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YT0o Takoe cbanaHcMpoBaHHbIe TPaHCNOKauun?

Hawwn Tena coctosT n3 TpUNIMOHOB KNEeTOK. BOMbLUMHCTBO KNETOK coaepxaT
reHeTM4yecKylo MHpopMaumo, KoTopas onpeaenseT, KEM Mbl ABASIEMCS.
Hanbonbluas 4acTb reHeTU4eCKoM MHAOPMaLNSt XPaHUTCS B CTPYKTYpaX,
Ha3blBaeMblx XpoMocoMaMu. OHn HecyT JHK ¢ MHCTpykumsamu (3awmndpoBaHbl B
reHbl) Ans YHKUWMOHMPOBaHMS BCero opraHnama. ObblYHO Y YenoBeka 46
XPOMOCOM B MOYTM KaXXAOW KNeTKE, OHM pacnpeaeneHbl no napam — Utoro 23
napbl: MO OAHON XPOMOCOME U3 Napbl Mbl HAcneayeM OT KaXaoro U3 poavTenen.
NHoraa pparMeHT 0AHOM XpPOMOCOMbI MEHSIETCS MECTaMM C (DparMeHTOM
XPOMOCOMbI U3 Apyron napbl. Kpan 3Toro ¢parMeHTa Ha3blBaloT TOUYKOM pa3pbiBa
(cM. unniocTpaumio Huxe). Ecnmn Toukun paspbiBa He 3aTparnBaloT KOHKPETHbIe
reHbl B uenoyke HK n obbem reHeTMyeckoro matepuana B LIe/IOM OCTaeTcs
NPEXHUM, TO 3TO Ha3blBaeTCs cbanaHCMPOBaHHOM TpaHCcoKaumen. Hocutenb
cbanaHCcMpoBaHHOM TPaHCIOKaLMKN 0bbIYHO HE UMEET NPO6IEM CO 3A0POBLEM WK
pa3BUTMEM, OHAKO MOXET CTOMIKHYTbCS C TPYAHOCTSIMU MpU NAHMPOBAHUK
CEMbM U POXKAEHUN AETEN.
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1. [1Be napbl HOpManbHbIX 2. KOHLbI ABYX XPOMOCOM 3. OTO NpUBOANT K
XPOMOCOM MEHSIOTCS MeCTaMu (TOYKMK cbanaHCMpOBaHHOM
pa3pbiBa OTMEeYeHbl TpaHcnokauun. Takon
cTpenkamm) BUA NEPECTPONKU
Ha3blBaeTcs
PEeLNNPOKHON
TpaHC/IoKaUmen.

BonbWMHCTBO HOocuTenen cbanaHCMpPoOBaHHOW TPAHCOKaL MW HE AOraAbiBatoTCs,
YTO MX XPOMOCOMbI YEM-TO OT/IMYAOTCS OT XPOMOCOM ApYrux noaen. Hekotopbie
Y3HalOT O HEW Nnocne poXxaeHns pebeHka C reHeTUYECKMMN 0COBEHHOCTSAMU. Y
ApPYrux MOryT 6bITb HEO4HOKpaTHbIE NpepbiBaHNs bepeMeHHOCTH, Becnnoane u
npoyne pernpoayKTUBHbIe NpobneMbl. TpeTbU Y3HAIOT O TpaHCIoKaLMn nocne
cneunanbHO Ha3HAaYeHHOrO FrEHETMYECKOro aHanm3a, YeTBEepPThle — Cy4YaiHo,
KOrAaa CAAloT XPOMOCOMHbIM aHanM3 No ApyrM NpuymMHaM. B peakux cnyyasx
cbanaHcMpoBaHHas TPaHC/IOKaLUMS BbISBNSIETCS Y pebEHka BO BpEMS TEKYLLIEN
6epeMeHHOCTU (Takon BapuaHT byaeT 0bcy»xaaTbCs Ha cTpaHuue 14).



Koraa ntoam y3HatoT 0 cbanaHCcMpoBaHHOW TPAHCIOKaLMK, Y HUX MOryT
BO3HWKHYTb BOMPOCHI O TOM, YTO 3TO TaKOe U Kakue nocneacTensi OHa MMeeT Ans
HUX U UX CeMbW. B 3TOM BpoLLtope ecTb OTBETLI HAa BOMPOCHI, YacTO 3a1aBaeMble
y4yacTHMKaMu cooblectsa Unigue. OAHaKO OHa He 3aMeHsIeT MH(MOPMaLNIo UK
pekoMeHJaumMKn, KOTopble MOXHO MOoy4YnTb OT cneumanucta. MNoatomy nydie
BCero obpaTuUTbCA B TAaKOM Cllydae 0bpaTuTbCs K Bpady-reHeTuKy.

NMouemy 310 Npoun3sowno? C yero asTo Ha4YaNoCb?
CbanaHCcMpoBaHHbIE TPAHCIOKaUMM 0BbIYHO BO3HMKAKOT ClydanHo. OHM SBNSIOTCS
YaCTblO ECTECTBEHHOW 3BOJIOLUN BMAOB, BKIOYas YenoBeka. TpaHCIoKaumm
MOryT 6bITb HOBbIMU (de novo (dn)) nnu yHacneaoBaHHbIMK (OHM TOXE Y KOro-TO
N3 NpeaKoB BO3HUKAWN de novo B AanéKOoM MpoLU/IOM U CTanu nepeaaBaTbCs M3
MOKOMIEHUS B NOKONEeHWe). De novo TpaHCNoKaummn MOryT BO3HUKATb Kak npwu
bopMMpOBaHMM NONOBLIX KNETOK (CNEpMAaTO30MA0B NN SALIEKNETOK), TaK U
Cpa3y nocsie onI0A0TBOPEHUS YXKE Y CAaMOro 3MbpMOHa Ha CaMOM paHHeN CTaauu
pa3BuUTKs (Koraa cnepmMaTo3oma U aNLEKNEeTKa TONbKO COeANHUNCD).

Bpayu-reHeTnk MOXeT NpeanoXuTb TECTUPOBAHMNE YNEHOB Balle CEMbW, YTOObI
onpeaenuTb, ABMSETCS NN Ballla TPaHC/IOKaLuWs HOBOW WK yHacneaoBaHHOW. Ans
TecTa notpebyeTtca HebonbLLON 0bpa3zel, KpoBu. Ero 6yaeT 10CTaTOUYHO B3SITh Y
6uonormyeckmx poanTenen, Ho ecnm 3To He NPeACTaABASIETCS BO3MOXHbIM, TO
aHanm3bl MOTyT cAaTb ApYyrue poACTBEHHMKW. Ball nevawmii Bpad aact stm
pekoMeHaaumm.

NMNouemy 1? B 3TOM eCTb MOl BUHA?

