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YT0 Takoe TpaHcnokauumsa?

OpraHu3M YenioBeka COCTOUT M3 MUJINIMApA0B KNETOK. BOMbLUMHCTBO KIETOK
copepxat B cebe nonHblii koMnnekT AHK 13 4ecaTKoB TbicsH FeHOB. ['eHbl ABASIOTCS
CBOEro poza HabopoM MHCTPYKLMIA, HEOBXOAMMBIX Afsl POCTa, Pa3BUTUS U
(bYHKUMOHNPOBAHUSA OpraHn3Ma. XpoMOCOMbI HAaceAYOTCs MO OAHOWM OT KaXkAaoro u3
poauTenei u hopMUPYIOT Napbl. BOMBLLUMHCTBO KNETOK YenoBeKa COAEPXUT 46
XPOMOCOM, TO €CTb 23 napbl. IHOra XpOMOCOMbI U3 pa3HbIX NMap 06MeHUBAtOTCS
cBonmMmn q3paFMEHTaMVI — 3TO sBNeHNE Ha3bIBAETCA TpaHCHOKaLl,VIeIZ.

C6anaHcMpoBaHHbIE TPaHC/TOKAaLMN BO3HMKAIOT, KOrAa B ABYX MW HECKOTbKNX
pa3HbIX XPOMOCOMax MPOMCXOAMT paspbiB U MONyuMBLUMECS (parMeHTbl XPOMOCOM,
cogepxawme [HK, meHsatoTcsa mectamu. [py 3TOM, KOAMYECTBO XPOMOCOMHOIO
MaTepuana ocTaéTcs NPeXHUM M 60/bLUMHCTBO HocuTenel cbanaHcMpoBaHHbIX
TPaHC/IOKaLUMIA 06bIYHO HE MMELOT NPO6SIEM HU CO 340POBLEM, HU C
WHTeNNeKTyanbHbIM pa3suTMeM. OaHaKko y HocuTenen cbanaHCMpoBaHHbIX
TPaAHC/TOKALUMIA MHOTAA BOSHWUKAIOT TPYAHOCTU C PENPOAYKTUBHBLIM 310POBLEM,
KOTOPbIE KACATCS 3a4aTisl U BblHALIMBaHNS GEPEMEHHOCTW. O3HAKOMbTECH C GpoLLKOpoV Unigue
0 COaNBHCHPOBAHHBIX TPAHCIOKALMSX.

COanaHCHpPOBaHHAA TPAHCIOKALNS

(1eBa f8e napsl HOpMarbHbIX
XDOMOCOM. KOHLIEBOH y4acToK
XPOMOCOMBI M3 OLHOH 11apb!
MEHSETCT MECTaMI C KOHLIEBLIM
YHACTKOM XDOMOCOMBbI M3 [DYrov
n13pbl (B LUEHTPE), 4TO

' IDUBOLNT K I10SB/IEHMIO

COBNIAHCHPOBAHHON PELIMIPOKHON
TPaHC/IOKaLm (CrIpaBa).

Y10 Takoe HecbanaHCMpOBaHHas TPaHC/IOKaUUa?

Mpy peunnpokHbIX HecbanaHCPOBaHHbIX TPAHC/IOKALIMAX MPOUCXOAUT NoTeps
YacTu MaTepuana ofHON XPOMOCOMbI U/UNK NPUCYTCTBUE JIMLLIHErO (hparMeHTa
LpYroii XpoMOCOMbI.

Mpu pobepTCOHOBCKMX HecbanaHCMpOBaHHbIX TpaHCIoKaumsx (rob) npoucxoant
notepst u/vunv nobaBneHVe 0aHOW LIENON XPOMOCOMbI. O3HaKOMbTECH C BPOLLIOPOH
Unique o pobepTCOHOBCKUM TPaHC/IOKaUMsIM, YTOObI Y3HATh OOJIbLIE MHPOPMALIMN O
HECOaNIaHCHpPoBarHHbIX POBEPTCOHOBCKMX TPAHC/TIOKALIMSIX.

MHCEpUMOHHbIE TPAHCNOKaLUMM BO3HUKAIOT, KOrAa CErMeHT OAHOM XPOMOCOMBI
BCTaB/ISIETCS B MaTepuas Apyroil XpOMOCOMbl. MHCEPUMOHHbIE TPaHCIOKaLMKU MOryT
6bITb cbanaHCMpPOBaHHLIMU UK HecbanaHCUPOBaHHBIMU. O3HAKOMbTECH C GPOLLIKOPOH
Unigue o cbanaHcupoBarHHbIX MHCEPLMOHHBIX TPpaHc10kaymsax. HecbanaHcmpoBaHHble
MHCEPLMOHHbIE TPAHCOKaLMM CONPOBOXAAOTCS YTPATOM MW NOSABNIEHNEM JIULLHUX
¢parMeHTOB XPOMOCOM, HO HUKOTAa HE NMPOUCXOANUT U TO U Apyroe BMecTe.

MHoraa BCTpeyaloTcs KOMMIEKCHbIe TPaHCIoKaumMK, 3aTparmeatowme Tpu unm 6onee
XpPOMOCOM.Mpu HecbanaHCMpPOBaHHOM TPAHC/IOKALMK BaXKHbIE TEeHbI MOTYT
OTCYTCTBOBaTb (6bITb yTpayeHbl) U/Wn NPUCYTCTBOBATL B BUAE AOMNONHUTENBHOW KOMWK
(6bITb Ay6NMpPOBaHbI).



llpnmepsI Hec6anaHcHpoBaHHbIX

TPaHC/IOKaUMA € y4acTHeM 4ByX nap
XpOMOCOM
Cnesa - gymmKauyns gparmeHTa
EHETHHECKOrO MaTepHana O4HoH
XDOMOCOMBI (3€/1eHBIV LBET) U fEneyns
PParMeHTa reHeTNYecKoro MatTepHasa
Apyrovi xpomocoms! (KpacHsivi yser). Ha
n CXEME (IIPaBa - Haobopor.
CpasHUTE CO COANTBHCHPOBAHHON
TPAHCTIOKaLMEN (CTD. 2), Ha Anarpamme
KOTODOV HET Kyt J06aBIIEHNS, HU YTPATbI
reHETNYECKOro MaTepuarna.

