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NccnepoBaHue PesynbTaT KoMMeHTapuit
XMA abopTrBHOro matepvana CM.KOMM Pe3ynbTaT MccnegoBaHMs NpuiaraeTcs Ha OTAEbHOM HaHKe.
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SAKVIIOYEHHUE

XpPOMOCOMHBII MUKPOMATPUYHBIH aHAJIN3 A00PTUBHOI0 MaTepHaJia

IManuent:

Jarta poxnenus:

pacuupeHHbIN

HanpaBurteJbHbIH 1HArH03:

Tun Ouomatepuana: abOpTHBHBIN MaTepHal

PE3YJbBTATBI HCCJIEJOBAHMUAA

1. XPOMOCOMHAA ITATOJIOI'UA

®opmy.a (ISCN 2020)
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2. BAPUAHTHI B I'EHAX, CBA3AHHbBIX C AYTOCOMHO-PELIECCHBHbBIMUI

3ABOJIEBAHUSAMU
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XPOMOCOMHBIA MUKPOMATPUUYHBIN AHAJIN3 ABOPTUBHOI'O MATEPUAJIA
PACHIUMPEHHBIN

HNudopmanus o0 nccieroBannu

XPpOMOCOMHBINT MUKPOMATPUYHBIA aHATN3 a0OPTUBHOTO MaTepuaia PAacIIMPEHHBINA (MOJEKYISIPHOE
KapUOTUIIUPOBAHUE) — 3TO TECT JUISl OMPEENICHUs YUCIOBBIX U CTPYKTYPHBIX aHOMAIUH XPOMOCOM
(aneymmonanu, TPUILUIOUWAWM, HAENEUUH, IYIUIMKAIMK), Y4aCTKOB TOTEPU TETEPO3ZUTOTHOCTH U
OJTHOPOJUTEIHCKUX TUCOMHUI), a TaKkKe IFeHHBIX MYTAllMi, CBA3aHHBIX C ayTOCOMHO-PELECCUBHBIMU
HACJICJICTBEHHBIMUA 3a00JIeBaHUSAMU. MOJEKYIIPHOEC KApUOTHIIMPOBAHHUE BBISBISET CTPYKTYPHBIC
W3MEHEHUs1 Ha YPOBHE BCEr0 I€HOMA, OTACJIBHBIX XPOMOCOM M YYAaCTKOB XPOMOCOM C HM3BECTHOM
KJIIMHUYECKOW 3HAYMMOCTBIO. DTO IMO3BOJSIET YCTAaHOBUTH, CBA3aHA JM TOTEps OEPEMEHHOCTH C
XPOMOCOMHOM MAaTOJIOTHEN IJI0[]a U OLIEHUTh PUCK MOBTOPEHHs MOJ00HOro coObiTusA. B oTnnuue ot
CTaHJAPTHOTO aHAJIU3a KApUOTHUIIA, MOJICKYJSIPHOE KapUOTUIIMPOBAHUE BBISBIISET HE TOJBKO IpyObIe
HapYUICHUs CTPYKTYPbl XPOMOCOM, BUJTUMBIE TI0JI MUKPOCKOIIOM, HO U MEIIKHE CYOMHUKPOCKOITMYECKHE
W3MEHEHUS, HAalpUMEP, MUKPOAECIEMOHHBIE 1 MUKPOAYIIMKALIMOHHBIE CHUHIPOMBI, a TaKKE APYyrue
KIMHUYECKH 3HayMMble u3MeHeHus. OmpelereHre TeHOTUIIa MPEIOCTaBICHHOTO OnoMaTtepuasia
MO3BOJISIET, TAK)KE BBIABJISATh KOHTAMUHALMIO MATEPUHCKMMH KJIETKaMHU, KOTOpPAs SIBISETCS 4YacTOU
MPUYMHON JIO)KHOOTPULIATENIbHBIX PE3YyIbTaTOB IIPU CTAHAAPTHOM aHAIN3€ KApUOTHUIIA.

