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B paGoTre mpencraBieHa IUTOICHETHIECKAS XaAPAKTePHUCTHKA AeTel ¢ 3a00/IeBaHIsIMH o9eK. OCHOBHOE

BHHUMAaHHE YAEJI€HO XPOMOCOMHBIM BAPHAHTAM, YACTOTA KOTOPHIX 3HAYHUTEIHHO BBIIIIE B IPYIIIIE ICTEH C SKOHE (-
POIATHAMU, YEM B IIOITY/IIIIUH 3JOPOBBIX JieTeil. B kauecTBe CBOe0OPa3HOT0 KOHTPOJIA IPOBEICHO IIUTOTCHETH -
gecKoe 00CIeJOBAHUE JeTeH C PA3THIHBIMH HE(PPOMATHAMHU U3 OTAEICHHUA HACICACTBEHHBIX H IIPHOOPETEHHbIX
6one3nert nouek MHUH nequaTpuu U JeTCKOM XUpypruu M3 P®, OCTyIIHMBIINX /IS JTI€ICHUS U3 PA3THIHBIX
pernoHos Poccum, 111e HeT aHATTOTHYHOTIO 3arPA3HEHHA CPebl TAKEIIMHA META/UIAMHU. B rpynne cpaBHeHUA
JaCTOTA XPOMOCOMHBIX BADHAHTOB 0KA321ACh OJIM3KOM K OOIIEIOIY/IIITHOHHOM. [JaHHBIH II0KA3aTe/Ih MOKHO
HCII0/Ib30BATHh KAK MAPKEP PA3BHBAIOIICHCA ITATOTOTUH ITIOYEK Y JIUIT, IPOKHBAIONINX B PETHOHE, 3aIPAZHEHHOM
TAXKEJIBIMH META/UIAMH.

Cytogenetic characteristic of children with kidney diseases is presented in the study. Chromosome abnormalities’
frequency is considerably higher in children with ecological nephropathy than in healthy children. Cytogenetic ex-
amination of children with different forms of nephropathy from the Department of congestive and acquired kidney
diseases of Institute of Pediatrics and Child Surgery was conducted as some sort of a control. Children included were
from various regions of Russia without toxic metal pollution. Frequency of chromosome abnormalities in the control
group turned out to be close to frequency in common population. This indicator could be used as a marker of nephrop-

athy developing in people from regions polluted with toxic metals.

B nocnepnue rogpl 60NbIIOE BHUMAHUE IIPUBICKACT
3KOIATOJIOIUA YeJIOBeKa. Pa3BUTHE 3KOIOIMYECKU AEeTEDP-
MUHHUPOBAHHBIX 3200I€BAHUN IIOYEK XAPAKTECPHUIYETCA
JIATEHTHBIM, TOPIIHUAHBIM TEYCHUEM, B CBA3U C YEM BO3HU-
KAIOT TPYAHOCTH UX PaHHEN AUArHOCTUKH [10]. [ToaTomy
HEOOXOMM ITOMCK PA3TMYHBIX OMOJIOTMYECKUX MAPKEPOB,
KOTOPBIE MOTI'YT YKA3bIBATh HA IPEAPACIONIOKEHHOCTD K
PA3BUTHIO 3KOHE(PPOIIATHH.

[Toka3aHoO, 4TO XPOMOCOMBI YEJIOBEKA OTINYAIOTCS
BBICOKOM 4yYBCTBUTEJILHOCTBIO K JICUCTBUIO PAUAUN U
XMMHUYECKUX BEIIECTB, HA3bIBACMBIX MyTATCHHBIMU (DAK-
TOpaMu. IIpy U3y4eHUN BO3ACUCTBUA ITUX (PAKTOPOB
Pa3MMYaAIOT XPOMOCOMHBIE HAPYIIEHUA (MYTAIIUKN) B CO-
MATHUYECKUX U IMOJIOBLIX KIETKAX. IIepBbie 3aTParuBaroT
JKUBHEJEATEIbHOCTD HACTOAIIEIO OPraHMU3Ma, a4 BTOPLIE
MIPOAB/IAIOTCSA B ITOCEAYIONIEM IIOKOTIEHUH. FI3BECTHO, YTO
MYyTaLM1 XPOMOCOM B ITOJIOBBIX MJIN 3APO/IBIILIEBLIX KIIET-
KaX BELYT K OOPA30BAHUIO HETIONHBIX I'AMET, B PE3Y/ILIATE
KOTOPBIX MOXKET IIPOU3OUTU POKACHUE IETEU C XPOMOCO-

MHBIMUA AaHOMQJIUAMU WIN CUHAPOMAMH [5, 23], a MyTaluu
XPOMOCOM B COMATHUYECKUX KIETKAX — K OOPA30BAHUIO
HeCHEeUU(PUIECKUX XPOMOCOMHBIX dHOMAJIUHA B BUJEC
XPOMOCOMHBIX M/ WJIH XPOMATH/HBIX IIPOOETIOB, PA3PBIBOB,
0OMEHOB, KOTOPbIE HE CONPOBOXAAIOTCA ONPE/IETEHHBIMU
KIMHUYECKUMU NPOABICHUAMU. [T0106HbIE MyTAlIUN HE
HACIEYIOTCA [5], HO MOTYT IIPOABIATHCA IIPU BO3JEUCTBUN
HA OPraHu3M PEOEHKA, PA3INYHBIX MyTaIl€HHBIX (DAKTOPOB,
B TOM YHCJIE TSKEIBIX METALIOB [14].