Mo3ToMy HecbanaHCMpOBaHHAs TPAHCIOKALMS MOXKET 6bITb MPUUUHOW
BO3HWKHOBEHWSI 3HaUMUTENbHbIX MPO6IEM CO 3A0POBLEM U/UW Pa3BUTHEM
YeI0BEYECKOro OpraHM3Ma.

YenoBek y3HaeT 0 ANArHOCTUPOBAHWK Y HEro Unn ero pebeHka HecbanaHCUpoBaHHOM
TpaHC/IOKaLMM B OCHOBHOM Mocrie 06¢cneaoBaHust, Npy Hanuumum npobnem co
300POBLEM U/UNN Pa3BUTUEM. B HEKOTOPLIX Cydasx HecbanaHCMpoBaHHas
TPaHC/IOKAUMSA AMArHOCTUPYETCS Y MNJ1oAa NOC/ie NpoBEAEHMS NpeHaTabHO
JINarHOCTUKWN BO BpeMsi 6epeMeHHOCTU. B Apyrmx cnydasix - Nocie aHanmsa KpoBu B
paMKax CeMeinHbIX 06cneaoBaHu.

Korga ceMby CTanKMBAOTCS C TaKoW NpobrieMoit, MM HeobxoanMa AOMNOSTHUTE IbHas
MHDOPMaLIMS O TOM, YTO XAET UX UK Ux pebeHka B byayLieM. B 3Toi bpolltope ecTb
OTBETbI Ha Hanbosee YacTo 3a/laBaeMble BOMPOCh! y4aCTHUKaMK coobliectBa Unigue.

“HecbanaHcMpoBaHHasi TPaHC/IOKaLMS Yy HaLLEero CbiHa BbIsSIBUIACb NOCe
reHETUYECKOro TECTUPOBaHNS. Bckope nocne ero poXxaeHus EMy AMarHOCTMPOBan
pacLienuHy Heba. B xoae AanbHenero o6cneaoBaHns BbiICHANOCh, YTO S (ero
MaTb) — HOCUTENb CbanaHCMPOBAHHON TpaHcIoKaLmn®,

WMHdopMaums, npeacTaBneHHasl B AaHHONM 6poLUtope, He MOXET 3aMeHUTb
nNpodeccnoHanbHy0 MEANLIMHCKYHO KOHCYIbTaumio. CeMbsaM HeEObXxoamMMo
KOHCY/NbTMPOBATLCS Y KBa/IM(ULIMPOBAHHBIX Bpayel no BCEM BONPOCaM, CBSI3aHHbIM C
reHeTUYECKUMK AMarHo3amu, neyebHo TaKTMKON M COCTOSIHUEM 340POBbLS.

Kak Hec6banaHcMpoBaHHasi TPaHC/IOKaLMA NOBJIUSIET HA MOEro

pe6beHka?

Kak v npu apyrnx XpoMOCOMHbIX OTKITOHEHMSAX, U3BbITOK 1/UNN HEQOCTaTOK
FEHETUYECKOro MaTepmana MOXET OKa3blBaTb BIMAHUE Ha pa3BUTUE U
WHTenNneKTyanbHble CnocobHOCTM pebeHka, a Takke NPUBOANUTL K psay ApYrux
VMHOMBUAYaNbHbIX 0CO6EHHOCTEN M NpobneM co 3A0poBbeM. NocneacTens MoryT
6bITb pa3NMYHLIMK M 3aBUCAT OT Lenoro psiaa hakTopos, B TOM YMC/Ie OT TOro,
KaKne KOHKPETHO YYaCTKU KaKmnX XpOMOCOM NOBPEXAEHbLI N KaKWE M'eHbl 3aTPOHYThI,
MOCKOJ1bKY BKNaj X B BO3HUKHOBEHUNE I'IpOGJ'lEM CO 340POBbEM pa3INYEH.
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MNpepnonaraeTcs, 4TO 0k0NO 1% crny4vaes 3a4epXKKU MOTOPHOIO U MHTENNEKTYaNnbHOro
pa3BUTVSI BOHUKAIOT 13-3a Hannuus HecbanaHCMpPOBaHHbIX TPAHCIOKaLMNA.
(Weckselblatt 2015).

Mouyemy 310 nponsowno? C yero 3To Ha4yasioCb?

BbiBaeT Tak, 4To pebeHok poxxaaeTcs ¢ HecbanaHCMpOBaHHOM TpaHCIoKaumen,
HEeCMOTpS Ha To, 4TO 06a ero poauTens UMEeKT HOpMasibHble XPOMOCOMbI. B TakoMm
cnyyae HecbanaHcMpoBaHHas TpaHCNOKaUMs UMeeT cTaTyc de novo (dn). HoBble
TPaHCoKaLMM BO3HWKAIOT Npu hOPMMPOBaHUMN AWLIEKNETOK M CNEepPMaTo30MA0B UK
Cpasy nocsne onjoA0TBOPEHNS, BO BPEMS KOMMPOBAHUS KIIETOK, KOTOpblE CTaHyT
6yaywmm asMH6pUOHOM, 3aTeM MI0AOM, a 3aTeM MnafeHueM. B HeKoTopbIx cryyasx
HecbanaHcMpoBaHHasi TpaHCIoKaLUms MOXET ObiTb YHacnefaoBaHa OT poauTens,
KOTOpbIV UMeeT cbanaHCpoBaHHYL0 GOPMyY TakoW >xe TPaHC/IoKaUWn, Unu, B peakux
cny4yasx, Takyto xe HecbanaHCMPOBaHHYIO TPaHCIOKaLMIO.

