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AHaNM3 4aCcTOT ayTOCOMHBIX TPUCOMHU B DKCTPadMOPHOHAIBHBIX TKAHSX YeJIOBEKa MPU Pa3InIHON CTe-
TIEHU HapYIIEHHUS MPEHATATIBLHOTO Pa3BUTHA - OT OTPAaHMYCHHOTO IUIAIEHTAPHOTO MO3aHMIIU3Ma C OTHOCH-
TEJIbHO HOPMAaJIbHBIM SMOPHUOTEHE30M MM 3a[eP>KKOM BHYTPHYTPOOHOTO Pa3BUTHS JI0 CIIOHTAHHOTO Mpe-
pBIBaHUS OEpEeMEHHOCTH - AEMOHCTPHPYET YePTHl TKaHECTIEIN(UIHONH KOMITApTMEHTAIM3ANH KIeTOq-
HBIX JIMHUH C TPUCOMHUSIMH IO OTAENBHBIM ayTocoMaM Habopa. MccrenoBanrue MEXaHI3MOB H (paKTOpOB,
OTBETCTBEHHBIX 32 ()OPMHUPOBAHUE MEKTKAHEBOTO XPOMOCOMHOTO MO3aUIIM3Ma, SBIISIECTCS HEOOXOIUMBIM
9TAIlOM B aHAIN3E Pa3sHOOOpa3HbIX GeHOoTUNMHYECKUX 3(P(HEKTOB XPOMOCOMHBIX aHOMAIIUH, BOBICYEHHBIX
B Mo3an4Hoe coctosiHue. B 1996 . JI. Yoncrenxonm (Wolstenholme J.), ocHOBBIBasich Ha HH(GOPMAIIIH O
KapUOTHIIE KJIETOK TKaHEeH BHE3apOJBIIIEBOI0 U SMOPHOHAIBHOTO MPOUCXOKICHHUS Y Pa3BUBAIOIIMXCS 3a-
POZBILLIEH, BBISBISIEMOM B XOJI€ IIPEHATAIBHON JUAarHOCTUKUA XPOMOCOMHBIX HapyLIEHUH, MPeIyIokKUI MO-
Ieb GOPMHUPOBAHUS OIPAHIYCHHOTO IUIAICHTAPHOTO MO3aWIM3Ma TI0 OTACIBHBEIM XpoMocoMaM Habopa,
COTTIACHO KOTOPOH pacmpenesieHie KISTOYHBIX JHHUNA ¢ ayTOCOMHBIMU TPUCOMUSIMH MEXKIY SKCTPa’MO-
PHOHAJBHBIMH TKaHAMH MOXET OMPEeNSAThCSI COOTHOIIEHHEM MEHOTHYECKMX U MUTOTHYECKUX MYTAIlHH,
BO3HHKAIOIINX Ha PaHHUX dTamax pa3BUTHsA SMOpHOHa. Vcronb3oBaHWe AaHHON MOJNENH Uil aHaIM3a
MEXTKaHEBOT'O XPOMOCOMHOI'O MO3auIIM3Ma y CIIOHTAHHBIX a0OPTYCOB HEBO3MOYKHO BCIIEAICTBHE OTPaHU-
YeHHOCTH WH(POPMAIIUU 0 KApHOTHIIE KIETOK COOCTBEHHO 3MOPHOHAIBHBIX TKaHEH BHYTPHYTPOOHO ITO-
ruOIMX 3apopimeid. B HacTosmmelt paboTe MBI TipemmaraeM MoIenb (OPMUPOBAHHS TKAHECTICITH(DITIHOTO
XPOMOCOMHOI'O MO3aulIM3Ma, [IOCTPOCHHYI0 Ha OCHOBAaHMHU CBEIEHUH O KapUOTHIIE KJIETOK MCKIFOUUTEIIb-
HO 3KCTpasMOPHOHAIBHBIX TKaHEH, KOTOpas MOXKET ObITh MPUMEHUMA JUTS aHAJIM3a BKJIA/IA MEKTKAHEBBIX
pa3nuYMii IO XpOMOCOMHOW KOHCTHTYIIMU KIIETOK B STHOJIOTHIO PaHHEH BHYTPHUYTPOOHOW CMEPTHOCTH.
CpaBHUTENBHBIN aHATN3 00EUX MOJIENEH, C YIETOM IKCIIEPUMEHTANBHBIX JaHHBIX, yKa3bIBaeT HA JOMHUHU-
PYIOILLYIO POJIb MEHOTHYECKOT0 HEPACXOKIEHHUS] XPOMOCOM B BOSHUKHOBEHUH TPUCOMUH, BEYIIMX K CIIOH-
TaHHOMY IIPEKPaIICHUI0 YMOpHOTeHe3a. PaccMOoTpeHs!I n qpyrie (pakTophl, KOTOPBIE MOTYT OKa3hIBAaTh
BIMSTHHE Ha TKaHECTICHU(HUIHOE paclpeeNieHHe XPOMOCOMHBIX aHOMAJIHMH, - OTJIMYHS B TIPOIH(epaTHB-
HOI aKTMBHOCTHU KJIETOK, a TaKkK€ M3MEHEHHS MUTPALMU U XapaKTepa KOMMapTMEHTAIN3AIUH KIIETOK C
HapyUICHUSIMU KapHOTHIIA.

OHUM M3 OCHOBOIIOJIATAIOIINX MOJIOKCHUN ITH-
TOT'CHETUKH SIBJISICTCS MPEJCTaBICHHE O TOM, UYTO Ka-
PUOTHUII BCEX KJIECTOK OJHOI0 MHIUBHUA SIBISETCS
OJIMHAKOBBIM. BMecTe ¢ TeM 3T0 yTBEepKICHUE HEJlb-
351 CAUTATh A0COTIOTHRIM, 110 KpaifHeit Mepe BCIeAcT-
BHE CYIICCTBOBAHUS SIBJICHUS XPOMOCOMHOI'O MO3aH-
[[U3Ma, M0 KOTOPHIM MOHUMAETCS HAJIMYUE Y VHJIH-
BH/JIa, IPOM3OIICIIICTO U3 OJHON 3UTOThI, IBYX UIIH
0oJiee KIIETOYHBIX JIMHUI C Pa3JIMYHBIMU XPOMOCOM-
HBIMH HaOopaMu. XPpOMOCOMHBINA MO3aHIIM3M MOXKET
BO3HHUKATh Ha Pa3JIMYHBIX 3TallaX OHTOreHE3a, 3a-
TparuBas Wil BCE€ TKAHU OpPraHHM3Ma, UiId OrpaHHU-
YyeHHOe WX 4rcio. OTHUM M3 TaKHUX THIIOB MO3AUIIH3-
Ma SIBJISIETCS OTPaHUYCHHBIN IIalleHTaPHbBIA MO3aH-
umu3M (confined placental mosaicism - CPM), npu
KOTOPOM XPOMOCOMHBIE aHOMAJIMH OOHAPYIKUBAIOT-
Csl TOJIBKO B TPOBU30PHBIX TKAHSX 3aPOJIbIIIA - XO-

PUOHE WM TUIALEHTE, B TO BpeMs KaK KapuOTHUI KJie-
TOK CaMOTO 3MOpHOHA SABISETCS HOPMATHHEIM. [ H-
MOTe3a 0 BO3MOXKHOCTH OTPAaHUICHUS XPOMOCOMHO
AHOMAJIBHBIX KJIETOYHBIX JTMHUH IIAIlCHTAPHBIMHU
TKaHSIMH ObIJIa pejIoskeHa YapoepToH ¢ coanT. [ 1],
anozaHee Kanoycek u J{uiun BriepBbie onucany JiBa
ciayuas CPM y mio10B ¢ BHYTPUYTPOOHOI 3aepK-
KoM pa3Butus [2].

PacnpocTpanenne u ¢peHOTHIIHYCCKHE 3DPEKTHI
CPM B npeHatajibHOM MEPUOJE PA3BUTHS YETOBEKA
SIBIIIIOTCS MTPEIMETOM MHOTOYHCIIEHHBIX HCCIIEA0Ba-
Huit [3-7]. Hanuume XpoMOCOMHO# aHOMaJIMU B TIj1a-

[[EHTE MOXKET OKAa3bIBaTh Pa3INYHOE BIUSHUE HA Te-
YeHUE 3MOPHOreHe3a: OT OTCYTCTBUS 3aMETHOTO
BO3JICHCTBHS JI0 33JCPKKU BHYTPUYTPOOHOTO pa3BU-
TUs ¥ THOeNu 3apobiina. Paznuuus B GpeHoTunmuec-
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kux 3pdexrax CPM 3aBucAT OT THIIA XPOMOCOMHON
aHOMAJIMH, €€ PacHpOCTPaHCHUS B Pa3IMYHBIX JKC-
TPadMOPHOHATIBHBIX TKAaHAX, OT KOJMYECTBEHHOTO
COOTHOIIICHHSI HOPMAJIbHBIX U aHOMAJIBHBIX KIIETOY-
HBIX KJIOHOB, a TaK)K€ OT HAJIMYHS WIIH OTCYTCTBHS
OJHOPOJIUTENHCKOM JUCOMUM MO TOM WM MHOM XpO-
MOCOME B SMOPHOHAJIBHBIX KJICTKAaX W COOTBETCT-
BEHHO 3(P(PEKTOB r€HOMHOr0 UMIpUHTHHTA [8]. W3-
BECTHO, YTO B MO3AaUYHOM COCTOSIHUU MOTYT OBITh
pasIuYHBIe THIBI XPOMOCOMHBIX abeppammii. OnHa-
ko Haubosee yacto npu CPM oOHapyKuBaeTcs Tpu-
COMHS ayTOCOM, aCCOIMMPOBAHHAS C HOPMAaJIbHOU
(3yILTONAHOM) KICTOYHOM JIMHMeEH. YacTroTa Takux
(hopM IIALIEHTAPHOrO MO3aHuIU3Ma, OOHApYy:KHUBae-
MBIX TIpY TIPOBEICHUM OHOIICUM BOPCHH XOPHOHA B
CITydasix MPEHATAIBHON JTUAarHOCTUKHA XPOMOCOMHBIX
aHOMAaJIMH Y TITO/A, COCTARIIET B cpemaeM 1-2% [9].
Jlo HacTosIero BpeMEHH BOIPOC O IUIAIICHTAPHOM
MO3auIn3Me Kak (pakTope paHHEH SMOPHOHAIBHOM Je-
TaJbHOCTH OCTAeTCS OTKPBITHIM, IJIABHBIM 00pa3oM,
BCIICJICTBHE OIPaHHYECHHOCTH MH(OPMALUK O KapUOTH-
e COOCTBEHHO SMOPUOHANBHBIX TKAHEH CIIOHTAHHBIX
aboptycoB. BMecTe ¢ TeM pe3ynbTaThl CpaBHUTENb-
HOTO IMTOTCHETHYECKOTO aHallM3a Pa3IMYHBIX 3KC-
Tpa3MOPHOHAILHEIX TKAHEH CIIOHTAHHBIX abOpTy-
COB YKa3bIBalOT Ha TO, YTO YACTOTA MEKTKAHEBBIX
Pa3IUYUNA MO0 XPOMOCOMHOM KOHCTHTYIIHH KIIETOK
MOJXKET JIOCTUTATh JOCTATOYHO BBHICOKOTO 3HAYCHUS -
nopsinka 15% [7, 10, 11]. JlanHOE 0OCTOSTENHCTBO
OTIpeNeNsIeT aKTyaJIbHOCTh HCCIICIOBaHMM, HAIpaB-
JICHHBIX Ha ITOMCK M aHallu3 TeX (PaKTOpOB, KOTOPHIC
OTBETCTBEHHEI KaK 3a (DOpPMUPOBAHHE TKAHECIIEIIH-
(hMYHOr0 MO3aMIIM3Ma, TaK M 33 pa3Iu4Hoe (HEeHOTH-
MMAYECKOE MPOSIBJICHUE OIHOM M TOM K€ XPOMOCOMHOM
aHOMaJTMH, BOBJICUEHHON B MO3aUYHOE COCTOSTHUE.

PACITPOCTPAHEHUE AVTOCOMHbBIX
TPUCOMUU B DKCTPAODMBPUOHAIJIBHBIX
TKAHAX CIIOHTAHHBIX ABOPTYCOB

Tpucomust ayTOCOM BBISBIISICTCS HE MEHEE UeM B
4% ciaydaeB KIMHHYECKH paclO3HaBaecMbIX Oepe-
MeHHocTel [12]. B cpearem okomo 50% HapymieHui
KapHOTHUIIA Y CIIOHTAHHBIX a0OpPTYCOB IPEICTABICHBI
ayTOCOMHBIMHM TpucoMusiMu [7, 13, 14]. OcHOBHBIM
THIIOM XPOMOCOMHBIX aHOMAJIUH, BOBJICUCHHBIX B
CPM, Ttakxe SBISIIOTCSA TPUCOMUM ayTocoM [ 15].

