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AHHOTANIKAA

IIpoBesieHO TMTOTEHETHYECKOE M B HEKOTOPBIX CJIydasgX MOJIEKYJSPHO-IIUTOreHeTn4yeckoe ucciaeaopanue 130
JieTeil, TpOKUBAIONINX B Pas3JIMYHbIX paiioHax Bpsuckoit, Tysabckoit n Kamyskcekoii o6sacreii 1 o6paTUBIINXCS B
TeHETHYECKYIO KOHCYJIBTAIIIO O MOBOAY 33/€PKKH TICHXOMOTOPHOTO PAa3BUTUSI, BPOKAECHHBIX MOPOKOB ¥/ UJH
MUKPOAHOMAJMI PAa3BUTHS HECHHJPOMATIbHOrO TeHe3a. [lokasano, 4YTO yBeJUYeHHE OKOJIOIEHTPOMEPHOTO
reTepoxpoMariuHa MPOUCXO/ANT 3a cyeT KJaccmueckoil "caressmrhoil” /THK. O6uapysken takske nosumopdusm
caresuutHoit 1 pubocomanbhoit [THK B cropony yBenmuenuss na xpomocome 15 ph+. BoickasbiBaercs

MpeAoJIoKeHne o MTOJIOKUTETBLHON 3aBUCHMOCTH CPOKOB HPOXKUBaHUA aeTeﬁ B 3arpsA3HE€HHDbIX paﬁOHaX u

IOKCTPEMAJIbHOI'O yBEJIMYECHUA C-FeTepOXpOMaTI/IHa.

[Tpo6JieMbl OIEHKW TEHETUYECKUX TIOCJE/ICT-
BUil aBapuu Ha YepHOOBLIBCKOW aTOMHOM 2JIE€KT-
pocratiun (UADC) [0 HACTOANIErO BpEMEHU
MPOIOJIKAIOT OCTABATHCS BECHMA AKTYaJIbHBIMIU.
Haxorien goctaTouno 60JIbII0I MaTeprast uccJie-
JIOBAHUI 10: HAYYHO OGOCHOBAHHOMY IIPOTHO3Y
reHeTUYecKOil OIIaCHOCTH TTOBBIIIEHHOTO hoHa pa-
JIIAINY B 3arpsI3HEHHBIX PAJAMOHYKINIAMU PANio-
HaX, BBITIOJHEHHON B OCHOBHOM Ha MbImiax [1, 2];
pacdeTy MomyJISIHOHHBIX TEHETHYECKUX /103; Pac-
MPOCTPAHEHHOCTH BPOK/IEHHBIX aHOMAJUN Y Jie-
Tell B PaJMOAKTHBHO 3arpsi3HEHHBIX PErMOHAX;
c/leJTaHbl TPOTHO3BI TeHeTrnuecknx adgdexton [3].
[ToxazaHbl TakKe MEUITITHCKIE TTOCJIE/ICTBIIS aBa-
pun Ha UADC [4, 5]; obocHOBaH IUTOTEHETUYE-
CKUIl MOHUTOPUHT JIUI], TOCTPA/IABIINX OT aBapUH,
IPU UCCJIE[I0OBAHUN HeCTeU(MUIECKIX XPOMOCOM-

HBIX aHOMAJIMH, T. €. aHOMAaJuil, He CBS3aHHBIX C
denorunmyeckumMu  niposisyiernsimu [6]. Ocraetcst
He MCCJIeIoBaHHON MmpobieMa TOoCIeCTBUN aBapuu
Ha YADC, cBg3anHast ¢ posiByieHreM crieriiuduyie-
CKUX XPOMOCOMHBIX HAPYILIEHWI U aHOMAJINIi, TIPO-
SIBJISIONINXCST B BHJIE YUCJEHHBIX U CTPYKTYPHBIX
aGeppaiiii U KOPPEJIUPYIOUUX C KIUMHUIECKIMU
nposseHusiMu (yMCTBEHHAS OTCTAIOCTh, BPOIK/IEH-
HbIE TIOPOKU 1 MUKPOAHOMAINK Pa3BuTHs). L1esbio
HACTOSIIIETO  WMCCJICJIOBAHUST  SIBJISLIOCh M3ydeHHe
YPOBHS CIEII(PIIECKITX XPOMOCOMHBIX AaHOMAJIHI 1
VBEJIITIEHNST OKOJIOIEHTPOMEPHOTO TeTepOXPOMATH-
HAa OT/IEJIbHBIX XPOMOCOM Y JIeTelt, 0OpaTUBIINXCS B
TeHeTHUEeCKYI0 KOHCYJIbTAIINIO TI0 TTOBOJY YMCTBEH-
HOH OTCTAJIOCTH M BPO’KIEHHBIX TTIOPOKOB M / MJIH
MUKPOAHOMAJIMIl Pa3BUTHS B TeYEHHE IIECTU JIET
(1991-1997).
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MATEPHAJIbI U METO/IbI