Bpay-reHeTMK NpeasioxXuT BaM UK ApYrM YsieHaM CeMbM NPoUTU 0bCreaoBaHue ans
BbISIB/IEHWSI CEMENHOr0 XapaKTepa TpaHcokaumu. 1ns 3Toro nccneaoBaHms
Tpebyetca He6onbLIOK 0bpa3eLl KpoBu. ByAeT A0CTaTOYHO B3ATh aHaNIN3 TOMbKO Y
pebeHka unm oboux poauTenei, Ho e/ 3To He NPeACTaBAAETCA BO3MOXHbIM, TO
[OMYCTMMO B3ATb @aHaNU3 y APYr1X YNeHOB CEMbU.

MoueMy 3TO C/AYyUMNIOCb CO MHOM? 3TO MOAl BUHA?

Ecnu y Bac unu Bawwero pebeHka AMarHoCTUPOBaIu HecbanaHCUPOBaHHYHO
TPaHC/OKaLUMIO, Bbl, BEPOATHO, 33Aa€TECh BONPOCOM: «[ToYeMY 3TO Cy4MIoCh CO
MHOI?>» [OMHUTE, YTO B 3TOM HET BaLLEMN BUHbI.

HecbanaHcMpoBaHHbIe TPAHC/IOKALMM BO3HMKAKOT CMOHTAHHO. Ha 1X BO3HWKHOBEHUE
He B/IMSIIOT HY 3KONIOMUS, HU PaLMOH, HU YCNOBUS Tpyaa, HU 06pas XKM3HU.
Hec6anaHcMpoBaHHbIe TPaHCIOKALMM MOTYT MOSIBUTLCS Y MYXKUMH U XKEHLLWH,
NpUHaANIEXALLMX K Pa3HbIM C/I0SIM O6LLECTBA UM STHUYECKUM IpynnaM 1 MMEIoLLUX
pasHbIli ypoBeHb Aoxoda. B 3ToM HeT Balel BUHbI UIIW BUHbI KOFO-TO 13 Y/IEHOB
BalLiel ceMbu. HekoTopble Ntoan co cbanaHCUpOBaHHOM TpaHCIoKaLUWen YyBCTBYHOT
cebs1 BUHOBATbIMM, €C/IN MX ByAYLIMIA UK YXKe POAUBLLMIACS pe6EHOK UMEET
HecHanaHCMPOBaHHYIO TpaHC/IOKaLUMo. HekoTopble M3 yHAcIed0BaBLIMX
HecbaNlaHCMPOBaHHYIO TPaHCOKAaLUWIO, CUATAIOT poauTenei BUHOBaTbIMU. OAHAKO
HET HUKAKNX OCHOBAHWI TaK CUMTaTb.

Kak yacTo BcTpeuatloTcss HecbasiaHCMpOBaHHbIe TPaHC/IoOKaUun?

TpyaHo ckaszaTb. Ha ntoboM yyacTke nioboi XpoMOCOMbI ee hparMEHT MOXET
NMOMEHSTLCS MeCcTaMu ¢ (pparMeHToM Ntoboi Apyroli XpOMOCOMbl. MIMEHHO No3ToMy
60/bLUMHCTBO BbISIB/IAEMbIX TPAHC/IOKALUIA SIBAAIOTCA peAKUMM, AaXKe YHUKATbHBIMU.
OAHaKo HEKOTOpble TPAHC/IOKALMM BCTPEYAlOTCS AOBOJIBHO YacTo, Kak, Hanpumep,
TpaHCNOKaLMN MeXay KOPOTKUMM MniedamMmm XpoMOCcoM 4 1 8, KOTopble MOryT 6bITb
Kak cbanaHcMpoBaHHbIMK, TakK U HecbanaHcMpoBaHHbIMK (CM. bpolutopy Unigue o
TpaHCIOKaUMKM MeXay KOPOTKMMM riedammn xpomocomam 4 n 8). Coobuiectso
Unigue BbinyckaeT 6poLutopbl 0 pasHbIX AynMKaumsax v geneumsix, 3aTparmBatoLmx
KaXkKZyro XpOMOCOMY. MHOrAa nydile m3yuntb Bce 6poLutopbl, UTobbl y3HaTh 6onbLue
0 NMOCNeACTBUSIX ONpeaeneHHon HecbanaHCMpOBaHHOM TpaHCIoKaUmMmn ans pedbeHka.



Kak yacTo BCTpe4yaroTcs KOHKpeTHble
HecbanaHcMpoBaHHble TpaHCNoOKauuu?

MHorune TpaHcnoKaummn NMbo HaCTONbKO HETUMWYHDI, YTO Mbl HE MOXEM OLIEHWTD,
HaCKOMbKO YaCTO OHW BCTpeYaloTcsl, NMbo BOBCE SABNSIOTCA YHUKaNbHLIMU. [Npn
no6oW TpaHCIoKaLMy Bpay-reHETUK U3YUUT MEAULIMHCKYIO nTepaTypy Ans
BbISICHEHUS @HANTOrMYHbIX CITyYaeB NoAOGHOM TPAHCIOKALUMK B APYTUX CEMbSIX,
O[IHAKO 3TO MOXET He AaTb MOJIHOW KapTWHBbI (MOCKOSIBbKY CYLLECTBYET BEPOSITHOCTb
TOro, YTO Takas TpaHCMoKaums BCTpeYanach B APYrmx CeMbsX, HO 3TO HUrAe He 6bi1o
3admKcMpoBaHo). MHoraa MeamKo-reHeTuyeckme cnyx6bl unu rpynna Unique moryT
UMETb UHOPMALIMIO O APYTUX CEMbSX C KOHKPETHOM TPaHCIOKaLUMen Uim o Noasx C
XapaKTepHbIMW AYNAMKaumMsaMn unm aeneumnamu. Ytobel y3HaTb, OTHOCUTCS K 3TO K
BalLeMy C/ly4alo TpaHcnokaummn, obpatutech K Bpady-reHeTuky unmn B coobluecTso
Unigue.