3HAYEHUE PACIHUPEHHOI'O XPOMOCOMHOI'O MUKPOMATPUYIHOI'O
AHAJIN3A ABOPTUBHOI'O MATEPUAJIA JIUISA OIPEAEJEHUSA TPUYUH
HEBBIHAIIIUBAHUSI BEPEMEHHOCTHU
Bbonee nonoBuHEI cilydaeB BCeX CIIOHTaHHBIX a0OPTOB B IEPBOM TPUMECTPE BbI3BAHBI XPOMOCOMHBIMU
HapylmeHussMU. BonbIIMHCTBO OepeMeHHOCTEel ¢ XPOMOCOMHBIMU IEepecTpolKaMu y IUIoAa
3aKaH4YMBAIOTCA CaMOIIPOU3BOJIBHBIM BBIKUABIIIEM B TCUHCHHEC IICPBBIX 12 HEACIIb. Ecmn 06Hapy)KeHa
aHEYIUIOUIUS OJHOM MM HECKOJIBKMX XPOMOCOM, TO, KaK IIPaBUJIO, 3TO CHIOHTAHHOE COOBITHE, KOTOPOE
HMECT HCKOTOPYIO BEPOATHOCTD ITOBTOPEHMA, HO HC Tpe6yeT HHUKAaKOI'O JICUCHU .
IIpu oOHapyXeHUHM TPUIIOUIUM WIM MOJHOTC€HOMHOM OJHOPOAMUTENHCKON IHUCOMUM HEOOXOIUMO
o0clleIoBaHNE POJUTENECH C LENBI0 YCTAaHOBICHUS IPOUCXOXKICHUS OOHAPYKEHHOIo aucOanaHca u
muddepeHnanbHON THarHOCTUKY 100pOKayeCTBEHHON (JIMTMHUYECKOM) TPUIUIOUIUHN OT YaCTUYHOTO
(IMaHaPUYECKOTr0) WK TMAarHOCTUKHU MOJTHOTO ITYy3bIpHOTO 3aHoca. [Tpu my3sIpHOM 3aHOCE HEOOXOJUMO
JIOMOJTHUTEIbHOE 00CIIeI0BaHNEe M CBOEBPEMEHHOE JICUEHHE.
[Ipu oOHapyx)eHUHN HecOaTaHCUPOBAHHOM TPaHCIOKAIIMKY PEKOMEHIyeTcsl 00CIeIoBaHNe POAUTENEH Ha
HaJn4yue cOaJaHCUPOBAHHON TPaHCIOKAIIUH.
[Ipn oOHapyXeHUM HOCHUTENbCTBA IATOI€HHOTO BapuUaHTa B TIEHE, CBS3aHHOM C ayTOCOMHO-
PELIECCUBHBIM 3a00J1€BAHUEM MOKET OBITh PEKOMEHI0BAHO 00CIIEIOBAHUE POAUTENEH HA HOCUTEIBCTBO
9TOW U APYTUX NMAaTOT€HHBIX BAPUAHTOB B COOTBETCTBYIOIIEM T'E€HE.
Ecin B pe3ynbrare MOJEKYJISIPHOTO KAapUOTUIMPOBAHMS OOHAapyXEHbl NATOr€HHbIE W3MEHEHMS,
Heo0Xo/MMa KOHCYJbTALUMsl Bpaya-TeHETHKA, KOTOPBIH MOXKET MpaBWIBHO HUX OLIEHUTh, JaTh
COOTBETCTBYIOIIINE PEKOMEHIAIMN U OIIPENEIUTh IIPOTHO3.
OTCcyTcTBHE KIMHMYECKH 3HAYMMBIX CTPYKTYPHBIX IEPECTPOEK XPOMOCOM M TEHHBIX MyTaluil
MOJHOCTRHIO HE MCKITFOYAeT TeHETHUECKOH IIpUpoaAbl HEBbIHAIIIMBAHUA 6epeMeHHOCTI/I.
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OrpannyeHusi MOJIEKVJISIPHOI0 KAPHOTHIHPOBAHHSA

MornekynspHoe KapHOTHIIMPOBAHUE HE BBIABISECT COAJAHCUPOBAHHBIE XPOMOCOMHBIE H3MEHEHHS,
Mo3anuu3M MeHnee 20%, SKCIIaHCHIO TPUHYKICOTUAHBIX IIOBTOPOB, MUKPOIEICUH/MUKPOLYTLTUKAIIH,
pasMep KOTOPBIX HAaxXOIMWTCS 3a TpelesiaMH pa3pellarolieil CrocoOHOCTH MeTo/Aa, a TaKkKe
OJTHOHYKJICTH/IbIE U MYJIbTUHYKJICOTUAHbIC N3MEHEHHSI, HE BKIIIOUCHHBIE B HCCIICOBAaHHUE.