Ecnn Bam coobymnm, 4to y Bac cbanaHCMpoBaHHAs TPaHCIOKaLMS, Bbl MOXeTe
3a4aTbCs BONPOCOM: «[oueMy 7?» MOMHUTE: TpaHCIoKaumsa de novo BO3HWKAET
nnbo npu 0bpa3oBaHNM AULEKTETKM UK CepMaTo30naa, KOTopble Bac
cchopmmpoBanu, MMbo B nepsble AHN pa3BUTMS aIMOBpHoHa. Kak 6bl TO HK 6bIno,
BCE YKa3blBaeT Ha TO, Y4TO cbanaHCMpOBaHHbIE TPAHCIOKALMM BO3HUKAIOT
Cy4yarHO. Ha 3TO He BAUSIIOT HW IKOIOMUSI, HWU PaUMOH, HW YCII0BUS TPyAa, HU
obpa3s xu3Hu. Ix HaxoasaT y npeactaButenen o6omx nonos, BHe 3aBUCUMMOCTM OT
COLMANbHOMO MOMOXEHMS, STHAYECKON NPUHAANEXHOCTN UK AOXOA0B.
HekoTopsble ntoan co cbanaHCMpoBaHHON TPaHC/IOKAUMEN MOMYT UCMNbITbIBATb
YYBCTBO BUHbI. TO e YyBCTBYIOT HEKOTOpbIE pOAUTENN, KOTOPbIe nepeaanu
reHETUYECKYI0 0COBEHHOCTb CBOEMY pebeHKy. MOCKONbKY 3TO NMponCXoanT
CNy4arHO, BUHUTb Ce651 BOBCE HE HYXXHO.

“Korpna s roBOpto KOMY-TO, YTO Y MEHSI «XXPOMOCOMHOE OTK/IOHEHUNE», S KaK ByATo
NPU3HAOCh, YTO Cepbe3Ho HoneH”.

“S npocTo roBopio Nt0AsAM, UTO Y MEHSI €CTb NPOB/IEMA, @ 3HAUUT, CPasy
nonazato B rpynmny NOBbILLEHHOrO PUCKA NPU NMPOXOX/AEHUN CKPUHUHIA BO BPEMS]
6epeMeHHOCTU”.



Kak yacro BcTpeuarotcs cbanaHCcMpoBaHHbIe
TpaHcnokauuu?

MNpumepHoO y oaHoro n3 560 4Yenosek ecTb Ta WM MHas cbanaHCMpOBaAHHAS
TpaHCOKaumMs, YTO A0Ka3bIBaET MX LWMPOKYIO pacnpocTpaHeHHocTb (Gupta 2019).
B mMupe e npumepHO 14 MUNNMOHOB Taknx Hocutenen. B 2022 roay B Unigue
HacuuTbIBanocb 6onee 1300 ceMen-y4aCTHUKOB C de novo Nnu yHacneaoBaHHOM
cbanaHcMpoBaHHOW TpaHCIOKaLUMeN.

JTtoboi pparMeHT XPOMOCOMbI MOXET MOMEHSATLCSA MECTAMM C NtOObIM (hparMeHTOM
U3 APYron XpoMoCoMbl. IMEHHO NO3TOMY 60NbLUMHCTBO ONpeAeneHHbIX
TPaHC/IOKaUMIA HEBEPOSITHO PEAKN, AaXe YHUKaNbHbI. TEM HE MEHEE HECKObKO
cbanaHCcMpoBaHHbIX TPAHC/IOKaLWUA BCTpeYaloTCs Yalle apyrux. Hanpumep —
TpaHcnokaumsa mexay 11-n n 22-n XxpoMocoMaMu, U3BECTHAs Kak TPaHC/IoKaLus
11;22. TakKe 4acTo BCTPEYAETCS TPAHCIOKaLUMS Mexay KOPOTKMMU nnedamu 4-u u
8-11 XxpoMocoM. Unigue onybnukoBan oTaeNbHble MHPOpMaLMOHHbIE 6poLLopbl 06
3TUX TPaHCNOKaUMSIX.

Pe3ynbTaTbl XpOMOCOMHOIO aHa/n3a

Balu Bpay-reHeTuK unm MHOM KOHCY/IbTAHT MO FrEHETUYECKMM BOMPOCaM MOryT
NoKa3aTb BaM Balll KApUOTUM, TO €CTb ONMCAHME XPOMOCOM MOA MUKPOCKOIMOM.
KapuoTtun 6yaeT BbiIrnsaaeTb NPUMEPHO Tak:

46,XX nnn XY,t(11;22)(g23;q11.2)

46: obLuee 4YMcno BalMX XPOMOCOM

XX nnun XY: nonoBble XpOMOCOMbI, XX — OnpefeneH reHeETUYECKN XXeHCKU non, XY
— onpeaeneH reHETUYECKM MY>XXCKOMN MoJ

t(11;22): ecTb peunnpokHas TpaHcnokaums mexay 11- n 22-i xpoMocoMamu.

(g23;g11.2): Touka pa3pbiBa 11-11 XpOMOCOMbI HAXOAUTCA Ha y4YacTke g23; Touka
pa3pbiBa 22-1 XpOMOCOMblI — Ha y4acTtke q11.2

Ha KOHUe KapnoTuna MOXHO YBMAETb OAHO U3 3TUX C/OB:

mat: yHacnefoBaHHas TPAHC/IOKALMSA MaTEPUHCKOrO NPOUCXOXAEHNS - T.€. OT
MaTepu.

pat: yHacnegoBaHHasa TPaHC/IOKALKMA OTLOBCKOIo NPOUCXOXAEHUS — T.€. OT oTua.

de novo (dn): xpoMocoMbl poanTenein 6bim NpoBEpPEHbI, U HUKAKMX NEPECTPoekK C
yyactnem 11-n n 22-n XxpoMoCoM O0bHapy»XeHO He 6bif10. ITO 3HAUUT, YTO
TPaHC/IOKaumMsa He yHacneaoBaHHasl, @ BO3HMKIA CMOHTaHHO U BnepBble Y CaMoro
obcneayemoro.

HackonbKoO pacnpocrpaHeHa MOl TpaHC/IoKauua?

MHOrne TpaHCOKaLUMN HAaCTOMNBbKO YHUKaNbHbI, YTO CIOXXHO OLE€HUTb, HACKOSbKO
4aCTO OHM BCTpeyatoTcs. Kakon 6bl HM 6bia Bala TpaHCIOKaumsl, Bpay-reHeTuKk
nonpobyeT HaWTK Apyrme CeEMbM C TaKOM e 0cobeHHOCTbo. OQHaKo 3TO He Bceraa
OTpaXkaeT NOMHYIO KapTWHY, TaK Kak HEKOTOpble Cly4an OCTaloTCS
He3aMe4eHHbIMW. Ho nHoraa Takme CeMbU HaXOASATCS: B MEAMKO-TeHEeTUYECKNX
KOHCYnbTaumsx, nabopaTopHbix 6a3ax aaHHbIX unu 'y Unigue. Ytobbl y3HaTb npo
ApYyr1e ceMby C TaKOW XXe TpaHcokaumen, obpaTtutecb K CBOEMy Bpaydy-reHeTUKy
n/wnn Unigue.
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Mo>xeM N1 Mbl UMETb AieTen?

