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PobepTcoHOBCKUE TPaHCIOKAIIMKM,/U30XPOMOCOMbI, 00pa30BaHHbIE TOMOJOTUYHBIMU aKPOLIEHTPUYECKU-
MM XpOMOCOMAaMU, SIBJISTFOTCSI OY€Hb PEIKUMM TepecTPOMKaMU, ITOSTOMY UX SITUASMUOJIOTUS TIpaKTUJe-
CKM He uccienoBaHa. HacTosiee ucciaenoBaHue, OCHOBAaHHOE Ha aHaIM3e OIyOIMKOBaHHBIX JaHHBIX KakK
CHCTeMaTUYECKMUX UCCeAOBAaHUI MAIIMEHTOB ¢ HAPYIIEHUSIMU PETTPOAYKIINH, TaK U OTACIBHBIX COOOIIIE-
HUI 0 HOCUTEJISIX TOMOJIOTUYHBIX TpaHcaokauuii (I'T), mpoBeneHo ¢ 1iebio oInpeaeaeHUsI OCHOBHBIX IITU -
nmeMuojiorndeckux xapakrepuctuk I'T. O6HapyxeHbl 10-KpaTHBIE CTATUCTUYSCKU 3HAYMMBbIEC Pa3IMUIMST
MEXKIIY CYTPYKECKUMHU MapaMu ¢ 6eCIIONMeM U NMapaMy ¢ HEBbIHAIIIMBAHUEM OEpEMEHHOCTH T10 YacTOTe HO-
cureneit I'T (0.03 1 0.45%o0 cOOTBETCTBEHHO) M TT0 MX J0JIe OT YMCJIA BBISIBIIEHHBIX HOCUTEJIel pOOEPTCOHOB-
ckux TpaHcinokanuii (0.9 1 9% coorBeTcTBeHHO), p < 0.005. Y ManMeHTOB ¢ foKa3aHHBIM (DaKTOPOM MYKCKO-
ro OecIUIonust 3T okasareu cocTaBITIoT 0.21%o0 1 3%. B rpyrime My>KJuH 13 TIap ¢ HeBBIHAIITMBAaHUEM (TTPU
TOM, YTO MPUMEPHO MOJOBUHA U3 HUX SIBJISTIOTCS] TTAPTHEPAMU XKEHIIWH C )KEHCKUM (DaKTOpPOM HapylleHUs
PETIPONYKIIMM) 3TU MoKa3aTeau cocTaBisioT 0.36%o0 n 10.5%, p < 0.05. Cpenu Hocureneit I'T yaie oGHapy-
xwuBaroTcs Hocutesu I'T xpomocoM 13 u 22. s Hocuteneii I'T xpomocom 13, 14, 15 1 21 xapakTepHO Iipe-
obJlaTaHne MHAMBUIOB XXEHCKOTO I10J1a: B cpeaHeM cooTHoleHue 1mojioB (CIT) cocrapnsiet 0.34 (223/61Q).
Cpenu Hocuteneid I'T xpoMocoMbl 22 BBISIBAEHO HEKOTOPOE MpeodaagaHue MHANBUIOB MY>KCKOTO M0Ja,
CIT=1.18 (133/119), paziinuue c OCTAUTLHBIMU TPAHCIOKALIMSIMU CTAaTUCTUYECKU 3HaUUMO, p < 0.05. AHa-
JIN3 COOOIlIeHUT 00 OTAEIbHBIX CIydasix IoKasall, 4yTo u3 22 Hocuteseil I'T My>XCKoro moJja TOJIbKO IBO€
ObUTM 00CIIeIOBaHbI B CBSA3M C OeCTUIONUeM, IPpUYeM Y OMHOTO M3 HUX MCCIIeA0BaTeIM He HAllUTM OCHOBa-
HUI CcBsI3aTh HapylleHue cnepmaroreHesa ¢ I'T, y npyroro naiueHTa ooHapy:KeHa JMHUS KJIETOK C HecOa-
naHncupoBaHHOM I'T. Takum o6pa3om, B 60IBIIMHCTBE caydaeB y HocuTesaeit I'T MykcKoro moJja criepMa-
ToreHes He HapylleH. HapyimeHnus ciepmaToreHes3a y yactu Hocutesnaeil I'T MoryT ObITh 00yCIOBI€HBI Ha-
JIMYMEM TOHAITHOTO MO3aWlilM3Ma IO HecOaJaHCUPOBAHHOM TpaHCIOKAIIMA B pe3yjbTaTe HEIMOTHOM
KOPPEKIIMU UCXOAHOI TpaHCIOKAalMOHHOM TpucoMuu. Cirydyau poXXaeHUs 310POBBIX JETEe, yHaCIe10BaB-
KX c6aTaHCUPOBAHHYIO TPAHCIIOKAIINIO, WIIH AeTeil ¢ HOpMaJIbHBIM KapUOTHUIIOM ITO3BOJISTIOT CYUTATH HE
HYJIEBBIM IIIAaHC UMETh 3M0POBOE MOTOMCTBO 1151 Hocutenei I'T. [IpuBeneHbl CChUIKM Ha COOTBETCTBYIO-
e aJITOPUTMBI 00CIIeTOBaHNS M KOHCYJIbTHPOBAHUS.
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PoGepTconoBcKkue TpaHcIoKauu (rob) SIBASIOTCS
MepecTpoikaMy, BOBJICKAIOIIUMU IJIMHHBIC TLICUYU
aKpOLIEHTPUUECKUX XPOMOCOM, C TOUKAMU Pa3pbiBOB
B NEPULIEHTPOMEPHBIX paiioHax. HeromosnoruuHeie
rob oTHOCATCS K HanboJiee 4acTbIM XpPOMOCOMHBIM Tie-
pecTpoiikaM y yestoBeka [ 1], ¥ B GOJIBITUHCTBE CITy4aeB
OHM yHacJIeIOBaHbl OT poauTeseil. [oMolornuHble po-
OEpPTCOHOBCKUE TpaHcaoKaluu,/m3oxpomocombl (I'T)
00HapyXMBalOT YPE3BbIYAHHO PEIKO, MOCKOJIbKY HO-
CUTENIM 3TUX TPaHCJIOKALMNA MPOAYLIMPYIOT TOJbKO
aHOMaJIbHbIE TaMETbhl, YTO MPAKTUYECKW MCKIIIOYAET
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BO3MOXKHOCTh MMETH 300POBOE ITOTOMCTBO. Hampu-
Mep, cpeay Mo4YTU 94 ThIiC. HOBOPOXKIEHHBIX HE OBLITO
BBISIBJIEHO HA OJHOI'O HOCHUTEJISI COajlaHCUPOBAaHHOM
I'T[2].