B Hacrosmee Bpems NOAB/LAIOTCSA MYOIMKALIAN, B KOTO-
PBIX COOOIIAETCA 06 YBETMYEHUH OKOJIOLIEHTPOMEPHOIO
TeTEPOXPOMATUHA OTEIBHBIX XPOMOCOM IIPU ITOYEYHON
IATOJIOTMH, CBA3AHHOM C BO3IEHCTBUEM TSKEIIBIX METAUIOB.
KaKM3BECTHO, 9TH Y4ACTKI XPOMOCOM HE HECYT YHUKAIBHBIX
I'€HOB, HO (DCHOMEH HX YBETMYCHUA IIPU PA3TMYHBIX 3200-
JIEBAHMAIX Y BO3ZICUCTBUN OIPELETICHHBIX SKOJIOTMYECKIX
(haKTOPOB ABTACTCS TIPEAMETOM JIUCKYCCHH [2, 6, 22].

Jetn ¢ IpeAnoNOKUTENBHON XPOMOCOMHOMN MATO-
JIOTHEH HYXKJAIOTCA B KOPPEKTHOM LIUTOI'CHETUYECKOM
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o6cnenoBanui [3]. IIpexzie BCEro aT0 OTHOCUTCH K Jie-
TSAM, UMCIOITUM MaTOJIOTHIO OPTAHOB MOYEBOI CHUCTEMBI
(OMC): BO-TIEPBBIX, IOTOMY YTO OHA YXYANIAET ¥ 6€3 TOrO
TSDKEI0E COCTOSTHUE 3/I0POBbSl PEOEHKA U MOXKET CITYKUTh
HENOCPECTBEHHON IIPUYUHON ru6ein 60IbHOIO (8], a
BO-BTOPBIX, OHd BCTPEUAETCA U MPU TEX XPOMOCOMHBIX
CUH/IPOMAX, KOTOPbIE COBMECTUMBI C JKU3HBIO (CHH/IPOMBI
[lepemesckoro—TepHepa, Craricpa, 0COGEHHO MO3AMYHBIC
(popMBI), KOT/1a IPU COOTBETCTBYIONIEH IE4eOHON KOPPEK-
1IN peOEHOK MOKET PACTH U PA3BUBATHCA B CEMBE.

Marepuaa 1 METOAbI

LluToreneTnyeckoe 00CIEAOBAHNE JIETEH, IOCIINTA-
JIM3UPOBAHHLIX B OTAEICHUE HACIEACTBEHHBIX U IPUOO-
PETEHHBIX OOJIE3HEN MOYEK, IPOBOAWIN 110 IIOKA3AHUAM,
KOTOPBIMH CJIYKU/IN HATUYUE BPOXKACHHBIX IIOPOKOB
(BIIP) n/nmm Mukpoanomanuii passurusa (MAP), a Taxxe
3a/ICPKKA TICUXOMOTOPHOTO passutws [5, 23]. Bee 60 06-
CJIEJOBAHHBIX JIETEN CTPA/IAINA TOM MU UHOM ITATOJIOTUEN
nouek. O6cIe0BaHuE ObUIO IPOBEAEHO 30 (10 MAIBYMKOB
11 20 IEBOYEK) JETAM, ITO/IBEPIIIUMCA JTUTEILHOMY BO3/ICH-
CTBUIO MJIBIX JIO3 COJICH TAKEIBIX METAILIOB (B OCHOBHOM,
Cd u Cr) n npoxxuBaomux B I. 3eaeHorpazge (1 rpynma), u
30 manueHTaM KOHTPOJIBHOM I'PYHIBL (13 MAIBYUKOB U
17 1€BOYEK), TOCITUTATIM3UPOBAHHBIX B CBA3U C PA3/INUY-
HBIMHU 3200JIEBAHUAMEI OPIdHOB MOYEBOI CUCTEMBI B 9TO
JKE OT/Ie/IeHuE U3 paitoHOB Poccurickon deaepanuy, rjae
HE OBUIO 9KOJIOTMYECKOI'O BIUAHMA TOKE/IBIX METAIOB
(2 rpynma). Mccneposanme OCYIECTBIIN HA IIPENapaTax
META(PA3HBIX XPOMOCOM, KOTOPBIE ITONMYY TN U3 TUM(POITH-
TOB IIEpU(EPUIECKON KDOBU, Ky/IBTUBUPYEMBIX B YCIIOBUAX
in vitro. CpeHUN BO3pacT jerei 6611 9,3 roga B 1 rpymie u
9,1 roma Bo 2 rpymiie. KpoMe Toro, A1 yTOUHEHUA LIUTOTre-
HETUYECKUX PE3YIBTATOB OOCIENOBAINCH 4 CYIIPYKECKIE
napel (8 MHAUBUAYYMOB) — POJUTENN JETEH 1 IPYIIILI
(cpenHuit BO3pacT 06C/IeIOBAHHBIX OTIIOB ObLT 32,8 JeT,
Mmarepen — 27,5 J1er).