B pa6ote wuCmosb3oBadu KJIETKH KYJIbTYPBI
auMboIuToB nepudepudeckoii KPOBU JeTel, KO-
TOpble MMeJIN TIpsMble NOKa3aHUs [/ [poBe/ie-
HUS IUTOTEHETHYECKOH Auarnoctuku. llurorene-
THUYECKOE UCCJIeIOBAHNE TIPOBO/IUIN 110 OOIIEepu-
HATBIM METO/1aM, BKJIIOUas KyJIbTUBUPOBAHUE KJIe-
TOK in vitro, TpHUTOTOBJIEHNE XPOMOCOMHDBIX TIpe-
rnaparoB ¢ npumMeHenueM auddepeHuaaIbHOTo
okpamuBanusi (G- u C-MeTo/10B) U aHaIM3a Kapy-
OTHUIIA TI0J{ MUKPOCKOIIOM TIPH yBesinyeHun x 1250
[7,8]. XpoMOCOMHBIM BapHaHTOM CYMTAJN HAJU-
yue B OfiHON m3 xpomocoMm 1, 9, 16 yBenmuenus
OKOJIOTIEHTpOMepHOro rerepoxpomaruia (C-6.10-
Ka) 110 CPABHEHUIO C TOMOJIOIOM, OIIEHUBAEMOTO B
5 6asmoB u Bbite. O1eHKy BeanunHbl 610Ka C-re-
TEPOXPOMATHHA TPOBOAMJN TOJYKOJNYECTBEH-
HbIM MeTo/ioM 110 "CucTteMe ydyeTa pasMepoB rere-
POXPOMATUYECKNX y4acTKOB XpomocoMm 1, 9, 16, Y
u xpomocoM rpynmbl D u G" [9].

MoutekynsapHO-IIUTOreHeTHYeCKue UCC/Ie/10Ba-
HUS TIPOBOJIMJIA TIO0 paHee ONMHUCAHHBIM METO/[aM
[10, 11], ucrionb3yst nzoronnyio u MIIOOPECIIEHT-
HYTO0 THOPUAM3AINIO in Situ U OPUTHHAIBHYIO KOJI-
gexnuio JTHK mpo6 [12, 13]. Ananaus pesysbra-
TOB TMOPUU3AINH in Situ OCyIIeCTBIIAIN IO IPU-
HATOHM HAMM TEXHOJIOTUU, IIPUMEHSS UHTEep- U Me-
tadasnbie KiaeTkn [14]. 3amuch pe3yJbTaToB 1H-
TOTEHETUYECKON M MOJICKYJISPHO-IUTOTeHEeTHYe-
CKOH INarHOCTUKHU IIPOBO/INJIACD 110 MEXK/YHAPO/I-

HOIl HOMEHKJIATYypE CTAH/IAPTU3AINH ITUTOTCHETH-
yeckux nccaegosanuii ISCN, 1995 [15].

O6cJietoBas TPU TPYIIIBI AieTeii: | rpynma co-
cTosgsa u3 44 TaIMeHToB, POAWBIINXCI 0 aBapuu
na YADC; 11 rpynma — 57 narieHToB, POAUBIINXCS
nocsie aBapun (101 manyeHT u3 9TUX ABYX TPYIII
MIPOKUBAJ B 3arpsS3HEHHDBIX TI0 PATMOAKTHBHOMY
nesuto paiionax bpsuckoit, Tymbckonn n Kamyx-
ckoii o6macreit) u 111 rpymma — 29 manmenTos, mpo-
JKUBAIONIMX B "4MCTBIX" paiioHaX aTUX Ke 06.J1acTeil.
PagnoaktBHOE 3arpsisHeHNe TEPPUTOPUM 1[e3UEM
(137Cs) cocrasmso or 5,2 1o 37,9 Ku /xm? B "rpss-
ubix" ot 0,05 10 1,41 Ku/xkm? B "uncreix” paiio-
nax (cpeanuii yposenb sarpssuenus — 21,55 u
0,73 Ku /xm? coorserctBenn0). CTaTHCTHYECKYTO
06paboTKy MPOBOIUIN TI0 OOIIEIPUHATOMY KPU-
tepuio CTbIO/IEHTA.

