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HUTOTEHETUYECKUE ®AKTOPBI TEPBUYHOI'O BECIUIOAUS 1
IMPUBBIYHOU ITOTEPY BEPEMEHHOCTH

U.H.OETHCOBA, .A JIIOXEB, T.I.KOHEBA, M.A JINTTUH"

Ponb xpoMmocoMHbIX aHoManui (XA) B reHese Oecruious U Ha-
PYLICHHS] HOPMAJIBHOTO X012 SMOPHUOHATIBHOTO Pa3BUTHS 3apO/IbIIIA B
HacTosIIee BpeMs He MoABepraercsi COMHEHHI0. OHAKO JI0JIs1 TeHOM-
HBIX M XPOMOCOMHBIX MyTallMii, a TakKe MyTalMil, BOHHUKIINX de
NOVO WM MEPEAONINXCS B CEMbsIX U3 MOKOJCHUS B OKOJICHHE, IPU
pa3HbIX (hopMax HapyLICHHs PEIPOAYKIIMU HEOAHO3HAYHA.

Pe3yJibTaThl HUTOr€HETHYECKOI0 00C/IeI0OBAHUS CYNPYKECKUX AP ¢ NEPBUYHBLIM eCILIoneM, IePBUYHOI IPUBBLIYHOM
norepeii 6epeMeHHOCTH PAHHUX CPOKOB M ¢ HOPMAJILHOI PenpoAyYKTHBHON dyHKuMeii

Heab ucciaenoBaHus — H3ydeHHE YaCTOTHI M CIEKTPAa XPOMO-
COMHBIX aHOMAJIUIl B CEMbSIX C HApPYIICHHOW PeNpoIyKIHed B COOT-
BETCTBUM C HAIMYUEM Y CYHPYroB aOCONIOTHBIX HJIM OTHOCHTEJIBHBIX
(haxTOpoB MHPEPTUIEHOCTH.

Marepuana u MeToabl. LluroreHeTnueckoe Mcciaej0BaHuE IPO-
uszBesieHo y 149 cynpyroB ¢ nepBuuHbIM Oecrutoauem (St 1), 124
CyNpyroB ¢ IPHUBBIYHOW TNOTEpeil OEpeMEHHOCTH PAaHHHUX CPOKOB
(TIT1B), Mo KOTOPO# MOHUMAJIOCH CaMOIIPOU3BOJIBHOE MPEPHIBAHUE
JBYX U Oostee GepeMeHHOCTEH B CPOK /10 12 Hesenb NpH OTCYTCTBHH B
aHaMHe3e yKa3aHHH Ha MEIHIHHCKHE abOpTHI, POIbI, BHEMATOUHYIO
OEpeMEHHOCTh, M y 78 CYNpyroB ¢ HOPMalbHOW PpENpoOAyKIHCH,
HMMEIOIIMX JIBYX U Oosiee 30poBbIX Jerei. BocnanurensHbie 3a001e-
BaHMs  TOJIOBOW  cdepbl
ObUIM HCKIIOYeHBL. Mate-
pHaJIOM Ul aHalu3a Ciy-
KUK XPOMOCOMHBIE TIpe-

Tabnuya 1

TapaTsl, TIOJTYUCHHBIC u3
3nopossie ﬂp“Eb]'—l[_ll-l?l;l Eorepeﬁ TlapsI ¢ nepBu4HBIM Tapel ¢ HapyeHnemM KYJIbTYp Hu“M(bOHHTOB
0 0