MexaH3MBI X 00pa30BaHUSI MOTYT OBITh pa3HO-
obpaszHbiMU. CUHraMusi IBYX aHOMAJIbHBIX TaMeT,
onHa u3 KoTtophix HeceT I'T, a mpyras aBiIsieTcst HYJI-
JIMCOMHOI MO 3TOH K€ XpOMOCOME, MPUBOAMUT K TaK
Ha3bIBaeMoOM “KoMIJieMeHTaluuuM ramer”. MoxkeT
MIPOU30MTU KOPPEKIUS UCXOAHOM TpucoMuu (yHa-
CJIEIOBAaHHOM MJIM BHOBb OOpa3oBaHHON B Meio3e y
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Taoauuna 1. CriekTp po6epTCOHOBCKUX TPAHCIIOKAIIMIA Y TTAIIMEHTOB ¢ HAPYIIEHUSIMU PETTPOTYKIINT

T'omomornutbie
Yyero Hucyo HeroMoJsorudssle TpaHCIOKALIAU TpaHcIoKaLuu,/
Cpyrims: obcieno-| CoAB” U30XPOMOCOMBI
pamHbix | O PX o
wocureneit | % (2 | [N |2 ||V |8 |8V |2 | |2 |3|98 |5
S o e R O I T e B T S I N O I I B
Cynpyxeckue |33 15432 90 68 410 |0 6 11 1 0 0 1 0 0 0 0 0 0
;‘3‘6’;’4‘ ¢ Gecrno-Fo o 15468 | 20 2] 2|01 1 2l o0l ol 1| o] 1[o]lof[of o1
[4—19] Bcero| 30900 |110 80 6|0 |1 7 13 1 0 1 1 1 0 0 0 0 1
Cynpykeckue |38 | 25277 | 86@87)* |56 | 3] 0 |2 1 alal o sl 2121309
faper e i 4 gg 25376 [159 (160)** | 83 | 2 | 1 |4==| 9= 22 | 6| 7| 5| 5| 5| 3| 1| 1| 414
BBIYHBIM HEBbI-
nammsarmen | Beero| 50653 [245247) (140 | 5| 1]6 |10 |26 |1w0] s|w]| 6| 7| 4| 3] 2] 7 ]2
[20—50]
ITaleHThI 338 28112 | 201 140 | 11 110 9 27 1 5 0 1 2 2 1 0 1 6
C MyXCKUM
oecrtogueM
[51-86]

* Brurioyast HeMIeHTH(ULIMPOBaHHYIO IepecTpoiiky 45, XY, t(D;G).
** Brrtouast HeuaeHTU(UIMPOBaHHYIo TiepecTpoiiky 45,XX,t(D;D).

*** Hocurenb nByx TpaHcaokanmit 44,XX,t(13;22),t(14;15).

OOHOIO W3 POOUTENEH) IIyTeM MHOTepu CBOOOMTHOI
XPOMOCOMBI, TIPH 3TOM BBICOKA BEPOSITHOCTH HETIOJI-
HOM KOoppeKuuu (T.e. BOBHUKHOBEHNE MO3auli3Ma
IO TPUCOMHHU C COOTHOLICHUEM JIMHUI, BapbUPYIO-
IIMX B 3aBUCUMOCTH OT TOTO, Ha KaKOI CTaaIuM pa3-
BUTUS SMOpHUOHA Mpou3olijia noreps). B pesynbra-
T€ TaKMX MEXaHU3MOB oOpa3oBaHus I' T HabmogaoT
OIHOPOANUTEIBCKYIO JMCOMHUIO, T.€. 00€ TOMOJIOTHY -
HBIE XPOMOCOMBI, YYacCTBYIOIIME€ B II€PECTPOMKE,
HacjaenyrTcsa oT omHoro poautelsa. Takke I'T mo-
XET OBITh PE3YyJIbTATOM MOCTPEPTUINIALTNOHHOTO
CJIMSTHUSI TOMOJIOTMYHBIX POAUTEIILCKUX XPOMOCOM,
Ipu 3TOM BEpPOSTEH MO3aWlLM3M C HOPMaJIbHBIM
XPOMOCOMHBIM HabopoM u cbamaHcupoBaHHoi I'T
(cM. 0030p [3]).

