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BaxHoii mpo06aeMoii MEAUKO-TeHETUYECKOTO KOHCYJIbTUPOBAHUS SIBJISIETCSI ONpeaesieHrue MepCOHATU3M -
POBaHHOTO pHCKa POXICHUS pebeHKa ¢ HecOaIaHCUPOBAHHBIM KapUOTHUIIOM B CEMBSIX C HOCUTEIIBCTBOM
PeLMIIPOKHOM TpaHcaoKaluu. Pucku popmMupoBaHMs 3UTOT ¢ XPOMOCOMHBIM TMCOAIaHCOM Y HOCUTE el coa-
JIAHCHPOBAHHBIX ayTOCOMHEBIX TPAHCIOKALIMIA 3HAYNTEIHHO BapbUPYIOT. DTU PUCKU OYIyT 3aBUCETh OT HAN0O0-
Jiee BEPOSITHOTO JLJIS1 KaXKI0ii KOHKPETHOM TPaHCIOKALWY TUIIA TTaTOJOTMYECKOM cerperaluu, NpuBOASsILIEH K
dopMHpPOBaHIIO HeCOATAaHCUPOBAHHBIX TAMET U BEPOSITHOM XXM3HECITOCOOHOCTH 3UTOT, SMOPHOHOB, IUIOIOB
WIM HOBOPOXIEHHBIX C HeCOaJIaHCUPOBAaHHBIM KapuOTUIIOM. B CBOIO ouepenb, 3T BEPOSITHOCTU 3aBUCSIT OT
MHOTHX (paKTOPOB, B TOM YMCJIe IIMTOTCHETUIECKIX 1 KOIMIECTBEHHBIX XapaKTepUCTUK TpaHcaoKaun. [1pu
PErpecCMOHHOM aHaIM3€ HECKOJIbKUX HE3aBUCUMbIX (PaKTOPOB U XapaKTepUCTUK, BIUSIOIIMX Ha cerpera-
MOHHOE MOBeAcHNE KBaIpuBajieHTa B Meito3e 1, mist 49 ayToCOMHBIX pelIUIIPOKHBIX TPAHCIOKAIIUI yCTa~
HOBJIEHO, YTO CTaTUCTUYECKU 3HAYMMBIM, T.€. HE3aBUCHUMO CBSI3aHHBIM C PUCKOM POXKIECHMS KM3HECTIO-
COOHOTO pebeHKa ¢ XpOMOCOMHBIM AUCOAIAHCOM, SIBJISIETCSI TEPMUHAJILHOE PACITOIOKEHME TOUYEK pa3phl-
BOB Ha XpOMOCOMaX, BOBJIEYEHHBIX B TPAHCJIOKAIIUIO.

Karoueswie cnroea: ayrocoMHBIE PELIMITPOKHBIE TPAHCIOKALMHU, MTATOJIOIMUYECKass MEMOTHYECKasI cerpera-

v, XpOMOCOMHbeI HI/IC62UIaHC, perpCCCI/IOHHbIﬁ aHaJIN3, OTHOLIECHUEC IIaHCOB.
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AyTOCOMHBIE pelIMIIpOKHbIe TpaHcaoKauuu (APT)
SIBJISIFOTCSI CAMOM 4aCTOM CTPYKTYPHOM XPOMOCOM-
HOI aHOMAaJIMEN y YeJIOBeKa U BCTPEYaroTCs B IOITy-
Jsaiiu ¢ yactotoit 0.08—0.3% [1]. Y HocuTeseit Takux
TpaHCJIOKAlIMii CIIapMBaHUE TOMOJOTUYHBIX CEeCT-
PMHCKHMX XpOMAaTU/I B ME03€ OTJINYAETCSI OT TAKOBO-
ro Y HOpMaJIbHbIX MHANBUAYYMOB. Eciiu B HOpMme Ha
CTaauy MaxXUTeHEI Meito3a I romooru cnapuBamTCs
¢ obOpasoBaHMeM OMBajieHTa, TO IIPU KOHBIOTAIIUH
JIBYX I€PUBATHBIX XPOMOCOM C UX HOPMaJIbHBIMU T'O-
MoioramMu (GopMHUpYyeTCSI KBaApUBaJICHT — COUH-
CTBEHHO BO3MOXKHasI KOH(pUTypaIius, od0ecIrieanBaro-
11as1 BO3MOXHOCTb MOJHOTO TOMOCHHAIICHCA MEXIY
BOBJICYCHHBIMHU B TPAHCJIOKAIIMIO XpoMocoMaMu. M3
32 BapraHTOB MEMOTHMYECKOI cerperalii KBaapuBa-
JICHTAa TOJIBKO B IBYX BO3MOXKHO (hOpMUpOBaHUeE cOa-
JIJAaHCUPOBAHHBIX MO T€HETUYECKOMY MaTepuajly ra-
MET: B OTHOM — C HOPMAaJIbHbIM KapMOTUIIOM, B IpY-
roM — co cOajlaHCMPOBaHHBIM KapuOTUIOM. Bce
OCTaJIbHbIE BapMaHThl PACCMATPUBAIOTCSI KaK MAaTO-
JIOTUYECKHNE W MPUBOIAT K (OpMUPOBAHNIO HecOa-
JIJAHCUPOBAaHHBIX MO FeHETUYECKOMY MaTepualy ra-
MmeT (3uror). IlosToMy HOCHTENM PELUIIPOKHBIX
TpaHCJOKalMii (TpaHCIOKAIIMOHHBIE T€TePO3UTOTHI)

WMEIOT TOBBIIIEHHBIA PUCK POXICHUS NETE C yM-
CTBEHHOI OTCTAJIOCTBIO M/WJIM MHOXECTBEHHBIMU
BpoxXneHHbIMU ntopokamu pa3sutust (MBIIP) Bcien-
CTBHE XPOMOCOMHOTO aucOaiaHca Mpyu NaTojJoruye-
cKoM Merotnueckoi cerperauuu APT.