Kapuorun napsi (%) Gepeernocta (%) Gecrozmem (%) PETIPONYKIUH B IIETIOM nepudepuueckoil KpoBH IO
2 3 b :; E] s Q g b Q E3 B CTaHJAapTHOMY METOAY U
N=46 | N=32 | N=78 | N=67 | N=58 | N=125 | N=68 | N=79 | N=147 | N=135 | N=137 | N=272 OKpAIlEHHbIE ¢ IIPUMEHEHH~
1. Bes ocoGennocreii | 84,78 | 78,13 | 82,05 | 74,63 | 7931 | 76,80 | 77,94 | 64,56 70;,,75 76,30 | 70,80 | 73,53 em auddepenunansupx G-
u C-metonoB okpacku [l
11, Tenom. myTaiuu: 0,00 | 0,00 [ 0,00 1,49 0,00 0,80 0,00 6,33 3,40 0,74 3,65 221 C 0N0B  OKp 1,
47 XXY 0,00 0,00 633 3.65 2].CTaTUCTHYECKHI aHaIU3
46,XX[40]/47,XXX[4] | 0,00 1,49 0,00 0,74 BBINOJIHEH C MCIIOJIB30BAHU-
TI1. TpaHCIOKaIm: 0,00 0,00 0,00 8;36 1,72 5,60 0,00 0,00 0,68 4,44 1,46 2,94 em kputepus Ilupcona u

OBOPTCOHOBORIS 0,00 | 000 | 000 | 299 | 172 | 240 | 000 | 127 | 068 148 0,73 110 Kkputepus Ouiepa.
PeLHIPOKHbIE 0,00 0,00 0,00 597 0,00 3.20 0,00 0,00 0,00 2,96 0,73 1,84 PesyabraTel. B
1V. Masbie anovaman | 15,22 | 21,88 | 17,95 | 1493 | 18,97 | 16,80 | 22,06 | 27.85 | 25,17 1926 | 24,09 21,69 Ipymme 300pOBBIX CYIpPY-

TIpumeuanue: y-kod(hPUIHeHT OIU3K0i K JOCTOBEPHOCTH Pa3HOCTH PE3yJIbTAaTOB MO CPABHEHHIO C KOHTPOJIBHOMN IpyIoit (y-

p<0,10; yy-p<0,08).

CHCKTP MAaJIbIX aHOMAJIHIT KapuoTuna

Tabnuya 2

JKECKHX Mmap Bce o0cieno-
BaHHBIC MMEIIM HOpPMAalb-
Hbelii  kapuotun  (tabm.l).
Cpeau IMIl C HEPBUYHBIM
OecIUIoMeM YHCIICHHBIE U
CTPYKTypHbIE ~aHOMAJIHH XPOMOCOM
JIMarHOCTHPOBAHBI TOJIBKO y MYKUHH.
VY maru nanuentos (6,33%) ompenens-

3n0poBbie ITaps! ¢ NpUBBIYHBIM Tlaps! ¢ nepBUYHBIM Tlaps! ¢ HapyIIeHHEM JIach MOJIHASA (bopMa CHHIpOMa Knaiin-
napsl (%) HeBbIHaIIMBaHUEM (%) 6ecrumonmnem (%) PEIPOYKIIMH B LIEIOM (beanepa (47 XXY) OJIMH MYXKUHHA
b N > >
G g b3 Q 3 b} Q 3 b Q 3 b (1,27%) sBasncst HOcHTeneM cOanaH-
N=46 N=32 N=78 | N=67 | N=58 | N=125 | N=68 | N=79 | N=147 | N=135 N=137 | N=272 CHUPOBaHHOU pO6epTC01H?:)BCKO;/I4 TpaHc-
9ph, ) N JIOKAlIMd  XPOMOCOM " napsl
0,00 0,00 0,00 4,48 5,17 4,807 4,41 5,06 4,767 5,19 5,11 5,15
9phgh (45,XY,der(13;14)(q10;q10)). ¥V Bcex
9gh- 0,00 0,00 0,00 0,00 0,00 0,00 1,47 0,00 0,68 0,74 0,00 0,37 [MIECTH TAINMEHTOB C YHCIEHHBIMH W
9gh+ 2,17 6,25 3,85 0,00 0,00 0,00 1,47 0,00 0,68 0,74 0,00 * 0,37*% CTPYKTYPHBIMH AHOMAJTHSIMH KapHOTH-
1gh+ 0,00 0,00 0,00 1,49 0,00 0,80 0,00 1,27 0,68 0,74 0,73 0,74 na Gbla JMATHOCTHPOBAHA a300CIEp-
1phgh 0,00 0,00 0,00 0,00 1,72 0,80 0,00 0,00 0,00 0,00 0,73 0,37 Mus. Y SKEHIIMH, 0OCIEI0BAHHBIX TI0
. 5

