Insticut fir Kinderwunsch

NHOOPMALMA AJIA ITAITMEHTOB - ITPEIUMIIVTAHTAIIMOHHASI TEHETUYCEKAS
JUATHOCTHUKA

BckpriTie 0605104KkH ARIEKIETKA IPY TTIOMOIIH JIa3epa,
M3BJICYCHHE MTOJIIPHOTO TENbIA AUIIEKICTKH.
I'eretnueckoe oocnenoBanne — FISH (13,16,18,21,22 xpoMocomst).

Yeaosicaemwiii nayuenm,

Y Bac ecmv 603modcHOCmb npotimu Kypc OONOJHUMENbHOU OUACHOCMUKU, OJisl NOBbIUUEHUs
WAHCO8 POJHCOEHUSL 300P0B020 pebeHKa ¢ NOMOWbI0 UCKYCCMBEHHO20 ONJIOOOMBOPEHUSL.
Cneoyrowas ungopmayus nozgorum Bam nonyuums obwue ceéedenus o duasnocmuke, a makaice
MeOuYyuHCKUe U HayyHvle O0OOCHOB8AHUS Memood, 6 moM cayyae, eciu Buvl pewumecs
obpamumsbcsi K Ham 3a nomowpro. Ml nocmapaemcs pasvsicHums 6ce HesicHvle 011 Bac
momenmol. Taxoice Bovl moodiceme He3amMeOIUmMenbHo 00pamumsbcs 3a CO8emom K 8pady Os
noay4erus 1000l 0emaiu3upo8anHou ungopmayuu no unmepecyiowemy Bac eéonpocy.

O61mmas napopMaIus.
XPpOMOCOMBI SIBJISIFOTCS. HOCUTEIISIMA HACJICICTBEHHBIX TaHHBIX B KJeTKe. UenoBek obnamaet 22-
Ms [apaMu XpOMOCOM (2yTOCOM), a TakKe€ OJHON Mapoil MoJIoBBIX XX XpOMOCOM Yy KEHILNH
(46, XX), nubo omHou mapoud XY xpomocomoit y myxuuH (46, XVY). Ilpu co3peBanuu
SMLEKIICTKH JIBOMHON XpOMOCOMHBIM Habop penayuupyercs B 1 peqyKIMOHHOM JEJICHUU Ha
MIPOCTON XPOMOCOMHBIN Habop. OIMHAPHBIN XPOMOCOMHBIM HAOOP OCTAeTCs B SUIEKIIETKE, B TO
BpeMsl KaK BTOPOH XpOMOCOMHBIH HaOOp ocraeTcss B MOJsipHOM Tenblie. llpu oBymsauuu B
AWIEKIIETKE MPOUCXOJUT BTOPOE PEAYKLIHUOHHOE IEJIEHHE, NP KOTOPOM KaxKIas XpOMOCOMa
pacmiersieTcss Ha xpoMaTuabl. OauH HA0Op XpOMATHI OCTaeTCsl B KJIETKE, B TO BpeMs Kak
BTOpOil HA0Op XpOMAaTH]T BEIBOJUTCS MpU (OPMHUPOBAHUN BTOPOTO MOJISPHOTO TEIbLIA.
Uncmo XpoMocoM B MEPBOM MOJIIPHOM TEIbIIE U B SHUIEKIETKE OOBIYHO JOJDKHO OBITH PaBHBIM.
Tem He MeHee, BO3BMOXKHO TaKKe M OIMIMOOYHOE XPOMOCOMHOE pacmpeneiieHrue (aHSYIITOMHs).
Oto npoucxogut B 70-80% mnpu nepBoM peayKIHOHHOM JeNEHUH, a Takke Mpu (HopMUpOBaHHH
NIEPBOTO MOJSPHOTO TEJIbLA, W JUIIb B HE3HAUYUTEIBbHOM YacCTU NPH BTOPOM PERYKIIMOHHOM
NENeHUd ¢ (POPMHUPOBAHUU BTOPOTO TMOJIIPHOTO TeNblla. ECIM MPOUCXOTUT OMHUOOYHOE
pacrpeneeHne XpoOMOCOM, TO YHCIO XPOMOCOM B SIMIEKIETKE U COOTBETCTBEHHO B IEPBOM
MOJIIPHOM TeJbIle HE SBISIETCS paBHBIM. KOMWYecTBO OMIMOOYHBIX XPOMOCOMHBIX JEIICHUMN
HaMpsIMyI0 3aBUCUT OT BO3pAacTa M Yallle BCEro BCTPEYAIOTCs y KeHIUH crapue 35 ner. Y 40-
netHed keHIUHBI oKoyno S50-70 % Bcex 3penbiX SIMIEKIETOK SIBISIIOTCA T€HETUYECKH
HEIMOJIHOLECHHBIMUA. JTO SBJIAETCS MPUYMHOM TOro, YTO Yy JKEHINMH CTaplIero BO3pacTra
COKpaIIaeTcs MaHC 3a0epeMEHETh, a TAKXKE IMOBBIIIACTCS PUCK BBIKHIBIIIA.
¢ O5% Bcex OMOPHOHOB, WMEIONIUX TEHETUYCCKUE HAPYIICHUS 3aKaHUYMBAIOTCS
BBIKH/IBIIIIEM HA PAHHEW CTauU.
® 3% Bcex OepeMEHHOCTEW, HACTYMUBIINX KaK €CTECTBEHHBIM, TaK W HCKYCCTBEHHBIM