PE3YJIbTATbI 1 UX OBCY/KAEHHUE

B pesyabraTe nuroreHeTHueckoro o6c/ien0Ba-
HUS JeTell 06HapysKeHbl KaK XPOMOCOMHBIE aHO-
MaJIi1, TaK M XPOMOCOMHbIe BapuaHThl (Ta6a. 1).
Cpenu 44 nanuentos | rpynibl o6HapysKeHbl [1Ba
caydas XPOMOCOMHBIX aHoMamii (Mosandnbie
dopmbl curapoma Teprepa ¢ HEGOIBIINM MIPOTIEH-
TOM aHOMAJBHOTO KJoHA) (4,5 %) U ceMb C/yvaen
YBEJIMYEHUsT OKOJIOIEHTPOMEPHOTO TETEPOXPOMATH-
na (C-rerepoxpomaruna) xpomocoMm 1,9,15 u Y:
1gh + (2 nanmenra); 9qh+ (4 manmenra); 15 cenh+
(3 matmenra); Yqh+ (3 matmenra) (27,3 %). Bo 11

Ta6numa 1

Pe3syabraTbl HUTOT€HETHYECKOTO HCCJIE/IOBAHHS /leTell ¢ YMCTBEHHOl OTCTAJ0CThIO U BPOXK/AEHHbIMH IIOPOKaMH
M aHOMAJIMSIMH Pa3BUTHS, NPOKMBAIOMMX HA 3arPS3HEHHBIX U "YHCTBIX" TEPPUTOPHSAX nocJe aBapun Ha YAIC

137
[letu, nposkuBalomiue B 3arpsi3HEHHBIX 110 3¢s

paitonax (ot 5,2 10 37,9 K,/ kp° )

[lern, npoxkusatwoiue B "qncrblx"z
paitonax (ot 0,05 10 1,41 Ku/km~)

I rpynma — poauBIIIecst
1o aBapun (44 maumenra)

II rpynma — poamBIHecs mocie
asapun (57 TmanMeHToB)

[T rpynma (29 naiuenTos)

Hopwm. Xpom. Bapuanrer Hopm. XpoMm.  Bapuantbt Hopwm. Xpom. BapuanTbt
KapUOTHUII aHOMaJUM XPOMOCOM  KapHOTUI aHOMAJHU XPOMOCOM KapuoOTHII  aHOMAJMU  XPOMOCOM
O6uee uuco 30 2 12% 44 7 6* 26 1 2%
MAIIEHTOB
[TponenTor 68,2 4,5 27,3 77,2 12,3 10,5 89,7 3,4 6,9
Cpemumii 11,3 3,3 6,8
BO3pacT, JeT
Cpeansas 7,9 3,3 6,8
MTPOIOJIKH-
TEJIbHOCTD
MTPOKIBAHUS
B o6JlacTi

* Ornuus B Tpex rpymnax jgocrosepib (p < 0,05).
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Ta6numa 2

XpoMocoMHbIe aHOMAJIMHU NOCJI€ POBE/eHUs IIHTOTeHeTHYeCKOoH
H MOJIEKYJISIPHO-IUTOT€HeTHYECKOli IMAaTHOCTHKH B TPEX Ipynnax

WccnepoBanus

IIUTOr€HETHYECKHEe

MOJIEKYJIAPHO-IIUTOT€HETUYECKUE

I rpynmna
1. 45,X [20] /46,XX [80]

2. 45,X[15]/46,XX][85]

IT rpynma
3.47, XY,+21 [32] /46, XY [68]
(1

4.47, XX, +21

(2)

5.47, XY, +21

3)

6.45, X[150] /47, XXX][6] /46,XX[11]
(4)

7.46, XY, del (10)(pter - q2.6:)
)

8.46, XX, t (21; 21)

(6)

9. 46, XY, inv(2)(p21q12)

N

11 rpymma

10. 46, XX,del(18)(pter - q22.2:)
)

nuc ish Xp11.1-q11.1(pYAM10—40 x 1)[20] /
nuc ish Xp11.1-q11.1(pYAM10-40 x 2)[80]
nuc ish Xp11.1-q11.1(pYAM10-40 x 1)[15]/
nuc ish Xp11.1-q11.1(pYAM10-40 x 2)[85]