C pa3BUTUEM MOJIEKYISIPHO-LIUTOTEHETUYECKUX
METOIOB MCCJIeOBaHMS, TaKUX KakK (IyopecueHT-
Has in situ Tuopunuzauus (FISH), crajio BozMox-
HbIM MPOBOJWTH aHAJIN3 MEMOTUYECKON Cerperauuu
Y MYXXUYUH — HOCHUTEJIEH pelUITPOKHBIX TPaHCIOKa-
1M, a TaKXKe UccienoBaTh IMaTTepH cerperauuu y
9MOPUOHOB MPU MNPOBEACHUU IPEUMILTAHTALIMOH-
Hoii reHeTnueckoil nuarHoctuku (IITJ). beuto mo-
Ka3aHo, UTO KaxX1as peLMIpOKHasl TpaHCIOKallWs
nMeeT crneludUUecKrii TaTTepH Ccerperaluuu, 4To
3HAYUTEJIbHO 3aTPYIHAET aHAIU3 MEHOTUYECKOTO T10-
BEIEHUS XPOMOCOM, (DOPMUPYIOLINX KBaapUBAJIECHT
[2, 3]. Tem He MeHee OTMeUeHO, UTO cerperauus KBai-
pUBaJIeHTa acCOLIMMpPOBaHa C HEKOTOPBIMU CHeLM U~
YEeCKMMM OCOOEHHOCTSIMM TpaHCJIOKalluu, TaKUMU
Kak pasMep LIEHTPUUECKOTO M TPaHCIOLMPOBAHHOTO
CErMEHTOB, T€HHbIA KOHTEHT TPaHCJIOLMPOBAHHBIX
CETMEHTOB, a TAKXK€ Y4aCTUE B TPAHCIOKAIIMU aKpO-
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LIEHTPUYECKUX XPOMOCOM M XpOMOCOMEI 9 [4—6].
IIpu aHanu3e G1aCTOMEPOB, MOJYYEHHBIX IJISI IIPO-
BeaeHus [1I'J] B ciaydassx, Koroa OquH U3 CYIIPYrOB
saBisica HocutelleM APT, ObUIO ycTaHOBIEHO, YTO
PELMIPOKHbIE TPaHCIOKAIIMM C TEPMUHAIbHO pac-
MOJI0KEHHBIMY TOYKAMU Pa3phIBOB aCCOLIMUPOBAHBI
CO 3HAYMTENIbHBIM YBEIWYEHHUEM YaCTOThI SMOPHO-
HOB C XpOMOCOMHBIM nucoanarcoMm [7]. Kpome Toro,
Ha MeiloTu4yecKoe IOBeIeHNEe XPOMOCOM B KBaIpy-
BaJICHTE€ OKa3bIBAE€T BIIMSIHUE €r0 IeOMeTpudecKas
¢dopma, a UMEHHO CTelleHb acumMmeTpuu. Ilpu uc-
CJIEIOBAaHMM CeTrpeTallMOHHOrO ITaTTepHAa 3MOpPHUO-
aoB nipu I1T']] y HocuTeeit ayToOCOMHBIX PEeIIMIPOK-
HBIX TpaHCJOKaIUii ObLIO MOKAa3aHO, YTO IIPU HaIM-
YUKW CWIBHO acCHUMMETPUYHOrO KBaJapHBaJecHTa
MOBBIIIACTCS PUCK (DOPMHUPOBAHMS AaHOMAJIbHBIX 31~
rOT, MPUBOISIINX K PAa3BUTUIO SMOPUMOHOB C XpOMO-
COMHBIM aucbanaHcoM [8, 9].

BnusiHue mionia HocUTeIsl TpaHCIOKallMY Ha cerpe-
rallMOHHOE TIOBEIEHWE XPOMOCOM B KBaJpHBaJIeHTE
HEOYEeBUAHO, TEM He MeHee ObLI IToKa3aH 3 deKT Ma-
TepuHCcKoro HocutenbcTBa APT B mpeumyiiiecTBeH-
HoIi cerperaliuu 3 : 1, Korga uMeeT MeCTO HepacXoX-
JIeHUe LEHTpOMEp TOMOJOTMYHBIX xpomocom [10].
HMmeroTcst cooOlIeHUsI, YTO YacTOTa MaTOJIOTUUeCKOM
cerperaiyu 2 : 2 Bblllie Yy My>KUMH — HOCUTEJIEH TpaHC-
Jjokatmu [7]. OnHako Xanthopoulou c coaBr. [11] mpu
I1T'J1 B cembsix ¢ HocutenbcTBOM APT He oOHapykvin
pa3Muuii B yactote SMOPUOHOB CO cOATaHCUPOBaH-
HBIM KapUOTUIIOM Y HOCUTEJICH pa3IMYHOrO I10J1a.

OL[HI/IM N3 KITIOYEBbIX MOMEHTOB MEINKO-T€HETU -
YeCKOIro KOHCYJILTUPOBAaHUSI ceMeil ¢ HOCUTEIIb-
ctBoM APT gBnsgercs oleHKa ITOBTOPHOIO pHCKa
POXKIEHUS XXU3HECIIOCOOHOIO pebeHKa C XpOMOCOM-
HBIM OUCOAIaHCOM, OOYCJIOBJIEHHBIM IIaTOJIOTHMYE-
CKMMM TUIIAMU CErperaiuyd XpoMOCOM B rameTore-
He3e y pOAMTENsI — HOCHUTENsl TpaHciaokauuu [12].
OmpenencHrue MTHINBUIYAJIbHOTO IIOBTOPHOIO prcKa
poXIeHUS pebeHKa ¢ HecOaJTaHCHUPOBAHHBIM KapHo-
TUIIOM B TAKUX CEMbIX OCO6CHHO aKTyaJIbHO B KOH-
TEKCTE NePCOHAIM3UPOBAHHON MeOIUIIMHEL. B oTim-
4re OT MOHOT€HHbBIX OOJIe3HE, IJIs1 KOTOPBIX MOXHO
paccuyuTaTh PUCK POXIECHUSI OOJBHBIX JeTeil, 0co-
OCHHOCTH MEMOTUYECKOIl cerperaiyyd XpOMOCOM-
HBIX IIEPECTPOEK U, B YACTHOCTHU, AYyTOCOMHBIX PELIM-
ITPOKHBIX TpaHC.HOKa[J,I/[ﬁ HE ITO3BOJIAIOT IPUMEHUTDH
IIPOCTYIO MaTeMaTUYECKYI0 MOACIb, IMO3BOJISIONIYIO
00eCIeuynTh TOYHYIO OLEHKY PMCKa IS HOCUTEJIeH
XPOMOCOMHBIX IepecTpoek [13].

CuuraeTcs, 4YTO UACATbHBIM ITOJXOIO0OM IpPHU pac-
yeTe pUCKa POXKIEHUS O0JIBHOTO peOEHKA B CEMBSIX C
HOCUTEJILCTBOM PELIUIIPOKHBIX TPAHCIOKAIIUIA SIBJISI-
€TCs UCIIOJIb30BaHUE SIMITUPUIYESCKUX JaHHBIX, MTOJIY-
YEeHHBIX IIPY aHAJIN3€ POAOCIOBHBIX HECKOJIbKMX CE-
Meil ¢ OMMHAKOBOM TpaHciaoKanueir. Ho mockobKy
noJapJisiiollee OOJIBIIMHCTBO TPaHCIOKALUA YHU-
KaJIbHEI B CIJIy OECKOHEYHOI'O pa3HOOOpa3us TOYEK
Pa3pbIBOB HA XpPOMOCOMaX, TaKKWE JaHHBIEC ITOJTYUYUTh
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HeBo3MOXHO [14]. ITosTtoMy paspaboTka MeTOHOB
OLICHKHU pUCKa XpOMOCOMHOro aucoanaHca npu APT
C HCHOOJB30BaHMEM CTAaTUCTHUYSCKUX MOJIENIEeH —
KpaiiHe aKTyaJIbHa.

MATEPHAJIBI 1 METO/IbI

MatepuanaoM i UcCaeq0BaHUS TMTOCTYKUIU 00-
pasibl epudepudyeckoil KpoBu Hocuteeit APT (n=
= 49) 1 06pa3Lbl MTyOBUHHOI KPOBU ILIONOB (1 = 52)
MPU TPOBEJEHUU MPEHATAIbHON AUarHOCTUKY B 3TUX
ceMbsix. Bo Bcex ciiydasix ObUIM TTOJTyY€HBbI JaHHbBIE O
KapuoTUIle M McXodax 3aperuCTpUpOBaHHBIX Gepe-
MEHHOCTEM.