B nipenpimymieit padote, MOCBSIIEHHON N3y4eHUIO
YacTOThI M CIIEKTpa POOEPTCOHOBCKUX TPaHCIOKAa-
L11/M30XPOMOCOM [2], aBTOp KOHCTATUPOBAJIa HAJIU -
yyie “OeJIbIX IISITEH” B UCCIETOBAHUSX 3TOTO TUIIA T1e-
pecTpoeK, HeCMOTpSI Ha TO, YTO OHU MMEIOT CYIIe-
CTBEHHOE 3HAauYeHWE B OTUOJOIMU BPOXKIEHHBIX
MOPOKOB Pa3BUTUS U HapYyLIEHUS PENPOAYKLMU, U
OBbLIO OBl €CTECTBEHHO IpeArojaraThb, YTO OHU SIBJIsI-
IOTCS TOCKOHAIBLHO U3YyYeHHBIM 00heKTOM. ['oMoto-
TUYHBIC TPACIIOKALIMN/U30XPOMOCOMBI XOTSI U CUU-
TalOTCs YpEe3BbIYAITHO PEAKUMU, BCE XK€ COCTABIISIIOT
3aMETHYIO YacTh CPeIU MEePeCTPOeK STOTO TUIIA, 00-
Hapy:KMBaeMbIX y IMaLMEHTOB C HapylLIEHUSIMU pe-
MPOAYKLIMHU, U OTCYTCTBUE MCCICOOBAHUI SITHIEC-
muonoruu I'T npeacrasisieTcss HeOMpaBIAHHbBIM.

JaHHbIe TIPeNbIAYIIEro UCCIeI0BaHUs TTO3BOJIWIN
MPEIITOIOXNUTh, YTO TOMOJIOTUYHBIE TPAHCIIOKALINKI He
00yCIOBIIMBAIOT HapyllIeHue criepMaroreresa. [losro-
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MY OCHOBHBIM CTHMYJIOM IPOBEICHMST HACTOSIILIETO MC-
cemoBaHUs OBLIO CTpeMJICHUE OIPEAC/IUTh YacTOTy
Hocutenieit I'T cpemy mauMeHTOB C HapyLIEHUSMU
criepMmatoreHesa. [IoMruMo orpeesieHrsT YaCTOThI HO-
cureneii I'T cpeny manimeHTOB ¢ pa3HbLIMU (popMaMu
HapylleHUsl PeNpoayKIWU, 3adadyaMyd HacTosIei
paboThI IBISLINCH MccnenoBanue cnektpa I'T u coot-
HomeHwus nojoB (CII) y Hocuteneit I'T.

IIpoBeneH aHaau3 OMyOJIMKOBAaHHBIX COOOIIEHMIA
00 oTaenabHBIX HocuTelisix I'M, BHe 3aBUCHMOCTH OT
MPUYMHBI 00CIen0oBaHMs (KpoMe COOOIIIEHMIA O TTpeHa-
TaJIbHOM auarHocTrke I'T i o HOBOPOXKIEHHBIX HO-
CUTEJISIX, BBISIBJICHHBIX IIPU MTPpEeHATAIbHOM AUarHOCTU -
Ke); JaHHbIe 00CIeNoBaHUs CYMPYKEeCKUX Tap ¢ Oec-
IIOOMEM M TIap C IMPUBBIYHBIM HEBBIHAIIMBAHUEM
OepeMeHHOCTH, a TakKKe JaHHbIe 0OCIeIOBaHMs T1a-
LIEHTOB MYKCKOTO ITojia ¢ OecIuiomueM, o0yCIOB-
JIECHHBIM HapylIeHMsSIMH cIiepMaToreHe3a. B aHamm3
BKJTIIOYEHBI BBIOOPKN YMCIIEHHOCTBIO He MeHee 150
cynpyxeckux nmap 1 He MeHee 100 manieHTOB ¢ MyX-
ckuM OecruiogueM. I cTaTUCTMYECKOrO aHaIM3a
WUCIIOJB30BaJU CTAHIAPTHBIE METOABI (METOL @ M
KpuTepuii 2 ¢ nomnpaskoii Metca).

JlaHHBIE O CIIEKTpe pOOEPTCOHOBCKMX TPAHCIIO-
Kallvii B CyIIpykeCcKUX Iapax ¢ oecrioguem [4—19] u
HeBbIHaILIMBaHUEM OepeMeHHOoCcTH [20—50], a TakKke
y HaLIMeHTOB ¢ MYy>XXCKMM OecruionueM [51—86] mpen-
CTaBJIEHHBI B Ta0I. 1.