47, XY, + 21.ish 13p11.1,21p11.1(alpha R1-6 +)[12]/
46, XY.ish 13p11.1,21p11.1(alpha R1-6 x 4)[18]

nuc ish Xp11.1-q11.1(pYAM10-40 x 1)[150] /
nuc ish Xp11.1-q11.1(pYAM10—40 x 3)[6]/
nuc ish Xp11.1-q11.1(pYAM10—40 x 2)[11]
46,XY,del (10)(q26).ish del(10)(q26.3q26.3)
(PAC45.12.K -)

46, XX,del(18)(q22.2).ish del (18)(q23q23)
(PAC23.5.M -)

rpyIIme cpeau 57 geteit 0GHapy KeHO CeMb CTyYaen
XPOMOCOMHBIX aHoMauuii ([oJHble, MO3anyHas 1
TpaHcJIOKaImoHHast opMel cuHapoMa Jlayna; Mo-
3anunast hopMa rOHOCOMHBIX aAHEYTLIOU/IHIT; TeJI0-
MepHas jenenus xpomocombl 10, mapanenTpuue-
ckast uHBepcHs XpomocoMbl 2) (12,3 %) u cemb
cayvaes ysesmuenuss C-rerepoxpomartuna (xpo-
mMocomubie Bapuantbi) — 9ght (1 mnanwment),
15 cenh+ (3 mammenta), Yqh+ (2 naumenta)
(10,5 %). Cpean 29 marmentos 111 rpymmbr o6Ha-
pysKeHa ojJiHa XpoMOcoMHas anomanus (jgeners
JUIMHHOTO Taeda Xpomocombl 18) (3,7 %) u nsa
xpoMocomubix Bapuanra (9gh+u'Y gh+) (7,4 %).
[MosyyeHnble pe3yJbTaThl HCCAEMOBAHUIN TIPE/I-
craBJyenbl B Tabaunax 1-3 u Ha puc. 1.

CJie/ryer OTMETHUTD, YTO B CJyYasAX MO3AMIHBIX
(bOpM TOHOCOMHBIX aHEYIJIOH/UH, KOrja aHoMa-
JIbHbBIE KJIOHBI TpUCyTCTBOBasiu B 20 % 1 MeHee
kaerok (ta6u. 2, ciydan 1, 2, 6), a Takyke npu te-
JIOMEPHBIX U CyOTEJIOMEPHBIX JIETEIUSAX XPOMO-
com 10 u 18 (ra6a. 2, cayvan 7, 10) npumensm
METO/IBI  MOJIEKYJISIPHO-TINTOTEHETHYECKO  /ina-
ruoctukn  (umoopecnenTiasg tuGpuanzanms in
situ — FISH), ucnoabsys nenrpomepnyio JTHK
poly mas xpomocombl X (pYAM 10-40) n
caiiT-cniertuuyrbie TPOODBI JJIs1 XpomMocoMbl 10 n

18 (PAC 45.12.K u PAC 23.5.M). B kaxjgom
caydae Mosanmmama 1ocae tposefenuss FISH
anaymsupoBau He Menee 100 wHTep- 1 30 Mera-
(pasupix kaerok. B 1-m u 2-M cayvaax (cMm. Tabu.
2) y eTeil ¢ KJIacCUYecKol KJINHUYeCKON KapTu-
Holt cunipoMa TepHepa mocsie npoBeIeHNs TPau-
[UOHHOTO IUTOTEHETHYECKOrO UCCJIeI0BAHUS 06-
HapysKeH HOpMaabHbIH Kapuotun (46,X), a B 6-M
cJiydae TIpu aTumaHOM (peroTure cuuapoma Tep-
Hepa OTpe/ie/ieH  TOJbKO AaHOMAJbBHBIN  KJOH
—45,X. Kak mokasano pamee, 1moso6HOe HECOOT-
BETCTBUE Kapuo- 1 (PeHOTUTIA SBJISETCS TTPUYNHON

Ta6anuma 3

Xpomocomnue BapHaHTbI y nereii B TpEX rpyunmax
nmocJjie nmpoBeICHUsSI HMUTOT€HETHYECCKUX HCCJ[CI[OBaHHﬁ

I rpynma

1 gh+ — 2 nmanmenra
9qh+ — 4 maruenTa
15cenh+ — 3 nanuenra
Yqh+ — 3 naruenra

II rpynma

9gh+ — 1 mannent
15cenh+ — 3 marmenTa

W

N —

3. Yqh+ — 2 nanumenra
III rpynma

—_

9qh+ — 1nanment
Yqh+ — 1 nanuenr

o
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Puc. 1. YBemmienne TeTepOXpOMaTHHOBOTO palfoHa Xpo-

