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Mokaszatenb PesynkraT PedhepeHCHbIV nHTepBan

LinToreHeTn4yeckmne nccrnenoBaHus

[00876] MonekynsipHOoe KapuoTMNUpoBaHWe MaTepuana abopTtyca - abopTyc

MonekynsapHbIi kapuoTtun (B cootBeTcTBumM ¢ ISCN arr(16)x3
2016)
3aknoyeHne O6HapyxeHa TpUCoMMs XpOMOCOMbI 16.

[laHHbIi aHanu3 BbINOIHEH COBPEMEHHOW TEXHOMOrMen XpOMOCOMHOr0 MUKPOMAaTPUYHOIO aHanu3a MonekynspHo-reHeTnyeckum metogom aCGH c¢
1Crnonb30BaHMEM ONMUIoHYKNeoTuaHbIX MukpomaTpuy Agilent GenetiSure Pre-Screen Array Kit 8x60K 1 MoxeT ¢ BbicOkopaspeLuatoLLei CnoCOBHOCTbIO BbISIBNSATh
CTPYKTYPHbIE U3MEHEHUSI HA YPOBHE BCETrO reHOMa, OTAENbHbIX XPOMOCOM U YHaCTKOB XPOMOCOM, @ UMEHHO aHeynnouaun, Aeneummn, gynivkaumu,
OHOPOANTENbCKME ANCOMUM, @ TaKXKe NO3BONSAET BbISIBUTb KOHTAMUHALMIO MaTepuana MaTepUHCKUMM KneTkaMu.

OpHako aHanma He UCKMYaeT Hannyna cbanaHcMpoBaHHbIX TPAHCMOKaLMA, Nnonunnonann, mosanumama meHee 50%, TOYKOBbIX MyTauuii, a Takxe
MUKpoZeneLmnii/MMKpoaynnukaumin, pasmMep KOTOpbIX HAaXoAMTCA 3a npedenamuy paspeluaioLelt cnocobHocTn Mmetoaa. OTCYyTCTBME KMMHUYECKMN 3HAYUMBIX
CTPYKTYPHbIX MEPECTPOEK XPOMOCOM HE UCKITHOYAET rEeHETUYECKON Npupoabl HabnaaeMbIX CUMITOMOB, B YaCTHOCTU MyTaLWii, KOTOPbIE MOTYT ObITb BbISBMEHbI
OPYrMMU MeToAaMM.

BakntoyeHue no pesynbtatam XMA OTHOCUTCS K UCCNEAyeMOii TKaHW 1 3aBUCUT OT COXPaHHOCTU NPEAOCTaBEHHOTO MaTepuara v OTCYTCTBUS KOHTaMUHaLMm
obpasua apyroi OHK.

Bpau KOJ: Apsiesa [.A.,
MeyépuHa E.1O.
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MHdopmauusa ons 6naHka pesynbrara aHanusa kapuoTtuna abopTtyca

FeHeTUYeCKUE NPUUYUHLI HEBbIHAWMBaHUA GepeMeHHOCTU

Cpeav NpyuvH HEBbIHALLMBaHUA 6epemMeHHOCTH B 1 TpumecTpe GepeMeHHOCTM NepBOe MECTO MO YaCTOTe 3aHUMAIOT XPOMOCOMHBIE HapYLLEHUS CO
CTOPOHBI 3MGpHOoHa. 10% BCex GepeMeHHOCTEN OCTaHaBNUBAKOTCA B pa3BuTUU. Ho B GOMNbLUMHCTBE CNyyaeB NOBTOPEHUSH CUTYaLIMM HE MPOUCXOAUT.
BOMbLUMHCTBO MeXAYHaPOAHbIX aCCOLMaLMi, 3aHUMAIOLMXCS HEBbIHALLUMBaHUEM GEPEMEHHOCTU, HE PACCMaTPVBAKOT OQHOKPATHYH OCTAHOBKY
passuTUs GEPEMEHHOCTU Ha ManoM CPOKE Kak KaKyto-TO OTAENbHYI0 NaTonorui. 3To YacTb 0GbIMHOrO HOPMArbHOro PenpoayKTUBHOTO NpoLecca.