16gh- 0,00 0,00 0,00 1,49 0,00 0,80 0,00 0,00 0,00 0,74 0,00 0,37 0BOLLY [IepPBHYHOTO Gecruomus,
Dcenh+ 0,00 0,00 0,00 0,00 0,00 0,00 0,00 2,53 1,36 0,00 1,46 0,74 Ipy6bIX aHOMAIMIl KAPUOTHIIA BbISBIIE-
Dps- 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 HO He GbUIO. OTCYICTBHE GONBHBIX ©

Dps+ 2,17 6,25 3,85 1,49 3,45 2,40 2,94 1,27 2,04 2,22 2,19 2,21 111 T
Gps- 000 | 000 | 000 | 000 | 000 | 000 147 | 000 | 068 0,74 0,00 037 CHHAPOMOM LUEPEIICBCKOTO — | epHepa
Gpst+ 2,17 0,00 1,28 4,48 3,45 4,00 7,35 7,59 748" 5,93 5,84 5,88 cpenn OECTIONHBIX MAIMEHTOK 00bsAC-
Gph 4,35 0,00 2,56 0,00 0,00 0,00 0,00 0,00 0,00 0,00 ¥ 0,00 0,00 * HSETCS KPUTCPUSMH QJOPMI/IpOBaHPUI
17ps 0,00 0,00 0,00 4,48 0,00 2,40 0,00 2,53 1,36 2,22 1,46 1,84 HaCTOsAIIEH BHIOOPKH: Y BCEX KEHIHH

17ph+ 0,00 0,00 0,00 0,00 1,72 0,80 1,47 0,00 0,68 0,74 0,73 0,74

Yqh- 0,00 5.07 633 5.84 COXpaHEHa MEHCTpyaibHas (QYHKIMS
Yqgh+ 3,13 1,72 3,80 2,92 HECMOTPs HA HaJIU4UEC p33H006p8.3HI)IX

TIpumeuanue: X-K0dOGULIHEHT HOCTOBEPHOCTH PA3HOCTH PE3YJIHTATOB 110 CPABHEHUIO C KOHTPOJILHOMN IpyHmoii ( X-
p<0,05); y-ko>(hduIIenT 61M3K0H K JOCTOBEPHOCTH PA3HOCTH PE3yNbTAaTOB II0 CPABHEHUIO C KOHTPOIBHOH TPYTIOH

(y-p<0,10; yy-p<0,08)

" UBanosckuit HUU MarepuHCTBa H aercTa um. B.H. T’ %ponxona, 153731,
r. VIBanoBo, yi. ITo6ensl, 1. 20;ten/dpakce (0932) 33-62-5