Mocomb 9 (Bapuant 9qh+), BbIABIIIEMOE ¢ TOMOIIBIO TH6-

puam3armn in situ. CTpeskaMu OTMEYEHBI /[BE TOMOJIOTUY-
HbIE XPOMOCOMBI 9.

qst  npoBenennss  FISH-uccremoBanuss  [16].
FISH-ananm3 mokaszan Hajuyue aHOMaJbHOTO
kiaoHa Kaetok (xapuorun — 45,X) B 1-M u 2-M
caydasx (20 u 15 % KJIETOK COOTBETCTBEHHO), a B
6-M ciaydae — J[OTOJHWTETbHO [Ba KJOHA —
47, XXX B 3,6 % u 46,XX B 6,6 % (cM. Tab1. 2).
Kpome Toro, mocne mposenenuss FISH-anarnoc-
THUKN MO3aWYHBIH ciaydail cmagpoma /layHa ObLI
TOATBEP:KIEH, OHAKO AHOMAJBbHBIN KJIOH OBLI 06-
Hapysken B GoabureM uncae kjaerok (40 %) (cm.
Tabu. 2). [Ipu AUCTANBHBIX [ETEIUSIX XPOMOCOM
10 1 18 yTOuHEHbI TOUKHN pa3pbiBa Ha AHOMATbHBIX
XPOMOCOMAX, yKa3aHHble TaK:Ke B TabJ. 2.
Taknum o6paszoM, aHAINU3UPYS TTOTyIEHHbBIE pe-
3yJIbTAThl, MOXKHO CKa3aTh, YTO XPOMOCOMHbBIE Ba-
puaHTbhl yamie BcTpeuyaiorcs B I rpymme nereit,
PoskJIeHHDBIX /10 aBapuu Ha YAIDC, 110 cpaBHEHUIO
co IT u III rpynmamu (p < 0,05 npu cpasaennn [
co II rpynmnoit, a Takxe I ¢ I1I u IT ¢ III rpynna-
Mi). PesysbraThl MOKa3bIBAIOT IPSAMYIO 3aBHCH-
MOCTD JJAHHOU CUTYAIMH OT JJTUTEJIBbHOCTH TPOKH-
BaHUA [leTell B PAJAMOHYKJUIHO 3arpsi3HEHHBIX
paiionax. Taxk,
MPOKUBAHMS JleTell B PaJMOaKTUBHO 3arpsi3HEH-
HbIX paiionax B I rpymie cocrasiser 7,9 ger (ipu

cpeaHdada  NpOJAOJIZKUTEJbHOCTD

cpeanem Bospacre 11,3 ser), torga kak Bo II
rpymme — 3,3 roga (IIpu cpeiHeM BO3PACTe TAKOM
xke). TlosyueHnble Pe3yabTaTbl 3aCTABJISIOT Y-
MaThb O TOM, YTO T€TEPOXPOMATHHOBDIE OKOJIOIIEHT-
poMepHblie pailoHbl XpomocoM 1, 9, 15 u Y umeior
TEH/IEHIINIO K U3MEHEHUIO B CTOPOHY yBeJMYEHUS
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y TAIIMEHTOB, MPOKUBAIOIINX B 3arPsI3HEHHDBIX 110
PAANOHYKJINJAM pailoHaX, U UX YHUCJO CBA3aHO C
BpeMeHeM IPOKUBaHWS B 9TUX palionax. Panee
6bLa1 n3BecTeH nosuMopguaM C-rerepoxpoMaTinHa
B HCCJIEIOBAHUAX OT/JEJIbHBIX I'PYIIT WHAUBUAYY-
MoB [17]. TlokazaHo Kak yBeJaWYeHUE, TaK U yMe-
Hpitenue C-reTepoxXpoMatnHa y JieTeil ¢ yMCTBEH-
HOM OTCTAJOCTBIO M BPOXKAECHHBIMH TMOPOKAMU
u/uin MuKpoanomaausmu passurus [18, 19] , a
TaK)Ke eTo yBeJMUYeHNe Y CYNpPYsKeCKUX Mmap ¢ Ha-
pytenueM perpoayktuHoit pynkimu [20]. Kpo-
Me TOTO, W3BECTHBI UCCJIEOBAHUS, T/ TIOKA3aHO
yBEJMYEHNE OKOJIOIEHTPOMEPHBIX TeTepOXpoMa-
TUHOBBIX PAHOHOB TEX K€ XPOMOCOM Y MH/INBU/LY-
YMOB, TIPOKUBAIONINX B YCJOBHSIX BBICOKOTOPDS
[21]. Tocaennuii peHOMEH TIPE/CTABICH KaK OT-
BET Ha [TOCTOSIHHOE BJIMSIHUE TUIIOKCUU B COOTBET-
[pyruvn
cJI0BaMu, 3TOT (heHOMeH MOKHO OOBSICHUTH TUIIO-
Te301 0 BO3MOXKHON ceJleKTHBHOM 1ieHHocTn C-Te-

CTByIOINX yCJOBUAX IMIPOKUBAHULI.