AMUHBI LIEHTPUYECKNX W TPaHCIOIMMPOBAHHBIX
cerMeHTOB JepuBaTHbIX xpoMocoMm (ILIC u TC), a
TaKKe IUTMHBI OTIEBHBIX XPOMOCOM W3MEPSUIA B
MIWITAOHAX Tap HYKJICOTHUIOB (MJH ITH) B COOTBET-
CTBUU C MOJIOKEHUEM O IIMTOreHETUYECKUX O9HAaX Ha
du3myeckoii KapTe reHoMa 4eiaoBeka (assembly 19)
reHoMHoro 6pay3epa UCSC.

CrereHb aCUMMETPUN KBaApUBaJIEHTA OIPEIesi-
JIM TIO OTHOIIIEHUIO IJTUH TPAHCIOLUPOBAHHBIX U LIEH-
TpUYECKUX cerMeHToB (HambOonbimii TC/HanMeHb-
it TC, Hanbonpmuit LIC/Hanmensimii 11C), pac-
CUMTBHIBAEMbBIX pasfeibHO. KBaJpuBaJeHT cuMTajcs
YMEPEHHO aCUMMETPUYHBIM, €CJIM OTHOILIEHUS TJTNH
TC wm LIC 66111 MeHBIIIE 2, ¥ CUJTBHO aCUMMETPUY -
HBIM, Korga oba cooTHoIleHuUs ObuIu 2 U 6oJiee [9].

O1IeHKY PacIIOJIOXKEHUSI TOYeK pa3pbIBOB IPOBO-
IV TI0 KOJIMYECTBEHHOMY KPUTEPUIO, Ompeaesie-
MOMY Kak oTHolmeHne mimH TC K pa3MepaM Iuieda
XPOMOCOM, BOBJICYEHHBIX B TpaHCJIOKalMIo. TpaHc-
JIOKalLUs ¢ TEPMUHAJIBHBIM PACIIOJIOKEHUEM TOUYeK
Pa3phIBOB CUMTAJIACH TAKOBOM, €CJIU XOTSI ObI OTHO U3
JIBYX TaKMX COOTHOIIeHU M ObLIo MeHee 0.2 [7].

Mnoentudukanuio cnenuduieckux (aKkTopos,
BJIMSIIOIIUX HAa PUCK POXIEHUS KU3HECITOCOOHOTO
pebeHKa ¢ XpOMOCOMHBIM IHCOaIaHCOM ITpU HOCH-
tesbcTBe APT, mpoBoawIn MpU JIOTUCTUYECKOM pe-
IPECCMOHHOM aHau3e (OMHapHasi JIOTuCTUIecKas pe-
rpeccust). g cratuctudyeckoit oOpabOTKM JaHHBIX
Hcroib30BaHa cratuctuyeckass cpena R (https://
www.CRAN.R-project.org) 1 makeThl 1JIsI 00pabOTKM
nmanHbIX (https://cran.gis-lab.info).

PE3VJIBTATHI

Jng oueHKM (HaKTOPOB, aCCOLMMPOBAHHBIX C
PUCKOM POXIECHUS KU3HECIIOCOOHOro pebeHKa C
XPOMOCOMHBIM AucOaaHCOM, OBLIT MCITOJIb30BaH Me-
TOA OMHAPHO JJOTUCTUIECKON perpeccrui, IO3BOJISI-
IOIIUI UCClIeOoBaTh 3aBUCUMOCTh JUXOTOMUYECKHUX
(OMHaApHBIX) MEPEeMEHHBIX OT HE3aBUCHUMBIX IIepe-
MEHHBIX (IIPEeAUKTOPOB) M IIpencKa3aTh 3HAYECHUS
OMHapHO 3aBUCUMOIi TIEpEMEHHOM M0 Habopy He3a-
BUCHUMBIX IIepeMeHHEIX [15]. Jluxorommnyeckoii (01~
HapHOI1) NepeMeHHOM, ompenesIionieil OMHapHBIIA
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WCXOJI, SIBJISIJICS cTaTyc MoToMKa Hocutenss APT: 1 —
>KM3HECITOCOOHbI pedbeHoK ¢ MBIIP u/unu ycra-
HOBJICHHBEIM XPOMOCOMHEIM AucOamraHcoMm, 0 — He-
XKM3HECMOCOOHBII IJI0A/peOCHOK MIM PEOEHOK C
HOpMaJibHBIM (eHoTuroM. B KadecTBe He3aBUCH-
MbIX IEPEMEHHBIX (TPEAUKTOPOB — Pr) ObL1M BhIOpa-
HBl CJEOYyIONIME XapaKTEpMCTUKM, OKAa3bIBAIOIINE
BIMSIHME Ha MEMOTUYECKOE ITOBENECHME KBaaprBa-
JIEHTa U BBLKMBAeMOCTb 3UTOT:

Prl1 —moJs1 HocuTeNsT TpaHCIOKALIMU KEHCKMIA;

Pr2 — Ha TpaHcIO1IMPOBaHHBIX CETMEHTAX MPEe00-
nanaloT G-TO3UTUBHBIE O3HIBI (XapaKTepPUCTUKU
APT mo xonmdyectBeHHOMY conepxXaHuio G-Hera-
TUBHBIX U G-TIO3UTUBHBIX OPHIOB B TPAHCJIOLUPO-
BaHHBIX CETMEHTaX MpeaCcTaBJIeHbI B Ta0. 1);

Pr3 — B TpaHcIOKalmM 3aaeiicTBOBaHa XpOMOCO-
Ma 9;

Pr4 — B TpaHciaokanuu 3aaeiicTBOBaHbI aKPOLICH-
Tpuyeckue XxpoMocoMbl (13—15, 21 u 22);

Pr5 — kBagpuBajieHT CUJIbHO aCUMMETPUYEH;

Pr6 — xots1 GBI OmHA U3 TOYEK Pa3pbIBOB PACIIOJIO-
>KeHa TepMMHaJIbHO (xapakTepuctuku APT mo cre-
MEeHW acCUMMETPUM KBaJpUBaJeHTa U JIOKAIU3alluu
TOYEK Pa3pbIBOB, pACCUUTAHHbIE MO MPEIJTOKEHHBIM
KPUTEPUSIM COOTBETCTBEHHO [7, 9], mpencTaBiaeHbI B
Tab1. 2).

AHanu3upyeMble He3aBHUCHUMBIE IEPEMEHHBIE JJIsI
Bcex 49 APT nipencrasiieHs! B Ta0II. 3.

PesynbTarhl perpecCMOHHOTO aHaau3a ISl Kax-
JIOTO IIpeauKTOpa IIpeAacTaBiieHbl B Taba. 4. [1o 3Ha-
YEeHMSIM CTaTUCTUYECKOM OIIMOKU mepBoro ponaa (p)
JUIST KO3(hPUIIMEHTOB PErpecCur MOXHO BUACTh, YTO
CTAaTUCTUYECKN 3HAYMMBIM, T.€. HE3aBUCHMO CBSI-
3aHHBIM C PUCKOM POKICHUS XU3HECITOCOOHOTO pe-
6eHka ¢ MBITP u/unmu XpoMOCOMHBIM AYCOaTaHCOM,
SIBJISIETCSI TOJIBKO OAWH M3 MPEOIUKTOPOB, a UMEHHO
TepPMUHAJIBLHOCTH TO4YEeK pa3pbiBoB (p = 0.01).