LIMTOreHETUYECKUE U MOJIEKY/LIPHO-LIUTOTEHETUYE-
CKHE UCCIIESOBAHUA IPOBOJWINCH COIVIACHO OPUIMHAIIb-
HBIM IIPOTOKOJIAM B COOTBETCTBUU C MOCIEAHECH Mex-
JOYHAPOOHOH CUCTEMON HOMEHKIATYPBI IUTOICHETUKU
yesoBeka [15, 20, 21].

Crarucruyeckas 06paboTKa PE3YILIATOB IPOBOJU-
JIACh C IOMOIIBIO KOMITBIOTEPHOU ITPOIPAMMBI CDABHEHUSA
CTAHAAPTHBIX BBIOOPOK. [IJI1 3TOr0 OIPEAEIANU CpesHee
U CTAHJAPTHOE OTKJIOHEHHE I'PYII U YUCJIO CTECNEHEN
CBOOOABI IO KpUTEPHIO CTBIOAEHTA. PE3YJIBIaThl CYMTAIN
JOCTOBEPHBIMH, €CJIN PAIUYHA 110 t-KPUTEPHUIO CTBIOAECHTA
6buTH HE3HAYUMBI (P < 0,05).

Xpomocomnuwie anomanuuy oemeii C Ramoao2uent
OMC u3 «cuucmuoix» u 3azPAIHEHHLIX PEe2UOH06

V30 zerent 1 rpynmsl crienupuaeCcKue aHOMaIAN XPOMO-
COM He O6HAPYKEHBL B TO ke BpeMs, BO 2 (KOHTPOJIbHOM)
rpynre y 3 u3 30 fereit OGHAPYKEHbI CIEAYIONNE XPOMO-
COMHBIE CUH/IpOMBL: cunpoM Illepemesckoro—TepHepa,
noaHag gopma (kapuorun 45,X); cungpom Cpariepa
(xapuoTun 46,XV y 1eBOYKN); cunipom LlepereBcKo-
ro—TepHepa, mozanunas popma (kapuorut 46XV /45 X)
(Tabm. 1, puc. 2—4). XpOMOCOMHBIE AHOMAJTUU BCTPEYAIUCh
y 10,0% petert 2 rpymisl, B TO BPEMA KaK B IIEPBOY OHU HE
BCTPEYATTUCH BOOOIIIE. [IpH CTATUCTUYECKOI 0OPAOOTKE HE
BBIABJICHO PA3/INYUI B YACTOTE XPOMOCOMHBIX aHOMAIUH
MEX/Y I'PYIIIAMU JETEN, IOBEPIIINMUCA BO3ICUCTBUIO
COJIEN TSOKEIILIX METAJIOB, U B KOHTPOJILHOU Ipyrie (p
<0,1) (tabm. 1). Ciegyer OTMETUTD, YTO B OHOM CJIy4ae
IIPU JUATHOCTHKE cunyipoMa Illepemesckoro—Tepuepa
TIIPUMCHAJICA METO/T MOJICKYJIHpHO-LH/ITOI‘GHCTI/I‘{CCKOI;I
JIMATHOCTUKU, TAK KAK «KITACCUYECKUM» [TATOTCHETUIECKUI
METOJ, ITOKA32/I HOPMAJbHBIN KAPUOTHUII IPU KINHHAYE-
CKOM KapTHUHE, COOTBETCTBYIOIIECIH 3TOMY CUHAPOMY. I1pn
ncnonp3osanuu JJHK 308108 [20, 24], cienuduaHbIX K
xpomocome X (pYAM 10-40 u 13.22.]), 1 MONEKYIAPHON
rubpuauzanyu i situ (1ISH 1 FISH) o6Hapy»KeH KaproTun
cunapoma llepemesckoro—Teprepa (45,X).

O6c¢yxIast pe3yasraTel UCCIENOBAHUA, CJIEAYET OTME-
TUTb, 4TO NMOPOKU OMC, OCTIOKHEHHBIEC HE(PPOIATUAMY,
BCTPEYAIOTCA JOBOIBHO YACTO IIPU PASTMYHBIX XPOMOCO-
MHBIX QHOMA/IMAX 1 CUHAPOMAX [3,4]. [Topokn OMC mMoryT
HAOJIO/IATHCS U30JIMPOBAHHO, HO B OOJIBIIMHCTBE CBOCM
OHU BXOJIAT B KOMILIEKC BPOXKICHHBIX IIOPOKOB PA3BUTHSA
(BITP). Mx yacToTa Ipy XpOMOCOMHBIX CHHAPOMAX U aHO-
MaJIAX COCTABIIACT OKOJIO 80%. B 1 rpymiie, TO €CTh y AeTeH,
IIOZBEPKEHHBIX BO3ACUCTBUIO COJIEH TAXKEIIBIX METAUIOB,
MBI HEe HAOMIOAAIN CHENU(PUIECKUX, CBA3AHHBIX C OIIpe-
JE€JIEHHBIM (DEHOTUIIOM, XPOMOCOMHBIX dHOMAJIMH U CUH-
JPOMOB. BO 2 rpyrire uMenu MeCTo /iBa CIydas CUH/IPOMA
Hlepemesckoro—Tepuepa (IoaHas 1 MO3andHad (popma),
B KOTOPBIX ObUIM BBIABICHBL IIOAKOBOOOPA3HAd IIOYKA C
BE/IYINEN KIMHUYECKON CUMIITOMATUKON NTHETOHE(PPUTA
1 HE3aBEPUIEHHBIN OBOPOT (6€3 KIMHUYECKUX TIPOSB-
Jenuil). B ogHoM ciydyae Habmoanu cuaapom Caaiiepa ¢
KaproTHIIOM 46,XY ¥ 3KEHCKUM (PEHOTUIIOM, TIPU KOTOPOM
Ha (POHE PAZINYHBIX MUKPOAHOMAIMH PA3BUTHS HAOIIO-
JAI1 KIMHUYECKYIO CUMIITOMATHKY IJIOMEPYIOHE(MPUTA.