TEPOXPOMATUHA B aJlallTallii K HEKOTOPbIM JKCT-
peMasbHBIM yCJOBUAM JKU3HU. B HammX caydasx
MOKA TPYHO MPEATIOJIOKUTD KaKoe-T160 BIUSHUE
paauanyu Ha C-reTepoXpoMaTiH, HO He BbI3bIBAET
comuenust HaxT, YTO PA3IUYUs MO YUCITY JeTeil ¢
9KCTPEMATHHBIM XPOMOCOMHBIM BAPUAHTOM MEK-
Jly PAa3JUYHBIMY I'PYIIIIAMU JOCTOBEPHBI, U 9TO He-
00XO/IUMO YUYUTHIBATD B JAAJTbHENIINX UCCIEI0BA-
nusx. Kpome toro, C-rerepoXpoMaTtuH HUCCJIE0-
BaH MoJeKkyJsapHO ¢ momomnipbio ISH amanmsa
(IISH- u FISH-meTtom0B). B kauecTBe 06DbeKTa
HccaeIoBaHusT  UctoJib3oBasicss C-reTepoxpoma-
THH XPOMOCOMBI 15, Kak HanboJiee 4acTo BCTpeya-
IOIUICS B HAIUX UCCJIe0OBaHUAX Bapuant. [Ipu
3TOM HCIIOJIb30BANCH aibdon/IHble U "KIaccuye-
ckue" caresmarabie JJTHK nmpo6sr (MCG15-01 n
MCG-C-15 coorBercTBerHo). [Ipu KosmyecTBeH-
HoM aHaimse (mojcuer 3epen cepe6pa Ha OKOJIO-
[IEHTPOMEPHOM TeTEPOXPOMATHHE XPOMOCOMBI 15)
o6Hapy:KeHo, 4To yBejinvenne C-reTepoxpomaru-
Ha MPOMCXO/IUT 32 CUET YBEJIUYEHUS YUCJIA KOTTUI
"kaaccuueckoit”  caremrnoit JTHK  (puc. 2).
[Tpu ucnosib3oBanuu Gera-caTeJJIMTHON U pubOCOo-
MasibHO# 11po6 (MCG-B-01 1 MCG-Ribo-01 co-
OTBETCTBEHHO) TMOKa3aH TaKKe MHOJIMMOP(U3M
9TUX YYaCTKOB B CTOPOHY YBeJUUYEHUS HA XPOMO-
come 15 cenh+. M3 mo/ry4eHHBIX JaHHBIX MOKHO
cJiesiath BBIBOJI O TOM, YTO OOGHApYyKeHHAs BapHa-



Puc. 2. Tlpumep anajamsza XpOMOCOMHBIX BapHaHTOB B
xpomocome 15 T1pu HCIOIb30BaHUU TUOPUIUBAIIE in
situ ¢ JTHK mpo6oii ajist KjIacCHuecKol caTesJINTHOM
JIHK. TI'eTepoxpoMaTHHOBbBIE YYACTKNA XPOMOCOM PE3KO
pasIMUaIoTCs 10 KOJMYECTBY 3eper cepebpa ("a" — Ba-
puant xpomocombl 15 cenh+ ¢ pe3ko yBesuveHHbIM CO-
nep:xannem caresutaol [[HK mo cpaBrenmuio ¢ romo-
JIOTHYHOI XpoMocoMoii "6").

6€JbHOCTD OTPAKAET IIUTOJOTUIECKUN MTOJIUMOp-
¢usm C-rerepoxpomaruna, T. €. GOJIbIIEE UHCJIO
KOIWiT COOTBETCTBYET OGOJIBIINM [0 pa3Mepam
C-cermenram.