HccnenoBanue MUTOrEHETUIECKUX TIPUYMH CITOH-
TAHHOTO TIPEPBhIBaHUS OCPEMEHHOCTH C UCIIOJIH30Ba-
HUEM TPAJIUIIMOHHBIX METOJIOB aHAJIM3a TMO3BOJISET
MOJYYUTh WHMOPMAIIAIO O KAPHOTHUIIE TOJIBKO OJTHO-
IO U3 JBYX THUIIOB SKCTPadMOPHOHATIBHBIX TKaHEH 3a-
POJBIIIA - SKCTPAdMOPHOHATLHON ME30/IePMBI, HC-
CJIelyeMOM ¢ TIOMOINIBI0 METOJIa KYJBbTYPhl TKaHEH
mIoaHbIX o0omouek [13], unu muToTpodobiacta
BOPCHH XOPHOHA, UCCIIEIYEMOro ¢ MOMOIILI0 "mpsi-
Moro" Meronia aHayim3a kapuortuna [14]. CobcTBeHHO
SMOpHOHAIBHBIE TKaHU CIOHTAHHBIX a0OPTYCOB,
KaK MMPaBUIIO, UCCIEAYIOTCS B MEHbIIIEH cTerieHu. Ta-

JIEBEJEB, HASAPEHKO

KUM 00pa3oM, 3aKJIFOYeHHE O KapHOTHUIIC CIIOHTAHHO
a0OPTUPOBAHHOrO 3MOPHOHA JIeIAaeTCs INIABHBIM 00-
pa3oM Ha OCHOBE aHajW3a HE SMOpPHUOHAIBHBIX, a
IDIAIICHTAPHBIX TKAHEH, IIPH STOM aIllpHOPHU ITPEIIIo-
JlaraeTcsl HaJIMYue COOTBETCTBHS MEXKy KapHOTHUIIA-
MH KJICTOK IUTAIICHTHI K SMOproHa. OJIHAKO B CBSA3HU
C TeM, YTO K HACTOSIIEMY BPEMCHH HaKaIUIHBACTCS
rHpOpMaKsa 0 Crenu(pUIecKoM BIUSHUM aHOMAITb-
HOI XPOMOCOMHOM KOHCTHUTYIMH ILTallEHTAPHBIX
TKaHeH Ha X0J dMOPHOHAJILHOrO pa3Butus [3, 4], B
TOM YHCIIE U IIPH HOPMAJIbHOM KapHOTHIIE COOCTBEH-
HO 3MOpPHOHA, Pe3yJIbTaThl IIUTOICHETHUECKOr0 aHa-
JIN3a BHE3APOIBIIICBLIX TKAHEH HE BCErAa MOTYT Of-
HO3HAYHO CBHUAETEILCTBOBATh O KAPHOTHUIIC KIETOK
mwioaa. JlaHHOe OOCTOSTEIbCTBO, OE3YCIOBHO, 3a-
Tpyauser aHaau3 CPM y cnoHTaHHBIX aOOpPTYCOB.
OnHaKO HEKOTOPBIC 3aKIIOYEHUS [0 ATOMY BOITPOCY
MOTYT OBITh CJEJaHbl M3 CPABHUTEIBHOTO aHAJIN3a
YaCTOT ayTOCOMHBIX TPHCOMHUM, OOHAPYKMBAECMBIX B
pa3IMYHBIX BHE3aPOBIIICBBIX TKAHIX IMOTHOIINX
sMOpHoHOB (Tabi. 1). Pe3ynabTaTel Takoro aHanmsa
MO3BOJISIIOT BBIACIUTh TPU TPYIIBl ayTOCOMHBIX
TPUCOMUHU:

1) ¢ mpeuMyIIEeCTBEHHOH JOKaIu3aluyel B [HUTO-
TpododitacTe (TPUCOMUH 110 XpoMocomaM 3, 6,9,10,
12, 13, 14, 16, 18, 20, 21 u 22);

2) ¢ IPEHMYIIIECTBCHHON JIOKAJIM3aIeld B 9KCTpa-
SMOpHOHAILHON Me3oAepMe (TPHUCOMHH II0 XPOMO-
comam 2 u 17);

3) ¢ paBHOMEPHBIM paCIIPEICICHHEM MEXIY JIBY-
Msl YKa3aHHBIMHU BBIIIC THUIIAMU SKCTPa’MOpHOHANb-
HBIX TKaHeH (TpucoMuH 1o xpomocomam 4, 5, 7, 8, 11
u 15).

CymiecTBeHHBIH MHTEPEC MPEACTaBISIFOT UMEHHO
TIEPBBIC JIBE TPYIIBI TPUCOMHUH, OOHAPYKHUBAFOIIAC
YepThl TKAHECTICIIU(UIHOTO PacpOCTPaHCHHS aHE-
VIUTOMJTHBIX KJICTOYHBIX JMHUN. DaKTOPhI, OTBETCT-
BCHHBIC 3a HEPABHOMEPHOE pacCIpejiciICHUE ayTo-
COMHBIX TPUCOMHH MEXIY Pa3IMIHBIMHU 3KCTPasMO-
PUOHAIGHBIMU TKAaHSIMH CIIOHTaHHBIX a0OpTYCOB,
3aCIy’KHMBAOT 0OJIee TIATEILHOTO PACCMOTPECHHS.

H3BecTHO, YTO W TIPU OTHOCUTEIHHO HOPMAJILHOM
pa3ButuHn, accoruupoBanaoM ¢ CPM, mpocnexuBa-
FOTCS TIPU3HAKU TKAaHECITCIU(PUIHON KOMIIApTMEH-
Talu3alui OTACIbHBIX ayTOCOMHBIX TpUCOMUM. Tak,
HaIpUMeEp, TPUCOMHH 110 XpoMocomaM 2 U 8 Hanbo-
JIee 4acTO OOHApPY’KUBAIOTCS B DKCTPadMOPHOHAIIb-
HOM Me307epMe, a 0 XpOMOCOME 3 - B ITUTOTPOdO-
0J1acTe BOPCHH XOPHOHA [6]. AHAIM3HPYs XapakTep
MEXXTKAHEBOI'0 PaCHpeAelICHHsSI ayTOCOMHBIX TPHCO-
MU y pa3BUBAIOLIUXCA 3apPOABIIIEH, BBIIBIACMBIX B
XO0Ji¢ IPEHATAIbHON IUArHOCTHKHU, Y OJICTEHXOIM
IpeIoKII Moaens dpopmupoBanns CPM, cornacHo
KOTOPOH JIOKAIN3alusd aHESYILUIOMIHBIX KICTOK B TOM
WM UHOM THIIC BHE3apOIBIIIEBBIX TKAHEH MOXKET
OTIPENIEISITECSA COOTHOIIICHUEM MEHOTHYECKUX U MU-
TOTHUYECKUX MYTAIMi, BEAYIUX K BO3HUKHOBEHUIO
Tprcomud [6]. JlaHHas MoJelb ObUIa HOCTPOSHA Ha
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TKAHECHEIIM®UYHBIN IIJIALIEHTAPHBI MO3AULM3M 1461
Ta6anna 1. Pactipenenenne ayTocCOMHBIX TPUCOMHN B 9KCTPa3MOPHOHANIBHBIX TKAHSIX CIIOHTAHHBIX a00PTYCOB
IIponieHT TpUCOMUH y CITOHTAHHBIX Yucno tpucomuit Ha 100000
abopTycoB (4uCiI0 HaOMIOAeHUH™) OepeMeHHOCTe ** MeXTKaHeBbIE
Xpomocoma OTJINYMS,
rrorpofosaact | *RENIDRE” lwrmorpagosaacr | ERNT [ T
2 0.68 (9) 0.89 (60) 113 148 0.014
3 0.68 (9) 0.30 (20) 113 49 <0.001
4 0.83 (11) 0.71 (20) 139 119 0.180
5 0.08 (1) 0.07 (2) 13 12 0.658
6 0.53(7) 0.21 (6) 88 36 <0.001
7 1.06 (14) 0.95 (64) 177 158 0.263
8 0.68 (9) 0.80 (54) 113 133 0.180
9 0.76 (10) 0.61 (41) 126 101 0.044
10 0.45 (6) 0.32(9) 76 54 0.007
11 0.30 (4) 0.21 (6) 50 36 0.263
12 0.61 (8) 0.39 (11) 101 65 <0.001
13 2.50(33) 1.11 (31) 416 184 <0.001
14 1.13 (15) 0.75 (21) 189 125 <0.001
15 1.89 (25) 2.00 (56) 315 333 0.653
16 8.62 (114) 6.92 (467) 1437 1153 0.007
17 0.08 (1) 0.25(7) 13 42 <0.001
18 2.12 (28) 1.11 (31) 353 184 <0.001
20 1.21 (16) 0.57 (16) 202 95 <0.001
21 3.93(52) 1.89 (53) 656 315 <0.001
22 5.90 (78) 2.58 (174) 983 430 <0.001
Yucao TprcoMui 450 1149/685%**
Yucno abopTycos 1322 6749/28(03***

* Mcnonb30BaHbl JaHHBIE CIIEYIOIINX UccieaoBanuit: [1, 7, 13, 14, 16-24].
** Yucno TPUCOMUIT IPUBE/ICHO M3 PacyeTa, YTo Kax/[asl IecTasi KIMHMYECKH pacro3HaBaeMasi 0epeMEeHHOCTh 3aKaHUYHBACTCSI CTIOH-

TaHHBIM a00pTOM [6].

*** U3 mccnenoanmii [ 1, 17, 18] ucnons30BaHbl JaHHBIE TOJIBKO MO TPUCOMUSIM XpoMocoMm 2, 3,7, 8,9, 16 u 22.

OCHOBaHWH UMEIOIIMXCS CBEACHUA O KAPHOTHUIIE KIIe-
TOK TPEX THUIOB TKaHEW IMPOJODKAIONINX Pa3BUTHE
3apOJIbIIIEH: IKCTPadMOPHOHATIBHON ME30JIEPMbI U
nutoTpodobracTa XxoproHa (¢ ayTOCOMHOHN TPHCO-
MHEH B OJJHOM WJIM B OOCHX TKaHAX), a TAKXKe COOCT-
BEHHO AMOpPHOHAIIBHBIX TKaHeH (C HOPMAaJIbHBIM XPO-
MocoMHBIM HabopoMm ripu CPM). HenoctynmHoCTh WH-
(dbopManuu 0 KapuOTHUIIE KJIETOK 3MOPHOHAIBLHOTO
MIPOUCXOKICHUS Y CIIOHTAHHBIX a0OPTYCOB JIeNIaeT
HEBO3MOJKHBIM HCIOJIb30BAaHUE MOJICIIH Y OJICTCH-
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XOJIMa ISl aHaJIM3a BKJIAZAa MEXTKaHEBOTO XPOMO-
COMHOTO MO3aMII3Ma B 3THOJIOTHIO PaHHEH BHYTPHYT-
poOHOI cMepTHOCTH. Hibke MBI TIPUBOAMM COOCTBEH-
HYI0O MoOzenb (HOpMHUPOBaHUS TKaHECTICIM(PUIHOTO
pacripesienieHusi KJIETOYHBIX JIMHUM C ayTOCOMHBIMHU
TPUCOMHSIMH, OCHOBaHHYIO Ha MH(OPMAIIUH O Kapuo-
THIE KIETOK UCKIFOUMTEIIHHO BHE3aPO/IBIIICBBIX TKa-
Heid. [Ipemnaraemast MoJIe b MOXKET OBITH IPHMEHUMA
K QHAJIM3Y MEXTKAaHEBOI'O XPOMOCOMHOTO MO3AMIH3Ma
Uy CIIOHTAQHHBIX a0OPTYCOB YeJIOBEKa.
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HUTOTEHETUYECKHWE MEXAHW3MBbI
OOPMUPOBAHUIA
TKAHECIIELHITUOMNYHOI'O
PACITPEAEJIEHUA AYTOCOMHBIX
TPUCOMUU

Bo3aukHOBEHHE MO3aMYHOTO BapHaHTa XPOMO-
COMHOI'0 Habopa ¢ HOPMAJIBHOM ¥ TPUCOMHOH JTHHH-
SAMHU KJIICTOK SABJIACTCA CICACTBUEM MHUTOTHUYCCKUX
MyTalliii Ha PaHHUX 3Tanax SMOPHOHAIBHOTO Pa3BH-
THSI B OTAENBHBIX Tpymmax KiIeTok. [Ipu 3ToM coot-
HOIIICHHE W PACIIPEICIICHUE TUCOMHBIX M TPUCOMHBIX
KJICTOK 3aBHCHT OT psja (JakTOpPOB, B TOM YHUCIIC U OT
TOTO, SIBIIIETCS JI 3UT0Ta XPOMOCOMHO HOPMAaJIbHOM
WJIM TPUCOMHOM (BCIIEACTBHE MEHOTHUYECKOIO Hepac-
XOXKJICHHS B TAMETOTEHE3€ Y OJIHOTO U3 POAUTENEH).

1. Ecnu 3urora sBIsfeTcs XpOMOCOMHO HOPMallb-
HOM, TO MUTOTHYECKOE HEPACXOXKICHHE B PSIE Kie-
TOK Ha MOCT3UTOTHYECKHUX JTalax pa3BUTHA OyleT
MPOAYLHPOBAThH NBA THIIA KIETOK C TPUCOMHBIM U
MOHOCOMHBIM XPOMOCOMHBIMU Habopamu. ITockoIb-
Ky KJIETKA ¢ MOHOCOMHEH ayTOCOM, KaK MPaBUIIO, HE
JKU3HECIIOCOOHBI, TO B JallbHEHIIIEM B pa3BUBAIO-
IIEeMCsI OpraHu3Me OyIyT IMPHCYTCTBOBATh TOJIBKO
JIBa KJICTOYHBIX KJIOHA - OJMH C HOPMAJIbHBIM XPO-
MOCOMHBIM HaOOpOM, BTOPOH - C TPUCOMHMEH 110 OII-
peleieHHOH ayToCcoMe.