CTaTUCTUYECKM 3HAYMMOM CBSI3U MEXIY PUCKOM
pOXIEeHUsT >XKU3HecrocoOHoro pedeHka ¢ MBIIP
U/VJIU XPOMOCOMHBIM TMCOaTaHCOM U TTOJIOM HOCH-
TeJIsl TPaHCJIOKaIIMU, 000TaIlleHHOCTbIO TPAHCIOIU-
POBaHHBIX CETMCHTOB CTPYKTYPHBLIMU I€HaMu, BO-
BJICYEHHOCTBIO B TPAHCIIOKAIINIO aKPOIIEHTPUIECKUX
XpPOMOCOM U XpPOMOCOMBI 9, a TakxXe CO CTEIeHbIO
ACUMMETPUU KBaJpPUBAJIEHTA HE BBISIBJIEHO, T.€. 3TH
MPEOUKTOPHl HE BHOCAT 3HAYMMOTO BKJIaJa B HaIlly
MOJI€JIb JIOTUCTUUECKOI PErpeccui.

Takoe 3akio4YeHHE IO3BOJMIO C(POpPMUPOBATH
elle OJHY MOIEIb JIOTMCTUYECKOU perpeccum (JIo-
TUT-MOJEJb 2) C BKJIIOUEHUEM TOJIbKO CTaTUCTUYECKU
3HAYMMOIO IIPEeANKTOpa — TEPMMHAJIBHOE Pacrojo-
XKeHHMe ToYeK pa3pbiBoB (Tabia. 5). B maHHOIT Momenm
cTaTUCTUYecKass 3HAYMMOCTh JAaHHOTO IIPEeIuKTOpa
BospacTaet (p = 0.007).

15t cpaBHEHUS albTEPHATUBHBIX MOJEJIEN € pa3-
HBIM YMCJIOM ITapaMeTpoB, Korma TpebyeTcst BLIOpaTh
HaWJIYYIIU Ha0Op HEe3aBUCUMBIX ITEPEMEHHBIX, MIC-

IIIMNJIOBA u np.

MOJIb3yeTCsT MH(POPMAIIMOHHBIN KpUTEpHid AKauKe.
YeM MEHBIIIE 3TOT KPUTEPUIA, TEM JIydIlie MOAeb [16].
Kak BuaHO M3 JaHHBIX Ta0J. 4 ¥ 5, TJOTUT-MOIENb 2
ABIISIETCS OoJiee TIPEAITOYTUTEIILHOM, ITOCKOIBKY
MMeeT MEHBIIINI KpUTepuit AKanke.

J11s1 oleHKM oO1Ieif 3HAUMMOCTH JTOTUT-MOJIEIeH
OBLIO TIPOBEIEHO CpaBHEHUE OTKJIIOHEHMIA OCTaTKOB
00euX JIOTUT-MoIeNieid MeXI1y COOOI U C OTKJIOHEHM -
€M HYJIEBOM MOJENIU TTI0 KPUTEPHUIO XM-KBaJIpaT C UC-
noab3oBaHueM Tecta ANOVA (ogHohaKTOpHBIN
IUCTIEpCUOHHBIN aHanmu3 — Analysis Of Variance)
(tabn. 6). Kak BUIHO U3 MpeACTaBICHHbBIX TaHHBIX,
JIOTUT-MOAENAb 2 CTAaTUCTUYECKM 3HAYUMO JIydlle,
yeM HyJieBasi MOJe/ib, T.€. MOJAEb 03 He3aBUCHUMBbIX
nepemeHHBIX (p < 0.005). Hesznaummass BennumHa
kputepus xu-kBaapat (p = 0.33) cBUIETEIbCTBYET O
TOM, YTO COKpallleHHas MOJieJib C OHOU He3aBUCHU-
MOI MEpeMeHHOI (JIOTUT-MOIENIb 2) COOTBETCTBYET
5TUM JAHHBIM TaK XK€ XOpOIllo, KaK U MOAEIb, CO-
3MaHHasi HA OCHOBE BOCbMU HE3aBUCUMBIX ITEpEMEH-
HBIX (JIOTUT-MOJENb 1), 1 ee UCIIOIb30BaHUE SIBJISIET-
¢S 1IeJIecoo0pa3HbIM.

ITockoJibKy B IOTUCTUYECKOM perpeccuy B KauecTBe
MOJIETMPYEMbIX 3HAaUCHU A OMHAPHOU NepeMeHHOI 1C-
MOJIb3yeTcs Jorapudm OTHOILIEHUSI IIIaHCOB, KOTOPbIiA
CJIOKHO WHTEPIPETUPOBATh, MOXHO TIOTEHLIMPOBATH
KO3(MPUILIMEHTHI perpeccui, 4To0bl MPEJACTaBUTh UX B
BUAE OTHOIIEHMs ImaHcoB [15]. OTHOIIEHNEe IIIaHCOB
SIBJIIETCSI OMHUM M3 CIIOCOOOB OMNUCaTh B UMCIIEHHOM
BBIPAKEHUU CBSI3b (OTCYTCTBUE WJIM HAJTMUYKE) OTIpeie-
JIEHHOTO WCXONla C TPUCYTCTBUEM WJIM OTCYTCTBUEM
orpeneseHHoro ¢akrtopa B KOHKPETHOM CTaTUCTUYE-
CKOI1 IpyIine, T.e. OLIEHUTh CBSI3b MEXTY ONpeneieH-
HBIM MCXOIOM U (haKTOpoM prcka. OTHOIIIEHUE 1IaH-
COB HE TOJBKO OMPENEISIET CTATUCTUYECKYIO 3HAYM-
MOCTb CBSI3W MeXIy (HakTOpoM U MCXOIOM, HO U
MO3BOJISIET 1aTh KOTWYECTBEHHYIO OLIEHKY 3TOM CBSI3U.

OTHoIIIeHME IAHCOB IS JIOTUT-MOJEIN 2, B KO-
TOPOI CTATUCTUYCCKY 3HAYUMBIM IIPEIUKTOPOM SIB-
JISIETCSI TEpPMHUHAJIBHOE PACIIOIOXKEHNE TOYEK pa3phl-
BOB Ha XpoMocoMmax, BoieueHHbIX B APT, npen-
cTaBlicHO B TaOJ. 7. Kak BUOZHO U3 MpeacTaBIeHHBIX
B TaOJMIE JAHHBIX, IIAHCHI POXICHMS >KM3HECIIO-
cobHoro pebenka ¢ MBIIP u/wim XpoMOCOMHBIM
IUCcOaTaHCOM BO3PAacCTaloT B 6 pa3 IIpU HOCUTEIBCTBE
ayTOCOMHBIX PELIMIIPOKHBIX TPAHCIOKAIIN, B KOTO-
PBIX XOTsI ObI OOUH U3 ASPUBATOB UMEET TEPMUHAJIb-
HOE pacIIOJIOXKEHUE TOYKU pa3pbiBa. Habmromaemast
3aBUCHUMOCTD SIBJISICTCS CTAaTUCTUYECKM 3HAYMMOM,
TaK KakK 95%-Hblii OOBEpUTEIbHBIM WHTEpBal He
BKJIIOYaeT 1, a 3HaUeHMs eTo HIDKHEM M BEpXHEM rpa-
HUILI OoJiblie 1.