Hec6anaHcupoBaHHas TpaHc/iokauusa y pebeHka MoXceT 6bITb
BbisiBJieHa BO BpeMsi 6epeMeHHOCTH

MHoraa HecbanaHCMpoBaHHYIO TpaHCIoKaumio y pebeHka obHapy>XuBatoT BO BpeMsi
WHBa3MBHOMN AMArHOCTUKW, HampuMep, BO BpeMsi 61Moncmmn BOpcuH xopuoHa (BBX) unu
aMHuoueHTe3a. HecbanaHcMpoBaHHas TPaHC/IOKaLUMsi MOXET CTaTb NMPUYMHON
CaMornpom3BOJIbHOrO NpepbiBaHUs 6epeMeHHOCTM Unu poxaeHus pebeHka c
aHOManusaMu passuTHs. MaTepy He06X0AMMO NPeaOCTaBUTL BO3MOXXHOCTb MPOUATY
KayeCTBEHHOE YNbTPa3BYKOBOE CKaHUPOBAHWUE A/1S BbISIBNEHNS BO3MOXHbIX
(uanuecknx natonoruin nnoaa. [ns cBoeBpeMeHHOro 06Hapy>XeHUs1 BO3MOXHbIX
OTKJIOHEHUIA POANTENSIM HEODXOAMMO NPONTU reHeTUYeCKoe KOHCYNbTMPOBaHME.
Bpay-reHeTvK NnpefocTaBuT NOAPO6HYIO0 MHPOPMALMIO O TPAHCIOKaUUK U €€ BAUSHUA
Ha XM3Hb pebéHka. [nsa Toro 4Tobbl ONpeaenunTb, ABASETC Y TPaHCIOKaUMs
yHacnefoBaHHON, Heo6Xx0AMMO 1ccneoBaTh XPOMOCOMbI 060UX poauTesnel npu
NMOMOLLIM XPOMOCOMHOrO aHanu3a. CylecTBYeT TpU BO3MOXHBIX pe3yfibTaTta 3Toro
aHanusa:

HecbanaHcmpoBaHHas TpaHCIoKaLmMs NPoM30LLIa OT OAHOMO U3 poauTenen,
uMetoLLero cbanaHcMpoBaHHyto TpaHcnokaumio. CbanaHcupoBaHHas
TPAHC/IOKaLMS Y OQHOIO U3 poauTesnell CBUAETENbCTBYET O BO3MOXHOCTM
nepeaayu AeTaM Kak HOPMasibHOro XpOMOCOMHOrO Habopa, Tak u
cbanaHcMpoBaHHON UM HecbanaHCMpOBaHHOW TpaHCIokaumn (3TOT npouecc
onucaH B amMarpamMmMme Ha cTpaHuue 6).

Ans riosnyyeHuss JOro/IHUTEIbHON MHGOPMAaLMM BOCIIO/b3YHTECh BPOLLIOpO
cooblyectsa Unigue 0 C6an1aHcpOBaHHOM TPAHCIOKaLMN 1 €€ BIINSHIMN Ha JKW3Hb
cemevi n byayme bepemMeHHOCTH. (HacToSTE/IbHO PEKOMEHAYETCS 0OPaTUTLCS B
MECTHBIN MEAUKO-rEHETUYECKMI LUEHTD L1 A3/IbHEVILLIEN KOHCY/IbTaLMH.)

Oba poanTens MMerT HOpMasibHbIN XPOMOCOMHLIV HABop, 3HaUUT,
HecbanaHcMpoBaHHas TpaHcokaums y pebéHka nponsoluna CroHTaHHo. B
cnyyae ecnu HecbanaHCMpoBaHHas TPaHCNOKaLMS BO3HUKNA de 110vo,
BEPOSITHOCTb €& NOosBNeHUs Npy nocneaytowmx 6epemeHHoctsx YPE3BbIYAHO
HU3Kasl.



NMnaHupoBaHue aeTei y poauTenei co cbanaHCMpoOBaHHOW TPaHCIoOKauuen
Bpay-reHeTuK MOXKET CrporHo3vMpoBaTb Hanbonee BEPOSITHLIN BapuaHT Ans Ballen
ceMbu. Poautenu nepeaatoT pebeHKy no 0gHOM XpOMOCOME OT KaXzoW Mnapbl.

Y agroro pogurens
HOPMA/TbHbIE XPOMOCOMbI

Y gpyroro pogurens
COGNTAHCHPOBAHHAS TPaHC/IOKaLus

) I‘ |'

HOopMa/IbHbIE XPOMOCOMb!

) II ||

COanaHcnpoBaKHas TPaHCIOKaLWS,
KaK y posnTens

HecbarnaHc1poBaHbie XDOMOCOMbI: CIMLLIKOM
MHOIO [IEPBO XPOMOCOMBI, CIMLLIKOM MA/TO

BTOpOH I I

HecbarnaHcpoBaHHbIe XpoMOCOMbI. CIMLLKOM
M&/10 ITEPBOY XPOMOCOMB, CILIKOM MHOIO BTOPOA

Hnimn
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Takowi Habop
XPOMOCOM He B/1e4YET
3a cobou yrpo3y
340p0BbI0 PEbEHKA
wm HeobXoaMMOoCTb
0CcobeHHOro nogxoda
K €ro 00y4eHuIo.
OgHako ecim
pebEHoK ¢
HAC/IEACTBEHHOM
C6a/1aHCMPOBAHHOM
TPaHC/IoKaymesd
3axo4eT 3aBectm
COBCTBEHHOro
PpebEHKa, ero
OXUABIOT TE XKe
nocneqeTemns, ¢
KOTOpbIMY MIPExXAe
CTOJIKHYJINCh €r0
pPoANTENN.

Takou
HECOa/IaHCUPOBAHHbIN
Habop XpoOMOCOM C nux
U3BbITOYHLIM W/TH
HEAOCTATOYHLIM
KO/IMYECTBOM
XDOMOCOMHOIo
marepmarna Moxer
10B/1€4Yb 3a CO60U
BbIKWZbILL, CHIKEHNE
depTuIbHOCTH Wi
poxzeHne pebérka ¢
0COBEHHBIMU
0TPECHOCTMU U, B
HEKOTOPbIX C/IyHasax, C
0cr1abreHHbIM
3/0DOBbEM.