Co3peBaHue MONOBbIX KNETOK

Mpun co3peBaHWM NOMOBbIX KIETOK CNepMaTo3ou U AnLekneTka AoMKHbI MoNy4nTb 23 XpOMOCOMbIl. OAHAKO, MOXET MONYYMTLCA Tak, YTO OHU
OKasbIBaTCA HE cOanaHCMpPOBaHbI MO XPOMOCOMHOMY Habopy. Tak Kak BEPOATHOCTb NPobnem no Kaxaon nape XpoMocom cocTasnseT okono 1%,
nonyyaeTcs, 4to okono 40% SNLEKNEeTOK MMET HopMarnbHbIn Habop, a 60% MmetoT aedekTbl. Y yem GonblLue BO3pacT XEHLMHbI, TeM BonbLue
MPOLEHT Takmx ANLUEKNeToK. M ecnm nocMoTpeTb XPOMOCOMHbIN Habop cnepMaTo3onaos, TO Tonbko 40% GyayT HopmarnbHbiMK, @ 60% CEOMHBIMMU.
MoaTomMy koraa 3T KNeTku BCTYNaloT B NPOLIECC PENPOAYKLMM, TO MONY4YaeTCs XPOMOCOMHO aHOMarbHbI SMOPUOH.

BHauuTenbHasa fons 3TUX XPOMOCOMHbIX aHOManuii, MOYTU BCE MOHOCOMUMN (KPOME MOHOCOMIUN X) OTCEMBAIOTCS ELLe A0 UN B MOMEHT
nMnnaHTaummn. Ho yactb 3Tux COOMHBIX NNOAHBIX ANL, NPOAOITKAET Pa3BnBaTLCS, U UMEHHO OHU COCTaBNAT 70% BCEX CryYaeB OCTAHOBKM Pa3BuUTUA
6epemeHHOCTU B 1 TpUMeECTpe.

U3meHeHus kapuoTuna

B pesynbTarte aHanusa MoryT ObiTb BbISIBIEHbI PA3NNYHbIE BUALI UBMEHEHWUI KapnoTuna:

e MOHOCOMUU X;

* Tpucomum: korga Byaet obHapyXMBaTbCA NULLHAS XPOMOCOMa (KOraa He 2 ak3emnnspa, a 3);
* TPUNNONAUY;

* TETPANIONanK;

® U3MEHEHNE CTPOEHNS XPOMOCOM.

MoHocomusa X unu 45, X0. bepeMeHHOCTb C TakuM KapruoTUMNoM pasBmrBaETCs TOMbKO B 1% criyyaes, Korga BMECTo ABYX X-XPOMOCOM, UMEETCA oaHa
X-xpomocoma.

Bropas rpynna — 310 pasnuyHble TPUCOMMU. DTO COCTOAHUS, KOrAa MO KAKON-TO Nape XPOMOCOM He 2 OAMHAKOBbIE XPOMOCOMBI, @ 3. JInHAS
XPOMOCOMa NOCTynaeT Co CNepMaTo3onaoM Unm AnLekneTkon. I noutn Bce TPUCOMUM NPEPbIBAOTCS HA PaHHUX Cpokax 6epemeHHocTU. Kpome Tpex,
HO [aneko He BO BCEX Cny4yasx: TPUcomus no 21-om nape unu cuHapom JayHa; cuHapom Sasapaca — Tpy 18-biIX XpoMocoMbl; 13- xpomocoma unu
cuHgpom laray.

Ewé oauH BapmaHT — TpMNnouaumM — €Crv CNeEpMaTo3oud Unv SuuekneTka NPUHEeCNN 4BONHOW XPOMOCOMHBI HABop (TO ecTb He 23, a 46
XPOMOCOM); UNK ALiEKNeTKa ONNoAoTBOpUNach cpasy ABYMSA cnepMaTosongamu. B 3aBUCMMOCTM OT UCTOYHMKA AOMNONHUTENBHOrO Habopa,
6epemMeHHOCTb NAET NO-pasHOMY.