2. Ecnu 3urora sIBASETCS TPUCOMHOM, TO BO3HHUK-
HOBEHHE XPOMOCOMHOT'0 MO3aWI[M3Ma MOXKET OBITh
00yCIIOBJIEHO MUTOTHYCCKAM HEPACXOXKJICHHEM WIIH
aHa(a3HbIM OTCTaBaHHUEM JIOTOJHUTEIIEHON XpOMO-
COMBI B Psijie KJIETOK Ha MOCT3UTOTUYECKOM CTauu
paszButus. Takol MexaHW3M, MOJTYYUBIITUN Ha3BaHUE
"KOpPEKIIUA TPUCOMHOMU 3UTOThI" [§], Takke MpUBO-
JUT K (DOPMHPOBAHUIO IBYX THIIOB KJIETOYHBIX KIJIO-
HOB - C HOPMAaJIbHOM XpOMOCOMHOM KOHCTUTYILIUEH U
C ayTOCOMHOM TPUCOMHUEH.

Yro kacaercst cooctBenno CPM, To s ananmsa
HanOoJiee BEPOATHEIX MyTeH ero (hOpMUPOBAHMS CY-
MICCTBEHHOE 3HAUCHHE NMpHUOOpETacT NPEACTABICHHE
00 OCHOBHEIX 3Tanax AU(POEPESHIIUNPOBKH IKCTPAdIM-
OpUOHAJBHBIX TKAaHEH, XapaKTepU3YIOIIUXCS CIeIy-
JOILIEl ITOCIIENOBATEILHOCTRIO cOOBITHH. KiteTku
Tpodobiacta, MpealIcCTBCHHUKA IIAICHTHI, BIIEp-
BbIE 000COOJIAIOTCS Ha 2-3-H JeHb IO0CIHE OIION0-
TBOPEHUS U MPEACTABICHBI HAPYKHBIM CJI0OEM Kile-
TOK OnactounmcThl. YeTwlpe OllacTomMepa Ha STOH
CTaJIMH PAa3BUTUS MUTPUPYIOT B MOJIOCTH OJIACTOLIHC-
TBl 1 (POPMHUPYIOT BHYTPEHHIOIO KJICTOUHYIO Maccy,
13 KOTOPOH BIIOCJICACTBUH OyaeT c(hOPMHUPOBAH dM-
OpHOH, a TaK)Ke BHE3aPOIBIIICBEIC OPTraHbl (AMHHOH
1 JKEITOYHBIA MEIIOK) M HEKOTOPBIE SKCTPasMOpPHO-
HanbHBle TKaHu (puc. 1). Ha cragum o0ocoOienus
TpopobdIacTa ¥ BHYTPEHHEH KIETOYHOM Macchl (5-6-i
JICHb) HAUMHAETCS MPOLECC UMIUIAHTALIMN OJIaCTOLHU-
CTBI B SHIOMETPHI MaTKH. Y CIEITHOCTh MPOTEKAHMS
HMILIAHTAIlMd 00€CIIeUnBACTCSA Pa3IMYHbIMU THUIIA-
MM KJIIeTOK TpodoOiacTa, 3a nosBieHue u audde-
PEHLIUPOBKY KOTOPBIX OTBETCTBEHHA CTBOJIOBAS JIM-
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HUs - nutoTpododaact. [LTIOPUITIOTEHTHBIC KIIETKU
UTOTpo(ho0JIacTa CYyIIECTBYIOT Ha MPOTSIKECHUU
BCEro IMeprojia MpeHaTATLHOTO Pa3BUTHS M 0OeCTIe-
YUBAIOT CBOEBpPEMEHHYI0 NU(PHEPSHIIMPOBKY BCEX
KJICTOYHBIX 3JIEMEHTOB XOpHoHA. Ha srame mMrniaH-
Taruu TpohooIacT yxKe SIBISIETCS IBYXCIOHHBIM 00-
pa3oBaHUEM: BHYTPEHHUM CJIOM IIPEICTaBIICH IIUTO-
Tpo00IACTOM, a HAPYIKHBII - MHOTOSICPHBIM CHUH-
UTHOTpO(oOIACTOM.

Janpuetimas guddepennupoBka Ttpodobiaacra
cBs3aHa ¢ (hOpMHpOBAaHUEM BOPCHH XopuoHa. Ilep-
BHYHBIC BOPCHHBI 00pa3yloTCs BCIEACTBHE BBIPOC-
TOB LUTOTpOo(doOIacTa, MOKPBITEIX CHHIMATHEM. B
JaJbHEHIIIEM 3TH BBIPOCTHI HAUMHAIOT BETBUTHCS U
(hOpPMHPYIOT BTOPUYHBIE BOPCHHEI. TPETHUYUHEIC MU
MOJIHOCTBIO JU((hepPEHIINPOBAHHBIE BOPCHHEI XOPH-
OHA IIPEACTABIISAIOT COO0H yXKe TPEXCIOMHYIO CTPYK-
Typ C BHYTPEHHEH IOJOCTHIO, BHICTIIAHHOM KJIETKa-
MH 9KCTPa’MOPHOHATBHON ME30/IepMbI. DKCTPasMO-
puoHalbHas Me3odepma popmupyercs Ha 13-15-i
JICHb Pa3BUTHUS W SABJISCTCS OJHOU M3 IPOM3BOIHBIX
snubacta, auddepeHIHPYIOMErocs KaKk B coOOCT-
BEHHO SMOPHOHAILHBIC CTPYKTYPBI, TAaK U BO BHE3apO-
JIBIIIEBBIC TKAaHU. Takum 00pa3oM, XOPHUOH IMPEICTaB-
JsIeT co0oi opraH, c(hOPMUPOBAHHBIN MPOU3BOTHBIMU
Pa3IMYHBIX BHE3apPOJBIIICBBIX M AMOPHOHATBHBIX
JIETEPMUHAHTOB - TpodobiacTa U 3MUOJIACTa COOT-
BETCTBEHHO. JTO JIeJIa€T XOPHOH yAOOHBIM O0OBEK-
TOM JUISl M3YYEHHUS] [UTOr€HCTUYECKUX MEXaHH3MOB
(hopMHUpOBaHMS TUTAIICHTAPHOTO MO3aWI[M3Ma, I10-
CKOJIbKY MH(pOpMAIUS 0 KapUOTHIIE KJIETOK IKC-
TPadMOPHUOHAIBHOW ME30JI€PMbI MOKET OBITH I1O-
Jy4eHa ¢ MCIOJb30BaHUEM METOJa KyJIbTypPHl TKa-
Heti [13], a 0 kKapHOTHIIE KIETOK IIUTOTpOodobIacTa -
C MCIONB30BaHHEM "TIPSIMOTO" METOJIa MPHUTOTOBIIC-
HHSI XPOMOCOMHEIX IPEIIapaToB U3 3apOIbIIICBBIX
obomouek [14].

TeopeTnyeckn BO3MOKHBI BOCEMb THITOB pacIipe-
JICTICHUS IBYX PA3TMYHBIX KJIICTOUYHBIX JIMHUH MEXITY
TpeMs TKaHSMHU - IUTOTPO(DOoOIacCTOM, IKCTPAdIMO-
PUOHAIBHON Me307epMON M COOCTBEHHO TKaHSIMH
sMOproHa. Ecim o/1Ha U3 3TUX JIMHUH SBJISETCS XPO-
MOCOMHO HOPMaJbHOH, a BTOpas - C ayTOCOMHOMU
TPUCOMHEH, TO TOTCHIMAILHO HapYIICHHE 3MOpPHO-
HAJIBHOTO Pa3BUTHS MOXET OBITh CBS3aHO C CEMBIO
pa3IMYHBIMU THITAMU PACIPECIICHUS aHCYTUION/I-
HBIX KJIETOK (Tabiu. 2). OTu pacnpenerneHus GopMu-
PYIOTCSI B 3aBUCMMOCTH OT CTaJIMH SMOPHOHAIILHOTO
pa3BUTHS, HA KOTOPOH BO3HUKAET MUTOTHYCCKAsI MY-
Tanus de novo MO0 MPOUCXOIUT KOPPEKITHS TPHUCO-
Muu (puc. 2-4). O4eBUIHO, YTO €CIIM BOBHUKHOBCHUE
BTOPOH KIJIETOYHOW JTMHUU TPOU30UJIET 10 000C00-
JieHus Tpodoldiiacta ¥ BHYTPEHHEH KJICTOYHON Mac-
Chl, TO B TIOCJICAYIONIEM XPOMOCOMHBIM MO3aHIIN3M
MOJKET OBITh 3apETHCTPHUPOBAH 110 KpaiHeH Mepe U B
nuToTpododaacTe, U B IKCTPAdIMOPHOHATILHOM Me-
3071epMe, TH00 OH OyAeT reHepaaIn30BaHHbIM, T.¢. 3a-
TparuBaroMM Kak 3MOpHOHAIILHBIE, TAK U BHE3apO-
JIBIIIIEBBIC TKAHW. MHTOTHYECKHE MYTAIliH, KOTOPhIC

I'EHETUKA Ttom 37 Nell 2001
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——-—l WHBA3UBHEIA TquJDﬁJIaC[’
AKOPHBLH TpoobnacT ]
Jl cHHUHTHOTpOdoORACT | ..IEI:&?‘
mpmﬁotfnacm—‘—— uuToTpodobnact urorpodobnact J XOpHOH
3KCTpaIMOpHOHANLHAS
Me3o[lepMa
amOpHOHaNbHARA amMOpHOHANBbHAN
Mopyna 6nacrouucra 3KTOflepMa 3KTOMlEpPMaA
IUroTa e 64
(32 knetkm) (64 kneTkH) []
SMHGIACT IMOpPHOHANLHAS >mGpHON
Me30fiepMa
IMOpHOHAIbHAS 3MOpHOHATILHAA
3HAOfEPMA 3HAOnEPMa
ambpuobaacm I [ —
3KcTpasMOpHOHATbHas IKTOMIEPMA |l avinnon
IKTOEpMA aMHHOHA
3KCTpPasMOpHOHaNbHAas IHAOAEPMA | | exTounbIi
runobnact [ auHjIofIepMa KENTOYHOTO MellKa MEIoK

Puc. 1. IIpoucxoxaenue u qudhepeHIpOBKa SMOPHOHAIBHBIX M BHE3aPOIBIIICBBIX CTPYKTYP B paHHEM 3MOPHOTeHE3¢e Ye-

noBeka (1o [25]).

OyIyT BO3HUKATH I1OCJIE 000CO0JIEHUST BHYTPEHHEHN
KJICTOYHOW MacChI, MPUBEAYT K TKaHCCICIH(PHIHOM
JIOKAJIM3aIM1 TPUCOMHBIX KJIETOK - JINOO B SMOPHO-
HaJIBHBIX, JTMOO B AKCTPadMOPHUOHAILHBIX TKAHSX,
OjHaKO B 3aBUCUMOCTH OT TOTO, Oy et Jiu (hopmupo-
BaHHC MO3anIIN3Ma SIBISITHCS CIICJICTBUEM KOPPEK-
U TPUCOMUU B PsIJIc XPOMOCOMHO aHOMAJIBHBIX
KJICTOK WJIM, HAIIPOTHUB, JOTIOJIHUTEIIbHAS KIICTOYHAS
JIUHUS ¢ TPUCOMHUEH BO3HUKHET de novo, XapakTep
MEXTKaHEBOTO pacipeIe/iCHUs] TPHCOMHBIX KJIETOY-
HBIX KJIOHOB OyjeT pa3iaudarhcs. ClieyeT A0myc-
THUThH BO3MOXKHOCTh HEOTHOKPATHOW KOPPEKIIUU TPHU-
COMHH TI0 OJTHOM M TOU K€ ayTOCOME HE3aBUCUMO B
Pa3IMYHBIX BHE3aPOIBIIIEBBIX U AMOPHOHAIILHBIX
TKaHIX, YTO OyJeT IPHUBOAUTH K MO3aUIHOMY Bapu-
AaHTy KapuOTUIla KaK MUHUMYM B JIBYX THIIaX TKaHEMH.
HeomHOKpaTHOE MUTOTHYECKOE HEPACXOKICHHE de
nOVOo OJHOM U TOH e Tapbl TOMOJIOTMYHBIX XPOMO-
COM HE3aBHUCHMO B pa3jIMYHBIX TKaHAX, HAIIPOTHUB,
MPEICTABIISICTCS MAJIOBEPOSTHBIM coObITHEM. Kpo-
M€ TOTO, ITPEJICTABIISCTCS OYEBHTHBIM, YTO BO3HUK-
HOBEHUE reHepanu3oBanHoi Tpucomus (VI trir) mo-
JKET SBISITHCS CICICTBHEM JINOO MEHOTHYECKUX MY-
TaIu, JMO0 MUTOTUYECKOTO HEPACXOKICHHS B
3urore. Takum 00pa3oM, XapakTep pacrupeaeaeHus
KJIETOK C ayTOCOMHOM TpHCOMHUEH B IIalleHTaAPHBIX
TKaHSAX MOXKET B HEKOTOPOU CTETICHU ONPEICIIATHCS
THIIOM KJIETOYHOTO JIeJIeHUs (MEHOTHYECKOE WU
TEHETUKA Nell

TOoM 37 2001

MHTOTHYECKOE), B KOTOPOM ITPOHCXOJIHUT HEPACXOXK-
JICHUE XPOMOCOM.