I1pu cpaBHEeHUM OBYX TPYIII CYIPYKECKUX Map B
TIepByIO odyepedb oOHapyxuBaeTcs 10-kKpaTHoe pas-
JIM4re MexXmy HUMu no yactore Hocuteneit I'T (0.03
1 0.45%0 COOTBETCTBEHHO) U IO J0JI€ TOMOJIOTMYHBIX
TpaHcJioKauuii ot umucia Bcex rob: 0.9% (1/110) B
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rpyme ¢ 6ecrioneM u 9% (23/245) B Tpymie ¢ HEBBI-
HalllMBaHUEM, pa3jnyyde CTaTUCTUYECKW 3HAYUMO
npu p < 0.005. ITpuueM MOCKOJIbKY €IWHCTBEHHbBII
Hocuteb ['T B rpyrme ¢ 6ecrutiogueM — 3TO KEeHIIH -
Ha, MOXHO TMpPEIIoJOXUTh, 4TO ee “Oecromue”
OOBSICHSIETCSI PAHHUMU HEIUArHOCTUPOBAHHBIMU
MOTEPSIMU OEPEMEHHOCTH.

Yro Kacaercs TPYNIIBI MYXYWH C OECIUIOOUEM,
MepBOHAYAJIBHO TIPEAIIOIaraioch 0ObeIMHEHNE UX C
MYXXUYMHaMU M3 CYIPYXECKUX Map ¢ OecIuiogueM,
TeM 00Jjiee YTO TU TPYIIIHI CTAaTUCTUIECKN 3HAYNMO
HE pa3INYaroTCsl HU I10 YaCTOTE BBISIBJICHHBIX HOCH-
teneit rob (6 1 7%o0 COOTBETCTBEHHO), HU 110 CIIEKTPY
TpaHcnoKanuit. OmHaKo OBIIO TIPWHSITO BO BHUMa-
HHUE, YTO B OOCJIEHOBAHHBIX CYIPYKECKUX ITapax
MPUMEPHO TIOJIOBMHA MYXKUUH SIBJISIETCSl MapTHepa-
MM XEHIIWH ¢ KEHCKUM (PaKTOpPOM, U TTOITOMY HMX
o0BeIMHEHME B OOHY TPYINTy HeolpaBmaHHO. [eit-
CTBUTEJILHO, B 3TOM TPYIIIE, B KOTOPOUl OOJBIITUH-
CTBO M3 ITAIlMEHTOB HWMEET MTOKa3aHHBIN (aKTop
MYKCKOTO Oecruiogusi, OOHApPY:KMBAIOTCS HOCUTEIIHA
I'T, xoTs ux 10151 B 0011IEM YKCJIe BBISIBJICHHBIX TPAHC-
Jokarmit coctasiset Bcero 3% (6/201), 4To CTaTHUCTH-
YeCKY 3HAUMMO HE OTJIMYAETCS OT DTOTO TToKa3aTesis B
IpyIIe My>XYMH U3 CyNPYKeCKUX map ¢ GecruioguemM
(0/90), HO HUKE TIO0 CPAaBHEHUIO C TPYMIION MYXXYMH
n3 1ap ¢ HeBbIHammBaHueM — 10.5% (9/86), pasnuune
cTaTUCTUYeCKU 3Haummo 1pu p < 0.05.

B T1a6:1. 2 npuBeaeHBI JaHHBIE, TPEACTaBICHHBIC B
OTIENIbHBIX coobmeHMs x o Hocutesax ['T [87—148].
Anamus cnekrpa I'T 1 COOTHOILIEHUS TTOJI0OB IIPOBE-
JIeH B BbIOOpKe (TabJj. 3), BKJIIOYAlONIe TaHHbIE U3
OTIEJIbHBIX COOOIIEHMI1, ITOJIydeHHEIC IIPU 00CIIeI0-
BaHUU CYIIPYXECKMX I1ap ¢ OecCIUIogreM M HeBbIHA-
IIMBaHUEM, a TAKXKE U3 CTaTbU aBTOPOB, CYMMUPOBAaB-
IIMX Pe3ylIbTaThl pabOTHl UArHOCTUYECKOI J1abopa-
Topun ~ 0Oe3  AeTaiuM3alMyd  NOOKAa3aHWK IS
obcnenoBaHus [149]. Haubosiee yacThIMU SIBJISIETCSI
I'T xpomocompbl 13 m xpomocombl 22. Heckonbko
MEHBIIIee YMCI0 HocuTeleil xpoMocoM 14 1 15 MoxeT
OOBSICHSITBCS HAaIUYUEM UMITPUHTUPOBAHHBIX TEHOB
Ha 3TUX XPOMOCOMaX, BCJICACTBHAE YETO MHIVBUIEL C
OTHOPOIUTEIbCKOM TMCOMMEI 3TUX XPOMOCOM MMe-
10T KJIMHUYECKHUE MPOSBJICHUST B 3aBUCUMOCTH OT TO-
ro, OT KOro U3 poautelieii yHaciienoBaHa I'T.