MyTeM, UMEIOT T€HETUYECKHE HAPYILIEHUs. DTO 3HAYUT, YTO 3% BCeX POXKJICHHBIX JleTel

UMEIOT TeHeTHYeckue 3a00JieBaHMs WM HapylIeHUS B Pa3BUTHUM B TOW WIM HHOM

CTeTeHH. B CBs3M ¢ 3TUM HEOOXOIUMO yKa3aTh, YTO TCHETUUYECKHUE PHUCKH, COTIACHO

MOCJIEIHAM  JIOCTUKEHUSIM HAyKH, T[PH HCKYCCTBEHHOM OIUIOAOTBOPEHUU HE

MOBBIIIAIOTCSI.




AHanu3 XpOMOCOMHOTO Habopa MEpBOTO M BTOPOTO MOJIAPHBIX TeNel MPU MHOTOKPAaTHOM
dbayopecuentHoit mnpoepke (FISH) mpenocraBisier BO3MOXKHOCTH BBISIBUTH OIIMOOYHBIC
pacrpeneieHuss XpoMocoM. braronapss JaHHOM TEXHHUKE MOKHO ONPEIEIUTh KOJIMYECTBO Iap
OINPEICIEHHBIX XPOMOCOM B IIEPBOM M BTOPOM IOJIIPHOM Tenblie. Eciau B mepBOM MOJISPHOM
TEJIbLE HAXOAUTCA OJHA I1apa ONPEIEICHHBIX XPOMOCOM, COOTBETCTBEHHO B SIMIEKIIETKE TAKKE
€CTh OJIHA I1apa, YTO TOBOPUT O HOPMAJIBHOM XoJ€. B TOM ciydae ecim B mepBOM MOJSPHOM
TENblIE HE ONPEAEIAETCS Mapbl, COOTBETCTBEHHO 2 Maphl paclojiararTcs B AHLEKIETKE, T.6. Ha
OJIHYy napy 0o0JIbllle, UHBIMU CJIOBAMHU, IIPOU30LLIO OIIMOOYHOE PACIIPEIEIIEHUE XPOMOCOM.
buonicus nmonspHOoro Tenbla ¢ OKOHYarenabHbIM aHanu3zoMm FISH sBisgercs BceMupHO
HNOATBEPAKIECHHBIM METOJOM, HUMEHIUM Oo0Jbilyl0 3(P(EKTUBHOCTE NPU  ONpPECICHUH
T€HEeTUYECKUX HapylleHui. 1Ipyu maHHOM MeTone HCIOJIB3yeTCs ja3ep, KOTOPbIA HE BPEAUT
UAMOIIA3Me AULEKIETKH, H BO3MOKHOCTh HAHECTH BPEJ SIMICKIETKE MPAKTUYECKH UCKIIOYCHA.
Brienenne BTOporo moJsipHOro Telblia HE MOXKET OBITh FAPaHTUPOBAHO, MIOCKOJIBKY YaCTO OHO
OYEHb IUIOTHO NPHJIETAET K SHUIECKICTKE, U HACHILCTBEHHOE OTIEICHHE MOKET NPUBECTH K
noBpexacHuIo sinekineTku. Ilocne uzbsatusa nonspusix tenen npu FISH-auarnoctuke moryr
OBITH OTpese/ieHbl TeHeTHYecKrue Hapymenus 13,16, 18, 21 u 22 xpomocoMm. braromapst atomy
MBI II0JIy4aeM KOCBEHHOE€ IIOATBEPKICHHUE TOr0, UMEIOT JU COOTBETCTBYIOIIUE XPOMOCOMBI
HOpMaJIbHOE WJIM OLIMOOYHOE paclpeieieHue.