MouJieky/asipHOe KAPUMOTUITHPOBAHUE BBITOJIHAETCS HA TeHETHYECKOM aHAJIU3aTope
I'EHOCKAH 3000 ¢ ucnosib3oBanuemM SNP-01MroHyK/JI€0THIHBIX MUKPOMATPHIL.
Perucrpanuonnoe ynocroBepenue genepaiabHoOil ci1y:k0bI 10 HAA30pYy B chepe
31PaBOOXPAHEHUsA U couuajabHoro paspurus Ne @CP 2010/08511

CIIMCOKT'EHOB 1 KOJIMYECTBO ITATOI'EHHBIX BAPUAHTOB, BKJIIOYEHHBIX B
HNCCIEAOBAHUE

ABCA4(2), ABCB11(5), ABCB4(L), ABCC2(2), ABCC6(1), ABCC8(2), ABCD1(3), ACADM(5), ACADVL(3),
ACKR1(1), ACTA2(7), ACTCL(6), ACTG2(1), ACVRL1(2), ADAMTS2(1), ADGRG1(1), ADSL(1), AGL(1),
AGXT(1), AIP(L), AIRE(1), ALDH3A2(2), ALDOB(2), ALG1(1), ALG13(1), ALK(3), ANKRD11(1) ANO5(4),
APC(248), APOB(27), AQP1(1), AQP2(1), ARID1B(2), ARSA(2), ARSB(L), ASL(4), ASPA(2), ASPM(L), ASS1(1),
ATM(25), ATP7A(2), ATP7B(30), ATRX(1), BAP1(1), BARD1(2), BBS2(1), BCHE(4), BCKDHB(1),
BMPR1A(36), BRCAL(1566), BRCA2(1807), BRIP1(5), BTD(7), CACNALA(1), CACNA1S(3), CALR(1),
CAPN3(10), CASR(2), CBL(4), CBS(3), CC2D2A(4), CCDC40(1), CCM2(1), CD55(1), CD59(1), CDC73(2),
CDH1(3), CDH23(1), CDKA4(1), CDKN1C(4), CDKN2A(L), CFTR(157), CHD7(5), CHEK2(3), CHM(L),
CLCN1(6), CLMP(1), CNTNAP2(1), COL3A1(240), COL4A5(2), COL6AL(1), COL6A2(2), COL6A3(2),
CPLANE1(2), CREBBP(1), CSTB(L), CTNS(2), CYBB(L), CYLD(1), CYP11A1(1), CYP1B1(7), CYP21A2(9),
CYP27A1(1), CYP27B1(1), CYP2C8(1), DCAF17(1), DDB2(3), DES(1), DHCR7(4), DHDDS(1), DICER1(6),
DIS3L2(1), DKC1(26), DMD(20), DNAH11(1), DNAJB6(1), DPYD(2), DSC2(4), DSG2(9), DSP(53),
DYNC1H1(1), DYSF(2), EHBPL(1), EIF2B5(1), ELN(1), ELP1(1), EMD(3), ENG(2), EPCAM(L), ERCC2(8),
ERCC3(2), ERCC4(1), ERCC5(2), ERMAP(1), ETFDH(2), EXOSC3(1), EXT1(3), EXT2(2), EZH2(5), F11(1),
FAH(5), FAM161A(2), FANCA(22), FANCC(1), FANCD2(3), FANCI(3), FBN1(291), FBXL4(2), FGF23(1),
FH(9), FLCN(9), FLNA(1), FMO3(8), FOLR1(1), FOXL2(1), FTH1(1), FUS(1), G6PD(17), GAA(3), GALC(2),
GALT(5), GATA2(5), GBA(3), GCDH(5), GCK(6), GCNT2(2), GIB1(4), GIB2(7), GLA(90), GLDC(L), GLI3(3),
GLRA1(1), GNE(4), GPC3(2), GRHPR(L), GSS(1), HADHA(L), HAMP(1), HBA2(1), HBB(15), HDACS(1),
HEXA(3), HFE(7), HGD(2), HJV(6), HNF1A(9), HOGAL(1), HRAS(5), IDS(4), IDUA(2), IGHMBP2(1),