Bellieyka3aHHbIH OIXO0I K PACCMOTPSHHIO MeXa-
HHA3MOB (POPMHPOBaHHUS TKaHeCHeU(DUIHOro pac-
npeaeaecHust ayTOCOMHBIX TPUCOMHUM ITO3BOJISIET BhI-
JICJIUTD CIIEIYIOIINE 3aKOHOMEPHOCTH:

1. Hamuure ayTOCOMHOM TPHCOMUH TOJIBKO B IIH-
ToTpo(obIacTe U € OTCYTCTBHE B IKCTPadMOPHO-
HaJIBLHOH Me30JepMe yKa3bIBacT Ha MEHOTHIECKOE
MPOUCXOXKAeHUE MyTauuu (moarunsr 1.1,1.2.1,4.1;
€JIMHCTBEHHOE MCKIIoUeHue - 1.2.2).

2.Hanuuue ayTOCOMHOM TPUCOMHH TOJIBKO B AKC-

TPadMOPHOHATIFHOU Me307iepMe (TIPH €€ OTCYTCTBUN
B ITUTOTPO(0OIACTE) CBUACTEIILCTBYET O TIOCT3UTO-
THYECKOH MUTOTHYECKOM omuoOke (tumsl 11, V).

3. IIpucyTcTBHE ayTOCOMHOM TPHCOMUH KaK B ITHU-
ToTpododIacTe, Tak U B AKCTPadMOPHUOHATBHON Me-
307IcpME MOXKET SBJIATHCS CIICACTBUEM KaK MEHOTH-
YECKOM, TaK ¥ MHUTOTHYECKOH ommOok (tunsl 111, VI).

BaxxHO OTMETHTB, UTO YKa3aHbIe 3aKOHOMEPHOC-
TH CIIPABEIIMBBI KaK B CITydae HATMYHS ayTOCOMHON
TPUCOMHUHU B COOCTBEHHO SMOPHOHANBHBIX TKAHIX,
TaK ¥ IPU HOPMAJIHLHOM KapuOTHUIIE IMOPHOHA. ITO
00CTOSITEITLCTBO TTO3BOJISIET OIICHUTH TEOPETUICCKU
OKHUIAaEMBIH OTHOCUTEIILHBIA BKJIAJ] MEHOTHUECKUX
Y MHUTOTHYECKUX MYTAIlUH B 3THOJIOTHIO TPUCOMUI
JlaKe B TE€X CIIydasX, KOTJa OTCYTCTBYeT HH(popMa-



1464

JIEBEJIEB, HA3BAPEHKO

Taoauna 2. Kinaccudukaiys THIIOB pacipeaeeHus KIETOK ¢ ayTOCOMHOM TPUCOMHUEH B 3KCTPa3MOPHUOHAIIBHBIX U OM-

6pI/IOHaJ'IBHBIX TKaHsAX 4CJIIOBCKaA

DKCTpasMOpHOHAITLHBIE TKAHH

Tun u noaTun pacupeaciCHus

IUTOTpOdoOIaCT

YKCTPAIMOPHOHATHHAS OMOpHOHANTbHBIE TKAHU

Me3oepMa

1 . OrpaHMYEeHHBIH MITALEHTap- |1 |
HbBIA Mo3auu3M I Tuma*

[Tonnas Tpucomust

Hopmanbnslil kapuotun | HopmanbHbli kKapuoTun

12.1 Mo3zandnast TPUCOMUS » »
1.2.2%%*
2. OrpaHn4eHHBIN TIALCHTAP- (2,] HopMaJTbHEIH KaproTHIT |[TomHas TpHCOMHS »
HbIM Mo3auu3M 11 Tuma** 20 »
. MozanuHasi TpUCOMUsL »
3. OrpanyyenHbIi nianeHTap- |3 | IMonHas TprcoMus IMonHas Tprcomus »
el Mo3aniysM 11 tuna*
32 Mo3zanuHast TpHCOMUS » »
33 [Monxas TpricoMust MozanyHas TpUCOMUS »
34 Mo3zandnast TpUCOMUSI » »
4. VIcTHHHBIA SMOPHOHAIIBHBIN (4] Tpucomust HopmanbHslii kapuotun | Tpucomust
mozaunu3M (IV tum)**
5. VlcTHHHBII SMOPUOHANIBHBIH |5 Hopwmansssiit kapuotun | Tpucomus »
mo3zaunu3M (V tam)**
6. 'enepanmsoBaHHas Tpuco- |6.1 Tpucomus » »
mus (VI i)
7. Orpa}}H%HHHﬁ aMOpHo- 7.1.1 Hopwmanshslii kapuotun |HopmanbHblii kKapuoTUn »
HaITBHBIA MO3aUIIA3M
skskok
(VII Tum)* 7.1.2
* o [4].
** TTo [26].
**% TloaTHUIbl XPOMOCOMHOTO MO3aUIM3Ma, PAa3IHYAIOLIHEcs 0 MeXaHu3MaM (OpMHUPOBaHHUS.
U O XPOMOCOMHOM Habope KJIETOK dMOpHUOHAIIb- A+C =X
HBIX TKaHEH, YTO OCOOCHHO IICHHO TIPY aHAJTU3e MPo- B+C =Y
+C =Y,

HUCXOXKICHUA TpI/ICOMI/Iﬁ Y CIIOHTaHHBIX a60pTyCOB.

BeposTHOCTE MEHOTHYECKOTO MM MHUTOTHYECKO-
IO BO3HUKHOBEHHUS TPUCOMHU MOXXHO OTPEICTUThH
CIIEITYIOIIUM 00pa3oM:

A
A+B
A+B+C

A+Cx

Pw.-ﬁ = X 100,

B
A+ B
A+B+C

B+ (Cx

Py = x 100,

e Pyeii 1 Py - TIPOIIGHT MEHOTHYECKMX W MHUTOTH-
YECKHUX OIIHMOOK COOTBETCTBEHHO; A, B, C - uuciao
CITyYaeB C JIOKAJM3AMeH TPUCOMHM TOJIBKO B ITUTO-
Tpodobiracte, TOTLKO B ME30JIEPME M B 00EHX JKC-
TPasMOPHOHAIBHBIX TKAHSX COOTBETCTBEHHO.

OxumaeMoe pacnpeselieHue TPUCOMHM MEXKIY
OTJICIbHBIMHA THIIAMH BHE3aPO/IBIIIEBBIX TKAHEH OII-
penensercsi 3 CUCTEMbI ypaBHEHUH

rae X - 4hClIo ayTOCOMHBIX TPHCOMHM, OOHAPY KHBa-
EMBIX TIPH aHAJM3€ TOJIBKO mMUTOTpodobdacra; Y -
YHUCII0O ayTOCOMHBIX TPUCOMHHU, OOHAPYIKUBAEMBIX
MPU aHaJu3e TONBKO DKCTPAdMOPUOHATBHOW ME30-
JIEPMBI.

IIpuarMas BO BHUMAaHHKE, YTO IIPH aHAIIM3€E LIUTO-
TpodhobitacTa U SKCTPadMOPHOHAIBHOM ME301€PMBI
OOHAPYKUBAETCS Pa3IMyYHAs YaCTOTA TPUCOMMM IIO
OTAENbHEIM XpoMocoMmaM (taba. 1), T.e. X/Y = k,
MOJKHO JIOIYCTHTb, uTO U A/B = k, TOTIa

Y

[ A= e
14Kk X-c

B C =Y-B;

B Ta6n. 3 mpeacraBiaeHO 0XKUIAeMOE TKaHeCIe-
nuHIHOE pacnpeAesicHue ayTOCOMHBIX TPUCOMMH y
CIIOHTaHHBIX abopTycoB B pacuere Ha 100000 KiIMHU-
YEeCKHM pacIio3HaBaeMbIX OepeMEHHOCTEH, BHIYMCIICH-
HOE MCXO/IS1 M3 BHIIIEU3I0KEHHBIX PacCy KICHUH.

TeopeTnueckn OXuIAaeMbIi BKIaJ MeHOTHYEC-
KAX U MUTOTHYECKHUX OIIMOOK, IPUBOIIIINX K BO3-
HUKHOBEHHIO TPUCOMHH y CIOHTaHHBIX a0OPTYCOB,
Nell 2001

FEHETUKA  Tom 37
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MefioTHueckoe
HEPaCXOKIEHHE W
KOPPEKIHA TPHCOMHH B
anubnacre

T 3urora

Bracrouucra
Tpodobnacr /C)\Dm{ﬁ,‘laCT
Hurorpodobnact Ikcrpasmbpuo-  IMOpPHOHANBHBIE

HalbHa# MelofepMa TKaHH

Orpanuqernbii nianeHTapHbii Mosanuuim [ tana (1.1)

1465

MenorHueckoe
HEPACXOKIEHHE H
KOPPEKIHA TPHCOMHH,
FATPArHBaloIlas YacThk

Knetok Tpodobnacra u BacTonmcTa
BeCh 3MHOIACT
Tpodobnacr /:KBHMGMCT

O O

3urora

MHTOTHUECKAA MYTALIHA B
MACTH KIETOK
unrorpodgodnacta

(f 3urora

Bnacrouicra
Tpodobnact &} /(:\BUHGJ'[HCT

O O

Lntorpodobnact  IKcTpasmGpHo- IMOpHOHANBHBIE Lntotpodobnact  IkcTpasmOpro-  IMOpHOHABHBIE
HaNbLHAA Me30/lepMa TKaHH HallbHAs Me3ojlepMa TKaHH
OrpaHuYeHHRI NIAUEHTAPHLI Mosauumsm [ Tuna (1.2.1) OrpasnieHHbIA AALEHTAPHLIA Mo3animaM 1 tuna (1.2.2)

MurtoTHueckoe
HepacXOKIeHHe B THHHHA,
BEAVIIEH K MezoiepMe

Cl) 3urora

/O\b.'mcmum:m
Tpocboﬁ.‘l?o Aﬁmﬁmim'

FKcTpasMGpHO-
HaMbHAS Me30fepMa

IMOpPHOHANLHBIE
TKaHH

Lurorpotobnact

MurorHueckas MYTALHA B
YACTH KJIETOK ME30AEPMBI (f 3urora

Brnacrouucra

TP“‘P““?)/(’K/O\ Bnubnact
O - O

Lnrorpocobnact IMOPHOHANLHBIE

TKAHH

Ikcrpasmbpuo-
HAITLHAA ME30JlepMa

[ OrpaHnueHHBIA IaueRTapHBIE Mozansm 11 tana (2.1)

OrpaHHMeHHBIA NIALEHTAPHBIR Mozanimusm 11 tana (2.2)

O HOPMabHBIH Ka PHOTHI

. NoJaHadg TPHCOMHSA

{1 MOIaHUHAR TPHCOMMSA

Puc. 2. Llutorenernyeckre MeXaHM3MBI (JOPMUPOBAHKS OTPaHUUEHHOTO TUTalleHTapHOro Mo3antm3ma I u 11 Tumos.

JEMOHCTPHPYET TPU BO3MOXKHBIX BapHaHTa COOTHO-
IICHUS TUTIOB MyTaIuii (Tadi. 4):

1) ¢ npeobnamaHueM MEHOTUYECKUX OIIMOOK
(Tpucomuu 1o Xxpomocomam 3, 6, 9, 10, 12, 13, 14, 16,
18,20, 21 u 22);

2) ¢ mpeoOjagaHueM MHTOTHYECKHX OIIHOOK
(Tpucomum o xpomocomam 2 u 17);

3) ¢ paBHOBEPOSITHBIM BKJIAJIOM MEHOTHIECKUX U
MUTOTHYECKUX MyTalui (TPUCOMHUH 110 XPOMOCOMaM
4,5,7,8, 11 u 15).