IIpenMyIecTBA JAMATHOCTHKHM

HpellﬂMHHaHTaLII/IOHHaH JIUArHOCTUKA IIOBBIIIIACT MIAHCHI Ha onpeﬂeneHHe BO3MOXHOCTH
3a4aThs C TMOMOIIBID HCKYCCTBEHHOTO OIUIOAOTBOpeHUs. llenmpro maHHOrO Meroma SBIsSETCS
HUCKIIFOUCHUC HCpCHOC& B MaTKy HﬁHeKHGTKH C TCHECTUYCCKUMHU HapyI_HeHI/IHMI/I, KOTOpBIe B
JATbHEHIIIEM MOTYT MPUBECTH K BBIKWIBIINIAM, a TAKXE HCKIIOYHUTH SUIEKICTKH, Y KOTOPBIX
MMEETCS TeHETUYECKas MpepacloyioKEeHHOCTh K CHHJpPOMaM XPOMOCOMHBIX aHOMAaJIUH
(cungpomam Jlayna, DnBapaca u Ilaray).

Pucku 1 orpaHnyeHus:

BCG IIOCJIICIHUC Me)K,Z[YHapO,Z[HBIe HUCCJICOIOBAHUS B 06HaCTI/I 3M6pI/IO.HOI‘I/II/I YCJIOBCKa IoKa3ajiu,
YTO MPHU JTAHHOM METOJC HE BO3HUKAET MOBPEXKIECHU dSMOpHoHa. HezaBHUCHMO OT pe3ysbTaToB
JOUArHOCTUKHAU HOJ'DIpHOI‘O TEJibLa, MbI peKOMeHI[yeM Bam BO BpeMH 6epeM€HHOCTI/I HpOBeCTI/I
JIOPOZIOBOE OOCJIEIOBaHKE, TaK KaK MCCIEIOBAaHKME MEPBOTO MOsipHOro Tenbia He naet 100%-
HOW TapaHTUU OMNpeAeNeHUs pUCKa BO3HHMKHOBEHHs cuHApoma Jlayna y peOenka. Ocrtaercs
takke okomo 20-30% puCKOB OMIMOOYHOTO PpaCIpeNesieHHs XpOMOCOM B  IIpoIiecce
CIIepMaToreHe3a, KOTOpoe He MOXKET OBITh OMPEICNICHO MPH JAHHOM TeHETHYECKOM METOJIE.
HopomoBasi nuarHocThka (MpeHaTaldbHas JUArHOCTHKA), aHAU3 KPOBU M TEHETUYECKOE
O6CH€,Z[OBaHI/Ie, HaHpI/IMep, O6CJI€,Z[OBaHI/Ie OKOJIOIIJIOAHBIX BOM, MOFyT BBISIBUTH 3HAUUTCIIBHBIC
HapyIIeHUs B Pa3BUTUN PeOCHKA WIJIM T€HETUYECKUE HAPYIIICHHUSI.

KoHcyabTanus:
KOHCy.HBTa]_II/ISI C JicHallum Bpa‘-IOM (0) HpOBe,Z[GHI/II/I HpeHHMHHaHTaHHOHHOﬁ JIUArHOCTUKHN
SABJISICTCS HEOOXOJMMBIM yciioBHEeM. [lpu >kemaHWM TPOWTH HOMAarHOCTHKY  Bam Oyxer
MPEJIOKEHO TOIIMNCATh COTJIAIICHHE, KOTOPOe, B CBOIO Ouepelb, OyneT moammcaHo Bamum
JICYaIIUM BpavoM.