O6cy:xmas  crieruvyeckue  XPOMOCOMHbBIE
abeppaiun, cBsI3aHHbIE ¢ PEHOTUTIOM UHAUBU/YY-
MOB, CJIe[IyeT CKa3aTb, YTO yBeJUYEHNe X YNCIa
Bo II (12,3 %) no cpasuenuio ¢ I (4,5 %) n III
(3,7 %) rpynnamm He HOCUT yGeAUTENHHOTO Xa-
paxrepa (p > 0,5), ¥ 9TU Pe3yIbTATHI HYKAAIOTCS
B JajbHelieM Hakorenun. OQHaKo cJenyer oT-
METHUTD, 4TO B | TpyTITIe BCTPEYAIOTCS TOJBKO MO3a-
nunbie (popmbl. Kak n3BecTHo, K Mo3andabiM Gop-
MaM crenupuIecKuX XPOMOCOMHBIX aHOMAJN
WJIN CUHIPOMOB TIPUBOJUT HETPABUJIBHOE [leJie-
HIe KJIETOK Ha PA3JMYHBIX CTAAUSIX BHYTPHYTPOO-
HOTO pa3BuUTHS Mioja. Kax mpasuso, mpn Mmo3amd-
HBIX (hopMax OIpe/IeIEHHOTO CHH/POMAa HA6.TI0/1a-
10T OTCYTCTBHE MHOTUX KJIMHUYECKUX MPU3HAKOB
u 6oJiee JieTKoe TeueHue 3a60JI€BaHUsT, TAaK HA3bI-
Baemas "forme fruste”, u B mogo6HBIX ciydyasx Ka-
pHOTHIT TIPO6AH/IA MOYKHO YTOUHUTD HCKJIOYHUTE-
JIbHO C TIOMOIIBIO MOJIEKYJ/ISIPHO-IIUTOT€HEeTHYe-
cKkuX MeToJoB auarnocruku. Bo II rpymne npereit,
pPOKIeHHBIX Tocse aBapuu Ha HAIDC, BcTpevaroT-
¢S KaK MO3aWyHble, TaK U MOJHbIE (DOPMBI XPOMO-
COMHDBIX aHOMAJIWIl, B TOM 4ucJie U cuuapom /lay-
Ha (tpucomusi xpomocombl 21). Ilpuuem ciydan
peryaspHoii TpucomMun 21 HabII01aTICh B paiione
npu sarpsasienun B 34,72 Ku /xkm2. B Hacrosiee
BpeMs TPYJAHO WHTEPIPETHPOBATb Pa3JINYHbBII
VAEJIbHBI Bec CreruduIecKuX XPOMOCOMHBIX

abeppaluii Bo BceX TpeX TpyTmax 3a MecTb JeT
WCCJIeIOBAaHUHN, C OJTHOM CTOPOHBI, a C JAPYTOl —
MIpUBE/IEHHbIE PE3YJIbTAThl OTPAXKAIOT CUTYAIUIO
JIAHHBIX PErMOHOB B OTHOIIEHUW XPOMOCOMHBIX
cuH/poMoB 1iocste aBapun Ha YAIC 1 1moKas3biBaoT
BO3MOKHOCTH MOJIEKYJIIPHO-ITUTOT€HeTHYECKOi
JIMArHOCTUKY TIPU 0OCIeIOBAHUN JIeTell ¢ yMCTBEH-
noii orcrasoctbio, BIIP u/umu MAP, noxasepr-
MIAXCS PA3JUYHBIM BJIUSHUSAM PAJIUOHYKIUIOB.