Ecnu nuwHue 23 xpoMOCOMbI MPULLINK C SNLEKNETKOMN, 3TO Ha3blBAETCA aH3MOPUOHMEN, KOraa 3MOPUOH HE OBHapyXnBaeTCs.

Ecnu e aononHuTenbHbIE XPOMOCOMbI MPULLIN CO CMEPMUEM, PA3BMBAETCA NY3bIPHbIA 3aHOC.

TeTpannouaumn — xpOMOCOMHbIN HAGop NpeacTaBneH 92 xpomMocoMamu.

KapuoTtunupoBaHue pogurtenem

MouTu Bceraa kapuoTun poauTenei 6yaet abContoTHO HOPManbHBIM, HO B YACTU CIyYyaeB Mbl MOXEM YBUAETb HAPYLUEHWS XPOMOCOMHOrO Habopa.

MoryT 6biTb BbISBMEHbI MO3aMYHbIE BAPWUAHTBI, KOr4a B OPraHn3Me eCTb 2 pasHbIX POCTKA, OOMH U3 KOTOPbIX HE COanaHCMPOBaHHbIN NPO
XPOMOCOMHOMY Habopy.

MoryT GbITb HEKOTOPbIE XPOMOCOMHbIE aHOManu1, CUHOPOM CYNEPXKEHLLMHBI (NIMLWHAS X-XpoMocoma), NGO pasnuyHble BapuaHTel CMHAPOMa
KnanHgensTepa.

Ho HanBonee yacTo BCTPEYalTCs Tak HasbiBaeMble POGEPTCOHOBCKME M CBanaHCUPOBaHHbIE TPAHCTIOKALMN.

B Hopme o6wuii XxpOMOCOMHBI HaBop B opraHuame cbanaHcnposaH. OgHaKo MOXET ObITb Tak, YTO YaCTb OAHOW XPOMOCOMbI CBSi3aHa C Opyrov
XPOMOCOMOM, 3TO Ha3biBaeTCA c6anaHCMPOBaHHOW TPaHCMOKaLMEN.

B npouecce 06pasoBaHNsA NONOBLIX KIETOK NPY TakUX TPaHCNOKaLUMAX JOUEPHSASA KNeTka (SLeKkneTka unm cnepmaTosouna) nonyyaeTt nubo nsbbITok,
nmMbo HegoOCTaTOK rEHETUYECKOro MaTepunana. XpoMoCOMHbIN Habop nonyvaeTtcsa rpy6o HecbanaHCMpPOBaHHbBIM.

AHanus kapuoTuna poauTenei No3BoNseT UCKMIOYUTL COaNaHCMPOBAHHBIE XPOMOCOMHbIE TPAHCIIOKALMK, KOTOPbIE CUIMbHO MOBBILLIAKT PUCK
NPUBBIYHOTO HEBbIHALLMBAHWUSA BEpeMeHHOCTH.

Takomn aHanm3 MOXHO BbINONHMTb B HaLwen nadopatopmun. OnbITHBIE CRELMANUCTbI LUTOTEHETUKN TLATENbHO aHANM3NPYT HEe MeHee 12 NomHbIX
HaBopoB XPOMOCOM, OMUCLIBas BCE HANAEHHbIE U3MEHEHUS. [JONONMHUTENBHO MOXHO 3akasaTb Kapuorpammy - poTorpadmio XpoMocom nos
MMKPOCKOMOM.

Kapuotunuposanue ¢ abeppaumamm

B HekoTopbIX crnyyasx HasHayaeTCcs aHanus kapuoTtuna ¢ abeppaumsMmu, B KOTOPOM Mbl OLiEHUBaEM MPOLEHT OLWMBOK (abeppaumin), KOTopbI AaeT
npouecc aeneHus kneTok. Miccnegyetcsa 100 KNETOK, B KOTOPbIX OLEHNBAKOTCS CO0U, BOZHMKLIME B MPOLECCE AENEHNS KIETOK.