OBCYXIEHHNE

MeTo[I JIOTUCTUYECKOM perpeccui Kak CTaTUCTU -
YEeCKUII UHCTPYMEHT IS OLIEHKU PUCKA POXKICHUS
KM3HECITOCOOHOTr0 pedeHKa ¢ XpOMOCOMHBIM T1CcOa-
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Tab6auma 1. XapakTepuCTUKU PELUTIPOKHON TPAHCIOKAIIMY IO KOJIMYECTBEHHOMY cojiep>XXaHuIo (MJTH nTH) G-HeraTuB-

HbIX (G—) 1 G-nto3uTuBHBIX (G+) 63HAOB B TPAHCIOLIMPOBAHHBIX CETMEHTaX

No PennmipoxHast TC1 TC2
n/m TpaHCJIOKaIIus G— G+ G— G+ 26— LG+ LG+/LG-
1 [t(1;2)(p22;p15) 38.3 50.1 28.1 33.2 66.4 83.3 1.3
2 |t(1;5)(q44;p15.1) 2.9 0.0 8.0 7.0 10.9 7 0.6
3 [t(1;11)(g43;q21) 5.6 0.0 17.7 20.1 23.3 20.1 0.9
4 [t(1;11)(q44;p11.2) 2.9 0.0 22.1 26.7 25 26.7 1.1
5 1t(1;12)(p32;924.2) 31.7 24.4 9.8 6.0 41.5 30.4 0.7
6 |[t(1;14)(q42;q32) 7.5 11.1 5.1 0.8 12.6 11.9 0.9
7 1t(2;3)(q21;p21) 53.9 54.2 14.4 29.7 68.3 83.9 1.2
8 [t(2;4)(p25;q31) 9.5 2.7 14.1 28.6 23.6 31.3 1.3
9 |t(2;11)(p23.3;p15.5) 12.0 12.0 2.8 0.0 14.8 12 0.8
10 |t(2;21)(q34;921) 17.6 10.3 11.7 9.6 29.3 19.9 0.7
11 [t(3;4)(ql13.2;q31.1) 36.0 48.5 15.8 33.9 51.8 82.4 1.6
12 {t(3;4)(q28;931) 5.7 4.4 14.1 28.6 19.8 33 1.7
13 |t(3;12)(g25.1;p13.3) 19.7 26.2 8.0 2.1 27.7 28.3 1.0
14 (t(3;14)(q13.3;923) 34.3 44.7 17.9 24.6 52.2 69.3 1.3
15 [t(4;5)(q31;p15.3) 15.8 28.6 4.5 0.0 20.3 28.6 14
16 |t(4;19)(p15.2;p13.2) 12.4 8.9 6.9 0.0 19.3 8.9 0.5
17 [t(4;22)(q23;q12) 29.5 60.6 9.5 9.6 39 70.2 1.8
18 |t(5;6)(ql4;p12.2) 43.8 54.3 20.3 31.5 64.1 85.8 1.3
19 [t(5;6)(p15.1;p25.1) 8.0 7.0 2.3 1.9 10.3 8.9 0.9
20 [t(5;9)(q33;p22) 12.8 12.4 9.0 7.6 21.8 20 0.9
21 |t(5;10)(p14,p14) 11.4 11.9 5.8 0.8 17.2 12.7 0.7
22 |t(5;12)(p13.3;921) 12.7 16.2 23.9 23.3 36.6 39.5 1.1
23 [t(5;15)(q31;q24) 20.7 20.7 14.4 11.5 35.1 32.2 0.9
24 11(5;18)(q33;922.3) 12.8 12.4 5.0 0.0 17.8 12.4 0.7
25 |1(5;20)(p12;q13.3) 21.7 20.8 9.5 7.1 31.2 27.9 0.9
26 |t(6;21)(ql5;q921) 39.6 43.5 11.7 9.6 51.3 53.1 1.03
27 1t(7;9)(p22;q22) 2.8 4.5 21.4 23.2 24.2 27.7 1.1
28 |t(7;9)(q35;p13) 8.7 2.5 15.9 29.4 24.6 319 1.3
29 [t (7;14)(q31;qll.1) 17.9 17.4 38.8 49.4 56.7 66.8 1.2
30 (t(7;17)(p12;pll) 19.5 31.0 13.7 8.5 33.2 39.5 1.2
31 |t(8;9)(q22;921.2) 23.9 20.9 28.3 31.8 52.2 52.7 1.0
32 |t(8;10)(q22;p13) 23.9 20.9 5.8 6.4 29.7 27.3 0.9
33 |t(8;11)(p23;921) 2.2 4.0 17.7 20.1 19.9 24.1 1.2
34 |t(8;11)(g22;ql14) 23.9 20.9 22.1 24.6 46 45.5 1.0
35 [t(9;12)(p12;q24.3) 18.5 22.5 4.6 3.4 23.1 25.9 1.1
36 [t(10;14)(ql1.2;q13) 36.9 52.5 31.3 39.4 68.2 91.9 1.3
37 |t(10;18)(q25.1;923) 14.9 8.7 2.5 0.0 17.4 8.7 0.5
38 |t(10;18)(q26.2;p11.2) 4.9 0.0 4.3 4.2 9.2 4.2 0.5
39 |t(11;13)(p13;933) 11.4 19.6 28.9 39.0 40.3 58.6 1.5
40 |[t(11;18)(g25;921) 4.2 0.0 9.5 12.4 13.7 12.4 0.9
41 |t(11;20)(q13.3;q13.1) 26.7 37.9 9.5 7.1 36.2 45 1.2
42 (t(11;20)(q23.3;p11.2) 8.1 5.7 11.4 9.9 19.5 15.6 0.8
43 [t(11;22)(g23.3;q11.2) 8.1 5.7 12.1 9.6 20.2 15.3 0.8
44 |t(11;22)(q23.3;q11.2) 8.1 5.7 12.1 9.6 20.2 15.3 0.8
45 |t(14;21)(g21;921) 26.4 33.7 11.7 9.6 38.1 43.3 1.1
46 |t(15;18)(q24:q21) 14.5 11.5 9.5 12.4 24.0 23.9 1.0
47 |t(15;20)(qll1.1;p11.2) 37.7 441 11.4 9.9 49.1 54 1.1
48 [t(15;20)(g21;p12) 20.8 28.8 5.1 4.1 25.9 32.9 1.3
49 11(18;20)(q22.1;q11.2) 6.9 4.4 13.1 15.5 20 19.9 1.0
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Tab6muna 3. Pacnipenenenue 6uHapHoii nepemenHoii (BIT) u mpeaukTopos (Pr)

]_][\;?_[ TpaHcaokanus BI1 Pr1 Pr2 Pr3 Pr4 Pr5 Pr6
1 | XX,t(1;2)(p22;pl5) 0 1 1 0 0 0 0
2 | XX,t(1;5)(q44;p15.1) 1 1 0 0 0 0 1
3 | XY,t(1;11)(g43;q921) 1 0 0 0 0 1 1
4 | XY,t(1;11)(q44;p11.2) 1 0 1 0 0 1 1
5 | XX,t(1;12)(p32;q24.2) 1 1 0 0 0 0 1
6 | XX,t(1;14)(q42;q32) 1 1 0 0 1 1 1
7 1 XX,t(2;3)(g21;p21) 0 1 1 0 0 0 0
8 | XX,t(2;4)(p25;931) 1 1 1 0 0 0 1
9 | XY,t(2;11)(p23.3;p15.5) 1 0 0 0 0 0 1