tdopm ee HapymieHHs (aTbrogMCMEHO-
pest, oK-, TUIEPMEHOpes U JIp.).
PesynpraTel HacTOSIIEro HCcie-
JIOBaHHUS COIVIACYIOTCS C JaHHBIMU
JPYTHX  aBTOPOB, HCIIOJB30BABIINX
CXOZIHBIE KPUTEpHU 0TOOpa MAIUCHTOB
[3, 4]. B rpynne cynpyxeckux nap ¢ I1I1b oxna manuentka (0,74%)
uMena MO3aNyHBIN BapHaHT CHUHZIpOMa noau-X
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(46,XX[401/47,XXVY[4]). Y OonpHOIl oOnpenensioch HapyleHUe
MeHcTpyanbHOH GyHKmu (HM®) no Tumry HeqoCTaTOYHOCTH TIOTEU-
HOBOI (a3el (HJID) u nepemMexaromieiics aHOBYJISILIMK; COMaTHUECKUE
AHOMAJIMU OTCYTCTBOBAJIM. XPOMOCOMHBIE abeppaiuu y CyHpyros ¢
MIPUBEIYHOM HOTepell OepeMEHHOCTH BCTPEYANINCh Yalle C BBICOKOH
CTEIEHBIO JTOCTOBEPHOCTH 110 CPAaBHEHHIO C OECIUIONHBIMH MaleHTa-
mu (5,6% u 0,68% coorBerctBenHo, p=0,017). [lpuuem B mectu
CITyJasx HOCUTeNbHHUIEH cOaTaHCHPOBAHHON TPAHCIIOKAIUH SIBIIIACH
sxkeHmuHa (8,96%) u Toneko B ogHom (1,72%) — myxuuHa. B TO
BpeMs KakK IPH CHOPaJH4eCKOM CaMOIPOHM3BOJIBLHOM abopTe XpOMO-
COMHBIH JIucOanaHC IUIoJa SBISETCS CIEACTBHEM MyTalui, BO3HUK-
mmx de novo, ¥ YacToTa BCTpedaeMoCTH XA B 9THX CEMbSX COOTBET-
ctByeT oOwenomnyasunoHHoi (0,20%), npyu NpUBBIYHOM HEBBIHALIM-
BaHUH OEpEeMEHHOCTH BO3pACTAeT YACHbHBIA BEC TaKMX aHOMAJHH
KapHoOTHUIIa YMOPHOHA, KOTOPBIE OOYCIIOBJIEHBI HAIMYHEM CTPYKTYp-
HBIX IIEPECTPOEK XPOMOCOM Yy POJMTENEH, T.€. FeHETUUECKH JeTepMH-
HHUpoBaHEL. [lo JaHHBIM NUTEpaTypHI, YACTOTa HOCHTENEH CTPYKTYyp-
HBIX XPOMOCOMHBIX ItepecTpoek B cembsix ¢ III1b koxebnercs ot 7%
10 14,3%, 4ro mnpeBblIaeT OOIIENONYJISLMOHHBIA IOKa3aTelb W
corjacyercs ¢ pe3yIbTaTaMH HaCTOSIIEro uccienosanus [4, 5).

CHekTp BBIIBICHHBIX XA OBUI IIPEACTaBICH PELMIPOKHEIMH U
pOOEPTCOHOBCKMMH  TpaHcloKanusamu. B msatu  cnywasx  (5,97%)
OIIpeIeISIINCh PEIUIIPOKHBIE TPAHCIOKAIUH € yJacTHEM XpOMOCoM 1,
2,4,7,10, 11, 12, 15, 18 napsl, npu4eM B OJHOM Cliydae HaOIr0/a-
JIach CTPYKTYpHAasi aHOMaJUsl C BOBJIEUEHHEM B IIEPECTPOHKY XpOMO-
coMm 2, 4, 10 u 15 map; B aByx ciydasx (2,99%) Oblia BbIsSBIECHA
PpOOEPTCOHOBCKasi TpaHCIOKaLus XpoMocoM 13 u 14 mapsl.

W3 6 HOCUTENBHUI] TPAHCIIOKALMK Y 5 OTCYTCTBOBAJIM OTKJIOHE-
HHA THHEKOJOTHYECKOro CTaTyca, MEHCTpyambHOH GyHKIun. Y
OIHOW NalnmeHTKH Obuto auarHoctupoBano HM® mno tumy HIID
(xapuotun 46,XX,t(18;10)(p11;p12)) .

Ipu (46,XY,t(2;15)(q37;q15), t(4;10)(q14;q36)) kapuoTune
OTIpeIeNsach aCTEHO300CTIEPMHUSL.

W3 272 nanueHToB, OOCIEIOBAHHBIX MO [OBOAY HApyLICHHUS
penpoaykrtuBHoi ¢yHkuuu (St I + III1B), HocUTENAMH YUCICHHBIX U
CTPYKTYPHBIX aHOMAJIMH KapHOTHUIIa SBIsuIHCh 14 naruenTos (5,15%).
Ipuyem, reHOMHBIE MyTaLMH IIpeobuiagain y GONbHBIX ¢ OecruioqueM
110 CPAaBHEHUIO C MAlIEHTaMH C IPUBBIYHON MOTepell GepeMEeHHOCTH.
VYV adepTHNBHBIX MYXYHH YHCJICHHBIE AHOMAIUH HPEICTABICHBI
nmonHo# ¢opmoii cunapoma KiaitHpensrepa, cONpoBOKIaIuCh a30-
oClepMHeil M, COOTBETCTBEHHO, OOYCIaBIMBAIM MYXCKOH (hakTop
GecrutoHOrO Opaka (abcomoTHOe MyX)cKoe Oecrutonue). Cpeau Jiuil ¢
MIPUBBIYHBIM BBIKMBIIIEM JIMIIb B €IHHCTBEHHOM ClIy4ae y )KEHIIUHBI
onpezensIach Mo3anuHas popma CHHAPOMA NOJIU-X, IPU KOTOPOH y
MAIIeHTK, HEeCMOTpsl Ha HapyIIeHHe MEHCTPYaIbHON (yHKIHH,
MPUCYTCTBOBAJIN OBYJIATOPHbIE IIUKJIbI, COXPAHEH IIAHC 3a4aTHs.