Ecnu npoueHT aGeppaumeii NOBbILEH, 3TO MOXET CBUAETENbCTBOBATL O TOM, YTO YEMOBEK CTANKMBAINCS C NATOrEHHbIMY (haKTOpamu U UMeeT
HecTabuUNbHOCTbL CaMoro npoLecca AeneHus KIeTok.

B oGovx criyyasx npu noarotoBke k 6epeMEHHOCTH CneLuanicT HasHayaeT cneLuarnbHy Tepanuo.

MpoiiTn Takoe o6cnefoBaHWe U KOHCYMNbTALMIO FEHETUKA U TMHEKONora MOXHO B HalleM LieHTpe. bonee 23 neT Mbl 3aHMMaeMcsi BONPOCamMu reHeTUKM
penpoayKuum.

MoaroToBka k cnepytowet 6epeMeHHOCTH

DU3K1ONOrMYECcKkn OpraHu3M roToB K HOBOM GEPEMEHHOCTU yXXe B CriefytoLieM Lykrne. Bo BpeMsi NCMXonoryeckoli agantaumu, 3aHMaroLLen B
cpegHem 2-3 MecsLa, Mbl HasHavyaeM o6crneaoBaHue, YToObl MOHATb, €CTb N rnoGarbHble NPUYMHBI ANst HEBbIHALUMBaHUSA BEPEMEHHOCTH, Ha4YaTb



BUTaMMUHOTEPANUIO. DKCNEPTHI CYMTAIOT, YTO CNEAYET B KOPOTKUIA CPOK Pa3obpaThCs B KIMMHUYECKOW CUTYaLMK U NNaHMPOBATL CREAYIOLLYHO
6epemMeHHOCTb, YTOObI HEe TePATb BPEMS.

WcecnenoBaHusa nokasanu, YTo YeM KOpoue CPOoK Mexay OCTAHOBKOW Pa3BUTUS BEPEMEHHOCTU U HACTynneHem cneayolieit 6epeMeHHOCTH, TeM
MEHbLLE BEPOSTHOCTb Y HOBOW GEPEMEHHOCTN OCTAHOBUTLCS.

Mpy NOBTOPHbLIX CRy4asaX HEBbIHALLMBAHUS GEPEMEHHOCTM BaXKHO NPOBECTU MaKCHMarbHO NonHoe obcneaoBaHne: NCKTIYUTb UMMYHHbIE (P akTopbl,
NPUYKHBI, CBA3AHHbBIE C HAPYLLEHEeM COCYAMCTOro TOHyCa, NONMMOpdU3Ma reHOB reMoCcTasa, UCKUNTL aHTUGOCKHONMNUAEHBIA CUHOPOM, NPOBECTU
o6cnegoBaHne PyHKLMM LUTOBUAHOM KeENe3bl, UCKMIUYNTL Npobnembl ¢ 3HAOMETPUEM, OLIEHUTL YpoBEHb BUTaMuHa D n Tak ganee. NHoraa
HeBblHALLMBaeMOCTb 6epeMeHHOCTUN OblBaeT B CBA3M C MOXOXECTbIO CynpyroB no HLA-reHam, 1 ecrniu Takoe ecTb, TO UMMYHU3aUus numdouuTamm
My>Xa UnW SOHOPCKMMU NMEOLMTaMM OKa3blBAET 4OCTATOYHO XOPOLLEE BMUSHUE.

[MpONTY KOHCYNbTaLMIO, OLEHKY Ballen CUTyauumM U MHOAMBUAOYaNbHbIE HA3HAYEHNS Bbl MOXETE B HaleM LeHTpe. B knuHukax LUWP npuHumatoT
aKyLLepbI-TIMHEKONOr, FEMOCTa3MOMNOM, FrEHETUKW, aHOPOMNOMM, S3HAOKPUHOMOTY.

Bce matepuanbl No TeMe HeBblHaLWNBaHUA 6epeMeHHOCTH
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