OnovHakoBasi HecbanaHCMpoBaHHas TpaHCMOKaUMa Yy poauTens M pebéHka
BCTPEYUAETCA pefKo, B TakuMX C/ydasx npednonaraeTcs, 4Yto pebéHok 6yaert
UMETb CXOXMEe C poaUTENEM 0COBEHHOCTM 340POBbs U PA3BUTUSI.
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Kak npaBuno, npu HecbanaHCUPOBAHHOW TPAHCOKaLUMK C 60bWMM KONMUYECTBOM
reHETUYECKUX OTKIOHEHNI (HEAOCTAIOWMM WU JIULLIHAM F€HETUYECKMM
MaTepuasnoM) MOXeT BO3HUKHYTb becnioane nnm HeBblHalwWMBaHWe 6epeMeHHOCTH.
B TO BpeMs Kak Mpy ManoM KOJIMYECTBE FEHETUYECKMX OTKITOHEHWI MOBbILLAETCS
BEPOSITHOCTb TOr0, UTO HEpeMeHHOCTb 3aBEPLLMNTCS POXKAEHUEM pebeHka, KOTOpbI
6yaeT MMeTb OTK/IOHEHUS B pa3BuTMM U/unv npobnembl CO 340pOBLEM.

[Jvarpamma Ha cTpaHuue 6 nokasbiBaeT Hanbonee YacTble KOMbUHaLUM XpOMOCOM Y
pebeHka, B Clyyae ecnv y OAHOro U3 poauTENen BbISIBNIEH OAMH U3
pacnpocTpaHEHHbLIX BapMaHTOB cbanaHCMpOBaHHOWM TpaHCokaumu. TeM He MeHee,
BO3MOXHbI Apyrve kombuHauun. Hanpumep, y pebéHka MoXeT OTCyTCTBOBaTb
XpOMOCOMa Win NpUCYTCTBOBATb AOMNOMHUTESIbHAs XpoMocoMa. B nogobHbIx ciyyasx
Y poauTens 4acto BO3HUKaeT 6ecnnoane unm HesblHaWMBaHWe 6epeMeHHOCTH Mo
NpuYnHE Hannuns 60bLIOr0 KOMYECTBA INLIHENO WM HEAOCTAOLErO
reHeTUYecKoro MaTepuana. Bpayu-reHeTuk AacT pekoMeHAauum AanbHENLLMX
DEeNCTBUMN.

OnHaKo CyLlecTBYET HECKOMbKO CHanaHCMPOBAHHbLIX PELIMMPOKHbLIX TPaHCIOKaLUumi,
KOTOpbIE, B CllyYae Ha/IMunus y OAHOro U3 poanTESNEeid, CTAHOBATCS NMPUUMHOIA
NosIBNEHUSI AOMNOSTHUTENIbHON XPOMOCOMBI, TO €CTb, Y pebéHka byaeT 47 XpoMOCoM
BMECTO MOSIOXKEHHbIX 46. OfHa U3 Takux cHanaHCMpPOBaHHbLIX TPAaHCIOKaLUWi
BCTpeYaeTcs Mexay xpomocomamm 11 n 22. Korga poautenb SBAsSIeTCS HOCUTENEM
cbanaHCMpOBaHHOW TpaHCIOKaUMK Mexay XpoMocoMammu 11 n 22, ecTb BEPOSITHOCTb
poXaeHus pebeHka ¢ HecbanaHCMPOBaHHOW TPaHC/IOKALMEN.

DTO CBSI3aHO C TeM, YTO pebeHOK yHacneayeT OT poanTens co cbanaHCMpoBaHHON
TpaHC/IoKaumen HopMasbHYH XpOMOCOMY 11, HOpMasbHYHO XPOMOCOMY 22, @ TakKe
ZIOMO/THUTE/IBHYIO XPOMOCOMY, COCTOSILLYIO M3 YacTel XpoMocoM 22 u 11.
JononHutensHas XpoMoCcoMa Mnostyumsia Ha3BaHue «aepuBaT XpoOMOCOMbI 22» Unu
der(22). PebeHok HacnepyeT HOpMasibHbIE XpOMOCOMbI 11 1 22 BMeCTe C AepyBaTOM
3TUX XpOMOCOM. B pesynbTaTte, B opraHname pebeHka NpuCyTCTBYIOT TPU KOMWK
reHOB, MMEIOLMXCS Ha XpoMocoMax 11 1 22, BMecTo AByX KOMnui (Kak AO/HKHO 6bITb
B HOpMe), 4YTO 0bycnaBnnBaeT pa3BuTME CMHAPOMA DMaHya/b (CM. PyKOBOACTBO
Unique no cuHapomMy SMaHyanb).

PoauTtenu-Hocutenm HopMasibHbIX XpOMOCOM

Ecnu B ceMbe poxxaeH pebeHok ¢ HecbanaHCMpOBaHHOM TpaHCIoKaLUmMen XpoMocoM de
NOVO, BEPOSITHOCTb POXKAEHMSI B 3TOMN CEMbE elle 0AHOro pebeHka C TeM Xe
CUHAPOMOM KPAMHE MAJTIA. Puck poxaeHuns pebeHka, ABNaOLWErocs HocuTenem
Hec6aNlaHCMPOBaHHOM TPAHC/IOKALIMK, Y POAUTENEN C HOPMaJIbHBIMIM XPOMOCOMaMW,
KpalHe Marn. OH cocTaBnsieT MPUMEPHO 1%, YTO COBCEM HEMHOIO BbILLE CPEAHErO.