[MTopoxu OMC He ABIAIOTCA, KAK IPABUIIO, BEAYIIUMU
CUMIITOMAMHU XPOMOCOMHBIX CUH/IPOMOB [8], HO B OT-
JEJIbHBIX CIy4asX OYEYHAs IIATONIOTUA MOXKET SBUTHCA

Pe3y/IbTaThl H O0CY:KIEHHE Tabaruya 1
Pe3yabTaTel TUTOT€HETHIECKUX HCCIETOBAHHI JE€TECH,
IIOJBEPKEHHBIX BO3JCHCTBUIO COJICH TAMKEIBIX META/UIOB, H B KOHTPOJIBHOM I'PyIIIIEe
TppOomd geTel OOqEeDNEEHLIE BO20=HOTEHID KOHTPOMLEA S TOTII:
oI H TANE LD HeT:UDDE (TPPOmL 1) (rpyoma 23
HopHamEns | XpoMoooMELE | EpodocoxELe | HOpMUmELE | EpoHOooHMELI: | HPOHOOoHELIE
FAPHDTH ML A H O THH Bzl PHAH Thl FAPHOTHI LT AHOIMATHH EADHEAHTLI

KoIHETscTES DAOE-HTCOER 14 - 16 25 E 2

TTpome BT LI 45,75 - 55,535% R 10,0% G6,7%
DOme s SHCTO TANHECETOR 20 20

Ipumenanuie. [pu chasHeruL: XPOMOCOMHBIX AHOMANULL U XPOMOCOMHBIX BAPUAHMOE 8 08)X 2DYNNAX OblNU BbIAGNCHbL CEOVIOUUE 3HA-
wenua p: p > 0,1 u p 0,001 coomeemcmeerHo.
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W-&asei o8i 0 AT TAT 0T & 5ateal tai &
O &3880 08I 0 A3 1 T AT 1 0 d4a08a & 3

Puc. 1. YaenpHbI BeC XpOMOCOMHBIX BADHAHTOB Y J€TEH,
IIPOKUBAIOIIHX HA TEPPHTOPHAX, 3arPASHEHHBIX COLAMH
TAJKEJIbIX META/LIOB

OB 7%
B100% - L

maIau
W78 a0l 04 E383T 21 0
Dl—gadelasi 0 AT TAT I 01 &aaoRal i &
C1— 83587081 0 AT TA 1 [ 01 23171 28241 8

Puc. 2. YaeIbHbIN BEC XpPOMOCOMHBIX BADHAHTOB H XpPOMOCO-
MHBIX aHOMA/IMH Y ieTed B KOHTPOJIbHOH I'PYyIIIIe

0z 9%

H115%

arr-
@E3a%~ Els00%
M 115%
O-2 gh+ M-1 gh+
Hd-13 ph+ O-14 ph+
W15 canht - 16 qh+
O-21 cenht

Puc. 3. YaeapHBIH BeC KaXKJ0T0 XpOMOCOMHOI'O BApHAHTA
Y A€Ter, IPOKHUBAIONIUX HA TEPPUTOPHUAX, 3ATPASHEHHBIX
COJIAMH TAKEJIBIX METALIOB
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1-12.46,XX

13-25.46,XY

26.46XX,1phgh

27.46,XX,9phgh

28.46,XY (xeHCKui1 1oJ1, cuHipom Cpartepa)

29.45X (cunzppom llepemesckoro—TepHepa, HoaHas
(opma)

30. 45X [16]/ 46,XX [84] (cunapom IllepernieBcKoro—
Tepuepa, Mo3anyHas popma)

Puc. 4. Crydyan yBeIHYEHUA OKOJTOLEHTPOMEPHOTIO IeTepo-
XPOMATHHA, XPOMOCOMHBIX aHOMAIUH U HOPMAIBHOTO
KapHOTHIIA B KOHTPOJBHOM I'pyIIe (2 rpymnmna)