BONbLIMHCTBO MY>UMH U XEHLUMH CO cbanaHCMPOBaHHOM TPaHCIOKaUMEX MOryT UMETb
cobcTBeHHbIX AeTel. OBbIYHO CYLLECTBYET YEThIPE BO3MOXHbIX MCX0AaQ, KOrAa napa co
cbanaHcMpoBaHHOM TpaHCNOKaLUMEN NbITaeTCs 3a4aTb pebeHka. BeposiTHOCTb 3TuX
pe3ynbTaToB OyAET 3aBUCETH OT Balliel TpaHcnokaumm. O TOM, Kakow Ucxod CTOUT
0XWaTb, BaM PacCKa)XeT Ball Bpay-reHeTuK.

1 PebeHoK ¢ 06bl4HbIM CTPOEHMEM XPOMOCOM.

, PebeHok ¢ Ton e cbanaHCMpOBAHHOWN TPAHC/IOKALMEN, YTO N Y
poauTens.

5 OcTaHoBKa pa3BuTua bepeMeHHOCTH unn npobnemol C AETOPOXAEHMNEM

13-3a NOBTOPHbIX Clly4aeB CMOHTaHHbIX NpPepbiBaHUA, Koraa y nioaa
obHapy>xmBaeTcs HecbanaHCMpoBaHHas TPaHCIOKaUus.

4 MpogomkatoLasics 6epeMeHHOCTb, NPV KOTOPOM Y CaMOro Mioaa ectb
HecbanaHCMpoBaHHasi XpOMOCOMHas aHoManus. Takasi 6epeMeHHOCTb
MOMXET MPEpPBAaTbCS CMOHTAHHO MM MOXET NMPUBECTU K POXKAEHMIO
pebeHKka C HapyLueHNaMU U3NYECKOro /UM YMCTBEHHOIO pPas3BUTUS,
NOPOKaMM, CBA3aHHbIMU C KOHKPETHbIMU XPOMOCOMHbIMU
nepecTponkamu.

HekoTopble ntoan CYUTAIOT, YTO cOanaHCMPOBaHHAA TPAHCIOKALIUSA MOXET
CNpPOBOLMPOBATL €lle KaKne-To Apyrue reHeTMYeckne aHoManum, He CBsI3aHHbIE C
3aTPOHYTbIMU MPU TPAHCIOKALIMM XPOMOCOMaMn. HUKAKMX A0Ka3aTeNbCTB 3TOMY HET.

Y neByLWwKM Ha ¢oTO — cbanaHCMpoOBaHHas
TPaHCNOKaumsl, yHacefoBaHHast OT oTuUa
(no3agu Hee). MNocne AByx NpepBaHHbIX
6epeMeHHOCTEN M ABYX HeyAad M3-3a
XPOMOCOMHOro AncbanaHca, y Hee
poannack AoYb C TaKoW e
yHacneaoBaHHOW TPaHCIOKaUMeEN.

Y MaTepu cbanaHCMpoBaHHas
TpaHcnokaumsl. Oba pebeHka poannch
C HecbanaHCMpOBAHHOW XPOMOCOMHOM
NEepecTpoNKomn, U A04Yb, KOTOPOM Ha
(OTO NSATb NET, K COXANEHMIO, YLINa U3
XXU3HW.




PoxxaeHune geten: ceMbsl CO c6aslaHCUMPOBAaHHOM TPaHC/IOKaLMen
Bpau-reHeTuK MOXeT CrporHo3MpoBaTh Hanbonee BEpOATHLIM AN Ballel CEMbW BapUaHT pa3BUTUS COBbLITUMN.
PebeHoK HacneayeT OT poaUTENEN NO OAHOM XPOMOCOME M3 KaXXaow napbl.

Poautenb C HOpMasbHbIM
XPOMOCOMHbLIM HabopoM

Poautens co
cbanaHcMpoBaHHOM
TpaHCNoKaumen

nnu 1

HopManbHbIi XpOMOCOMHBIN
Habop

Un 2

Y pebeHka, Kak 1y
poauTens,
cbanaHcupoBaHHas
TpaHCnoKaums

WIn 3vwim 4

HecbanaHc1poBaHHbIN XpOMOCOMHbIN Habop:
C/IULLIKOM MHOro MaTtepuana oT nepBoi
XPOMOCOMBbI, C/IULLKOM Masio OT BTOPOM

win 3w 4

HecbanaHcmMpoBaHHbI XpOMOCOMHBbIN Habop:
C/ULLIKOM Masio MaTepuana oT nepeoi
XPOMOCOMBbl, C/IULLKOM MHOFO OT BTOPOW

Mpu Hanuumm y pebeHka
NOA0BHbLIX XPOMOCOMHbIX
HabopoB npobnem co
340pOBbEM NI 0ByYeHneM
06bI4HO HE BO3HMKaET.

Takune HecbanaHCMPOBaHHbIE
XPOMOCOMHbIE Habopbl, Npw
KOTOpbIX HabntogaeTcs
U3MIMLLHEE NN
HefoCTaTOYHOE KOIMYECTBO
reHeTUYeCKoro MaTepuana,
MOFYT CTaTb MPUYMHON
pasnuyHbIX Npobnem:
npepBaHHasi 6epeMeHHOCTb,
HapyLLEHVE penpoayKTUBHOW
yHKUMKM Yy poauTens unm
poxaeHue pebeHka ¢
0COBEHHOCTSIMU pa3BUTUS U,
B HEKOTOPbIX C/ly4Yasx, C
ocnabneHHbIM 340POBLEM.



OTel — HocuTeNb cbanaHCMpPOBaHHOM TpaHCIOKaumu. Mapa nepexuna Tpy NpepBaHHbIX 6epeMeHHOCTY
[10 POXAEHMS TPOUX AETEN: ABOMX CO cbanaHCMPOBaHHOW TpaHcnokaumen (Ao4b, Ha hOoTo Cnesa, u
CblH) ¥ OAHOrO C HOpPMasibHbIM XPOMOCOMHbLIM HAabopoM (Ao4b, Ha OTO cripasa).

“B Hawel ceMbe cbanaHCMpOBaHHas TPAHC/IOKALMSA €CTb Y BCEX MOKONEHWN, HO Ha
300pOBbE OHA HMKAaK He CKa3blBaeTCs.

MoMMMO Tpex Cly4yaeB AOHOLEHHON 6EPEMEHHOCTM, Y MOEW XeHbI BbI/I0 TpY Ciny4yast
OCTaQHOBKM: Y MEPBOro 1 TpeTbero nnoaa 6eina HecbanaHcMpoBaHHAs TPaHC/IOKaUnS, y
BTOpOro — cbanaHcMpoBaHHas. Y TPeTbEero Takxe bbiin 0CObeHHOCTH
BHYTPUYTPO6HOro passutua™.

C6anaHcupoBaHHas TpaHCNOKaUuusa y poautens u pebeHka:
HacsepgoBaHMe c6anaHCMPOBAHHOM TPAHC/IOKaLMMN.