Ananu3 CII BeigBasieT nmpeodiiagaHre HOCUTENICH
XKeHCKoro nojia cpenu Hocuteseit I'T xpomocom 13,
14, 15 u 21: cymmapno CIT cocrasaser 0.36 (22/61).
IIpeobnagaHne MHOMBUIOB KEHCKOIO IIOJia CpeIu
HOCHUTEJIE XPOMOCOMHEIX MEPeCTPOeK 3TOro THUIIA
MOXET OOBSICHATBCS TOJOCTIEIM(MPUIHON HecTa-
OUJILHOCTBIO MEPULIEHTPOMEPHBIX paitoHOB [150].

OnHako cpenu Hocuteneid I'T xpomocoMmsl 22 Ha-
OomaeTcs HEKOTOpoe TIpeobiamaHre HOCUTEIeH
MY>XCKOTO T10J1a, CTAaTUCTUIECKHN 3HAYMMO HE OTJIM-
qaroleecss oT 3HaYeHus 1.06 B oOIIeil MOIMyJISIIINI:
CII = 1.18 (13/11), a paznuuue ¢ OCTAILHLIMMA TPaHC-
JlokanusaMu 3HauuMo npu p = 0.0216. Dtn naHHBIE

MOTYT CBUIETEJILCTBOBATH O PA3IMYAIOIINXCS “00CTO-
stefbcTBax” opmupoBaHust I'T xpomocomamu 22 u
OCTaJIbHBIX aKPOLIEHTPUKOB. MI3BeCTHO, YTO TOMOJIO-
TMYHBIE POOEPTCOHOBCKME TpPaHCIOKAIIN,/U30XPO-
MOCOMBI MOTYT MMETh JIMOO MeioThdeckoe, MO0
MUTOTUYECKOE ITPOUCXOXKICHNE, MOTYT ObITh MOHO-
WIA OULEHTPUIECKUMU, OMHO- WJIM ABYPOOUTEIb-
ckumu [122]. Bce cBeneHust, KOTOpble COOOIIAINCH
aBTOpaMu O npourcxoxaeHUn I'T, BKITto4eHBI B Ta0II. 2.
OIHaKO OHM CTOJIb HEMHOTOYUCICHHBI, YTO HE I103-
BOJISIIOT clieJIaTh KaK1e-J1100 BHIBOIbI OTHOCUTEIBHO
BO3MOXHBIX pa3IMUYUii MEXaHU3MOB (DOPMUPOBAHUS
TexX 1 uHbIX ['T.

Crenyet OTMETUTH U HEKOTOPbIE PA3TUYUS MEXITY
rpyInaMu 1o CIIeKTPY HEeroMOJIOTUUHBIX rob. MHTe-
PECHO, YTO U Y XKEHIIMH C TIPUBBIYHBIM HEBBIHAIIN-
BaHUEM, M Y UX MapTHEPOB HAOII0OJaeTCsl HaKoTlIe-
HUe rob ¢ yyacTreM XpoMocoMbl 22: 14% (32/222) o
cpaBHeHU IO ¢ 2.7% (3/110) y map ¢ 6ecrutoguem. Tak-
2Ke obpaillaet Ha ce0sl BHUMaHKWeE HaKOIJIEHUE OUYEeHb
penkoii rob 15;21 y XeHIIUH ¢ NIPUBBIYHBIM HEBbIHA-
mmBaHueM — 4.8% (7/145), mo cpaBHEHHIO C TIOITY-
smmeit — 0.45% (1/221) [2]. U3BecTHO, UTO HOCHUTE-
JIM 9TOM TpaHCIOKAallMU UMEIOT BBICOKMIA pUCK 3a00-
JIEBaHUSI OCTPBIM TUMMOOIACTHBIM Jieiiko3oM [151].
V nanmeHToB ¢ My*KCKUM (DaKTOPOM OECILIONMS TaK
XK€, KaK ¥ B aHAJIOTUYHOM UM TPYIIIe MY>KUUH U3 Cy-
MPYXeCKUX MNap ¢ 6ecruiogrueM, HabIoaaeTcss HU3Kast
4acToTa HETOMOJIOTUYHBIX 70b C BOBJIEYEHHEM XPO-
MOcoMBI 22 — 1% (2/195). OnHako B Heil oGHapy-
JKUBAIOTCS 5 HocuTeleit “Hexopolueit” rob 15;21.