1. 46 ¥ 9phah

2. 46 FFE,9qh+

31046 7K

1148 7, 1qh+

12, 46EF,9phah

18-18 46,EY

19. 46, ¥ 9phgh, | 5eenh+

20,46 FF9phgh 14cenh+

21,40, F¥ fgh+

22 48, F¥,1 Zeenht 14cenoh+15cenh+
2% 46, ¥F lphgh Ophgh 9gh+,1 5c2nb+1 Ggh+
24 46, F¥ 2phgh 9gh+1 Sceah+16ght
2 5. 48, FX,9phqh

Z0. 40, ¥, 9qh+]1 Ggh+z2 le=ah+

27. 40,57 Sphgh Jgh+

25 45 FX, 1 phah Sqh+

20, 46, FF Ophoh

20, 445, K% 9phqh

Puc. 5. Crydyan yBeITHYEHHA OKOTOLEHTPOMEPHOTIO IreTepo-

xpomaTtuHa (C-TeTepoxXpoMaTHHA) H HOPMAIBHOT'O KapHO-

THIIA Y JeTeH, IOJBEPKEHHBIX BO3JCHCTBHIO COJICH TAXKe-
JIBIX MeTa/UIOB (1 rpynma)

1. Cempbs Y.:
pe6eHok — 46, XY,
orert — 46,XY;
Math — 46,XX,1phgh.

2. Cembs [1.:
pe6eHoK — 46,XY,9qh+,
orerr — 46,XY,9qh+;
MaTh — 46,XX,9phgh.

3. Cemps [1.:
pebeHok — 46,XX,9qh+,15cenh,16gh+21cenh+,
orert — 46,XY,16gh+,21cenh+;
Matb — 46,XX,9qh+15cenh+.

4. Cemp I:
pebeHoK — 46,XX,1phgh,9phqh,9gh+,15cenh+,16gh+;
pebeHok — 46,XX 9phqh,9gh+,15cenh+16gh+;
oren — 46,XY,1phgh,9phgh,15cenh+;
Mathb — 46,XX,9qh+16gh+.

Puc. 6. Cryuau yBenmuenus C-rerepoXpoMaTHHA Y JeTel
M POAHTEICH, TOJBEPTIIHXCA BO3JEHCTBHIO CONEH TAMXKEIBIX
MeTa/LUIOB
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HETIOCPEICTBEHHOM NTPUYMHON TUO6ENU OOIBHOTO, YTO
HAO6JTIO/IAJIOCh HAMU TP cuHApome Opo6em, T71¢ OCHOB-
HBbIM KJIMHUYECKUM TIPOSIBICHUEM OblT HE(PPOTUYECKUI
CUHJIPOM, CBSI3aHHBII C KUCTO3HOM INCIUIA3UEH ITOYEK [9].
Hamwu HabmoeHns TO3BOJIAIOT CKA34Th, YTO JIETH, HAXO-
JAIIUECS TTO/T HAGIIOIEHUEM y HE(PPOJIOTOB U UMEIOIIHE,
KpoMe 3a60eBannit OMC, 3aJepKKy IICUXOMOTOPHOTO
passurud, BIIP u/vumm Masble aHoMannu passutus (MAP),
MO/VIEXKAT OOA3ATEIBHOMY LIUTOTEHETHYECKOMY 00CIE-
JOBAHHUIO.

Xpomocommwie Hapyuienusn
(xpomocomnuwie sapuanmot)
2y demeii c namonozueti OMC u3 «uucmuotx»
U 3azPA3HEeHHLLX Paiiono6

XpOMOCOMHBIE BAPUAHTHI (YBEJIMYEHUE OKOJIOLICH-
TPOMEPHOTO TETEPOXPOMATHHA) OOHAPYKEHBI U B 1 11 BO
2 tpymmax: B 53,3% u B 6,7% COOTBETCTBEHHO (puc. 1 1 2).
[Ipuaem B iepBoit rpyrme B 9 u3 16 (6onee 50%, yCIOBHO)
CJIY4a€B MOKHO OBUIO HAOIOATh HECKOJIBKO (OT 2 710 5)
XPOMOCOMHBIX BAPUAHTOB (PUC. 5). [TpUHAB MX O6111ee YnC-
710 32 100%, MOKHO CKa3aTb, 4TO B 1 IPyIIIIE Yamle BCEIro Ha-
6mopancs 9qh+ (50,0%),3arem 1gh+, 16gh+u 15cenh+ (o
11,5%), nanee — 14cenh+ (7,7%), 13cenh+ (3,9%) n 21cenh+
(3,9%) (puc. 3 1 5). B KOHTPOIBHOM IpymIle HAOMIOLAIN
BCEI'0 IBA XPOMOCOMHBIX BapuanTa — 9qh+u 1qh+ - BBuge
NIEPULIEHTPOMEPHON MHBEPCUU OKOJIOLEHTPOMEPHOI'O
rerepoxpomaruna — 9phgh u 1phgh.