B KOHTHHIEHTE JHUIl ¢ HapyIIeHHOH penpoxykuued (St I +
I1I1B) u3 272 06caen0BaHHBIX CTPYKTYPHBIE XPOMOCOMHBIE aHOMAJIH
OBUIM BBISBJICHBI y BOCBMH 4HeloBeK (2,94%), U3 KOTOPBIX TOJBKO
OJMH MAleHT OTHOCHICS K Tpymme Oecmionus. M3 BockMu IuarHo-
CTHPOBAHHBIX TPAHCIOKAIMII TPH NPUIUIOCH HA JOJIO TPAHCIOKALUH
THUIA «LEHTPUYECKOrO COEIMHEHMs» XpomocoM 13 u 14 mapsl. Pe-
3yJIBTaThl MCCIEIOBAHUSI COINACylOTCs C [5, 6], KOTOpbIE OTHOCSAT
pobepTcoHoBCKyI0 TpaHcnokanuio der(13;14) (q10;q10) x Haubonee
YacThIM HAaxoJKaM Yy JIMIl C HapyleHHOH penpojaykuueid. Yacro
HOCHUTENIBCTBO COAIaHCHPOBAHHBIX TPAHCIOKALUHA HE MMeeT (EeHOTH-
mgeckoro 3¢ dexra. beccHMITOMHOE HOCHTENECTBO XA HMENOCh y 5
MalnueHToB u3 §; B 1-M ciyuae onpezensiach a3oocrnepmus, B 1-m —
acteHo3oocriepmus U B 1-M y nauuentku ¢ 1116 6su1a HIIO nukia.

Bormpoc o ponu BapuaHTOB MONUMOP(HH3Ma XPOMOCOM HIIH, TaK
Ha3bIBAEMbIX MHKDOAHOMAIUH KapHOTHIA, B TeHe3e HapyIIeHHs
PETpPOTYKIUHU 0 HACTOAIIETO BPEMEHH OCTACTCSI OTKPBITHIM, HECMOT-
PsI Ha TIPOBEJICHHbIE MHOTOUYHCICHHbIE HCCIEA0BAaHUS B 9TOI 001acTH
[5-10]. CornacHo pe3ysbTaTtaM HalLIero MCCIEIOBAaHUS CPEH CyIpy-
JKECKMX Hap C HapyIIEHHOW M HOpMaibHO#M penpoaykuued (St I +
TIITB) HeT cTaTUCTUYECKU 3HAYMMBIX OTJIMYHUI B YacTOTax BCTpeyae-
MOCTH MaJIbIX aHOMaJIMii KapHOTHIA, XOTS U OTMEYAeTCsl HEKOTOpoe
IpeBalpoBaHUe IOKazaTens B ceMbsix ¢ HP® (21,69 u 17,95%
COOTBETCTBEHHO, p>0,05). ¥V cynmpyros ¢ HapyIIeHHOH penpoxyKIHeH
JIOCTOBEPHO Hallle [0 CPABHEHHIO CO 310POBOi BHIOOPKOI BCTpedalcs
JIHMIIb OAUH MOMUMOPGHBINA BapuUaHT, a HIMEHHO — MHBEPCHS IeTepo-
XpoMaTuHa XpoMocoMsl 9 (Tabm.2). [Ipu orcyterBuu 9ph B KoHTpOIE,
cpenu JIHI ¢ HapyieHHOH deprunbHOCTBIO 14 13 272 0bcnenoBaH-
HBIX SIBJSUIMCH HOCHTETAMH JaHHOTO BapuaHTa. Cpequ ceMH ManueH-
ToK ¢ St I u III1b — HocuTenbHUL 9ph y Tpex GONBHBIX HAOIIOAANIOCH
HM® no tuny HJI® u runepanaporesus, y ofHoH Oblia AUArHOCTH-