Kak yxe ynmomMuHasloch, AaHHbIE MPEAbIAYIIETO
KCCIe0BaHUS TTO3BOJIWJIM MPEAINON0XUTh, YTO TO-
MOJIOTUYHBIC TPAaHCIOKAIMM HE CIIOCOOCTBYIOT Ha-
pylieHuio cnepMmaroreHesa [2]. Hacrosiee mccie-
JIOBaHWE I0Ka3ajl0, YTO y MAallMEHTOB C MYXCKUM
dakropom Gecrutogus moiss I'T cocrasiasier 3% ot
BBISIBJIEHHBIX POOEPTCOHOBCKUX TpaHCIOKalUuit, B
otiauune ot 10.5% y mapTHEpOB XEHIIUH C HEBBIHA-
mrBaHUEM (IIPU TOM, UTO B ITOCJIEIHEN TPYyIIIe OKO-
JIO TIOJIOBMHBI MHIAMBUAOB SBJISIIOTCS MapTHEpamMu
KEHIIIWH C XKEHCKUM (PAaKTOPOM HEBBIHAIIIMBAHMUS).
Taxcke ciieqyeT OTMETUTbD, 4yTo cpeau 21 Hocutens I'T
MYKCKOTO 11oJj1a (Tabi1. 2) TOIbKO ABOE ObLIM 00CiIe-
JIOBaHbI B CBSI3U C OECIUIOAUEM, TIPUYEM Y OJTHOTO U3
HUX OOHApYXXEHO TNPUCYTCTBUE JIUHUU C HecOaaH-
cuposanHoii I'T [100]. AHanu3uUpyst OMONTAT TECTU-
KyJ1 apyroro HocuteJist I'T, aBTOpbl He HAIUIM OCHO-
BaHMI cBsI3aTh Hajauuue I'T ¢ HapyllleHUeM criepma-
ToreHesa [137].

Takum o6pa3oM, B MOAABIISIIONIEM OOJILITNHCTBE
clIydaeB MYKUYMHBI — HocuTenu ['T TIpoaympyror ra-
METhI, CIIOCOOHBIE K OTJIOA0TBOpeHMI0. OTCYyTCTBUE
HapyILIEHWI criepMaToreHes3a, TUITUYHOE JJIsI HOCU-
TeJaeil HeTOMOJIOTUYHEBIX rob, ckopee Bcero, oObsic-
HSIETCSI CHOCOOHOCTBIO IJIeY TOMOJIOTMYHBIX TPAHCJIO-
KaLlii KOHBIOTMPOBAaTh MEXIY COOOM, KaK OBLIO MO~
Ka3aHo B ucciegoBaHuuu [106]. ABTophbl, 00cCjieIoBaB
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20 KOBAJIEBA

Taommma 3. CHCKTp CGa)’IaHCI/IpOBaHHI)IX TOMOJIOTMYHBIX TpaHCJ’[OKaHHﬁ/HSOXpOMOCOM 1 COOTHOIICHME I10JIOB

IMaueHTs
C pa3sIUYHBIMU
OtnenbHbIE ClTydau
MoKa3aHUSIMU
Cyrnpyxeckue napbl C pasIMYHBIMU
(B OCHOBHOM
C HapylIeHUsIMU MoKa3aHUSIMU P — Bcero CoOOTHOLLEHME
Tpancnokaunv | penponykuun [4—50] | st o6caenoBanms HOJIOB
penpoAYKLIMU U/WTN
[87—148]
aHOMAaJILHOE IIOTOMCTBO)
[149]
348 Q9 34 1% 338 1% 38 | 29

13;13 2 6 1 14 2 3 5 23 0.38
14;14 1 3 5 5 1 3 7 11 0.64
15;15 2 1 3 9 0 2 5 12 0.42
21;21 1 1 4 8 0 6 5 15 0.33
22;22 3 4 8 6 2 1 13 11 1.18

MY>KYMHY, Y 00eUX KEH KOTOPOro ObLIM IPUBBLIYHBIC
BBIKUIBIIIN, OOHAPYXKWUIN MOJIHOCTHIO HOpMAaJIbHbIE
MOKa3aTeJiM CIEPMOrpaMMbl U TECTUKYJISIPHYIO TH-
CTOJIOTHIO, a KOHBIOTALIMS MEXIY IjIedaMu U30XpO-
MOCOMEI 14 mpoucxoauiia TAKUM 00pa3oM, YTO XPO-
MOCOMa He OTJIndajach OT OOBIYHOTO OMBAJICHTA.

OueBUIHO, YTO TaKas KOH(UTIypalus dpeBaTa
o0Opa3oBaHUEM KOJIBLIEBOIT XpOMOCOMEI. lelicTBU-
TEeJIbHO, B MOTOMCTBE ABYX HocuTeseit I'T obHapyxe-
HBI JE€TU-HOCUTENIN KOJBIEBEIX XPOMOCOM, Hanbo-
Jiee BEpOSITHO 00pa3oBaHHBIX M3 pomuTesbeKux I'T
[87, 121]. B nutepaType ecTb U Apyrue COOOIIESHUS O
KOJIBLIEBBIX XpOMOCOMaAaX, COIYTCTBYIOIIMX T'OMOJIO-
TMYHBIM TpaHcaoKauusam [152—154]. Stetten ¢ coaB-
TOpaMU MPEANoNoXuau, yTo Haiuuue I'T sBisiercs
HEOOXOOMMBIM IIPENIIIeCTBEHHUKOM OOpa30oBaHUSI
KOJIBIIEBBIX XpoMocoMm [153].

