegx AkyLepoB 1 [MHeKonoros,

SMFM, OéLuecteo MegunumHel Matepu 1 MNMnoga, SOGC,

O6uecTtBo Akyepos u1 MMHekonoros Kanagel 1 CCMG,

Kanapckum Konnegx MegmupmHCKmMx FTeHeTKoB

SMFM: TNpUMEHEHNE XPOMOCOMHOIO MUKPOMATPUYHOMO

OHONM30 B MPEHATANBHOM AMArHocTrke. Am J AkyLLepcTBo

1 ruHekonorus 2016 r.
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