Ou4eBUHO, YTO ITH BAPUAHTHI COOTBETCTBYIOT
BBIJICJICHHBIM paHee IpynrnaM ayTOCOMHBIX TPHCO-
MHHU C TKaHECTICITU(UIHON JTOKAIN3ANEeH UIH paB-
HOMEPHBIM PacIpe/IeICHHEM B SKCTPa3MOPHOHAITb-
HBIX TKaHSX. BMecTe ¢ TeM Heo0X0IMMO OTMETHUTh,

I'EHETHUKA Ttom 37 Nell 2001

YTO JIOMHUHHPOBAHUE TOTO WJIM MHOTO THUIIA XPOMO-
COMHOTO HEPacXOXICHHs HE 00s3aTebHO OyIeT
MPUBOJIUTH K TKaHECTICIIM(DUIHON JIOKATU3aIMN TPH-
COMHBIX KIIETOK, TIOCKOJIbKY OTCYTCTBHE HH(OpMa-
MY O KapUOTHIIEC KJICTOK dYMOPHUOHAIBHBIX TKaHCH
He mo3BossieT auddepennupoBath ciydan CPM
III Tuma u reHepaau3oBaHHOM TpucoMuu. MIMeHHO
MO3TOMY CIJIEyeT OXHIaTh, YTO TpejuiaraemMas Mo-
Jenb (POPMHPOBAHUS TKaHECHCIU(DUIHOTO XPOMO-
COMHOTO MO3aWIli3Ma y CIIOHTaHHBIX a0OpTYCOB
OKaXXETCSl CTPABEJIMBON TOJIBKO JIJISI T€X ayTOCOM-
HBIX TPHCOMHH, YaCTOTHI KOTOPHIX B 3KCTPa’MOpPHO-
HaJbHBIX TKaHSAX pa3iaudaroTcsi. PaBHOMepHOE pac-
npeiesiecHue XpOMOCOMHBIX aHOMAJIMi, B CBOIO OYe-
peab, MOXET SBISATHCSH CIEACTBHEM Kak
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MeifioTHdeckoe
HEPACXOXKIEHHE H
KOPPEKITHS TPHCOMHH B
IMOPHOHAILHBIX TKAHAX

3urora

Bnacrouncra

Tpodotnacr Dnubnact
Liurorpohobnact  DkcTpasmbpuo-  IMOpHORANBHBIE
Ha/bHAs Me3ofepMa TKaHH

MefoTHYeCKas MYTallHs C

KOPPEKUNER TPHCOMHH B 3urora
IMOPHOHANILHBIX TKAHAX H
B HACTH KNETOK
uurorpopobaacra Bnacroumcra
Tpodobaact |

BnubGnacr
./\o

Liurorpoobnact

3kcrpasmbpuo-  IMOpHOHANBHBIE
HallbHas Me30fiepMa TKaHH

OrpanHuyeHHbIR n1aneHTapHbil Mozanuuam [T Tana (3.1)

OrpaHHYeHHBIA MnanenTapHbli mosanuuim 11 Tana (3.2)

MeRoTHYECKas MYTALHA ¢

KOPPEKIHER TPHCOMUH B 3urora
IMOPHOHANILHLIX TKaHAX H
B 4acTH KJAETOK
MEIOEPMBbI Bractonmera

TpodroGnacr Snubnacr

i O

DKcTpasMOpHo- IMOpPHOHANBHBIE
HajlbHas MesofiepMa TKaHH

Uwnrorpodobnacr

Orpann4eHHbIR NnanedTapisii Mosanuswm [T tana (3.3)

IMOPHOHA H B 4aCTH
K/IETOK BHE3APOBILIERIX
TKaHel

MeioTHuecKas MyTaums ¢
KOppeKUHeER TPHCOMHH ¥ ? 3urora

- Bnacronmera
Tpodobaacr §_ I

SnubGnact

Lurorpodobaact 3kcrpaaMOpHo- IMOPHOHANBHBIE
HallbHasA Me30iepMa TKaHH

I OrpanHqeHHbIR nuanedTapHbii Mosanunsm 111 Tuna (3.4)

O HOPMANEHBIA KapHOTHN

. MOJHAS TPHCOMHA

:.' MO3AHYHARA TPHCOMMA

Puc. 3. [luToreHeTHYecKHE MeXaHH3MbI (POPMUPOBAHHS OrPAHHYEHHOTO M1aleHTapHoro Mosaunusma Il Tana.

MeitoTHueckoe
HEPacXOXICHHE H 3urora
KOPPEKIMA TPHCOMHH B
IKCTPa3IMOPHOHANEHOH
MesoiepMe Baacroumcra

Tpodobaact

I e

Jkcrpasmbpuo- OMbpuoHanbHbIE
HanbHAas MeslofnepMa TKaHH

Lurorpodobnact

Hernunbii sMOpHOHANBHELH MO3anuMaM [V Thna (4.1)

MuToTHUuecKoe

HEPACKOKNEHHE B 3["'0’1'3
3anubnacre
Baacrouucra
Tpodobnact /\Bnnﬁnam
Lurorpododnacr  IKcTpasmGpuo-  IMOPHOHaNIbHBIE

HAIBHAS ME30EPMA TKaHH

HeruHHBIH 3MOpHOHANBHBIR MO3ani3M V THna (5.1)

MuroTHyeckas olmbKka B .
IMOPHOHANBHBIX TKAHAX ? 3urora

bnacrouucra

TP0¢05J1?:) A’Bnuﬁn act

O @) ®

Uurorpogobnacr IxerpaaMbpHo- IMOpHOHANBHBIE
HaNbHAA Me30flepMa TKaHH

KoppeKkiuys TPHCOMHH BO
BHE3APO/ILILIEBLIX TKAHAX

3urora

Baacroumcra

Dnubnact

Dkcrpasmbpho- OMOpHOHANILHBIE
Ha/lbHAsA Me3oflepMa TKaHH

TpodpoGact
O/O O

Lurorpodobnact

OrpasnyeHHbIH 3MOPHOHANBHBIA MO3anuu3m VII Tana (7.1.1)

OrpannyueHHBIA 3MOpHOHANLHBIA Mo3anu3M VII THna (7.1.2)

O HOPMANLHEIA KAPHOTHI

@ ronnas tpucomus

MO3AHYHAA TPHCOMHA

Puc. 4. Ilutorenernyeckne MeXaHU3MBbI (POPMUPOBAHUS HCTHHHOTO U OTPaHHYCHHOTO SMOpHOHANBEHOro Mo3annusMa (IV, V
u VII tumsr).

I'EHETUKA  toM 37 Nell
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Taﬁnnua 3. TKaHeCHeHI/I(i)I/ILIHOG pacnpcacICHUC ayTOCOMHBIX TPUCOMHUHN Y CIIOHTaAHHBIX a60pTy'COB B pacyCTC Ha

100000 KJIMHUYECKH Pacro3HABACMbIX OEpEMEHHOCTEH

Hucno Tpucouui, OxutaeMoe 4uciIo TPUCOMUN
00HapyKMBAEMbIX IIPH aHAIIU3E
Xpomocoma TOIBKO TOIBKO IKCTPA3MOPHO- | TOIBKO B IIUTO- | TOIBKO B OKCTPa-| B 000MX THIAX
LIUTOTPO- HaJIbHOW M€30/1ePMBbI Tpodobiacte | SMOPHOHAIBHON |IKCTPadMOPHOHAD
thobmacra (X) |(Y) (4) Me3onepme (B) | Hbix TkaHei (C)
2% 113 148 49 84 64
3* 113 49 79 15 34
4 139 119 75 55 64
5 13 12 7 6 6
6* 88 36 63 11 25
7 177 158 94 75 83
8 113 133 52 72 61
9% 126 101 70 45 56
10* 76 54 44 22 32
11 50 36 29 15 21
12* 101 65 61 26 40
13* 416 184 288 56 128
14* 189 125 114 50 75
15 315 333 153 171 162
16* 1437 1153 797 513 640
17* 13 42 3 32 10
18%* 353 184 232 63 121
20%* 202 95 137 30 65
21* 656 315 443 102 213
22% 983 430 684 131 299

* AyTOCOMBI, TPHCOMHH TI0 KOTOPBIM B ITUTOTPO(HOOIIACTE M SKCTPA3IMOPHOHATLHOM ME30/IepMe Y CIIOHTAHHBIX a00PTYCOB 0OHApy-

JKMBAIOTCS C Pa3JIMYHOIN 4acTOTOM.

HUCKITIOYUTEILHO MEHOTHYECKUX MYTaHI/Ifl, TaK U MU-
TOTHUYCCKOIO HEPACXOXKACHHA Ha PAaHHHUX IJSTallaxX
Pa3BUTHA.

[IPOUCXOXJEHUE TPUCOMMIA
N XAPAKTEP OMBPUOHAIJIBHOI'O
PA3BUTHUA

Bo3HukHOBEHHE TEHOMHOM MYyTallMH IIPH MeHo-
THYCCKOM MJIM MUTOTHYECKOM JCIICHUH KJIETOK B OII-
peAeIEeHHOW CTENeHU JIeTEPMUHUPYET pacipeserne-
HHE aHOMAJIbHBIX KIICTOYHBIX JIUHUK MEXKIy BHE3a-
POIBIINICBEIMU U JMOpPHOHAJIBHBIMH TKaHSIMH,
KOTOPOE OKa3bIBAaeT BIIMSIHUE Ha XOJ dMOPHOHAIb-
Horo pa3BuTHi. MccnenoBanus ocodeHHocTel (heHo-
tunudeckoro npossiaeHus CPM mokassiBaroT, 4TO
CYIIECTBYIOT 3HAYMTEIbHBIC Pa3IMUMsS B TPOTEKa-
HUU MPEHATAIBHOI'O PAa3BUTHUS B 3aBHCHMOCTH OT JIO-
KaJIM3allMi TPHCOMHBLIX KIIETOK B ILIAIlCGHTAPHBIX
TKaHSX. | THII mIaleHTapHoro Mo3aunu3ma (IIpy Ha-
JHYUUA TPUCOMHH TOJLKO B HMTOTpo(doOIacre) B
HaWMEHBITICH CTEIIEH! CBSI3aH ¢ HapYIICHUSAMU pa3-

TEHETHUKA Nell

TOoM 37 2001

BHTUS YMOPHOHA U TaKUe OEPEeMEHHOCTH, KaK IpaBH-
710, 3aBepmarorcs ycremao. CPM II tuna (Tprucomus
B Me30JIepMe) OKa3bIBaeT OoJiee 3HAYUTEIHLHOE BIIU-
SIHUE Ha XOJ1 SMOPHOTeHe3a M 9acTO XapaKTepu3yeT-
Csl BHYTPHUYTPOOHOH 3aJep)KKOW Pa3BUTHS ILIOJA.
HaubGonee npamatuueckuM 00pa3oM Ha X0Je dMOpH-
OreHe3a CKa3bIBaeTCs MPUCYTCTBUE aHOMAIUU B 000-
WX THMax dKcTpa’MOpuoHanbHbIX Tkane (CPM III
THIIa), YTO aCCOIMUPOBAHO C 3aJCPIKKOM Pa3BUTHS U
BBICOKOM CMEpPTHOCTHIO TI00B |5, 15].

B cBs3u ¢ pa3nuyHBIM BIUSAHUEM TKaHECHEIH-
(UYHON JIOKAIU3allid TPUCOMHH Ha XOJ 3MOpHO-
HAJIGHOTO Pa3BUTHsI OCOOBII WHTEPEC BHI3BIBACT HC-
CJIeIOBaHUE PacIpeJIelIeHHs] XPOMOCOMHBIX aHOMa-
TV B TUTAIICHTAPHBIX TKAHSX CIIOHTAHHBIX a00OpPTYCOB
KaK OJTMH W3 BO3MOXKHBIX (DAaKTOPOB, aCCOITMMPOBAH-
HBIX C paHHEH 3MOpPHOHANBHON JeTaabHOCThI0. He-
KOTOpasi HH(OpMAaIHsl 10 ATOMY BOIIPOCY MOTJIa Obl
OBITH TMOJyY€HA W3 CPAaBHUTEIILHOT'O aHallu3a pac-
POCTPAaHEHUS TPUCOMUH Y CIIOHTaHHBIX a0OPTYCOB
u npu CPM ¢ HOpMaIbHBIM KapHOTHIIOM KJIETOK 3M-
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JIEBEJJEB, HABAPEHKO

Taoauua 4. CooTHOMICHNE MEHOTHYCCKIX M MUTOTHYCCKHAX MyTaITUH TIPH PA3THIHBIX TUIIAX HAPYIICHUS
MPEHATAILHOTO Pa3BUTHS YEIOBEKa

COOTHOHIGHI/IC MEHOTHYECKUX U MUTOTHYECKUX MyTaHPIfI,
% (umciio HabmMoAeHuit) CoorHomenue cpeHmux
B3BCHICHHBIX 4aCTOT TUIIOB
XpOMOCOMA OrpaHUYCHHBIN TIJIalleHTapHbBIN MmyTanui, %o
p CIIOHTaHHbBIE a0OPTYCHI WIH TeHepalIn30BaHHbII (dncio HaOMrOIEHUIT)
MO3aHuIIu3M, HOBOPOXACHHBIC
Ha6moz1aeMoe OXKHgaemMoe Ha6moz{aeMoe OXKHUgacemMoe (6] Ha6J’II-0IlaeMOC OXKHgaemMoe
2 73/27 37/63 44/56 19/81 59/41 28/72
(25/9)127- 281 (4/5)" (29/14)
3 0/100 84/16 5/95 0/100 45/55
(0/1)1" (0/1)
4 44/56 58/42
(4/5)"
5 0/100 53/47
6 100/0 86/14
(1/0)"
7 63/37 56/44 70/30 13/87 66/34 34/66
(17/10)127- 28 (16/7)" ) (33/17)
8 95/5 42/58 7/93 <5/>95 51/49 24/76
(42/2)127-28.30-32] (1/14)F7-31 (43/16)
9 100/0 61/39 100/0 33/67 100/0 47/53
(2/0)2" (3/0)127 (5/0)
10 75125 67/33 0/100 47/53
(9/3)2" (0/2)2" (29/15)12734
12 100/0 70/30 57/43 79/21
(3/0)2" (4/3)7] (7/3)
13 89/11 84/16 100/0 94/6
(48/6)27-36-371 (37/0)7- 3] (85/6)
14 92/8 70/30 100/0 96/4
(11/1)B7 (1/0)12™ (12/1)
15 91/9 47/53 26/74 50/5014! 59/41 49/51
(42/4)P7- 2] (5/14)27-3%-401 (47/18)
16 100/0 61/39 96/4 87/13 98/2 74126
(84/0)1*113 (22/1)* (106/1)
17 100/0 8/92 100/0 100/0
(2/0)2" (1/0)44 (3/0)
18 92/8 79/21 92/8 90/10
(58/5)1* (138/12)127-461 (277/29)1273443.4¢]
20 71/29 82/18
(5/2)"
21 100/0 82/18 95/5 98/2
(5/0)3¢ (635/31)137:43: 47491 (640/31)
22 100/0 84/16 100/0 66/33 100/0 75125
(67/0)12%: 3630 (5/0)1 (72/0)
ITpumeuanue. B kBagpaTHBIX CKOOKAX MPUBOAUTCS CChUIKA HA JIUTEPATYPHBIN HCTOYHHUK.
T'EHETUKA Tom 37 Nell 2001
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OpHOHANBHBIX TKaHe. OJHAKO BCIEACTBUE HENO-
CTYIIHOCTH B OOJIBIIMHCTBE CIIy4acB CBEICHUH O Ka-
PHOTHITE KJICTOK SMOPHOHA TPH CHOHTAHHBIX abop-
Tax TaKOW aHamu3 3aTpyAHUTENIeH. BMmecte ¢ Tewm,
€CJTM JIOMYCTUTh, YTO XapaKTep pachlpesesicHus ay-
TOCOMHBIX TPUCOMHUI B OMpEAeNICHHOW CTENeHH 3a-
BHCHUT OT THIA U CTAJIUV BOSHUKHOBCHUSI MYTAIlMH, TO
COTIOCTABJICHHE OTHOCUTENILHBIX YacTOT MeHoTudec-
KAX U MUTOTHUYECKUX OIMUOOK MO3BOJIICT MPOBECTH
3TO CpaBHEHHE.