Hecmotps Ha To, 94TO HOCUTEIN HEMO3anIHbIX [T
MPOAYLIMPYIOT TOJIBKO aHOMAaJbHbIE TaMeThl, U3BECT-
HEI CJIyday pOXIASHUS Y HUX 300POBBIX JIeTeil C TAKIMU
XKe nepectpoiikamu [97, 99, 134, 136, 141, 143]. Takoe
Topa3uTeIbHOEe BE3€HUE MOXET OBITh Pe3yJIbTaTOM
OIHOTrO M3 ABYX MEXaHM3MOB: CUHTAMUM TaMEThI, He-
cymieid I'T, ¢ rameroit, HYJUIMICOMHOI IO TAaKOM XKe
XPOMOCOME, UJIU XK€ KOPPEKLIUEN TPUCOMHOM 3UTOThI
MyTeM MOTEepU CBOOOIHOI XpOMOCOMBI. JIFOOOITBITHO,
YTO M3 LIECTU BTUX CIIy9acB B YETHIPEX MMEIO MECTO
HacJienoBaHue TpaHciaokauu 22. HWMcciaemoBaHuUs
COOBITUIA HacaeaoBaHUs coanaHcupoBaHHBIX I'T nanu
IepBOHAYAJIbHBIE JOKA3aTEIbCTBA TOTO, YTO XPOMOCO-
MbI 13, 21 1 22 He HecyT UMIIPUHTUPOBAHHBIX TEHOB.

OmnucaHbl HECKOJIBKO CIIy4aeB POXKICHMS Y HOCH-
Teneil Hemo3anyHbix ['T 3M0poBBIX AeTeit C HOpMaJlb-
HBIM XpPOMOCOMHEIM HaGopom [90, 104, 119, 130,
148]. PoxnmeHme TakKuMX OETE CBUIETEIILCTBYET O
MPUCYTCTBUM HOPMAJILHOM JIMHUU B TOHAIaX Y POAU-
teneit-Hocuteneit I'T. KpoMe Toro, MoxHoO Ipeamno-
JIOXKUTb OCYIIECTBJIEHUE PEIKOTO COOBITUSI — CcIiopa-

IUYECKOU NUCCOoUaIuU LIEHTPOMEPHI. DTO SIBJIEHUE
OBLI0 MOKA3aHO Kak 11 rob [155, 156], Tak u o151 He-
aKpOIIEHTpUYECKMX XxpoMocoM [157, 158]. Obcyxma-
Jlach 1 Ipyrasi BO3MOXHOCTbh: TOHaAHBIII MO3aULIU3M
no HecbamaHcupoBaHHoU [T (TpaHciIoOKaMOHHAs
TPUCOMMUS), TMOCKOJbKY KJIETKU-TPEAIIeCTBEHHUKN
rameT ¢ TaKUM HabOpOM XPOMOCOM JTOJIKHBI POy -
mpoBath 50% mod4epHUX KIETOK ¢ HOpMaJIbHBIM Ka-
puoturioMm [159].

Ka3zanock 6bI, 0CYyIIECTBUMOCTh TaKOM BO3MOXK-
HOCTU TTPUMEHUTEIBHO K TMMallueHTaM MYXCKOTO T10-
Jla BeCbMa COMHMTEJIbHA, IOCKOJIbKY HaJM4due HO-
MOJTHUTEIIBHON XPOMOCOMBI ITPOBOLIMPYET HapyIIe-
HHUEe cIiepMaroreHe3a. Tak, XOpOIIO M3BECTHO, YTO
JKeHIIWHBI C HEMO3aUYHOU TpYCOMUEN XpOMOCOMBI 21
(6ome3Hb JlayHa) bepTUIbHBI, B TO BpeMS KaK MYK-
YUHBI, KaK TPaBUIO, OSCIIOAHBI U3-3a HAPYIICHUS
cnepmatoreresa [160]. Bo3aMOXHO TpeanonoXuTh,
YTO UMEHHO HaJIUuue JIMHUU KJIETOK C HecOalaHCH-
poBaHHoii I'T B roHamax B pe3yibTaTe HEITOJTHOMN
KOpPPEeKIIUU WCXOAHON TpaHCIOKAIIMOHHONW TPUCO-
MU OOYCIIOBJIMBAET HAPYIIEHUS CIIepMaTOreHe3a y
HocuTelieil coanancupoBanHoi TT .

B HacTosiee Bpems Gecriionare, oOycaoBIeHHOE
XPOMOCOMHBIMU aHOMaJIUsAMMN C COOTBETCTBYIOIIM-
MU NATOJIOTUSIMU CIIepMaTOreHe3a, MPeoIoJIeBaeTCs
penpOAYKTUBHBIMU TEXHOJOTUSMM, U, KaK 3TO HU
rnapagoKcajbHO, BO3MOXHO, 4To y Hocuteneid I'T
MY>KCKOTO MOJia ¢ 0eCTUIONNEM €CTh IITAHC UMETh 3/10-
poBoe TmiotromMcTBO. Hampumep, oOHanexxuBaroliue
pe3yabTaThl MOJYYEHBI IIPU UCITOJIB30BAHUM PEIIPO-
IYKTUBHBIX TEXHOJOTUN [UTST POXIEHUST 3MOPOBBIX
JeTeit OT MHAMBUIIOB C TPUCOMUEN XpOMOCOMBI 21
[161, 162].