10 | XX,t(2;21)(q34;q21) 1 1 0 0 1 0 1
11 [XY,t(3;4)(ql13.2;q31.1) 0 0 1 0 0 0 0
12 | XX,t(3;4)(q28;931) 1 1 1 0 0 0 1
13 [ XY,t(3;12)(g25.1;p13.3) 1 0 1 0 0 0 0
14 | XX,t(3;14)(q13.3;923) 0 1 1 0 1 0 0
15 | XX,t(4;5)(q31;p15.3) 1 1 1 0 0 0 1
16 [ XX,t(4;19)(p15.2;p13.2) 1 1 0 0 0 1 0
17 | XY,t(4;22)(q23;q12) 0 0 1 0 1 1 0
18 | XX,t(5;6)(ql4;p12.2) 0 1 1 0 0 0 0
19 | XY,t(5;6)(p15.1;p25.1) 1 0 0 0 0 0 1

20 [ XX,t(5:;9)(q33;p22) 0 1 0 1 0 0 1

21 | XY,t(5;10)(p14;p14) 1 0 0 0 0 0 0

22 | XX,t(5;12)(p13.3;921) 1 1 1 0 0 0 0

23 | XY,t(5;15)(q31;q24) 0 0 0 0 1 0 0

24 | XX,t(5;18)(q33;q22.3) 0 1 0 0 0 1 1

25 | XY,t(5;20)(p12;q13) 1 0 0 0 0 1 0

26 | XX,t(6;21)(ql5;921) 1 1 1 0 1 1 0

27 | XX, t(7;9)(p22;922) 0 1 1 1 0 0 1

28 | XX,t(7;9)(q35;p13) 1 1 1 1 0 0 1

29 [ XX,t(7;14)(q31;ql11.1) 1 1 1 0 1 1 0

30 | XX, t(7;17)(p12;pll.1) 1 1 1 0 0 0 0

31 [ XX,1(8:9)(q22;921.2) 0 1 1 1 0 0 0

32 | XY,t(8;10)(g22;p13) 0 0 0 0 0 0 0

33 | XY,t(8;11)(p23;q21) 1 0 1 0 0 0 1

34 | XY,t(8;11)(q22;q14) 0 0 0 0 0 0 0

35 | XX,t(9;12)(p12;q24.3) 1 1 1 1 0 0 1

36 | XX,t(10;14)(ql1.2;q13) 1 1 1 0 1 0 0

37 | XX,(10;18)(g25.1;q23) 1 1 0 0 0 0 1

38 | XX,(10;18)(q26.2;p11.2) 1 1 0 0 0 0 1

39 | XY,t(11;13)(p13;933) 0 0 1 0 1 0 1

40 | XY,t(11;18)(g25;921) 1 0 0 0 0 1 1

41 | XY,t(11;20)(q13.3;q13.1) 0 0 1 0 0 0 0

42 | XY,t(11;20)(q23.3;p11.2) 1 0 0 0 0 0 1

43 | XX,t(11;22)(q23.3;q11.2) 1 1 0 0 1 1 1

44 | XX,t(11;22)(q23.3;q11.2) 1 1 0 0 1 1 1

45 | XY,t(14;21)(q21;921) 1 0 1 0 1 0 0

46 | XX,t(15;18)(q24;q21) 1 1 0 0 1 0 0

47 | XX,t(15;20)(qll.1;p11.2) 0 1 1 0 1 1 0

48 | XX,(15;20)(q21;p12) 0 1 1 0 1 0 0

49 | XY,t(18;20)(q22.1;q11.2) 1 0 0 0 0 0 1

Bcero 49 30 26 5 15 13 25
TEHETUKA TtomM 55 Ne9 2019
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Tab6auna 4. ViccienoaHue B3aMMOCBSI3U MeX Iy Xapakrepuctukamu APT u poxneHreM XXKu3HecrocooHOro pedbeHka ¢
MBITP u/unu XpoMOCOMHBIM AucOaaHCOM (JIOrUT-MoAeb 1)

I1penuxTop Ouenka mapamerpa | CrangaptHas ommbKa | Xwu-kKBagpat Baapma JlocTurHyTeLid ypoBeHb
3HAYMMOCTH (p)
Hepeceerue —0.1672 0.7858 ~0.2130 0.8315
(CBOOOIHBIM YIECH)
R1 0.6592 0.7981 0.8260 0.4088
R2 —0.3976 0.7930 —0.5010 0.6161
R3 —0.4238 0.8333 —0.5090 0.6110
R4 —2.4772 1.3206 —1.8760 0.0607
R5 0.5819 0.8996 0.6470 0.5177
R6 2.1987 0.8921 2.4650 0.0137
I/IH(I)OpMauL[I/IOHHI)II/I 63.365
KpuTepuii AKanke

Ta6auna 5. MccinenoBaHue B3aMMOCBSI3U MEXIY TEPMUHAIBLHOCTBIO TOUYeK pa3pbiBOB B APT 1 poxXaeHueM XU3HeCIo-
cobHoro pedernka ¢ MBIIP u/unn xpoMocOMHBIM nucOanaHcoOM (JIOTUT-MOIENb 2)

OluieHka CraHpapTHast Xu-kBagpaT HocTUrHyTEId
[MpenukTop YPOBEHb
napamMeTpa omunoka Banbna
3HAYMMOCTH (p)

Ilepeceuenue
(CBOOOIIHBIN YJIEH) —0.1671 0.4097 —0.408 0.68344
Touku pa3pbIBOB SIBJISIIOTCSI
TepMUHAJTBHBIMU 1.8253 0.6822 2.675 0.00746
NubopMmalimoHHBIM
KpUTEepUii AKanke 59.088

Tabauna 6. OneHka o011Ielt 3HAUMMOCTHU JIOTUT-MOIEN 1 U IOTUT-MOJIENU 2 IO KPUTEPUIO XU -KBaapar

HyneBas monenb,
JIOTUT-MOAEb 1

Jlorur-monens 1,
JIOTUT-MOAEIb 2

HyneBast Mmonens,
JIOTUT-MOAEIb 2

OTKJIOHEHUS 63.262, 63.262, 49.365,
OCTaTKOB 49.365 55.088 55.088
3HayeHue XU-KBaapaT 13.897 8.1743 5.7228
YpoBeHb 3HAUUMOCTH (p) 0.03081 0.004249 0.3341