OCHOBBIBaSICh Ha YacTOTE Pa3IWYHBIX THUIIOB
CPM, o0Hapy>XMBaeMBIX IPH OUOIICUH BOPCUH XOPH-
OHa Pa3BUBAIOIIUXCS 3aPOJIBIIICH, U COOTBETCTBYIO-
IUX PaACHpPEICTCHUSAX TPUCOMHBIX KJICTOK MEXKIY
SKCTPa’MOPHOHAILHBIMU TKAHAMH, Y OJICTEHXOJIM
MIPENIOKUI Moaenb hopmupoBanuss CPM mist orieH-
KH TEOPETHUSCKH OKHIAEMOT0 COOTHOIIEHHUS MEHO-
THYECKUX ¥ MUTOTHYCCKHUX MYyTaIlii, IPUBOIAIINX K
BO3HHKHOBEHHIO TPUCOMHH IO XpomMocoMam 2, 3, 7,
8,9, 16 u 22, HanboJiee 4acTO BOBICYCHHBIX B QOp-
mupoBaane CPM [6]. CpaBHeHHE COOTHOIICHHS
OImMOOK MeHoO3a M MHTO03a, IIpeArojaracMoe IIpea-
JIO)KCHHON HaMHU MOJENBIO I CIIOHTAHHBIX a00pPTYy-
cOB U Mozebio Youcreaxomva st CPM y oo ¢
OTHOCHTEIILHO HOPMAlIbHbIM BHYTPUYTPOOHBIM pa3-
BUTHEM (TabJ. 4), OOHAPYKUBAET CIICAYIOIIHNE 3aK0-
HOMEpPHOCTH. MeloTHYeckre MyTalldy, 10 BCei BH-
JIIMOCTH, B OOJIBIICH CTCIICHH, YeM OIIMOKH MHTO3a,
OTBETCTBEHHBI 3a IIPEKpallleHHE >MOPHOHAILHOIO
pazsutus. [lo cpaBHeHMto co ciaydasmu CPM, wacrto-
Ta MECHOTHYECKUX OIIMMOOK, MPUBOAAIINX K CIIOHTaH-
HbIM abopTam, oxuIaeTcs 0oJiee BHICOKOM JIjIsl O0JTb-
IIMHCTBa CpaBHHUBAeMBIX XpoMocoM. boiee Toro,
JUISL ayTOCOM 3 U 9 BOOOIIE OKHUIACTCS PEIUITPOKHOE
W3MCEHECHHE JTOMHHHUPYIOMICTO THUIA MYTAIHi: €CIIH
Bo3HukHOBeHHE CPM c BOBIeUeHHEM JAaHHEBIX ayTO-
COM JIOJDKHO SIBJISITHCS CJICACTBUEM ITPEUMYIIIECTBEH-
HO TOCT3UTOTHYECCKX OIIMOOK MHUTO3a, TO Y CIIOHTAH-
HBIX a0OPTYCOB IIPE00IIAAIONIIM MEXaHU3MOM (op-
MHPOBAHUS TPUCOMMH JOJIKHA OBITHh MEHOTHYECKast
MyTanus. TeHIeHIs K YBEINYSHUIO YaCTOThl Meio-
THYECKOTO HEPACXOXKICHMSI B TPYINIC CIOHTAHHBIX
abopPTYCOB MPOCICIKUBACTCS M JIJII XPOMOCOMBI 2, B
STHOJIOTHH TPUCOMHHM KOTOPOHM B 000OHX CIydasx
IpeanojaracTcs mpeodaafaHue MHTOTHYECKHX MY-
Tanuil. MeloTHYeCcKoe HEPAaCX0XKIACHUE U MOCT3UT0-
THYCCKHE MYTAIMH, IIPUBOISAIINES K BOSHUKHOBEHHIO
TPUCOMHI IO XpOMOCOMaM 7 M 8 Y CIIOHTaHHBIX
abopTYCOB, COTJIACHO IPEIOKESHHON MOJICIH, PaB-
HOBEpOATHBI, TEM HE MEHEe J0JIs OIINOOK Meio3a 1
B OTHX CJIydYasX IIPEBBIIIAET COOTBETCTBYIOIIHM
OXKHMJIaeMbIil IIOKa3aTeNlb HPH ILIAICHTAPHOM MO3au-
nu3Me. B atuonmoruu tprcomuii o xpomocomam 16 u
22, cBs3aHHBIX Kak ¢ CPM, Tak B ¢ 3MOpHOHAIILHOMN
CMEPTHOCTBIO, IIPeo0IagalolUM THIIOM MYTallHH
TaKKe SBJISETCA MEHOTUUECKOE HEPACXOXKICHHE.

BeposaTHO, 4TO OT/IMYMS B IIOCIICACTBHSIX MEHOTH-
YECKUX U MUTOTHYCCKUX OIIMOOK MOTYT OBITH 00yC-
JIOBJICHBI CICAYIOIIUM OOCTOATEILCTBOM. MeHOTH-
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YeCKOe HEPACXOXKICHUE IIPUBOJIUT K TOMY, YTO Pa3-
BHTHC OpraHM3Ma HAYMHASTCS C TPUCOMHOM 3UTOTHI,
TOIJa KaK IpH MUTOTHUYECKHMX OINHOKax 3MOpHore-
HE3 3aIlyCKaeTCsd ¢ HOPMAJIbHOI'O AYIUIOUIHOTO CO-
CTOSIHUS OTLJIOJOTBOPEHHOM sifliekyieTku. Bo3mox-
HO, YTO TPUCOMUSI TI0 YKa3aHHBIM XpPOMOCOMaM B 3H-
rote, 6acroMepax Wi B HeauPPepeHITUPOBAHHBIX
TKaHSIX OMNpPEJCIICHHBIM 00pa3oM H3MEHSIET TIpO-
rpaMMy Pa3BHUTHS, YTO MPUBOAWT B JAJIbHEHUIIIEM K
OCTaHOBKe »MOprioreHeza. MUTOTHYECKHE MYTalllH,
BO3HHUKAIOI[HE Ha OoJiee MO3AHMX dTamax audde-
PEHIIMPOBKH, OKa3bIBAIOT, 10 BCEH BUIUMOCTH, Me-
Hee 3HAYNUTEIBHOE BO3JICHCTBHE Ha X0 SMOpHOTeHe-
32 U COBMECTHMEI C ITPEHATAILHBIA Pa3BUTHEM, OCO-
6enno npu popmupoBanun CPM.

Hpyroe oObscHEHHE Pa3IMYHOIO (DEHOTUIIMYEC-
KOT'O TIPOSIBJICHUS MUTOTHYECKMX W MEHOTHUECKHUX
MyTalui MOXET OBITh CBSI3aHO C SIBJICHHEM OJTHOPO-
JUTEIIHCKON TNCOMHH 1, COOTBETCTBEHHO, C BO3MOJK-
HBEIMH 3¢ (EeKTaMH T€HOMHOI'0 MMIIPUHTHHIA. Jlek-
CTBHUTEIILHO, BO3HMKHOBEHHE TPHCOMHM B TPYIIIE
KIIETOK C HOPMAaJbHBIM XPOMOCOMHBIM HaObOpOM
BCJICICTBHE MUTOTHYECKOIO HEPACXOXKICHMS OymeT
MPUBOIUTH K (POPMUPOBAHUIO MO3AUUHOI'O BapUaHTa
KapHOTHIIA C IBYMSI KJICTOUYHBIMH JTUHUSIMH: OJIHOM -
SYIUIOMAHON, BTOPOM - C ayTOCOMHOM TPHCO-MHUEIA.
AHaJOrMYHBIA BapuaHT KapHOTHUNa (hOpMUPYETCS U
1810) MEHOTHIECKOM HepacXOKICHUU c
MOCIEAYIONIEH KOPPEKIMEer TPUCOMHI B OTIEIBHBIX
KIIETOYHBIX JUHUAX. OgHako B 1/3 yacTu ciydaeB
KOPPEKIUHA TPHUCOMHUI IIOSBUBIIASACS SYILIOHIHAS
KJIIETOYHAs JIMHUSA OKa)XXETCS IICEBIOHOPMAJILHOM,
UMesi B CBOEM XPOMOCOMHOM HaOope JIBe TOMOJIOT Y-
HEIC ayTOCOMBI, YHACACAOBAHHBIC OT OJHOIO U3 PO-
nuteneit [8]. B ciydae HamMuus B 3TUX XpOMOCOMax
MMIPUHTHPOBAHHEBIX JOKYCOB, KOHTPOJIUPYIOIIHMX
X0JI paHHEr0 3MOpPHOTeHE3a, MOKHO OXHAATh BO3-
HHUKHOBEHHS Pa3]IMYHBIX (POPM MATOJIONMU IpEHa-
TaJIBHOTO Pa3BUTHSI.

[IpeanonaraeMoe HalM4YKie PELMUIIPOKHOIO H3MeE-
HEHHS JTOMHHHPYIOIIETO THIIA MYTAIMH 10 XPOMOCO-
MaM 3 1 9 yKa3pIBaeT Ha TO, YTO B CPEIHEM MCHOTH-
YeCKHEe WM MUTOTHUYCCKHE OINMUOKHU, MPUBOMSIIINC K
BO3HUKHOBECHHUIO COOTBETCTBYIOIIHX TPHUCOMHH,
JIOJKHBI OBITh PaBHOBEPOSATHBL J[JIs1 OCTAIbHBIX ay-
TOCOM, 32 UCKITIOUYECHHUEM XpOMOCOM 2,7 | 8, TIperio-
JlaraeTcs JOMHHHUPOBAHUE MECHOTHYECKUX MYTAIlUi B
STHOJIOTUU TPHUCOMHHU.

TEOPETUYECKHE MO/JEJIN
N HABJIIOJAEMBIE YACTOTBI
MENOTHUYECKHNX 1 MUTOTUYECKHNX
MVYTALMU

MOHCKYJISIDHO-F CHCTUYCCKHMEC HCCIICJOBaHUA 3THU-
OJIOTHHU XPOMOCOMHOI'O HEPACXOXKACHHUS IO3BOJIAIOT
OLCHUTH ﬂeﬁCTBHTeHLHOG COOTHOIIICHHE MehoTHuue-
CKHMX 1 MUTOTHYCCKHX MYTaHHﬁ, MIPpUBOJAIIUX K BO3-
HHKHOBCHHIO TpI/ICOMI/Iﬁ Y CIIOHTAaHHBIX a6opTyc0B u
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pu CPM. J1yi1 OOJIBIIMHCTBA ayTOCOM, BCJICICTBHE
HU3KOW Y9acTOThI COOTBETCTBYIOIIMX TPUCOMHUM, eIle
HE JIOCTaTOYHO SKCIEPUMEHTAIBHBIX JaHHBIX, YTO-
OBl ITPOBEPUTH COOTBETCTBUE TCOPETHUECKUX MOJIC-
JIeW peaylbHOM cuTyanuu. JJi1 HEKOTOPBIX XPOMOCOM
ATOT aHAJIN3 YK€ BO3MOXKEH (Ta0I. 4).