Ecnm Baw pebeHok
yHacnegyet
cbanaHCMpoOBaHHYO
TPaHCI0KaumMIo OT BaC UM oT
BaLLero napTHepa, TO OHa,
KaK NpaBuso, He BbI30BET Y
Hero Kakmx-nmbo HoBbIX
3aboneBaHun mnm
0cobeHHOCTeN pa3BUTHSI.
OpHako korga Bawu AeTu
peluaT 3aBecTu CBOMX AeTen,
OHM OKaXyTCS B TOM Xe
CUTYaLWUK, YTO U Bbl: Y HKX
MOXET poanUTbCS pebeHOoK C
HOPMaJIbHbIM XPOMOCOMHbIM
HabopoM nnn pebeHok ¢
TaKoM Xe cbanaHCMpOBaHHON
TpaHcnokaumen. BoamMoXHbI

MaTepu 1 getu c

ceneiHol TakKxe npobnemol
c6anaHcuposanHol  1AOKE NPOLNEMBI C
TpaHcrokaupeli  AETOPOXAEHMEM, nnéo

nosiBNeHne Ha ceBeT pebeHka C
HecbanaHCMPOBaHHbIM
XPOMOCOMHbIM HabopoM.



JTtoboi B3pocnbi co cbanaHCMpOBaHHOW TPaHC/IOKaLMEN MOXET 3anncaTbCs Ha
NpUeM K Bpaudy-reHeTuKy, YTobbl y3HaTb O AOCTYMHbIX AUArHOCTUYECKUX
npoueaypax u ycnyrax. BaxxHo 0oTMETUTb, UTO C pPa3BUTMEM HaYKU U
3/]paBOOXPAHEHMS NepeYeHb JOCTYMHbIX YCIYr U ANArHoCTUUYECKUX npoueayp
MOXET MEHATLCS.

“Tenepb y Hac 6onblue 3HaHWUI U OMbITa, U Mbl CMOXXEM MOAAEPXKATb HaLy Ao4b (Y
KOTOPOW, KaK 1 y eé MaTepu, cbanaHcMpoBaHHAs TPAHCIOKaLUMS), KOraa OHa
3ayMaeTcs O CO3[aHUN CBOEW CeMbU™.

Mo)keT /1M Y MeHsl poauTbCca pebeHoK co c6aslaHCMPOBAHHOMN
TpaHC/I0KauMei, HoO C 0CO6eHHOCTAMM pa3BUTUA?

B ceMbsix C yHacneaoBaHHOM TPaHC/IOKaUMEN AeTN C 0COBEHHOCTSMIN pasBUTHS,
BbI3BaHHbIMW €10, POXXAAKTCS HeYvacTo. Yem 6onblue y Bac 340POBbIX Y/IEHOB CEMbM
co cbanaHCMpOBaHHOM TPAHC/IOKALUMEN, TEM BbILLE LWIAHC, YTO U Yy Bac poaMTCS
3[0pOBbIN peGEHOK.

MHoraa okasblBaeTCs, YTO TPAHCIOKaUmMs, 0603Ha4YeHHas NEPBUYHO MpU aHanuse
Kak cbanaHCMpOBaHHasi, Ha CaMOM Aene NPeAcTaBnseET COboM
HecbanaHCMpPOBaHHYO NEPECTPONKY, KOTOpasl C/IMLWKOM Mana, YTobbl ee MOXHO
66110 pacno3HaTtb. HoBble, 6onee 4yBCTBUTENbHbIE MONEKYNSIPHbIE METOADI
nccneaoBaHUs XpOMOCOM, TakMe Kak XpOMOCOMHbIE MUKPOMaTPUYHbIE aHanu3bl C
BbICOKMM pa3peLLeHreM, NoMOoraloT 06HapyXuTb KpOLLEYHble YacTuUpbl
HELOCTAIOLErO MW JIMLLHEro XpPOMOCOMHOIo MaTepuana. lNpu HecbanaHCMpoBaHHOW
TpaHCIoKaummM y YenoBeka MoryT 6biTb 0COBEHHOCTM pa3BUTUSI.

ECTb 2in Npo6s1eMbl C penpoayKTUBHON (PYHKLMEN Y MYIKUYUH
M )KEHLMH cOo cbanaHCMpOBaHHON TpPaHCNOKaunen?

BONbLUMHCTBO MY>UYMH M XKEHLLUMH CO cbanaHCMPOBaHHON TPaHCOKaLUMEN CMOCOOHBI
3a4aTb pebeHka ecTecTBeHHbIM NyTeM. OgHAKOo HacTynneHne 6epeMeHHOCT MOXET
notpebosaTtb 60sblUEe BpEMEHWN. ITO CBA3AHO C TEM, YTO HEKOTOPbLIE MOSIOBbIE

KNEeTKN poauTenen npu aToM coaepxaT HecbanaHCMpOBaHHbIE XPOMOCOMbI, YTO

MOXET MPUBECTM K MPEKPALLEHMIO pa3BUTMS IMOpPMOHa, 3aMepLuen 6epeMeHHOCTH

NN MEPTBOPOXKAEHUIO.

Camonpoun3sBoJsibHOE npepbiBaHue U HeBblHALLMBaHue
6epeMeHHOCTH

K COXaJleHMN0, CaMOrNpon3BOJIbHOE NpepbiBaHNE 6epeMeHHOCTM NponcxoauT Hepeako,
4acCTo eLlie A0 TOoro, Kak >KeHLnHa y3HaéT O CBOEM NOJNTOXEHNN. Bep0$ITHOCTb
npepbiBaHNs ecTb Npu ntobor 6epemeHHoCcTU. Kak npaBuno, naHadanbHO SIBHOM
naTonornn npu TpaHCIoKauunax He Ha6mop,aeTc9|, NO3TOMY Bpayn TOHYHO PpEKOMEHAYIOT
npoBOAUT NrEHETUYECKMNE UCCIEAOBAHNA MNMOCE TOro, Kak npou3oLuno bonee AByX
CJlyda€eB HEBbIHALUMBAHUA U CaMOMNpPON3BOJIbHOIO NpepbiBaHUA 6epeMeHHOCTM
noapsA. BepOﬂTHOCTb HEBbIHALLMBaAHNA 6epeMeHHOCTM 3Ha4YNTENBbHO BO3pPaACTaET, eCiin
Yy OQHOro 13 poauTenen ectb cbanaHcMpoBaHHas TpaHcokaums. MNMpuynHon
CaMOnpoun3BOJIbHOIO rNMpepbiBaHUA 6epeMeHHOCTM B TAKOM CUTYyauunn MOXET ObITb
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HecbanaHCMpOBaHHAs NEPECTPOMKA YXXE Y pa3BMBAIOLLErocs Nioja — MU36bITOYHOE UK
HEAOCTaTOYHOE KOMIMYECTBO XPOMOCOMHOIo MaTepuana.

YeMm 6onblue ancbanaHc, TeM Bbllle BEPOSITHOCTb TOro, 4To 6epeMeHHOCTb He
HaCTynNuUT, @ eC/i HACTYMNUT, TO MOXET OCTAHOBUTbLCS.