MoBbILLEHHBIN PUCK B 3TOM Cilyuae 06yCnoBNEeH TEM, UTO HEKOTOpPbIE SIULIEKNETKU MU
CrepMaTo30Mabl OHOrO M3 POAMTENEN MOTYT NepPeHOCUTb OAVMHAKOBYHO
HecbanaHCMpoBaHHYIO TPaHCIOKaLMIO. STO Ha3bIBAeTCs OrpaHWUYeHHbI MO3auLy3M
KNEeTOK 3apoAblLLEBOM JIMHUM MW OFpaHUYEHHbIN FOHAAHbIM MO3anumM3M. B Takux
cnyyasix, Jaxe ecnun nNo pesy/bTaTaM aHanm3a KpoBM XpOMOCOMbI 060MX poauTenel
SIBASIOTCS HOPMAJbHLIMK, Y HUX POXXAAOTCS HECKO/bKO AeTel C 0AMHaKOBOW
HecbanaHcMpoBaHHON TpaHCIOKaLMeN.

Ecnwu gpyroii pebeHok (Unn AeTn) B ceMbe pa3BMBAETCS HOPMasbHO, TO, CKopee
BCEro, OHW MMEIT HOPMasibHbIN XPOMOCOMHEIV Habop. Ecnu y ogHoro u3 aetein
HabnoaaloTCs NPU3HaKM CEPbE3HOrO HapYLLEHWUS! 3A0POBbS U/UNK eCTb TPYAHOCTH C
06yyeHueM, cnesyeT 06paTUTLCS B MECTHbIN MEAUKO-TEHETUYECKMIA LIEHTP U
NMpOBECTU XPOMOCOMHBbIV aHanu3 Ha Hanuuue HecbanaHCMpPOBaHHOW TPaHCIOKaLMK.

Byaywme poanTenn MoryT NponTy MHBA3MBHOE MNpeHaTaNbHOe TECTUPOBaHWE
(6mnoncuto BopcuH xoproHa (BBX) 1 aMHuoueHTe3) ans Toro, 4tobsl yoeanTbes B
HOPManbHOM pa3BUTMK MI0AA M NPOBECTM OCTaBLUYytOCS BepeMeHHOCTb 6e3 NnHero
6ecriokolicTBa. bonee noapobHyto MHGOPMaLMIO Bbl CMOXKETE HalTu B 6poLutope
coobulectBa Unigue «Planning your next child». na nonyyeHuns AONOMHUTENbHOM
MHGOpMaLMM 0 TecTax, MPOBOAMUMBIX O WK BO BpeMsi 6epeMeHHOCTH,
PEKOMEHAYETCS NPOKOHCYNbTUPOBATLCS CO CNeUManncTaMm MeanKo-reHeTUYECKOro
LieHTpa 3apaHee.

PebeHok ¢ Hec6anchupOBaHHoﬁ Tpal-lcnoxau,ueﬁ OT poauUuTens-HocuTend

B HekoTopbIX Ciyyasx pebeHok HacneayeT HecbanaHCMPOBaHHYIO TPaHC/IOKaLUMIo OT
poauTens-HocuTens. Toraa ero XpOMOCOMHbIV Habop aHanorMyeH KapuoTuny
pOAMTENS, 1 B 3TOM C/lyyae Noc/eAcTBust HecbanaHCMpOBaHHOM TpaHCIOKaUMU MOryT
NpOSIBNATLCS B Pa3HOM CTEMEHM TsHkeCTu. Kak poaHble 6paTbst U CECTPbI OT/IMYAKOTCS
ApYr OT Apyra, TaK U y ABYX MOfeN C OAMHAKOBbIM XPOMOCOMHbBIM HabopoM
NOCNEACTBUSI HANMUMS [EePUBATa XPOMOCOM MOTYT MPOSIBAATLCS B PA3HOW CTEMEHW.

B Teopum, BepoSITHOCTb TOrO, YTO pebeHoK yHacneayeT HopMasbHble XpOMOCOMbI U,
cnepoBatenbHo, HE 6yeT UCTbIThIBaTbL TPYAHOCTEN CO 3[0POBLEM W/UNN Pa3BUTHEM,
06YCNoBNEHHBIX TPAHCNOKaLMEn XpoMOCcoM, paBHa 50% (cM. amarpamMmy Ha ctp. 9).

CnepoBatenbHO, TeOpeTUYeckas BEpOSITHOCTb TOro, YTO pebeHok yHacneayet
HecbaNlaHCMPOBaHHYIO TPaHCIoKaLUWIo, Takxke cocTaBnseT 50%. Ecnu apyroi
pebeHoK (Mnn feTn) B CeMbe pa3BMBAETCS HOPMasbHO, TO, CKOpee BCEro, y Hero
HOPMaJibHbI XPOMOCOMHbIM Habop. B cnyyae Hannumsi NOA03peHMs Ha
HecbaNlaHCMPOBaHHYIO TPaHCIOKaLUMIO y AETeN, peKoMeHayeTCsl 06paTUTbCs B
MECTHbIN MGAMKO-FEHETW—IGCKMVI LUEeHTP Ans KOHCynbTauun Co cneunaancrtom no
BOMPOCY NpoBeAeHNs XPOMOCOMHOI0 aHanmsa.



MnaHupoBaHue feTeil y poauTensi-Hocutens Hec6asaHCUMpOBaHHOM
TpaHc/ioKauum
PoaunTenu MoryT 06CyanTb BO3MOXHbIE PUCKW U BEPOSITHBLIE MPOFHO3bI C
KOHCY/IbTAHTOM MO FEHETUYECKMM BOMpocaM. Poautenu nepenatoT pebeHky rno oHou
XPOMOCOME OT KaXAoW napsbl.