JlO HACTOAMETO BPEMEHN IIPU BO3/IEUCTBUN COJIEN
TSDKEJIBIX METAIOB HAGMIONAIN YBETUUYEHNUE HECIIEIH-
(prueCKUX XPOMOCOMHBIX aHOMAJIUH, B OCHOBHOM, B BUJIE
XPOMOCOMHBIX ¥ XPOMATH/IHBIX Pa3PBIBOB. DTU HAXOIKU
NIPEACTABIANNCH KAK MyTAT€HHOE BO3ACUCTBUE COJIEH
TSDKENIBIX META/UIOB HA XPOMOCOMEL 4etoBeKa [13]. I1pu
3TOM SANIOHCKHE AaBTOPBI TOBOPHU/IM TAKKE O BOZMOKHOCTH
IIPOSABJIEHMA TAK HA3bIBAEMOI'O CUH/IPOMA «ATAN-NUTAl», IPU
KOTOPOM OOHAPYKHUBAIA BLICOKYIO UACTOTY XPOMATH/JHBIX
abeppanui, a KIMHUYECKU HAOIIO[A/ICh IPUCTYIIBI OOJIEi
B [TOSICHUYHOM O0JIACTH, KOHEYHOCTAX U IO BCEMY TEIY
IIPY HAIMYUH IOCTOAHHON IIPOTEUHYPUH, INIIOKO3YPUU U
TIOBBINIEHMA SKCKPEIUH C MOYOI Ka/imuA [ 19]. BiocnetHnx
IyOIUKALUAX OTMEYAIOT TAKKE, YTO IOCJIE BO3/IEUCTBUA
[IMHKA YBEIMYHUBAETCS OKOJIOLIEHTPOMEPHBII I'€TEPOXPO-
MaTHH B BUjie 9qh+ u BeisiBsieTcst maronorus OMC [22].

M3BECTHO, UTO YBETUYEHUE OKOJOLEHTPOMEPHOIO
I'€TEPOXPOMATHHA BCTPEYACTCS U B OOLIEH ITOIY/LALUN —
110 4% cry4aes [6, 11]. OHAKO OTMEYEHbI IPYIIITBI PHCKA, B
KOTOPBIX 3TO HAOJIOAAIOT Yalle. DTO NPEKIE BCETO CYIPY-
JKECKHUE IIAPBI C HAPYLUIEHUEM PENPOJYKTUBHON (PYHKIIUU
[1], a Taxoxe 1ETH € 3aJEPKKOU ICUXOMOTOPHOI'O PA3BUTHA
1 BPOXKACHHBIMY IIOPOKAMY PA3BUTUA OPI'aHOB [5]. B arnx
JBYX I'DYIIIAX YACTOTA MHIUBUIYYMOB C XPOMOCOMHBIMU
BAPUAHTAMHU COCTABIAET 1O 20%. B muTepatype nMeroTcs
TAKKE JAHHBIE O XPOMOCOMHBIX BAPUAHTAX IIPU PA3JINY-
HBIX 3KOJIOTMYECKUX BO3JEHCTBUAX [7]. Tak, U3BECTHO,
YTO Y JKUTENEIH BBICOKOTOPbs B CapAuHNN HAOIIOAAIOCH
YBEIUYEHUE OKOJIOLEHTPOMEPHOI'O I'€TEPOXPOMATHUHA
xpomocoMm 1 1 9 [17], 1 aBTOPBI CBA3BIBAIN 3TO COOBITHE
C IIPOKUBAHMUEM MHAUBUIYYMOB B YCIOBUAX I'MITIOKCUM. K
NPEOBIBAHUIO B YCJIOBUAX I'MITOKCUHU CIIEYET, BEPOSTHO, OT-
HECTH U MTAIJUEHTOB C CUH/IPOMOM KapTarenepa, y KOTOpbIX
HAO/IIOAAIN YBEJIMUEHHUE YU C/IA XPOMOCOMHBIX BAPUAHTOB

[6]. TTpu 3TOM HAUGOTTEE YACTO B ATO COOBITHE BOBICKANACH
Xpomocoma 15. B HameM uccieoBanuy Hanbosee 4acro
YBEIUYEHUE OKOJIOLEHTPOMEPHOI'O I'€TEPOXPOMATHUHA
MBI HAO/IOAIN B XPOMOCOME 9. IMEIOTCA TaKKE UCCIIE-
JOBAHMsA, B KOTOPBIX YBEIIMYCHUE OKOJIOLEHTPOMEPHOIO
IeTEPOXPOMATUHA OTJEIbHBIX XPOMOCOM CBA3BIBAIOT C
BO3IENCTBUEM PAJIUMOHYKINAIOB U C HOJIBIINM CPOKOM IIPO-
KUBAHUA [ETEN HA 3aTPASHEHHBIX MU TEPPUTOPUAX [2].
Bo Bcex CIy4yaix IPeAnoaracTcsa CENIEKTUBHASL IEHHOCTD
C-reTepOXpOMATUHA UL ANANTALUN YEJIOBEKA K HEKOTO-
PBIM 3KCTPEMANTBHBIM CPEIOBBIM (DAKTOPAM (ITMIIOKCHH,
XOJIOZY, PATUOAKTUBHBIM BEIIECTBAM M T. [1.).