BepoAaTHOCTb 3a4aTus pebeHka Kak co c6anaHcMpoBaHHbIM HABOPOM XPOMOCOM, Tak
U C HecH6anaHCMPOBAHHbLIM 3aBUCUT OT BUAA TPAHCIOKALIMMK,

B cnyyae, ecnm camonpou3Bo/bHOE NpepbiBaHNe 6epeMeHHOCTM NOBTOPSIETCS,
CTOUT 06paTUTbCS K Bpady-reHeTuky. Cynpy»xeckme napbl YacTo MHTEPECYHOTCS,
MOXXET N pebeHoK ¢ HecbanaHCMPOBAHHOW MEPECTPOMKOM MOSIBUTLCS Ha CBET,
KaKOBbl LLIAHCbI Ha BbKMBaHWE MOCNE POXAEHMS U KaK MyTauMs MOBAUSET Ha €ro
NHTENNEKTYaNbHble CMOCOBHOCTU U (p13nYecKoe 340pOBbe, eCIN OH poauTcs. LLlaHc
POXAEHWS 310pPOBOro pebeHKa MoBbILLAETCSA, €C/IN NOA NPOCTO yHacneayet
cbanaHCMpOBaHHYIO TPAHC/IOKALUMIO OT OAHOIO U3 poauTENeN.

XeHLLMHe nocne caMonpou3BO/IbHOrO NpepbIBaHNS 6epeMEHHOCTM MOryT
NpeanoXuTb OTNPaBUTb MaTepuan NoAa Ha reHeTuyeckoe obcneqoBaHue.
HenpocToe pelleHne, NPUHSATOE B 3MOLIMOHA/BHO CNOXHbBIA MOMEHT, 6yaeT
NONE3HbIM HE TONbKO [s BalLel CUTYaLuu, HO U ANsi TEHETUKM B LienoM. Ecnm Bbl
OKa3a/IMCb B MOA0OHOM MOSIOXEHMK, NONPOBYNTE N3NOXNTL CBOM YYBCTBA U MbIC/U
Ha 6yMare. To MOMOXET NPUHSATb PELLEHME.

“9 nocetnna KoHdepeHUUo Unigue v No3HakoMunach C MoAbMU, Y KOTOPbIX TOXE
ecTb cbanaHCMpoBaHHAa TpaHCIoKaums. VX noaaepxxka npuaana MHe cun, U S
pelunnack 3abepeMeHeTb elle pas. HecMoTpsa Ha To, UTO S nepexuna AeBsTb
npepBaHHbIX 6epeMeHHOCTEN, cenyac y MeHs ABOE 340POBbIX U MPeKPacHbIX
peten!”

BepeMeHHOCTb HaCTynwu/ia: Kak CKOpPO NosSABUTCA
BO3MOX>XHOCTb Y3HaTb 0 XpPOMOCOMHOM cTaTyce rnJjioga?

Bbl MOXXETE NMPOKOHCYIbTMPOBATLCS C SIeYalliMM BpayoM M y3HaTb O AOCTYMHbIX
TecTax.

CaMbli paHHUI TeCT, CNOCO6HbIM NOKa3aTb MOJHbIA XPOMOCOMHbIM Habop nnoaa Bo
BpeMsi 6epeMeHHOCTN, OCHOBaH Ha B3aTUKM 6uorncmm BopcuH xopunoHa (CVS)
NpUMepHO Ha cpoke 10-13 Heaenb. TOHKOW Mrnon npomsBoanTcs 3abop MaTepuana
TKaHW nnaueHTbl. CPoK NoNyYeHns pe3ynbTaToB BapbUpYyeT OT Tpex AHEN A0 ABYX
Hepenb. [poueaypa MOXET MoBbICUTb PUCK NpepbiBaHnsA 6epemMeHHOCTN Ha 1%. Ho
TaKMe OC/TOXXHEHMS BO3HMKAIOT KpalHe peako.

XpPOMOCOMHbIM MaTepuan Nioaa TakXKe MOXET 6biTb M3y4eH Ha OCHOBE K/ETOK,
NOSyYEHHbIX NPU aMHUOLIeHTe3e. TOHKOW UroM NPOM3BOAUTCS B3SITME
OKOMOMI0AHON XMAKOCTU. [laHHas npoueaypa NpoBoaunTca ¢ 16-1 Hegenu
H6epeMeHHOCTH, 1, KaK NpaBuio, NOAYyYUTb NOATBEPXKAEHME XPOMOCOMHOrO CcTaTyca
nnoaa Bo3MOXHO yepe3 10—14 aHen. Mpoueaypa aMHMOLIEHTE3a cunTaeTca bonee
6e30nmacHon, OHa MOXET HE3HAUYUTENIbHO YBETNYNTL BEPOSTHOCTb OCTAHOBKM
pa3BuTna 6epeMeHHOCTM — Bcero Ha 0,5-1 %.



Bnarogapsi TeCtam BO3MOXHO onpeaennTb U36bITOYHOE UM HeAOCTaTOYHOe
KOINYECTBO XPOMOCOMHOI0 Matepuana, Ho He Bcerga BO3MOXXHO TOYHO
NpeacKasaTb, KakK 3TO CKaXXeTCS Ha pa3BuTumn pebeHka.

C 60nbLLON BEPOATHOCTLIO pebeHoK ¢ HecbanaHCMPOBaHHOM XpOMOCOMHOM
NepecTponikon byaeT HyxaaTbCs B 0COBOM yxoze.

SKCnepTHOoe ynbTpa3ByKoBoe obcrefoBaHne nioja No3BoNseT onpeaennTb, eCTb n
y pebeHKa cepbe3Hble NpobneMbl CO 340pOBbEM, aHOMaNIMN KOHEYHOCTEN, NNLLA,
CTPYKTYpHblE HapyLleHsa U NOPOKK cepAla, Mo3ra Uin ApYrux BHYTPEHHUX
opraHoB. OaHaKo TOYHas AMArHOCTMKa NOCNEACTBMIN Ha 340pOBbe pebeHka
BO3MOXXHA TOJSIbKO MOCNEe poaos.

MpuMepHO Ha AeBATOM Heaene 6epeMEHHOCTU MOXHO CAENaTb Tak Ha3blBaeMbIl
HEMHBA3NBHbIN NpeHaTanbHbii Tect (HUAMT). Ana Hero y 6epemMeHHON
NPOM3BOAUTCS B3STUE BEHO3HOM KPOBM, MOCKOMNbKY Npu 6epeMeHHocTn YacTb HK
nnaueHTbl nonagaet Tyaa. CneumnanucTol B Nabopatopuu, BblAeNatoT 3Ty
deTanbhyto ppakumio AHK, aHanu3mpyoT €€ 1 OLIEHNBAIOT - C KakoW
BEPOATHOCTLIO Y NioAa MoXeT bblTb HecbanaHCMpoBaHHas reHeTuyeckas
aHoManus. Ecnn BeposiTHOCTb BbICOKA, BaM NMpeanoXaTt NoBTOPHYHO NPOBEPKY C
MOMOLLbIO HBUONCUN BOPCUMH XOPUOHA MK aMHKUoueHTe3a. OaHako cneayeT NOMHUTD,
yto HUIMT BCeraa orpaHUYeH No KOMYECTBY OLIEHMBAEMbIX NATONOMMI U YCTynaeT
MO TOYHOCTU MHBA3UBHLIM TECTAM.