JJaHCOM Tipu HocutedbcTBe APT yxke mpumeHsuics
paHee HeKOTOpbIMU HcciegoBaTesisimu [ 17, 18]. B -
oHepckoii pabote Cans C COaBT. IIPOBEIN OLICHKY MO-
e JIOTUCTUYECKOI perpeccuu, chopMHUPOBAHHON
npu a"Haim3e 1252 APT n Brirrogaromieit 25 mpenmKTo-
POB, B TOM YHCJIE pa3Mep LEHTPUUCCKIX U TPAHCIIOLM -
POBAHHBIX CETMEHTOB, JIOKQJIM3ALIUIO TOUYEK Pa3phIBOB,
BO3PACT U II0JI POOUTENIeii, a TAK:Ke BOBICYEHHOCTh B
TPAHCJIOKALIAIO PA3IMYHBIX MOP(MOJIOTMYSCKUX TPYIIIT
XpPOMOCOM. ABTOpHI ITOKa3aJIi acCOLMAIIMIO MoJjia HO-
CUTEJISI TPAHCIOKALIMK C XpPOMOCOMAMU, BOBJICUCHHBI-
MU B (pOpMHUPOBaHUE IepUBATOB (XpoMOcoMa 9 11 aKpo-
LIEHTPUYECKME XPOMOCOMBI), a Takxke miuHoi TC [17].
OnHako Kpurepuu orpeneneHust imHBl TC ObLIM He-
YETKUMMU 1 CyObeKTUBHBIMY, OCHOBAaHHBIMU Ha HEIIO-
CPEICTBEHHOM U3MEPEHUY XPOMOCOM B hoTorpadusix
MeTada3HbIX TUIACTUHOK.
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IToutn nBa mecsaTuiaeTus crycTs Aguilar ¢ coaBr.
[18] mokazainu, 94TO ¢ pPUCKOM POXKIEHUS IIOTOMCTBA C
HecOaJlaHCUPOBAaHHBIM KapUOTUIIOM acCOLMUPOBa-
HBI TaKMe MPU3HAKM KaK BoBIeuyeHHOCTb B APT xpo-
MocoM 9, 21 u 22, a TakKe JTOKaIM3alus TOYeK pa3-
PBIBOB Ha KOPOTKMX IJie4aX XpOMOCOM, OJHAKO He
noKas3ajy nMogo0HoM accouuanuu ¢ pasmepamu TC,
KOTOpbI€ OTIPEIESIIMCH 10 TEM XK€ KPUTEPUSIM, UYTO U
B BBILIEYIOMSTHYTOU pabdote [17]. B Hamieir Mmonenu
BIIEpBbIE OBbLI MCIIOJIB30BaH TaKoOil Moka3aTeb Kak
TEePMUHAILHOE PACIOJIOXKEHUE TOYEK pPa3pbIBOB Ha
XpoMocomax, BoBjieueHHbIX B APT. BeIOop maHHOro
MpeaUKTOpa ObLIT 00YCJIOBJIEH (haKTOM, YTO TPAHCJIO-
KallMyd ¢ TEPMUHAIbHO PACMOI0XEHHBIMU TOYKaAMU
pPa3pbIBOB aCCOLIMUPOBAHbI CO 3HAUYUTEIbHBIM YBE-
JIMYEHNEM YaCTOThl SMOPUOHOB C XPOMOCOMHBIM AMC-
oamancoMm [7]. Ilpm wmccnemoBaHMM XapaKTEPUCTUK
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IIIMNJIOBA u np.

Tab6uauna 7. PerpeccruoHHble KO3GhMUILIMEHTHI U OTHOILIIEHUE IIIAHCOB 151 IOTUT-MOIEN 2

95% -Hbli1 HOBEPUTETbHBIN
KoadppuuueHt OTHolIeHUE
IMpenukrop WHTEPBaJ JUISI OTHOLIEHUS
perpeccuu 1IaHCOB
1IaHCOB
INepeceueHue (CBOOOMHBIN WiIeH) —0.1671 - -
T
OHKH DaspRIBOB ARTAIOTCH 1.8253 6.2045 (1.63; 23.63)

TepMUHATBHBIMHA

APT, Busiolnx Ha 4aCcTOTy (h)OpMUPOBAHUS IMOPH-
OHOB CO COAJIAHCUPOBAaHHBIM KapUOTUIIOM, IIPUTO-
HBIX 11 iepeHoca in utero ipu I1I'/1, Dul ¢ coasT. [§]
MOKa3ajid, YTO OTHOCUTEIbHbBII pa3Mep TPaHCJIOLIM-
POBaHHBLIX CETMEHTOB HE SIBJISIETCS HE3aBUCUMBIM
MIPEAUKTOPOM, aCCOLMMPOBAaHHBIM ¢ (hOPMUPOBAHU-
€M cOaJJaHCMPOBAHHBIX 3UTOT. DTO MO3BOJMJIO aBTO-
paM IIpeaoJI0XUTh, YTO JaHHBIIA HE3aBUCUMBbIIA IIpU-
3HAaK SBJISIETCS IPEIUKTOPOM KM3HECIIOCOOHOCTH M-
OPHMOHOB C XPOMOCOMHBIM AucbanaHcoM [8]. B Hatei
BBIOOpKE KPUTEPUI TEPMUHAILHOIO PACIIOIOXKEHUS
TOYEK pa3pbiBOB, OCHOBAHHBIA HAa OTHOCUTEIHLHOM
pa3Mmepe TpaHCJIOLUPOBAHHOTO CErMEHTa, TaKXKe
OKa3ajcsl CTaTUCTUYECKUW 3HAYMMO CBSI3aHHBIM C
PUCKOM pPOXICHMS >KM3HECIIOCOOHOro pebeHKa C
MBIIP u/un XpoOMOCOMHBIM AUCOATaAHCOM.

Ha cerperanimonHoe moBeneHNE KBaapHBaJIEeHTa
OKa3bIBAIOT BIIMSIHME MHOTHE (hakTOphl. Tak, Harpu-
Mep, FreoMeTpruIecKast KOH(GUIypals KBagpuBaJIeHTa
caMa 1o cebe MOKeT BIIMSTh Ha cerperanuio. [1lokaza-
HO, YTO Ha MEMOTHUYECKYIO CErperanuio OKa3bIBaeT
BIMSIHUE CTeIlleHb CHUMMETPUM KBaApWBaJeHTa: B
aCMMMETPUYHBIX KBaIpUBaJICHTaX OTMEYAeTCs TEH-
JIEHIIMS K ITaTOJOTMYECKUM TUIIaM Cerperaiuu, Toraa
KaKk B Oojiee CMMMETPMYHBIX KBaJIpUBaJIEHTaX — K
aJlbTepHATUBHOMY TUILy [9]. YIuBUTEIbHO, UTO Ta-
KOM KpUTEpUIi KaK CTENeHb aCUMMETPUM KBaJIpUBa-
JIEHTa, a UMEHHO CUJIbHO aCUMMETPUYHBINA KBaapu-
BaJICHT 0Ka3aJICSI CTaTUCTUIECKM He3HAYMMBIM. [ eii-
CTBUTEJIbHO, OBUIO MOKa3aHO, 4YTO MNpU HaJIUYUu
CUJIBHO aCMMMETPUYHOTO KBaJIpUBaJIeHTa ITOBBIIIA-
eTCsI pUCK (DOPMUPOBAHUSI aHOMAJILHBIX 3UTOT, IIPY-
BOJISIIIIMX K Pa3BUTUIO SMOPUOHOB C XPOMOCOMHBIM
IrcOagIaHCcoOM, KOTOPHINM OLICHUBAJICS JUISI BCEX BO3-
MOXKHBIX TUIIOB cerperanuu [8, 9]. Takoe HecooTBeT-
CTBME TaHHBIX MOXHO OOBSICHUTH TeM (DaKTOM, UTO B
LUTUPYEMBIX paboTaX aBTOPBI MCCIICAOBAIN BapHUaH-
ThI BCEX BO3MOXHBIX ITATTEPHOB MEMOTUUYECKOI1 ce-
rperauumn y aMopuonHoB 1ipu I1TJ] B ceMbsIX ¢ HOCH-
TeabcTBOM APT u, mo-BuANMOMY, 3HAUUTEIbHAS J0-
JISI TAKMX SMOPHUOHOB HeE SIBJISIETCSI JKM3HECITOCOOHOIA.