Tpucomus 2. AHanm3 pacrpeAcIeHUs TPUCOMUM
[0 3TOM XpOMOCOME B pPa3IMYHBIX JKCTPadIMO-
PUOHAIIBHBIX TKAHSAX KAaK Yy CIIOHTAHHBIX a0OpPTYCOB,
tak ¥ ipu CPM nemoHcTpupyeT npeobiiaganue Xpo-
MOCOMHOW aHoOMalnu B Me3ojepMme. [IpennoxkeHHbie
MOJICNTA TPE/INONIararoT, YTO ATO MOXKET OBITh 00yC-
JIOBJICHO JOMUHHPOBAHUEM MUTOTHYECKUX OIIUOOK
B OTHOJIOTUM TPUCOMHUU 10 xpoMocome 2. OmHako
SKCIIEPUMEHTAIbHBIC JaHHBIC HE IOJTBEPKIAIOT
aToro npeanoioxenus. bonee 70% tpucomuii, 00-
Hapy>KEHHBIX Y CIIOHTAHHBIX a0OPTYCOB, SIBISFOTCS
CIICJICTBHEM MEHOTHYECKOTO HepacxoxkeHus. Bmec-
te ¢ TeM npu CPM, eciiy MHUTOTHYECKHE OIIMOKU 1 HE
JOMUHHPYIOT, OHH PaBHOBEPOSTHBI C OIIMOKaMHU
Meio3a. JlanHoe 0OCTOSITENLCTBO IOATBEPKIAET
BBICKa3aHHOE ITPEIIIOI0KEHHE O TOM, YTO MEHOTH-
YeCKHe MYTallMM OKa3bIBAIOT 0OJiee 3HAYUTEIHLHOS
BO3JICHCTBHE Ha HapyIICHHUE SMOPHOHAILHOTO pa3-
BHTHS, YeM TOCT3UTOTHYCCKHE OIMOKU MHUTO3a. He-
COOTBETCTBHE SKCIECPUMEHTAIbHBIX MTaHHBIX IIPEI-
JIOXKEHHBIM MOZCIISAM YKa3bIBacT, BEPOATHO, Ha CY-
IIECTBOBAHUE IPYIHX (PAKTOPOB, OTBETCTBEHHBIX 3a
MIPEUMYIIECTBCHHYIO JIOKAIU3allMI0 JAaHHOH XPOMO-
COMHOM aHOMAIIMH B KJIETKaX 3KCTPa’dMOpPHOHAIb-
HOH Me30/1epMbl. BBICKa3aHO IIPEAIIONOKEHHE, UTO,
10 KpaliHel Mepe, OMHUM U3 3THX (DAaKTOPOB MOXKET
SIBJISITBCSI MUTPAIMS ¥ TIOCIEAYIOIass KOMIapTMEH-
Tajau3amus TPUCOMHBIX 071acTOMEPOB BO BHYTpPEHHEH
KJIETOYHOU Macce [6].

Tpucomus 7. B 3THONOTMN aHEYIUIOUIUU TI0 JIaH-
HOI XpPOMOCOME IIPOCJICKHBAETCS JOMHHHUPOBAHUE
MyTalui MEHOTHYECKOTO HepacxoxaeHus. UTto ka-
CaeTCsl CIIOHTAHHBIX a0OPTOB, TO 3TO COOTBETCTBYET
npenokeHnoi Moaenu. B ciaydae e ¢ CPM, Hampo-
THB, KaK ¥ MPU TPUCOMHUH 10 XpOMOCOMe 2, HaOIT0-
JIACTCSI HECOOTBETCTBUC OXKHMJIAEMOMY JIOMUHUPOBA-
HHUIO OIIMOOK MHUTO3a.

Tpucomus 8. Jlannast aHeyIIOMINS TIPEACTABISCT
co0o¥ HamboJiee XapaKTEPHBIM OPUMED BIUSHUS
IIPOUCXOXKACHUS XPOMOCOMHON aHOMAJIMK Ha SMOpPH-
OHAJIbHOC pPa3BUTHE. TPHCOMHSA MO XPOMOCOME &
MEHOTHYECKOr0 MPOUCXOXKICHUS HE COBMECTHMA C
HOPMAJIbHBIM Pa3BUTHEM U MPHUBOJIUT K CIIOHTAHHO-
My NPEPhIBAHUIO OCpeMEHHOCTH. Eciu e 3Ta MyTa-
LM BO3HUKAET BCIIEACTBHE MHTOTUYCCKOIO Hepac-
XOKIEHHS XPOMOCOM, TO OHA MOXKET OBITh COBMECTH-
Ma C MIpeHATAJIbHBIM Pa3BUTHEM H KHUBOPOXKICHUEM
[31]. UHTEpecHO OTMETHUTH, YTO OOJBIIMHCTBO AM(]-
(hepeHLIMPOBAHHEBIX TKAHEH YEIOBEKA TOJCPAHTHBI K
JIOCTATOYHO BBICOKOMY YPOBHIO TPUCOMHHU IO XPO-
MocoMe 8. Tak, y HOBOPOXKIEHHBIX AETeHl JaHHasd
aHoOMaJIvs MOXKeT ObITh oTMeueHa B 100% numdborm-
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ToB [27]. Bonee Toro, ypoBeHb TPUCOMHUM 8 U TIpH
CPM MoXeT OBITh JOCTATOYHO BBICOKHM Kak B IIUTO-
TpododiIacTe, TaK U B SKCTPAdMOPHOHATILHON ME30-
nepme [51-53], omHako cioy4aw ¢ HaJldIHUEM JSTOM
aHOMAJIMHM OJHOBPEMEHHO B IBYX THIIAX BHE3apPOJIbI-
meBbix TKaHed (CPM III Ttuna) moka He ommcaHHI.
[IpennoxkeH psia TUIOTE3, OOBACHIIONINX TaKue -
(hexThI TpHCOMHIA 110 XpoMocoMe & [27]. OaHa u3 HUX
MpENoaraeT, Yro JaHHas aHCYIUIONIUs MeHoTHYIe-
CKOTO TIPOMCXOKJICHHS SIBJIICTCS OJTHOM M3 Hanbosee
CTaOMJIBHBIX XPOMOCOMHBIX aHOMAJIUH M €€ KOppeK-
IIUST TTPOMCXOIUT CPABHHUTENBHO peako. Jlpyrast rumo-
Te3a MpEANnojaraetT, 4To HETaTUBHOE BO3JICHCTBHUE
TPUCOMMH 8 Ha XOJ Pa3BUTHS MOKET OBITH Ooliee
CUJIbHBIM, €CJIM OHA 3aTparuBaeT paHo auddepeHIu-
pYIOIIHECS TKaHU, K KOTOPBIM OTHOCHUTCS B TPO(]O-
0macT. 3T0 BO3MOXKHO TOJBKO BCICACTBHE MEHOTH-
YECKOr'0 HepacXOKIACHMUS, KOTOPOE BEAET K HAIMUIMIO
TpucoMuii yxke B 3urote. IIpeamnonaraercs, 4To Ha-
JIUYUE TPUCOMHUH MO0 XPOMOCOME 8 MOXKET WHTUOUPO-
BaTh KJIIOUEBBIC ATAIbl AU(PPEPEHIIUPOBKH TPOhoO-
nacta. O4eBHUHO, YTO €CII 3Ta MyTalusi BOZHUKHET
Ha OoJiee MO3HMX 3Tanax pa3BHUTHsA, TO € 3(PPeKTh
OyIyT HE CTOJb 3HAYUTEIBHBIMU. Ba)kHO OTMETHUTH,
YTO HaOJIFO/IaeMbIe OTJIMYNS B COOTHOIICHHH MEHO-
THYCCKHX U MUTOTHYCCKHUX MYTAIA B IICIOM COOT-
BETCTBYIOT NPEJIOKCHHBIM TECOPETUUCCKUM MOJIC-
JsM. B Gosblmeli cTeneHn 3TO MPOCIEeKUBACTCS TS
Moeld, onuchiBaromel Gopmupoanne CPM. Ogn-
HAKO H JIs1 CIIOHTAaHHBIX a0OPTYCOB, KaK yiKe 00CyK-
JAJIOCh BBIIIE, JOMUHUPOBAHHE MyTalUid MeHOTHYe-
CKOTO MPOUCXOXKJICHUSI HE TIPOTUBOPEUYUT PaBHOMEP-
HOMY pacOpeleleHUI0 TPUCOMHUHN 0 XpOMOCOME &
MEXTy Pa3IUYHBIMH JKCTPadMOPUOHATLHBIMHA TKa-
Hsamu (Tabm. 1).

Tpucomus 15. DKCTIEpUMEHTAIBLHBIE JAaHHBIC I10
M3YYCHHUIO STHOJOTHH HEPACXOXKICHUS XPOMOCOMBI
15 yka3bpIBarOT Ha TO,4TO, IO BCEH BUIUMOCTH, ITOBE-
JICHHUE 3TOW XPOMOCOMBI HAIIOMHUHAET XapaKTep BO3-
HUKHOBEHHSI TPUCOMHH 8: MEHOTHYECKOE HEPaCX0K-
JICHUE, KaK TPaBWJIO, BEJCT K CIIOHTAHHOMY TIPEpbI-
BaHUIO OEPEMEHHOCTH, & MUTOTHYECKHUE OITHUOKH - K
dhopmupoanuio CPM 1 Tipof0HKeHUIO BHYTPUYT-
pPOOHOTO Pa3BUTHSL.

Tpucomuu 16 u 22. B 3THOIOTHH TPUCOMHUH IO
3THUM ayTOCOMaM CYIISCCTBCHHOE 3HAYCHHUE TPHHA/I-
JISKAT HEPACXOMKICHUIO TOMOJIOTHYHBIX XPOMOCOM B
I nenenmm metiosa y matepu. Caydan METOTHICCKHX
OIMOOK SIBJISIOTCS TOCTATOYHO PEIKUM COOBITHEM
[43]. MetioTHuecKre MyTaIiH, C OAHON CTOPOHEI, OT-
BETCTBEHHBI 32 CIIOHTAHHOE TpEphIBAHUE 3MOpHOTE-
He3a, & C JIPYyroil - MOTYT OBITh COBMECTUMBIMH C
MpeHaTAbHBIM Pa3BUTHEM, €CIIM OKa3bIBAIOTCS OT-
PaHWYEHHBIMH DKCTPAdMOPUOHATBHBIMYU TKAHSIMH.
JlomuHMpOBaHWEe MEHOTHUYECKOTO TPOUCXOMKICHHUS
TPUCOMUH IO XpoMocoMaM 16 u 22 mpeanonaramT
00e Mojienu.
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Tpucomuu 13, 14, 18, 20 u 21. B >THONOTHH ITHX
TPUCOMHUN IIPOCIECKUBACTCS JOMHUHUPOBAHUE MeEHO-
THYECKUX HapYIIECHUH, YTO COOTBETCTBYET TEOPETH-
YECKH 0XKHMJIACMOMY COOTHOIIICHUIO 00OMX THIIOB MY-
TaIUi y CIIOHTAHHBIX a00PTYCOB.

Takum 00pa3oM, MMEIOIIMECS DKCIIEPHMEHTAIIb-
HbIE TAHHBIC, TaK )K€ KaK U TCOPETUUECKUE MOJIEIIH,
YKa3bIBAIOT Ha CYIIECTBOBAHHE JICHCTBHTEIBHBIX
pa3Iuuuii MEXIy OTAEIbHBIMH XPOMOCOMaMH HA0o-
pa 1o MexaHu3mMaM (OPMHPOBAHUS, PACIIPEAECICHHS
u (benotunuueckuM 3ddekxram tprcomuii. ITo coso-
KYIHOCTH 3THX IIPH3HAKOB BCE ayTOCOMBI MOXKHO
HOIpa3/Ie)IUTh 110 MEHbIIICH Mepe Ha JBE TPYIIIbIL:

1) XpoMOCOMBI C MpeoOIalaHueM MEHOTHIECKIX
OIMOOK B ATHOJIOTUN TPUCOMHM, MPUBOIAIINX KaK K
CIIOHTAHHOMY TPEPHIBAaHUI0 OEPEMEHHOCTH, TaK U
COBMECTUMBIX C €€ TPOJIOJDKCHHEM depe3 (hopMHUpO-
Banue wiu 0e3 opmuposannss CPM. B niepByro oue-
penb 3TO TpUCOMHUHU XpoMocoM 16 u 22, a Taxxke 7,
13,14, 18 u 21;

2) XpOMOCOMBI C PAaBHOBEPOSITHLIM BO3HHUKHOBE-
HHEM TPUCOMHUU BCICACTBHE MEHOTHIECKUX HIIH MU-
TOTHYECKUX MYTALIMH, [P 3TOM OIIMOKH B IaMeTo-
reHe3€e POJUTENICH NPUBOIAT K MOCHIEayIomIei Troe-
JU  3apojblilia, TOrJa KakK IOCT3UIOTHYECKHE
COMATHYECKUE MYyTallUi MOT'YT ObITh COBMECTHMEI C
MIpeHaTaIbLHBIM PAa3BUTHEM U JaXK€ KUBOPOKICHU-
€M, OCOOCHHO ITPHM OTPaHUYCHUH XPOMOCOMHOM aHO-
MaJIi 3KCTPasMOPHOHAIBHBIMH TKAHAMH. JTO TPH-
COMUH TT0 XpoMocoMaM 8 1 15, a Takke B OIIpeIeiicH-
HOW CTETIeHHU U TI0 XpOMOcoMeE 2.