O TOM, YTO NPOUCXOAUT BO BPEMS 3TUX NPOLEAYP, Bbl CMOXETE Y3HATb Y aKyllepa-
rMHekonora. Ecnun Bbl 3axoTuTe nony4ntb 60sblie NHGpOopMaLnM, TO Bac HamnpaBaT K
Bpayy-reHeTuKy.

Ecnv Hanuumne natonoruv y nnoga NnoaTBepANTCS, TO nepes BaMu BCTaHET BbI6Op:
COXpaHUTb BepeMEHHOCTb U FOTOBUTLCS K POXAeHuo pebeHka ¢ 0cobbiMu
noTpebHoCTAMU nnu npepeaTb 6epeMeHHOCTb. MHOrne YneHbl opraHusaunn Unigue
NpoLn Yyepes 3T0.

“/1n5 HacC C My>XeM pelleHne NpepBaTh 6EPEMEHHOCTb BbII0 OYEHb TXKESBLIM, HO
MbIC/Ib O TOM, YTO ApYyrve napbl TOXEe MpOoLLIM Yepes 3To, MOMOor/ia HaM HEMHOro
YCrOKOUTbLCA™.

AnbTepHaTuUBbI

BO3MO>XXHO, Bbl 3aX0TUTE PacCMOTPETbL Apyrne BapuaHThl. TO, Kakne uccnegoBaHus
AOOCTYMHbI N HYXHO /11 3@ HUX NNaTUTb, 3aBUCUT OT CTPaHbl NPOXMUBaHUA.
CywecTByloT cneaytowme cnocobbl NoMoLu:

NMpenMnaaHTaLUMOHHOE reHeTUuYecKoe TeCTUpoBaHUue CTPYKTYPHbIX
nepectpoek (MIT-CH)

C nomoubto MIT-ClM XeHwWwmHa unn ceMenHas napa MoryT BblbpaTb SMOpMOH 6e3
NAaTONOMMYECKMX XPOMOCOMHbIX aHOManumn.

MNpoueaypa NpoBOAUTCA B paMKaxX 3KCTpakopropanbHOro onnogoteopeHuns (3KO).
CneumnanuncTbl aHanM3NPYOT reHeTUYECKNA MaTepman 3MOPMOHOB Ha CTaammn 6nacTo-
umcTbl (5-e unn 6-e CyTkM pasBuTKS) BbIBMPAKOT TOT, Y KOTOPOro HET KOHKPETHOW
XPOMOCOMHOWN aHOMaNnu1, 1 CENEKTUBHO NEPEHOCAT ero B MaTKy. Ha AaHHbIN MOMEHT
3Ta TEXHONIOrMNS He NO3BONSET pa3/inyaTb SMOPUOHBI C HOPMasibHBIMKM XPOMOCOMaMn U
XpOMOCOMaMu co cbanaHCMpoOBaHHOWM TpaHCIOKaumen. HekoTopble YneHbl OpraHM3anmm
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Unique y>xe Bocnonb3osanucb MetogoM MNIT-CIM n rotoBbl NOAENUTLCS OMbITOM.
[aHHbIM BUA NCCNeaoBaHUN AOCTYMNEH HE BO BCEX CTPaHAX U He BO BCEX KJIMHUKAX
pernpoAyKTUBHOIO 310P0OBbs. A B HEKOTOPbLIX K/IMHUKAX U NPU HEKOTOPbIX
TpaHcnokaumax byaeTt goctatoyHo bonee NpocToro U AOCTYMHOro
NpenMnIaHTaLMOHHOIO reHeTUYECKOro TeCTMPOBaHUS Ha aHeynioauu (aHeynnoanm —
3TO XPOMOCOMHble aHoManuu) - MIT-A. NIT-A ucnonb3yeTcs yvalle. YCnewHoCTb
npoueaypbl KO ¢ MNI'T 3aBUCUT OT pasnnyHbIX GakTopoB, NoApobHee MOXHO 0bcyanTb
CO CBOMM Bpa4yoM-penpoayKTonoroM. MHOrmm naumeHTam Henerko nepeHocuTb 3TO
3MOLUMOHANbHO, MO3TOMY KOHCYNbTUPOBAHWE U MOAAEPIKKA A0 N BO BpeMS
nccneaoBaHUs — HeOTbeMEMas YacTb npoueaypbl. ECin Bbl XOTuTe y3HaTh 6onbLie 0
NpenMnAaHTaLUMOHHOM reHEeTUYECKOM TEeCTUPOBaHMK, Bbl MOXETEe 06paTUTLCS B
KIIMHUKY PenpoAyKTUBHOIO 340P0BbS U K Bpady-reHeTuKy.

OnnoporBopeHMe pas3siMyHbIMM METOAAMM:
MHTpauuTonJiasMaTMyecKkas MHbeKLUs cnepMmaro3omaa
(UKCWN)/ skcTpakopnopasnbHoe onsioaoTsopeHue (9K0)

Ecnv BO3HUK/IM COMHEHUS B KQYeCTBE CMepMbl UM €CNTIN PaHEE NCMOJIb30BaHHbIE
cnocobbl OMN0A0TBOPEHUSI HE MOMOIIN, Balll pENPOAYKTONOr — CMeLManncT, KOTOPbIN
3aHMMAaETCsa NieYeHneM becnnoams n U3y4eHneM penpoayKTUBHON PyHKLMM, — MOXKET
nopekoMeHaosatb npoueaypy UKCW. MNpu 3ToM ambpunonor paccMaTpusaeT obpasel
Crnepmbl No4 MUKPOCKOMOM U onpeaensieT Hambonee noaxoasiume Bu3yasbHO K
ONMOAOTBOPEHMUIO CNEPMATO30MAbI, KOTOPbIE 3aTEM MOXHO ByAeT ueneHanpaBieHHO
BBECTU B aMLEKNeTKy. Ecnu BaM nopekoMeHa0Banu Npocto camy npoueaypy KO, 1o
crnepmaTto3ouabl He byayT cneumanbHO OTOMpaTh U BPYYHYIO BBOAUTb
HEMOCPEeACTBEHHO B SIVLIEKNIETKY, @ MNO3BOJAT UM CAMOCTOSITENbHO €€ OMn/I0A0TBOPUTb.
Ho MeToa onnoaoTBOpEHMS HE MO3BONSIET OLIEHUTb XPOMOCOMHbIV Habop
nony4atoLerocst SMbpmoHa.
YT06bl Y6eanTbCs, UTO TONbKO 3MOPUOHBLI C HOPpMasnbHbIMU UM cbanaHCMPOBaHHbLIMM
XpOMOCOMaMu nonaayT B MaTky, ucrnonedyetcs MIT (MIT-A van NIMT-CMN - B
3aBMCUMOCTM OT BMAA TpaHcnokaumm) (cM. Huxe). OgHako ¢ nomowbto MI'T He
NOMYYUTCS OTANYUTL SMOPUOHBI C HOPMasbHbIMKU XPOMOCOMaMn OT 3SMOPUOHOB CO
cbanaHcMpoBaHHOW TpaHcnokaumen. Poantb pebeHka C TOYHO Takon xe
cbanaHCMpoOBaHHOW TPaHC/NOKaUMEN, KOTOpasl eCTb Y OIHOIO M3 poaUTENEN, MOXHO U
npu ncnonob3osaHuu MIT.
Kak npoxoauT npoueaypa NIt
[nsa Havyana npoucxoaut c6op cnepMaTo30Ma0B U SULIEKNETOK Yy cynpyro.. Mocne
yero, ANLEKNETKN ONIOAOTBOPSIOT B Nabopatopun, ncnonbdys metoabl KO mnm
NKCW, o KOTOpbIX rOBOPW/IOCh paHee. 3aTeM OnI0A0TBOPEHHbIE KIETKN — SMOPUOHBI -
BblpalMBatoT B nabopaTtopun B TeueHne 5-6 AHeRn, To ecTb A0 TEX NMop, Noka He
cchopmupytoTcs bnacTtounctbl. Ha 3Tom ctaanm aMbpuonor OLEHNBAET Pa3BUTHE U
KaQ4eCTBO K/IETOK, YTObbI onpeaennTb, MOXHO N NPOBECTU X Buoncuto.
Mpn 6uoncum 6epetcsa 5—-10 KNeToK Tpod3aKToAEPMbI SMOPUOHA — rPynMnbl KNETOK,
YYacTBYIOLLMX B (hOpMUPOBaHUM ByayLLen nnaueHTbl. 3T KNETKM OTNPaBNSIOT B
reHeTmyeckyto nabopatoputo ans nposeaexus MIT, 4To no3BonseT otobpaTth Ans
nepeHoca 3M6puoH(bl) 6€3 rpybbiXx XpOMOCOMHbIX aHOManun. Cammn asMOpUOHBI Npu
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5TOM 3aMOpPa)XMBalOT M MOMELLAIOT B KPMOXPaHUNLLE B KTMHUKE PENPOAYKTUBHOIO
300pOBbS.