B nenom nporuo3 moromcTBa st Hocuteneint I'T
OYeHb HeccuMucTUYeH. Ho, yduThIBas He HYJIEBOM
IIAHC HAJIMYUS Y HUX TOHAJHOTO MO3auI3Ma, MOX-
HO peKOMEeHI0BaTh UM 00CJIeIOBaHIE, AITOPUTM KO-

TEHETHUKA Ne 1

TOM 55 2019



TOMOJIOTUYHBIE POBEPTCOHOBCKHWE TPAHCIOKALIMM/N30XPOMOCOMBI 21

Toporo onybonmkoBaH [3, 159]. Kpome Toro, o6Ccyx-
JTaeTCs1 BO3MOXKHOCTh MMETh 3II0POBOTO peOeHKa C
TaKOM K€ TIEPECTPOMKOM IIYyTEM MCKYCCTBEHHOIO
OIUIOJIOTBOPEHMS raMeT HocuTeleit I'T, He Hecyux
UMITPUHTUPOBAHHBIX T€HOB, TOHOPCKUMU raMmeTaMu
HocuTenei Takoit xe I'T [3].

Kak 3T0 yacTo OBIBaeT, MCCIIENOBAaHUS, IIPOBE-
JIEHHbIE IJIS1 peIIeHUS OTpeIeIeHHOM TPo0IeMbl, HE
TOJIBKO HE pellaloT ee TMOJHOCThIO, HO CTaBSIT HOBBIE
BOITPOCHI. JleiiICTBUTENILHO JIM CYILIECTBYET HEpaBHO-
MepHocTh criekTpa I'T 1 gyem oHa oobsicHsIeTcsa? T1o-
YyeMy COOTHOIIIEHHWE MOJ0B Pa3IndaeTcsi MeXIy HO-
cutensimu I'T xpomocomel 22 1 Hocutensimu I'T opy-
rux axkpoueHTpukoB? Ilpm s3TOM Xpomocoma 22
OKa3bIBaeTCsl TOBOJBHO 3aragjoyHoil 1 B KOHTEKCTe
pa3IMuuii CIIEKTPOB HETOMOJIOTMYHBIX TpPaHCJIOKa-
A MEXIY Pa3HbIMM TPYIIIIAMU NALUEHTOB C Hapy-
HIeHUsIMU pernpoaykiuu. He chopmMupoBaioch oT-
YyeTauBoe MoHuMaHue poiau I'T B aTuonoruu 6ecmio-
IUs: Kakue (paKToOpbl OOYCIIOBIMBAIOT aCCOIIMAIIMIO
yactu I'T ¢ HapylieHUsIMU ciepMatoreHesa?

HOBTOMy aBTOPY OCTACTCA HAACATHCA Ha MHTECPEC
K DTOM TeMe y crn€nnaJnucToB B obJacTu MOJICKYJIAP-
HOU LIUTOT€HETUKU YeJIOBEKA.
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Homologous Robertsonian Translocations:
Spectrum, Sex Ratios, and Reproductive Risks
N. V. Kovaleva*

Academy of Molecular Medicine, St. Petersburg, 191144 Russia
*e-mail: kovalevanv2007@yandex.ru

Robertsonian translocations/isochromosomes formed by homologous acrocentric chromosomes are rare,
therefore their epidemiology is practically not investigated. This study, based on the analysis of published data
including systematic studies of patients with reproductive disorders and individual reports on carriers of ho-
mologous translocation (HT), was conducted to determine the major epidemiological characteristics of HT.
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10-fold differences were found between couples with infertility and couples with miscarriages, both in the fre-
quency of HT carriers (0.03 and 0.45%o, correspondingly) and in their proportion of the total number of rob-
ertsonian translocation carriers (0.9 and 9%, correspondingly), p < 0.005. In patients with an apparent male
infertility factor, these rates are 0.21%o and 3%. In the group of males from couples with miscarriages (al-
though about half of them are partners of women with female factor of reproductive disorder), rates of
0.36%0 and 10.5% are observed, p < 0.05. Among all HT carriers, those with HT of chromosomes 13 and 22
are found more often. For carriers of HT of chromosomes 13, 14, 15 and 21, female predominance is typical
with the average sex ratio (SR) of 0.36 (2238/ 612). Among the carriers of chromosome 22 HT, there was no
female predominance, SR = 1.18 (133/119), the difference with other acrocentrics is statistically significant,
p <0.005. Analysis of reports on individual cases showed that out of 22 male HT carriers, only two were tested
for infertility. One of them had a cell line with unbalanced HT, and for the other patient, the researchers
found no reason to link the impairment of spermatogenesis with the presence of HT. Thus, in the majority of
male HT carriers, spermatogenesis is not impaired. It is suggested that the disturbance of spermatogenesis in
a part of them is due to gonadal mosaicism for translocation trisomy resulted from incomplete correction of
the original translocation trisomy. There are some published reports on healthy offspring inherited a parental
balanced HT and on offspring with normal karyotypes born to apparently non mosaic HT carriers. Hence, it
is possible to consider a chance of having healthy offspring for HT carriers not zero, therefore references to
the algorithms for the patients’ comprehensive examination and appropriate counseling are given.

Keywords: Homologous Robertsonian translocations/isochromosomes, nonhomologous Robertsonian
translocations, infertility, miscarriage, uniparental disomy, mosacism, sex ratio.
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