CpaBHMBAA PE3Y/IBIATHI UTOICHETUYECKAX MCCTIEN0-
BAHUH B 1 1 2 rpyIax, TAKKe MOKHO IPE/TIONOKUTD BO3-
MOJKHYIO POJIb OKOJIOLIEHTPOMEPHOT'O I€TEPOXPOMATHHA
(C-reTepOXpOMATHHA) B 4IANTAIINU K TAKOMY HeOmaro-
IIPUATHOMY 3KOJIOTHYECKOMY (PAKTOPY, KAK BO3LCUCTBUEC
COJIEH TSKENBIX METAIIIOB. Pasmuna B yBemmueHuu C-re-
TEPOXPOMATUHA B TUX I'PYIIIAX JOCTOBEPHEI (P < 0,001)
(126 1). Henb3s UCKITI0YUTb, 9TO maTonorust OMC B 3TUX
YCJIOBUAX CBA3aHA C yBeNUYeHUEM C-T€TEPOXPOMATHHA.
1 TIOATBEPSK/ICHIUS TAKOH CBSI3H, BEPOSITHO, HEOOXOIUMO
IIPOAHAIN3UPOBATL CPOKU IIPOKUBAHMA ACTEH B JAHHOM
peruone. Jlety 1 rpynmbl IOABEPraarch IIOCTOSHHOMY BO3-
JIECTBHIO COJIEH TSLKEJIBIX METAJITIOB B TEUEHUE BCEX CBOEH
JKU3HU, B CPEAHEM HA TIPOTKEHUH 9,3 rofa. CIIeyeT TAaKKe
OTMETUTD, YTO JJOKA3aH (DAKT HACJIEAYEMOCTH OOJIBIIMHCTBA
XPOMOCOMHBIX BAPUAHTOB. OOCYKIAINCh TAKXKE TAHHBIE O
KOZIOMMHAHTHOM HACJIEJOBAHUU BapuaHToB 1qht, 9qh+
u 16qh+ [16]. BMecTe ¢ TeM HEKOTOPbIE MCCIEIOBATEIN
NPUIEPKUBAIOTCA MHEHHSA O BO3MOXKHOCTA OOPA30BAHUSA
PAa3IMYHBIX BApHUaHTOB C-reTepoxXpoMaTrHa de novo [18].
Pasnmunii o oy B BApuadensHOCTU C-reTepOXpOMATHHA
XPOMOCOM HE OOHAPYKEHO. TeM He MeHee, aHanu3 Hace-
IayeMoCTH C-TeTepOXPOMATHHA IIO3BOIII ObI OTBETUTD HE
TOJILKO HA BOIIPOC O €I'0 MPOUCXOKAECHUN, HO U IIOATBEPAUTD
BJIMAHUE COJIEH TAKENBIX META/UIOB Ha OKOJIOLIEHTPOMEP-
HBIA IeTEPOXPOMATUH OTIETIBHBIX XPOMOCOM. M BIMAHNE
3TOrO (PAKTOPA IOKA3BIBAIOT U PAZNIUYHBIE (DYHKIIMOHANb-
HBIE NCAIEN0BANMS. TaK, IPH OIPEAEICHAN COJIEH TKEIIBIX
METAJUIOB BBIACHUIOCDH, YTO Y AETEH C XPOMOCOMHBIMU
BAPUAHTAMHU COLECPIKAHNE KaAMUA B MOUe COCTaB/1o 0,020
M1/, xpoma — 0,285 mr/i, cBuHIA — 0,450 MI'/J1, B TO BpEMS
KaKy zieTeit 6€3 XpOMOCOMHBIX BAPUAHTOB 3TH [TOKA3ATEN
COCTABIIAIOT COOTBETCTBEHHO: MeHee 0,013 mr/mn (p <0,05),
0,223 mr/m, 0,282 Mr/1L.

Xpomocomuwie napymenusy pooumeneii oemeii,
nooeepzuuxcs 6030eticmeuio conel
MANCENBLX MEMANT06

C 11eTbI0 aHATN32 HACTIEJOBAHMS XPOMOCOMHBIX BAPH-
AHTOB U BBIICHEHUA UX ITPOUCXOXKACHUSA OOCIEJOBATNChH
pOAUTENN ICTEH, IOABEPTIINXCH BO3JCUCTBUIO COJICH
TSDKEJIBIX METAJUIOB. IIOCKOIBKY IIPOJIOJDKUTENLHOCTB I1€-
YO/ IPOKUBAHMS POJIUTEICH B TAHHOM PETMOHE ObLIA B
CPE/IHEM BBIIIIE, UEM Y IETEN U COCTABIIA/IA: Y OTLOB 13,8 1€eT,
ay marepeit — 19,9 ner (y nereit 9,3 1), TO €IUHCTBEHHBIM
KPUTEPUEM BBIOOPA CYNIPYKECKUX AP JUIA TPOBEICHUSA
IIUTOT'€HETUYECKOTO UCCIIENOBAHUA OBIIO YUCIO XPOMO-
COMHBIX BAPUAHTOB Y pebeHKA. [INTOre HETHYeCKII aHAIN3
ObLI IIPOBEJIEH B YETBIPEX CEMbBSAX, B OIHOHU U3 KOTOPBIX Y
pebeHKa He OOHAPYKEH XPOMOCOMHBIN BAPUAHT, B IPYTOM
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ole’MHOJ’IbeIe CTaTbH

CI. Bopcarosa, 3.A. Axmenosa, M.A. lemmnosa

OBHAPYKEH OJUH BAPUAHT, B TPETHEN BBIABJIEHBI YETBIPE
BAPUAHTA, B UETBEPTOI OOHAPYKEHO YETBIPE U IIATH XPOMO-
COMHBIX BAPHUAHTOB y IBYX AeTei. [ToNMyueHHbIE PE3Y/IBIAThI
MPE/ICTABICHBI HA PHUC. O.