B 3axJsiouenue Heo6X0UMO €llle pa3 MoauepK-
HYTb BBICOKYIO UYBCTBUTEIHHOCTH XPOMOCOM 4Ye-
JIOBEKA K JIEHCTBUIO PA3JTMYHBIX MyTAareHHbIX (Dak-
TOPOB, B TOM uncJie u K pajguanun [22]. [Ipu ana-
JI3e X BO3/IENCTBUS CJIe/lyeT pa3nuaTh Hapylie-
HUS B COMATUYECKUX W IOJIOBBIX KJeTkax. [lep-
BbI€ 3aTPAruBaioT KU3HEIeITeTbHOCTh HACTOSIIE-
ro OpraHu3Ma, TOT/I[a KaK BTOpbIE MPOSIBJISIOTCS
TOJIbKO B CJEIyIONUX IOKOJeHudax. Myranun
XPOMOCOM B 3aPO/IbITIEBBIX KJIETKAX BEAYT K 00pa-
30BaHMIO HEMTOJHBIX FAMET, B PE3YJIbTaTe KOTOPBIX
BO3MOJKHA Tu6eNb 3UroT, SMOPUOHOB HA PAHHUX
CTAMSIX BHYTPUYTPOOHOTO PAa3BUTHS, a TaK¥Ke
POK/ieHUEe JleTell ¢ XPOMOCOMHBIMU CHH/IPOMAMU
WM aHOMAJIMSIMM, T. €. UCTHHHBIMU WJIM CIIEI[H-
puIecKUMI XPOMOCOMHBIMU abepparusiMu, KOTO-
pble TIPOSIBJISIIOTCST B BU/JIE OTPE/Ie/ICHHON KJINHU-
YecKOW KapTUHBI WM, KaK MPUHATO Ha3bIBATh,
onpesiesiennoro dpenoruna. B pannoit pabore Mbl
[Ipe/ICTaBJIgeM pe3yJbTaTbl MCJEJOBAHUN CIEIH-
(uuecknx XpOMOCOMHBIX MYTAaIluii y fereii, o6pa-
TUBIINXCS 32 TeHETHYECKO KOHCyIbTalueil B Te-
YeHue MecTH JieT. MyTalnn ke XpoMOCOM B COMa-
TUYECKUX KJETKAX BeAyT K 00pPa30BaHUIO HeCIe-
NPUIECKIX XPOMOCOMHBIX abeppaiuii B BUJE
XPOMOCOMHBIX MJIM XPOMATH/IHBIX TTPOGEJIOB, pa3-
DPBIBOB, OOMEHOB, HE BEIYIIUX K OIpPeIeJeHHOMY
denoTuny, XapakTepHOMY JJIS OTIAEJIBHOTO XPO-
MOCOMHOTO cuH/IpoMa. Kak m3BecTHO, 10/I00HbIE
MyTAalluu He HACJIe/IyIOTCS, HO PN U3YYeHUH TaKO-
rO pojia BO3JIENCTBUS TIPEICTABJSETCS BO3MOXK-
HBIM OI[€HUTDH KAaUeCTBEHHO U KOJMYECTBEHHO JIeii-
CTBUE paJualliy, OJIHAKO €r0 HeJb3sl IepeHecTr
Ha TOJIOBbIE KJIETKHW, Pe3yJbTaToOM JIeHCTBHUS Ha
KOTOpbIE SBJLIOTCS XPOMOCOMHbBIE CHHIPOMBI Y
nereil. Kak Te, Tak 1 Apyrue XpoMOCOMHbIE MyTa-
1IN CJelyeT U3ydaTh W YUUTBIBATh B MUCCIEI0BA-
HUSX TI0 BO3/IEHCTBUIO PA3JTMYHBIX MYTareHOB, TaK
KaK HayYHO-TEXHUYECKWIT TTPOTrpecc, ¢ OJIHOH CTOo-
POHBI, 1 HEOJIATONPUSTHBIE 9KOJIOTHYECKHE 00CTO-
SATEJbCTBA — C JPYTOH, COMPOBOXKIAIOTCS HETpe-
DPBIBHBIM yBeJIMYEHNEM COJEPIKaHUS MYyTareHHbIX

83



(paxTOpOB B OKpPYKAOIIE Cpefie, a XPOMOCOMHBIE
COMATHYECKHUE MYTalluu, IPOSBJIAIONIMECS B Iep-
BOM IIOKOJIEHUH, B JlaJbHeHIeM MOTIYT BbI3bIBAaTb
rpy6ble HApYIIEHHI TeHHOro 6aJaHCa B MOJIOBBIX
KJIETKaX, YTO IPEJCTABJISET CEPbE3HYIO0 OMACHOCTD
JUIST HACJIeICTBEHHOCTH OYAyIIUX MOKOJIEHUI.
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Cytogenetic and Molecular-Cytogenetic Study of Specific Chromosome
Abnormalities and Variants in Children Living

in Radioactive Cesium (137Cs) — Polluted Regions

of the Russian Federation after the Chernobyl Atomic Electric Power Station

S. G. VORSANOVA, A. K. BERESHEVA, E. A. NIKOLAEVA, A. D. KOLOTII,
I. A. DEMIDOVA, I. YU. YUROV, L. S. BALEVA, L. G. SOKHA, YU. B. YUROV

A cytogenetic and in some cases molecular-cytogenetic study of 130 children living in various districts of
Bryansk, Tula and Kaluga oblasts who applied for genetic counsebling because of psychomotor retardation, con-
genital malformations or /and non-syndromic microabnormalities of development was carried out. It is demon-
strated that a pericentromeric heterochromatin angmentation took place due to classic "satellite” DNA. A poly-
morphism of the satellite and ribosomal DNA with a tendency to increase on Chromosome 15 ph + was also found.
It is hypothesized that the extreme heterochromatin C increase depends on the time of the children's living in pol-
luted regions.
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