JAPYTUE ®AKTOPBI, OTBETCTBEHHBIE
3A TKAHECIHHIEHU®OUYHVIO,
JIOKAJIM3AINIO TPUCOMUU
Y CIIOHTAHHBIX ABOPTYCOB

OKCIepUMEHTAIbHBIC JaHHBIC 110 M3yYCHUIO JTH-
OJIOTHH XPOMOCOMHOT'0 HEPACXOXKICHMS TOATBEPK-
JIAIOT TPEAJIOKEHHYIO MOJEIb COOTHOIICHHUS MEHOo-
THYCCKUX U MUTOTHUYCCKHMX MyTaIluil JUIg OOJBIIHH-
CTBa ayTocoM. BmecTe ¢ TeM ciemyeT OTMETHTh, UYTO
CTaaus U MEXaHW3M BO3HUKHOBEHUS MyTalliHd HE SIB-
JIIIOTCS, IO BCEH BHIUMOCTH, €IUHCTBEHHBIMH (haK-
TOpaMH, KOTOpPBIE MOTYT OKa3bIBaTh BJIHUSHHE Ha
pacupeaeeHue XpOMOCOMHO aHOMAJIBHBIX KJIETOY-
HBIX KJIOHOB. K unciy apyrux (GpaxTopoB ciieayer oT-
HECTH CYIIECTBOBAHME BO3MOXKHBIX OTIIMUHUU B IIPO-
nu(epaTHBHOM aKTUBHOCTH KJIETOK C HOPMAaJIbHBIM
1 a0eppaHTHBIM KapHOTHIIOM, a Tak)Ke U3MCHCHHE
MPOLIECCOB MUTPALIUM U KOMITAPTMEHTAIM3AUN aHE-
YIUIOMJHBIX KJICTOK Ha HAuyajJbHBIX JTalax 3MOpPHO-
HaJIbHOT'O Pa3BUTHUSI.

Bo3MoskHBIE HM3MEHEHHS B HpoarepaTUBHBIX
CBOMCTBAX TPHUCOMHBIX KIJIETOK MOI'YT OKa3bIBaTh
BJIMSTHUE Ha COOTHOILICHUE HOPMAJIbHBIX U aHOMAJlb-
HBIX KJIETOUHBIX KJIOHOB Kak in vivo, Tak | in Vitro.
DTO 00CTOSATEIHLCTBO UMEET OCOOEHHO CYIIECTBEH-
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HOC 3HAYCHUC IIpH IPOBCACHHUU IUTOICHCTHYCCKOI'O
aHajJn3a KJIETOK 3KCTPasMOpHOHAIBHOW Me30jep-
MBI, KOTOPEIH, B OTJIMYHE OT "MIPsSMOT0 aHaau3a'" Iu-
ToTpodobacTa, CBA3aH C HEOOXOAUMOCTBIO [IJIH-
TEJIbHOTO KYJbTHBHPOBAaHMSA TKaHEeH. JlnmmTenpHOE
KyJIbTUBUPOBAHUE TKAHEW in Vitro MOXET CO3/1aBaTh
YCIOBHUS Il U3MEHEHUS PEeaJbHOTO COOTHOIIICHHS
KJICTOYHBIX KJIOHOB, IIPH 3TOM KIIETKH C XPOMOCOM-
HBIMH HM3MEHCHHSIMH MOTYT OKa3aThbCs M BOBCE HE
CHOCOOHBIMHU K TIpoJTA(EepaIuy B KyJIbTYpeE.

XopoIIo U3BECTHO, 4TO 3(DPEKTHBHOCTD ITUTOTE-
HETHYECKOr0 aHaju3a CIIOHTAHHBIX a0OPTYCOB HH-
korma He pocturaet 100% [7, 13, 24]. XpomocomHas
KOHCTUTYIUS KJICTOK, HE CIIOCOOHEBIX K mponudepa-
LUK B KyIbType, OCTaeTCA B 3THUX CIIy4asx HeEycTa-
HOBJIEHHOH. PsiJ KOCBEHHBIX [AHHBIX IIO3BOJISET
MPEANONIOKUTEL CYIIECTBOBAHUE CBS3H MEXKIY XpO-
MOCOMHBIMM aHOMAJIHSIMH K IpoaudepaTHBHON aK-
THBHOCTBIO KJIETOK. Tak, B OHOM W3 MCCIICIOBAHUI
OBLJIO OTMEYEHO BO3pacTaHUE YACTOTHI BBISBIISC-
MBIX PEIKUX ayTOCOMHBIX TPUCOMHUH (IIO XPOMOCO-
MaM 3,5, 6, 11, 12, 17) - ot 0 10 5% npu 1OBBIILICHUN
3(pPEKTUBHOCTH LIMTOICHETHUECKOr0 aHanu3a oT 51
10 75% [54]. B pabotax, HOCBSILEHBIX aHATIH3Y IIPU-
YUH JIeTeHepalfi KyJIbTyp KIETOK aMHHUOTHYECKOM
JKUKOCTH TIPH TIPOBEACHUH MPEHATAIBHOMN JrarHoc-
THKH, TIOCJICAYIONIee KapHOTHITUPOBAHUE TKAHEH
IJI0JIa TaKXKe MPOACMOHCTPHUPOBANIO MOBBIMICHHYIO
4acTOTY XPOMOCOMHBIX adeppaluii, ¥ B TICPBYIO Oue-
peap aneyrmionauii - 10 13% mo cpapHermio ¢ 1%
JIAHHBIX aHOMAJIMH, BBIIBICHHBIX IIPH YCICITHOM IIH-
TOICHETUYCCKOM aHaJIN3¢ KJICTOK aMHHOTHYECKOM
uakoctH [55]. B apyroit mogoOHoM paboTe yacToTa
XPOMOCOMHEBIX aHoMajuii cocraBmia 19 u 4% coot-
BETCTBEHHO [56].

[Ipsimble SKCTIEpUMEHTANBHBIE JJOKA3aTENhCTBA
W3MEHCHHS IPOTH(PEPATUBHON aKTUBHOCTH KJIETOK
C ayTOCOMHOW TpHUCOMHUEH IMOKa HEMHOTOYHCIICHHEI.
Tak, B 0THOM M3 UCCIIEIOBaHUN OblJIa OOHApYKEeHA
CTaTUCTUYECCKH 3HAYUMas PEAYKIUS DKCIPECCUU
JIByX aHTUTEHOB KJIETOYHOU mposudeparmn - PCNA
(Proliferation Cell Nuclear Antigen) u Ki67 B KynbTy-
pax KJIETOK C ayTOCOMHBIMH TPHUCOMMSIMH, BBI3BIBA-
IOIAMHA PAHHIOI 5SMOPHOHANBHYIO JIETAIBHOCTH
(Tpucomuii 1o xpomocomam 2, 15, 16 u 22). B 10 xe
BpeMsi, TPUCOMUU 110 ayTocomaM 13, 18 u 21, coBmec-
THMBIC ¢ 0oJiee JITUTEIBLHBIM ITPEHATAIBHBIM Pa3BH-
THEM U KUBOPOXJICHUEM, HE JIEMOHCTPUPOBAIM TIO-
JIOOHOM pemykuun [57].

BrimeykazanHble JaHHBIE TIO3BOJSIIOT CHENATh
MPEIMTONIOKEHNE O TOM, YTO YaCTOTa XPOMOCOMHBIX
AHOMaJIMA Y TUTOJIOB U CIIOHTAHHBIX a0OPTYCOB, OII-
perdensiemMasl C MCHOJIB30BAaHUEM METOJIa KYJIbTYPhI
TKaHel, MOKET 3aHMKAThCs. DTO B OMpeAelIeHHON
CTEMEHN MOXKET OOBSICHHUTH MOHWUKEHHYIO YaCTOTY
AyTOCOMHBIX TPUCOMHUH, OOHAPYKHBACMBIX B JKC-
TPasMOPHOHAIBHON Me30/lepMe, TI0 CPABHCHHIO C
UTOTPOG0OITACTOM BOPCHH XOPHOHA, aHATU3HPYE-
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MOTO C TIOMOIIBIO TIPSIMOTO METOJIa MCCIICIOBAHHS
kapuotuna (Tabmn. 1). B mepcrnektuse pemieHue naH-
HOM MPOOIEMBI MOXET OBITh TIOJYYEHO C MCIOIB30-
BaHHEM METOJIOB MOJICKYJIIPHO-IIATOTEHETHYECKOTO
anaymmsa (FISH, CGH) HekyIbTHBHPOBAHHBIX KIIETOK
SMOPHOHOB U TUIOJIOB M B TMEPBYIO OUEPelb TEX, KOTO-
phle HE CIOCOOHBI K JJINTEILHON mponudepalud B
KYJIBTYpE.

Cpemn npyrux (akTopoB, KOTOPBIE MOTYT OKa-
3bIBaTh BIIMSHUE HA MEXTKAHEBOE paclpejielicHue
KJIETOK C XPOMOCOMHBIMU aHOMAJTUSIMH, CIIEAYyEeT OT-
METUTh BO3MOYKHOE M3MEHEHHUE MHIPAIMU U XapaK-
Tepa KOMITAPTMEHTAIM3AIUA KIIETOK C Pa3HBIMU
XPOMOCOMHBIMU Habopamu [6]. TH TpoIIecChl MOTYT
MIPUBOIUTEL K TIEpepacIpeesieHuI0 KJISTOUHBIX JIH-
HUW MEXIY Pa3IMYHBIMH 3apOJIbIIIECBEIMHU JINCTKA-
M. Tak, B SKCIIEPUMEHTAX Ha MJICKOIUTAIONINX ObI-
JI0 TIOKAa3aHO, YTO MPOIECCHl MUTPAIMU OKa3bIBAIOT
BJIMSIHUE HA TKaHECTIeIM(DUIHOE pacipeieieHue, Mo
KpaiiHe Mepe, TeTPaIUIOWIHBIX 0JIaCTOMEPOB, KO-
TOpbIC OOHAPYKMBAIOT MPEIMOYTUTECILHYIO KOM-
MnapTMEHTAIU3aIu B Tpodobnacte [58, 59]. Muro-
TUYECKOE HEePacXOoXKIEHHE B TpymIe 0JIacTOMEpOB,
TP YCJIOBUM COXPAHEHHUSI TECHON B3aUMOCBSI3H MEXK-
JIy 9TUMH OJ1acTromMepamu, OyJieT B AaTbHEHUIIIEM TIPO-
JIyIUPOBATh KJIACTEPhl KIETOK C OIpeacICHHBIM
XPOMOCOMHBIM HabOpOM BO BHE3aPOBIINICBBIX TKa-
Hax. UHTepdasnbpii FISH-ananm3 mMo3andHbIX TuTa-
LIEHT TOJATBEPXKIAET 3TO MPEANOIOKEHHE, JTEMOHCT-
pUpYsl HAJIM4YME TaKWX KJIACTEPOB C Pa3IUYHBIM CO-
OTHONICHUEM HOPMAJIBHBIX H aHOMAaJbHBIX
KJICTOYHBIX KJIOHOB B PA3IMYHBIX Y4aCTKaX OJHOU U
Tol >xe 1uraneHThl [60]. O4eBHIHO, YTO MUCIOJIL30Ba-
HUE COBPEMEHHBIX MOJEKYJISPHO-IIUTOTCHETHYEC-
KHUX TIOJIXOJIOB IIPEJCTABIISICTCS HauboJiee MepCreK-
TUBHBIM HAMpaBJICHUEM B HCCIICIOBAaHUM TaKXKe U
MJIAIEHTApPHOTO MO3auI3Ma.

HecMmotpst Ha cToxacTudeckuii XapakTep Iporiec-
COB MWTpAITi¥, IMEHHO OHH, KaK ITpe/rioiaracT ojiHa
u3 runote3 [61], MOTYT mpeaoIpeaesTh JOMUHUPO-
BaHHE ayTOCOMHBIX TPUCOMHM B IUTOTpodobdIacTe.
XOopoIIo U3BECTHO, YTO Y MIICKOITUTAIONINX TOJBKO
3-4 6nactoMepa 64-KJIETOYHOM OJIACTOIMCTHI (op-
MUPYIOT BHYTPEHHIOIO KJIETOYHYIO Maccy, B TO Bpe-
Ms KaK M3 OCTAIbHOW KJICTOYHOW MacChl Pa3BHBACT-
cs Tpodobiact. Kpome Toro, cyriecTBeHHass MHTO-
THYECKass aKTUBHOCTh KJIETOK CTBOJIOBOW JIMHHH
TpodobiacTta, MO CPaBHEHUIO C MUTOTHYECKOM aK-
THBHOCTBIO KJIETOK SKCTPadMOPHOHAILHOM MeE30JIep-
MBI, TAK)K€ MOYKET BHOCHTH OIPE/CIICHHBIA BKJIAJ B
(hopMHpPOBAHUE TTOBBIIICHHON YaCTOTHI XPOMOCOMHBIX
aHoMannii UMeHHO B murtorpododnacre [9]. Takum
00pa3zoM, MOXKHO 3aKJIFOYHTh, YTO XapakTep pacrpe-
JeTICHUS. KJICTOYHBIX JIMHUH MEXKIY Pa3InIHbIMH
AKCTPadMOPHOHAIBHBIMI TKAaHSIMHU OIPENEISIeTCS
CITO’KHBIM KOMITJIEKCOM COOBITHH, TIPOUCXOISATINX HA
CaMbIX paHHHX JTarax OHTOTeHEe3a.
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