Mocne nonyyeHus NpUroaHoro Ans nepeHoca sMbproHa Bpay-penpoayKTosor B
KJIMHWUKE NPOBOAUT MaLMEHTKe ero TpaHcdep B N0NoCTb MaTku. Mpu ycnewHom
MPOTOKOJIE U HACTYMNNEHNN 6ePEMEHHOCTI, €CNTU MALMEHTKA 3aX04eT yOeanTbCsl, UTo y
3MOpMOHa HET HecbanaHCMPOBaHHOW NEPECTPONKM, TO OHa MOXET NMPOUTU UHBA3MBHYIO
NpeHaTanbHy0 ANArHOCTUKY - BMONCUI0 BOPCUH XOPWMOHA MM @MHUOLIEHTES.

[lOHOPCTBO ANLIEKJIETOK U CNepMaTo30M0B

[Ans nogen, KOTOpbIM HE yAAEeTCs poAuTb 340POBOro pebeHka, ecTb anbTePHATUBHbIN
BapWaHT: AOHOPCTBO SIMLEKNIETOK UM CNepMaTo30omMaoB. Mapbl MOryT 06paTuTbCs K
CBOMM 3HAKOMbIM UNU B KIVHWKY PenpoayKTUBHOMO 340p0Bbs U B 6aHK NOM0BbIX
KNEeTOK Ansl Nony4YeHns AOHOPCKOro buomatepuana. BeegeHne 4OHOPCKOM CriepMsl
MOXXET OCYLLECTBASATLCA MPWU NMOMOLLM BHYTPUMATOYHON MHCEMUHaLUuK (BMU) nnn B
npotokosie KO B paMKax eCTeCTBEHHOro LMKIa XEHLLMHbI Un nocne
MEAMKAMEHTO3HON CTUMYNSLMMN OBYNSLMU. A JOHOPCKNE ANLIEKNETKM
onsI0A0TBOPAIOTCA cnepmon cynpyra B pamkax KO nnm UKCU n B TeyeHne
HECKONbKUX AHEN pa3BMBalOTCA B 3Mbpuonornyeckon nabopatopum, a 3aTeM 3TOT
9MOPUOH NepeHOCHT B MaTKy Cynpyrun nocre Toro, Kak ee noaroToBuIm K
6epeMeHHOCTU NpY NOMOLLM FOPMOHANbHbIX NpenapaTos.

YCbIHOBJIEHUE

HekoTopble ceMbyu AenatoT BbIGOP B MOJb3Y YCbIHOBIEHMSI.

“TMNocne wecTn HeyaauHbIX
H6epeMeHHOCTEN Mbl C MYXEM
3alyManucb 06 yCbiHOBNEHUN. Tenepb
Mbl CHACT/IMBbIE POAUTENMN ABYX
npekpacHbIX (MPUEMHbIX) AETEN U HU
Karnau He >Xaneem O CBOEM PELLEHUM.
He y BCcex nosy4yaeTcs 3aBecTu
B6uonornyeckn cobCTBeHHbIX AETEN, HO
KaXAbI MOXET NOAapUTb XXWU3Hb TEM,
KTO Y>Xe MOosSIBU/ICA Ha CBET.
YCbIHOBMIEHME NMOMOraeT AeTAM
06pecTy NobALLYI0 CEMbIO™.
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Bawwu getun: 6osnbLue BONpPocos
XpOMOCOMHbBIW CTaTyC U 340pOBbe pebeHka

MoB3pocCneB, BaluM AETM MOTYT NPOBEPUTL XPOMOCOMbI Ha HanM4ume NepecTpoek u
CaTb XPOMOCOMHbIN aHanu3 (aHanu3 kapnotuna). Ecnm xxe XpoMOCOMHbINM cTaTyc
pebeHka HeobX0ANMO Y3HATb BaM, HO OH €elLlle C/IMLIKOM MaJsl, YTobbl CAMOCTOSITENbHO
NPUHMMATb PELLEHNS, MPOKOHCYbTUPYUTECH C BPAYOM-reHeTMKOM. OH NOoACKaXeT,
KOraa slydlle NpoBeCcTU TECT U pacckas3aTb pebeHKy O pesyrnbTaTax.

Ecnu passuTue pebeHka HOpMasibHOE, TO 3TO 03HAYAET, YTO €ro XPOMOCOMbI B HOpPME
WNW YHacneaoBanu c6anaHCMpoBaHHYO TPAHCIOKaLMIO. YHacnea0BaHHas
cbanaHCcMpoBaHHas TPAHC/IOKALMS PeaKo MELLAET XMU3HM pebeHka. OAHAKO TPyAHOCTU
MOTYT BO3HUKHYTb TOTAa, KOr/la OH 3aXOYET 3aBECTU CBOMX [IETEN.

Kak 1 korga pacckasatb pe6eHKy O HaJIMuMM y Hero
cbanaHCMpoOBaHHON TPaHC/IOKaUUN?

CneuuwanbHasg namsaTka Unigue naet nHpopMaumio 0 TOM, Kak Ny4lle paccka3biBaTb
pebeHky npo c6anaHCMpPOBaHHYO TPaHCIOKaLMIO B €r0 XPOMOCOMaX.