Hnn
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[ins BbISIBNEHWS HOCUTENBLCTBA POAMTENIN MOTYT NPONTU FreHeTUYeCcKMe
nccnenoBaHus. MpenMniaHTauMoHHoe reHeTudeckoe TectmposaHme (M), BBX u
aMHMOLUEHTe3 NomMoratoT 06Hapy>XnTb HecbanaHCMPOBaHHYIO TPAHCIOKaLUMIO 40 U BO
BpeMsi BblHalLMBaHWsl pebeHka. bonee noapobHyto MHMOPMaLMIO Bbl CMOXETE HalTy
B 6powtope cooblectsa Unigue «Planning your next child» (MHdopmaums agoctynHa
Ha aHrMINCKOM si3blke). BceM cynpyraM, He3aBMCMMO OT BO3PacTa, MaHMPYHOLLMM
pacwmpeHmne ceMbn (poxaeHue pebeHka), pekoMeHayeTcs 3apaHee 06paTnTbCs B
MECTHbIN MeIMKO-TEHETUYECKMI LIeHTP. 3TO HEOBXOAMMO ANS OLIEHKM NMPOrHO3a
300poBbs 6yayLlero NOTOMCTBA M COCTaBAEHMS NlaHa BCeX He0bXoanUMbIX
MEeponpUATUA, CNOCOBCTBYIOLLMX 61aronpusTHOMY KOHEYHOMY pe3ynbTaTy —
pOXAEHUIO 340p0oBOro pebeHka. HekoTopble napbl MOryT pacCMOTPETb BO3MOXHOCTb
UCMONb30BaHWS JOHOPCKMX SIULIEKNETOK M/UN AOHOPCKON CriepMbl, MU0 B3sTb
npuemHoro pebeHka. bonee noapobHyto MHDOPMaLMIO Bbl CMOXETE HaWTH B
6polwutope coobulectBa Unigue «Planning your next child».

MoskeT 21n HocuTenb HecbalaHCMPOBaHHOM TPaHC/I0OKaLUKn
UMeTb aeTein?

B nepuog 6epeMeHHOCTY Anst HocuTensl HecbanaHCMPOBaHHOM TPaHCIOKaLMK, Ybm
npo6seMbl CO 340POBLEM M/UIN 06yHEHMEM COBMECTMMBI C BO3MOXHOCTbLIO MMETb
[eTel, BO3MOXHbI TpU pesysfbTaTta (CM. Anarpammy Ha cTp. 9):

PoxxaeH1e 300poBoro pebeHka C HopMasibHbIM HabopoM XpPOMOCOM, Y KoToporo HE

| BYZET cBsi3aHHbIX C TpaHC/oKaLmeit NpobieM co 3M0pOBLEM W/UNW Pa3BUTUEM.

9 MoryT BO3HMKHYTbL TPYIHOCTM C 3a4aTMeM UM BbiHALLMBAHNEM 6epeMeHHOCTH B
cNyyae Hannuust y aM6proHa M HoCcuTeNsl HecbanaHCMPOBaHHOM TPaHCIOKaLMK
OZMHAKOBbIX HeCH6alaHCMPOBAHHbIX XPOMOCOM.

Bo BpeMsi 6epeMeHHOCTH Y 3M6pUOHa U poaMTENS MPUCYTCTBYIOT OANMHAKOBbIE
Hec6anaHcMpoBaHHbIE XPOMOCOMbI. B TakoM cilyyae ecTb BEPOSITHOCTb /NGO
npeXaeBpeMeHHbIX POAoB, B0 PoXAEHUS pebeHKA CO CXOXKUMU, KaK 1 Y
poauTensi, TPyAHOCTSMU CO 3[0POBbEM U/UNW Pa3BUTHEM.

“ [Mbl pacckasanu HaleMy cbiHy] 0 ero HecbanaHcMpoBaHHOM TpaHcnokaLuum B 12
JIET, KOrAa NpULLIM Ha [leHb CeMbM, OPraHW30BaHHbI CO06LIECTBOM Unigue.
lMpe3eHTaums 0 XPOMOCOMHBIX OTK/IOHEHMSIX 3aMHTepecoBana ero. Mel pelumnu
BOCMO/1b30BaTbC MOMEHTOM U 06BSACHWUTL ChiHY BCE O €r0 XpPOMOCOMaXx. Y Hero 6biin
TPYAHOCTU C 06y4aeMOCTbIO, MO3TOMY Mbl O6BACHSANN O4YEHb NPOCTO, AOCTYMHO U C
IOMOPOM, Be/lb Halll CblH TaK XOPOLUO ero noHuMaeT! Mbl Ha3Banu ero
HecbanaHCMpOBaHHYO TPAHCIOKALMIO «nepenyTaHHbIMK XpOMOCOMaMm». CbiH U
ceiyac, CnycTs nsTb JIET, UCMOJb3YET Takoe 06bSICHEHME ANSi ONUCAHMS CBOEr0
XPOMOCOMHOTO OTK/IOHeHna! »

Kak oTMeuanoch Bbllle, BEPOSITHOCTb POXAEHUS 340POBOr0 pebeHka C HopMasibHbIMMI
xpomocomamum, coctasnseT 50% (1 n3 2). Tawke cywecrtsyeT 50% (1 u3 2)
BEPOSITHOCTb POXAEHMSI pebeHka ¢ HecbanaHCMPOBAHHOM TPaHCIOKaLMEN,
HeBbIHaLLMBaHWe 6epeMeHHOCTY UK poxaeHue pebeHka ¢ npobrnemMamu co
3/10pOBbEM W/WUnn o0byueHneM. Bennka BepOSITHOCTL 3aBepLUeHUst 6epeMeHHOCTM
poxxaeHneM pebeHka ¢ HecbanaHCMPOBAHHON TpaHC/IoOKaLUMEn OT poanuTens.
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Camonpoun3BosIbHOE MpepbiBaHne 6epEMEHHOCTM MOXET NPOM30MTM B Cllydae
Hanuuusl y aMbproHa 6onee cepbe3Hbix NpobseM Co 340POBLEM.

Mo)keT /in HocuTesib Hec6aslaHCMPOBaHHOW TPAHC/IOKaLMK
mMeTb pebeHka co c6aslaHCMpPOBaHHOM TPaHCIOKaLMen?