B kayecTBe OIHOTO M3 BO3MOXHBIX KPUTECPUCB
APT, accollMMpOBaHHBIX C PUCKOM POXKICHUS XKU3-
HecriocobHoro pebenka ¢ MBITP u/wiu xpomocoM-
HBIM JI1cOajlaHCOM, pacCMaTpUBaJICS T€HHBI KOH-
TEHT TPAHCIOLUNPOBAHHBIX CETMEHTOB, @ UMEHHO CO-
nepxxanne B HuX G-03HI0B.

Taxkoii BEIOOp ObLI 00YCIIOBIIEH (haKTOM, YTO Kade-
CTBO XPOMOCOMHOTO MaTepuayia, OINpEeNesieMoe CO-

nepxanueM G(R)-03H10B, MOXKET OBITh IPSAUKTOPOM
MaTOJOTMYECKOM Ccerperalii MeiloTMYEeCKOro KBa-
puBasieHTa y Hocuteseit APT, mpuBonsgimeii K popmu-
POBaHMUIO 3UTOT C HecOaJTaHCUPOBAHHBIM KapUOTUIIOM
[17]. G-HeraTtuBHBIC (R-T103UTHUBHbBIE ) O3HIBI SIBISIIOT-
cs caiitamu 00Jiee MHTEHCUBHOM TPAaHCKPUIILIMY, YEM
JIpyTye peruoHbl reHoMma [19] u, cienoBaresibHO, TUC-
OajlaHC MO 3TUM palioHAM MOXET OBITh JICTAJIbHBIM.
Kpowme Toro, meitorndeckoe crnapruBaHAE MOXKET OBITH
pa3TuyHbIM B 0osiee mo3aHuX (G-mo3utuBHbIe (R-He-
raTuBHbIe) O09HIBI) U Ooiee paHHUX (G-HeraTuBHbBIE
(R-1103UTHBHBIC) O9HIBI) PEILUIMILIMPYIOIINXCS CaliTax,
YTO MOXET BHOCHUTDH JIOIOJIHUTEIbHBINA BKJIag B IIpe-
MMYIIECTBEHHYIO ITaToJIOrmdyecKyio cerperamuio [20].
IToaTomy orreHka Takoro pakropa, Kak IpeodaagaHne
B TPaHCJIOLIMPOBAaHHBIX cerMeHTaX G-TO3UTUBHBIX
03HIOB, coaepxamux AT-60raryio Mo3aHO perInLI-
pyromyiocst [IHK, 6egHyio reHamMu (4TO MOXKET 00y-
CJIOBJIUBATh XKU3HECTIOCOOHOCTh SMOPHOHA MPU T1aTO-
JIOTUYECKMX TUIAX MEMOTUYECKOI cerperalvy KBaj-
pUBajieHTa), Ka3ajaach Heooxomumoi. OmHaKO TeHHBIM
KOHTEHT TPaHCJIOLMPOBAHHBIX CETMEHTOB, OLICHUBA-
IOIIMIACS KaK MX 00orameHHOCTh (G-TIO3UTUBHBIMU
OsHOaMM, B IIEpBOHAYAILHOI JToruT-Moaenu 1 okazan-
CSl CTATUCTUYECKY He3HAYUMBIM TIPEIUKTOPOM, He ac-
COLIMMPOBAHHLIM C POXICHUEM >XXM3HECIIOCOOHOIO
IMMOTOMCTBA C XPOMOCOMHBIM A1 COATAHCOM.

Takum oOpa3oM, perepecCMOHHBIN aHaJIN3 IOKa-
3aJ, YTO MEHBIINNA WHAOPMAIIMOHHBII KpPUTEPHit
AKaunke U TOCTUTHYTBII YPOBEHb 3HAYMMOCTH JIOTUT-
MOJIEIN 2 MO3BOJISIIOT CYUTATh (DaKTOP TEPMUHATIBHO-
IO pacIIOIOXKEHUSI TOYeK pa3phIBOB HE3aBUCHUMO CBSI-
3aHHBIM C PUCKOM POXIEHMS XXM3HECIOCOOHOTO pe-
6eHka ¢ MBIIP u/unu XxpoMOCOMHBIM JUCOATAHCOM.
[IaHCcH poXIeHMs TAKOTO peOeHKa B 6 pa3 BbIIIIE IPU
HocutesbeTBe APT, B KOTOpPBIX XOTSI ObI OMWH U3 Ae-
pUBaTOB UMEET TEPMUHAJIBHO PACIIONIOKEHHYIO TOUKY
paspeBa (0.2 1 MeHee pa3Mepa COOTBETCTBYIOIIETO
IIe4a XpOMOCOMBI), 0 cpaBHeHUIO ¢ APT, B KOTOpBIX
TOYKU Pa3pbIBOB HE SIBJISIIOTCS] TEPMUHATBbHBIMU.

Bce nipouienypbl, BbIOJHEHHbIE B UCCIIEIOBAHUU
C YYacTHUEM JIIOJIC, COOTBETCTBYIOT 3TUUYECKUM CTaH-
JTapTaM MHCTUTYLMOHAJIBHOTO 1/MJIN HAlIMOHAIbHO-
ro KOMHUTETa I10 UCCIEA0BATEILCKOM TUKE 1 XEIb-
CUHKCKOM nexyiapanuu 1964 r. u ee mocieayonmm
W3MEHEHUSIM WJIX COIIOCTABUMBIM HOPMaM 3TUKMU.
OT KaxIoro u3 BK/IIOYEHHBIX B MCCJIEIOBaHUE
YYACTHUKOB OBLIIO IIOJIy4eHO WH(MOPMHUPOBAHHOE
JTOOPOBOJIEHOE COTJIacHe.
T’EHETUKA Ne 9
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Estimation the Risk Factors of Chromosome Imbalance at Birth
for Autosomal Reciprocal Translocation Carriers
N. V. Shilova® *, M. E. Minzhenkova“, and V. G. Antonenko*

“Research Centre for Medical Genetics, Moscow, 115522 Russia
*e-mail: nvsh05@mail.ru

An important problem of genetic counseling of reciprocal translocation carriers is to determine the personal-
ized risk of transmitting chromosome abnormalities to the offspring. The risk of imbalance at birth varies con-
siderably from one translocation to another. It will depend on the probability of malsegregation and the like-
lihood of subsequent viability. In turn, these probabilities depend on many factors, including some cytoge-
netic and quantitative characteristics of translocation. Binary logistic regression method (R-statistics) was
used to estimate the factors associated with the risk of a viable imbalance child in 49 carriers of autosomal
reciprocal translocation. It was found that the terminal breakpoints on the chromosomes involved in the
translocation was independently associated with the risk of a viable unbalanced child. The influence of vari-
ables measured by adjusted odds ratio show the classical strong association with terminal breakpoints.

Keywords: autosomal reciprocal translocation, meiotic malsegregation, chromosome imbalance, binary lo-

gistic regression method, odds ratio.
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