Y Hac pebeHOk ¢ 0co6bIMM NOoTpebHOCTAMU. ECnn y Hac
poAuUTCSA BTOPOM Takou pebeHok, 6yayT in X CUMNTOMbI
OAVWHAKOBbIMKN?

Ecnn y BToporo pebeHka HecbanaHCMpoOBaHHas XPOMOCOMHasi MEPECTPONKa, TO OH
MOXET HY>XXAaTbCs B 0CO60M yxoae. Ho 0CO6eHHOCTb MOXET MposiBASATLCSA NO-
pa3HOMY: aHOMasiMsa MOXET 3aTPOHYTb pa3Hble, MO0 0aMHAKOBbIE (hparMeHThbI
XPOMOCOM MfiafLlero v ctapwero pebeHka, B 3aBUCMMOCTM OT TPaHC/IoKaumm
poautens. Tak Xe Kak poaHble 6paTbs U cecTpbl C 06bIYHLIMM XpOMOCOMaMu
OT/IMYAOTCS ApYr OT Apyra, Tak Uy AeTel C 0AMHAKOBbIM XPOMOCOMHbIM HabopOM
TPaHCNOKaUMs MOXET NPOSIBASATLCS MO-PasHOMY.

MoBnusieT nn c6anaHCcMpoBaHHaA TPAHC/IOKALIMA Ha Moe

300poBbe?

CbanaHcMpoBaHHas TpaHCIOKaLUmMs HUKaK He NposiBnsieTcs y 60nbWnHCTBa M3
MWSITMOHOB ee HocuTenen. 340poBbe AeTeu, YHacIeA0BaBLLmMX chanaHCMPOBaHHYIO
TPaHCNOKaUMIO, TaKxke A0MKHO 6biTb B HOpMe. ObbluHO cbanaHCMpoBaHHbIE
TPaHCNOKaLUMM He CKa3blBalOTCS HA 340POBbE MW Pa3BUTUK YeNoBeKa, Tak Kak B
60MbLIMHCTBE TAKUX ClTy4aeB TOYKM paspbiBa M COeANHEHUS XPOMOCOM HUKAK He
BNUSAIOT Ha paboTy reHos.

MO)>XHO 211 BblJZ1IeYnTb C6a/TaHCUPOBAHHYIO TPAHC/IOKALIUIO?

HeT, Henb3s. OAHAKO BEPOSITHOCTb TOr0, YTO OHA BbI3OBET KakMe-TO Npobnembl y
CaMoro YesioBeKka, KpalHe Mana. TPYAHOCTU MOryT BO3HUKHYTb, €C/IM HOCUTENb
TPaHCNOKaLMK NNaHUPYET UMETb AETEMN.
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C6anaHcuMpoBaHHas TPaHC/IOKALUMS MOXKeET 6bITb BbisiBJ/IeHa BO

BpeMsi 6epeMeHHOCTHN

NHoraa cbanaHCcMpoBaHHYO TPaHC/IOKaLUMIO Y M104A BbISBASIOT NpU aHanuse
MaTepuana nocne 61MoncMm BOPCUH XOpUOHa UM aMHUOLIEHTE3a. B Takon cuTyaumm
HEobX0AMMO 1CCneaoBaTb XPOMOCOMbI POAUTENEN U ONPEAENUTb, SIBNSIETCS NN
TpaHCNoKaums yHacneaoBaHHoW. Ecnm TpaHcnokaumsa nepeaanacb pebEénky oT
poAMTENs, y KOTOPOro OHA HUKaK He MPOoSIBASIETCS, TO U Y pebéHKa He byaeT HUKaKuMX
MNPU3HAKOB.

Ecnu e oba poantenss UMeoT HopMasibHble XpOMOCOMbI, TO 3Ta TPaHCNOKaUuns
pebeHka HoBas (de novo). B Toukax pa3pbiBa XpOMOCOM MOXXET MPON30UTU
NOBPEXAEHNE BaXKHbIX FrEHOB U 06pa3oBaTbCsl aHOManus. s BbiSIBNEHUS BO3MOXHbIX
naTonorui nnoga notpebyercs NponTN KayeCTBEHHOE YNIbTPa3ByKoBoe 06cnenoBaHme
N HEKOTOpbIe AOMONHUTENbHbIE reHeTu4eckme TecTbl. Kpome Toro, utobbl
CBOEBPEMEHHO OnpeaennTb BO3MOXHble Npobnembl, poautensm byaet Heobxoanmo
NPOVTM FEHETUYECKOE KOHCY/TIbTUPOBaHME.

B HEKOTOPbIX CNy4Yasix MOBTOPHbIA aHann3 XpOMOCOM MpPU NMOMOLLUM YyBCTBUTENbHBIX
MonekynsipHbix unn HK TexHonoruii no3BonseT BbISBUTb YTpaTy, AobaBneHne unm
HapyLleHNe onpeaesnieHHbIX FeHOB B TOYKaXxX pa3pbiBa.

TS : .
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NMpuMevaHuna
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UHcpopmauusa n noaaepxka
\

UnidUe

Understanding Chromosome & Gene Disorders

rpynna noaAepIXKu ceMem C peaAKMMU XpOMOCOMHbIMU OTKJIOHEHUAMU
The Stables, Station Rd West, Oxted, Surrey. RH8 9EE

TenedoH: +44(0) 1883 723356

info@rarechromo.org | www.rarechromo.org

MpucoeanHANTECh K COOBLLECTBY Unigue, YTobbl NoslyyaTb AOMOHUTENBHYIO MHGOPMAaLMIO U HEOBX0ANMYIO
MOMOLLb, @ TaKXKe y3HaTb O APYrUX CEMbSIX, B KOTOPbIX BOCMUTLIBAKOTCS AETU C XPOMOCOMHBLIMU OTKJIOHEHUSMM.

Unique — 310 6J'IaFOTBOpVITeJ1bHa$| HerocyaapCTBeHHas opraHm3aumns. GUHaHCoBas NoAAEPXKKA OCYLLECTB/IAETCS
MCKJTIOYNTESIbHO 3a CHET NPaHTOB U I'IO)KepTBOBaHMl‘;L [o)xepTBOBaHME MOXHO CAeNaTh Ha OCbVILI,VIaJ'IbHOM caviTe:

www.rarechromo.org/donate MomoruTe HaM, YTobbl Mbl MOMoranu Bam!

Ccbinka Ha 3aKpbITYHo Fpynny B coumansHol cetu Facebook* ans cemeit, B KOTOpbIX €CTb HOCUTENN
c6anaHcUpoBaHHOM XpOMOCOMHOM TpaHcnokauum: www.facebook.com/groups/35507179052

lpynna noaaepXxXku ceMen C peakMMM XpOMOCOMHbIMM OTKIIOHEHUAMU. HoMep B peecTpe
61aroTBOpUTENbHLIX OpraHmn3auui 1110661

Homep B peecTpe koMnaHui AHrnnm 1 Yanbca 5460413
*[IouHaanexuT opraqusaLim Meta, kotopas 3arpelyera B PP
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