AHAMM3UPYA NOTYIECHHBIE JAHHBIC, MOKHO IIPEATIONO-
JKUTD, YTO XPOMOCOMHBIE BAPHUAHTBI HACIEAYIOTC KOZO-
MHMHAHTHO: TOJIBKO /IBE€ MHBEPCHUN OKOJIOLICHTPOMEPHOI'O
I'€TEPOXPOMATHHA HE HACIEAOBAIUCH pEOEHKOM. VIcKIIo-
YUTDb BIMAHUE TSDKEIIBIX METAIOB Ha KIETKU POAUTENCH
B JAHHBIX CIy4ddaX HEBO3MOXKHO. K COXaIEHUIO, HENb34
CKA434Tb, KOIId IIPOU3OLUIO YBEIUYECHUE OKOJIOLEHTPO-
MEPHOI'O T€TEPOXPOMATUHA Y POSUTENEI, IIOCKOJIBKY OHU
JIOJIBIIE JIETEN TIPOKUBAIM B TAHHOM peruoHe. OTBET Ha
IIOCTABJIEHHBIA BOIIPOC MOKHO OBbUIO OBl IIOTYYUTD TIPU
006CIE0BAHNUN OTLIOB M MATEPEI POSUTEIIEH, HO 711 TUX
HCCIEAOBAHUI OHU ObUIY IIPAKTUYECKU HEAOCTYIHEL B
JIMTEPATYPE UMEIOTCA JAHHBIE O TOM, YTO C BO3PACTOM HH-
JUBHZYyMA IIPU CTAPEHUU KIETOK YBEJTMUMBAIOTCA XPOMO-
COMHBIE BAPUAHTHI OTAEIBHBIX XPOMOCOM [12]. [la neren
C 3KOHE(DPOIATONIOTHUEN BOIIPOC O BPEMEHU MOABICHUSA
YBETMUYEHHOI'O OKOJIOLIEHTPOMEPHOI'O IF€TEPOXPOMATHHA
OTJIENbHBIX XPOMOCOM OCTAETCH OTKPBITHIM. HO O4eBHUHO,
YTO, C OAHOI CTOPOHDL, U YBEIMYECHHBIA C-TeTepOXpOMa-
THH OOHAPYXEH B IPYIIIE IETEMH, TOABEPITINXCS BO3EH-
CTBHIO COJIEN TSKETIBIX METAJUIOB, C PA3BUTHEM IIATOIOI N
OMC, 1 U CII0 TAKUX CJIYYAEB JOCTOBEPHO OTANYAETCH OT
KOHTPOJI, 4 C IPYTON CTOPOHBI, 60OJICE YEM Y TTOTOBUHBI
TAKMX JieTer Hab/mozanack naronorud OMC.

MpbI nosiaraeM, HEO6XOJUMO JIAIbHENIIEE UCCIIEOBA-
HHE JAHHOT'O (PEHOMEHA KaK BO3MOKHOI'O LIUTOI'€HETH-
YECKOT'O MAPKEPA PE3YIBIATA JEUCTBUA CONEN TKEIBIX
METAJUIOB Ha KJIETKU PA3/IMUHBIX OPIaHOB U TKAHEL, B TOM
yucie u OMC.

3akarouyeHue

[Tosy4yeHsl JAaHHBIE O HUTOI€HETHYECKUX U3MEHEHHUAX
y AeTel ¢ HepONATUAMH, ITO3BOJLIIOMIKUE IIPEIIONAIATh
CBSI3b MEX/IY PA3BUTHEM 3TUX HE(PPOIIATUI U SKOJIOTHYE-
CKUMH 3aIPA3HEHIAMUI CPEAIBL, B JAHHOM CIy4ae C COJLIMU
TSDKETIBIX METAJUIOB. PE3y/IBraThl UCCIEA0BAHUI AIOT OCHO-
BAHME CYUTATD, ITO U3y4ds IPEAPACIIONATAIOIHE (DAKTOPEI
1 MapKEPBI SKOHEPPOIIATUH, CIIEYET CIELUATBHO 0Opa-
ATh BHUMAHHUE HA XPOMOCOMHBIE BADUAHTBL, TAK KAK 3TOT
(PEHOMEH HE TOJIBKO MOXET OBITb MAPKEPOM TOPIUIHO
PA3BUBAIOMIEIICA [TATOJIOI MY IIOYEK Y JIULL, TPOKUBAIOIUX
B 3AIPSABHEHHOM TSDKEJIBIMU META/UIAMU PETHOHE, HO U,
BEPOATHO, CBU/IETEILCTBOBATD O MyTAr€HHOM 3(P(PEKTE YKa-
3aHHBIX KCEHOOMOTHKOB, YTO TPEGYET COOTBETCTBYIONIUX
IPOPUIAKTUYECKUX U TEPATIEBTUUECKUX BO3/ICHCTBUIL
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