IL2RA(L), INS(L), IQCB1(1), IVD(L), JAGL(6), JAK2(L), JUP(3), KCNH2(105), KCNQ1(81), KIF7(1), KIT(9),
KLF1(2), KMT2D(3), KRAS(2), KRITL(1), LAMA2(1), LAMB3(1), LAMP2(10), LDLR(392), LDLRAP1(5),
LIG4(2), LITAF(1), LMBRD1(1), LMNA(79), LPAR6(3), MAOA(L), MAP2K1(2), MAP2K2(3), MATILA(L),
MAX(1), MBTPS2(1), MC4R(1), MCCC1(2), MCOLNI(1), MECP2(3), MEF2C(1), MEFV(1), MEN1(82),
MET(3), MFN2(2), MITF(1), MLH1(359), MMAB(1), MMACHC(2), MMUT(L), MPI(L), MSH2(350), MSH5(1),
MSH6(244), MTM1(7), MUTYH(27), MYBPC3(190), MYH11(3), MYH7(42), MYL2(2), MYL3(1), MYO7A(2),
NBN(3), NDP(2), NEU1(2), NF1(24), NF2(30), NGLY1(1), NHP2(2), NIPBL(10), NOP10(1), NPC1(3),
NPHS1(2), NRAS(3), NSD1(9), OCA2(1), OFD1(1), OPAL(1), OTC(230), PAH(23), PALB2(25), PAX4(1),
PAX6(1), PCCA(1), PCDH19(1), PCSK9(6), PDGFRA(1), PDGFRB(1), PEX1(1), PHEX(2), PHOX2B(2),
PIGN(1), PIK3CD(1), PKLR(1), PKP2(51), PMM2(5), PMS2(78), POMT1(l), POMT2(1), PPARG(L),
PPP2RSD(1), PRF1(8), PRKAG2(3), PRKAR1A(4), PRKGI1(1), PRX(1), PSMBS(1), PTCHL(3),
PTEN(140), PTPN11(24), PYGM(L), RAB3GAP1(1), RAD50(13), RAD51C(2), RAD51D(4), RAF1(6), RB1(96),
RECQLA4(1), RET(23), RHAG(8), RHD(1), RIT1(1), RUNX1(5), RYR1(64), RYR2(22), SATB2(1), SBDS(L),
SCN1A(5), SCN4A(3), SCN5A(73), SDHAF2(1), SDHB(46), SDHC(5), SDHD(30), SERPINAL(1), SGCA(L),
SGCE(2), SGCG(2), SGSH(1), SH2B3(1), SHOC2(1), SIL1(1), SKIV2L(1), SLC12A3(1), SLC12A6(1),
SLC14A1(2), SLC17A5(2), SLC19A3(1), SLC22A12(1), SLC22A5(3), SLC25A13(L), SLC26A2(1), SLC26A4(1),
SLC2A1(1), SLC40A1(6), SLC4A1(3), SLC52A2(1), SLC7A9(1), SMAD3(14), SMADA(46), SMARCA4(5),
SMARCB1(1), SMC1A(1), SMPD1(5), SOD1(1), SOS1(10), SPAST(3), SPTLC2(1), SRCAP(1), STAC3(1),
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STATL(1), STAT3(1), STK11(51), STXBP1(1), SURF1(3), TCF4(1), TERT(10), TFR2(8), TG(L), TGFBR1(14),
TGFBR2(21), TGM1(1), TH(1), TINF2(6), TMEM127(2), TMEM43(2), TMEM70(L), TNNI3(14), TNNT2(8),
TOE1(1), TP53(84), TPM1(6), TPM2(1), TPP1(1), TRPVA4(L), TSCL(81), TSC2(173), TTC7A(2), TTR(L), TYR(2),
UBE3A(1), UGTIAL(7), UROS(1), USHIC(1), USH2A(9), VARS2(1), VCP(1), VHL(60), VKORCL(4),
VPS13B(1), WDR62(1), WFS1(1), WT1(17), XK(8), ZEB2(3)