HeT, He mMoxeT. PebeHok 6yaeT nnbo C HOpMasbHLIMM XPOMOCOMaMu, 6o C
TakoM xe HecbanaHCMPOBaHHOM TpaHcnokaumeit (CM. avarpammy Ha cTp. 9)

B03M0)>XHOCTb NpOBeAeHUs TECTOB BO BpeMs c/ieaylollen
6epeMeHHOCTHN

Mp1 NnaHMpoBaHUM GEPEMEHHOCTY PEKOMEHAYETCS 06paTUTLCS K TepanesTy 3a
HanpaBneHNeM B MECTHbIN MeAUKO-TEHETUYECKUI LIEHTP Ha MPUEM K Bpayy-reHeTHKY.
Bpauy-reHeTuK NpeAoCcTaBUT BaM BCIO HEO6XOAMMYIO MH(OPMaLMIO O PUCKE Pas3BUTUS
HaCcNeACTBEHHbIX MaToNoruii y 6yayulero pebeHka U NopeKOMeHAYET NOAXOAS LM
METOZ FeHEeTMYECKOro TECTUPOBaHMS HA 3Tane NaHUPOBaHMS 6epeMeHHOCTN UK BO
BpeMsi Hee. MMpu XenaHuu poauTenei Bpay MOXKET Ha3HAUYWUTb AOMOSTHUTESbHbIE
MCCNefoBaHns U reHeTudeckue Tectbl. CobpaHHas MHGOpMaLUs NOMOXET Bpady
NpeanosioXnTb BEPOSTHOCTb PUCKa B KOHKPETHOW CEMbE.

Y3U-CKpUHUHT BTOPOro TpUMecTpa 6epeMeHHOCTM MOMOXKET BbISIBUTb HapyLLEHWUs
pasBMTUA cepaLa Un Apyrux BHYTPEHHUX OpPraHoB Noaa, KOTopble MOryT NpUBECTU
K cepbe3HbiM npobnemMam co 340poBbeM. OAHAKO TOYHEE AUArHOCTMPOBATH
nocneacTsust HecbanaHCMpoOBaHHOM TPAHC/IOKALMM Ha 340pOBbe pebeHKa MOXHO
TOMbKO MOC/e poaos.

MO>KHO /11 BbI/1eYnTb Hec6alaHCMPOBaHHYHO TPAHC/I0KaLUI0?

HeT. HecbanaHCcMpoBaHHYO TPAHCIOKaUMIO HENMb3S BbIIEYNTb — OHA OCTAETCS Ha BCHO
Xu3Hb. OAHAKO MOXHO obecneynTb NnauneHTy HeobxoanMYIO MEANLIMHCKYIO
NOAAEPXKKY M CKOPPEKTMPOBaTb MHANBMAYaNbHbIE NPOSIBIEHMS] TPAHCI0KaLum
npaBuIbHO NoaobpaHHoON Tepanuen.

“ He cTouT BUHNTB cebsi B TOM, YTO Y Ballero pebeHka HecbanaHCcMpoBaHHas
TPaHCIOKaLMs, 1 YyBCTBOBATb CebS1 OTBETCTBEHHBLIMM 3@ 3TO, XOTb Takas peakuums 1
ecTtecTBeHHa. CocpeloTOYbTECh Ha HACTOSILLEM, MPOXMBAlTE AeHb 3a AHEM, He
CLLKOM (POKYCHpYSiCb Ha byayLieM. 3To 0CO6eHHO BaXXHO, KOrAa Bbl OAHOBPEMEHHO
MNbITaeTECh CBBIKHYTLCS C MbIC/IbIO O AMArHo3e U B TO XKe BPeMsi CTapaeTechb
obecneunTb CBOEro pebeHka BCeM HEOOXOAUMBIM ANS ero 340POBbS U PA3BUTUS U
BMECTe C 3TUM MpPUBbLIKHYTb K HOBOM Ans cebst ponv poautens. Bpems
LENCTBUTENBHO NIeUnT. U XOTs pacTuTh pebeHka ¢ HecbanaHCMpPOBaHHOM
TPaHC/IOKaLMeEN MOXET 6bITb HEMPOCTO, Ha 3TOM MyTU Takoke ByAeT MHOrO XOPOLUMX
pe3ynbTaToB, cHacTbsl U pagocTh. Co BpPEMEHEM CTaHET Nlerye NpMHUMaTh U NobUTb
XM3Hb TaKoW, Kakasi oHa ecTb. ”
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UHdopmaumna n nopaepxka

\

UnidUe

Understanding Chromosome & Gene Disorders

Fpynna noaaep)Xku ceMei C peAKMMU XPOMOCOMHbIMU OTKJIOHEHUSIMU
The Stables, Station Road West, Oxted, Surrey RH8 9EE, United Kingdom
Tel: +44(0)1883 723356
info@rarechromo.org I www.rarechromo.org

MprcoeanHsIfTeCh K CO06LWWECTBY Unigue, Y4Tobbl NOSTYyYUTb JOMOSHATENBbHYIO
MHDOPMALIMIO, HEOBXOAMMYIO MOMOLLb U KOHTaKTHbIE AaHHbIe CEMEN C aHaNorMYHOM
npobnemoi.

Unique — 310 6naroTBopuTenbHas OpraHn3aumsi, KoTopas He nosyvaeT
roCyAapCTBEHHOIO CybcMAMpPOBaHMS U CyLLECTBYET UCKIIOYMTENBHO Ha MPaHTbl U
noXepTBOBaHMs. ECiM y Bac ecTb Takasi BO3MOXHOCTb, NOXanyncTa, caenante
NoXXepTBOBaHME Ha HalleM oduumManbHOM calite www.rarechromo.org/donate
Moxxanyicra, NoMoruTe Ham NoMoYb Bam!

Ipynna noaaepXku ceMei ¢ peakMMm XPOMOCOMHBIMU OTKSIOHEHUSIMU.
Homep B peecTpe 61aroTBOpUTENbHbIX OpraHm3aumii: 1110661.
Homep B peecTpe KOMMaHui AHIuM 1 Yaneca: 5460413
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