poBaHa JBypOrasl MaTka, y OJHOU IAIlMeHTKU — HAPYXKHBIH FeHHTab-
HBIA 3HIOMeTpHO3 1 cTeneHu; B 4-X cilydasx OmpeNelsINCh aHTU-
¢dochomumuuuble aHTHTENa. Y MyX4HMH-HOocHTenell 9ph B matu u3
CeMH ciIy4yaeB IaTOJOTMM CIEPMOrpaMMbl BBISABIEHO He ObLIO, B
OJTHOM CIlydae OIpeJeisiiach acTeHO300CIepMHUS, B OJHOM — a300C-
nepmun. ITo mannemM T.B. KysHernosoii (2000) cTeneHb HEraTHBHOTO
BiusiHUS 9ph Ha PENpOYKIHIO 1 SMOPHOreHe3 COMOCTaBUMA C BIIMS-
HHEM POOEPTCOHOBCKUX H PELUIPOKHBIX TpaHCIoKaruil [7]. Pesys-
TaThl HAIETO VCCIEIOBAaHMS II03BOJSIIOT OTHECTH BapHaHT 9ph k
(hakTOpaM pucka pa3BHTHS IAaTOJIOTUM PENPOAYKINH B CYNPYKECKOIt
nape BHE 3aBHCHMOCTH OT II0JIa HOCHTEIS JaHHOTO BapHaHTa.

Oco0oro BHUMaHUS 3aciIyXHBaeT (hakT BCTPEUYAEMOCTH BapH-
anTta 9qh+ y cynpyroB ¢ HOpMalbHON M HAPYLICHHON PENpPOIyKIHEt.
B nuteparype npuBoasATCsS JaHHBIE 00 YBEIUUCHHH Pa3MEpPOB TeTepo-
XPOMAaTHHOBOI'O OJIOKa XPOMOCOMBEI 9 ¥ 4acTOTHI TeTepoMopduima
TOMOJIOTOB IO pa3Mepy O3TOr0 y4acTKa y MYXUYMH C IaTolOruen
crepMaToreHe3a. YBenmdeHue pasmepoB C-01oka XpoMocoMsl 9
OBLIO 3apErHCTPUPOBAHO y IBYX MYXKUYHH 310POBOH BBIOOPKH IIpH
OTCYTCTBHM Y MY)KUMH U3 CYNPY>KECKHUX Iap ¢ NePBHYHBIM O€CIUIONU-
€M U NpUBBIYHOI HoTepel 6epemenHoctH (6,25 u 0,00 % coorBercT-
BeHHO, p=0,025). V KEHIIUH KOHTPOJILHOM T'PYyIIbI YacToTa BCTpe-
4aeMOCTH BapuaHTa 9qh+ Taxke NpeBalMpoBana 10 CPABHEHHIO C
manuentkamu ¢ St 1 u IIIB, x0T ¥ He JocCTHralla CTaTHCTUYECKOM
3HaYMMOCTH (Tabi.2). Hamy maHHBIE COINIACYIOTCSI € pe3ysibTaTaMH
pabor, He MOATBEPAMBLIMX HEraTUBHOW posin BapuabenbHocTH C-
reTepoXpOMaTHHOBOIO 0JI0Ka XPOMOCOMEI 9 B IIpoleccax pemnpoykK-
uu [5]. ToT sxe BBIBOJ MOXKHO CIIEIaTh 110 BapHaOEIbHOCTH IeTepo-
XpOMaTUHOBBIX paioHOB 1, 16 m 17 XpoMocoMm, IO KOTOPBIM HET
OTJINYUI B CEMbSIX C HOPMAJIbHOM U HAPYIICHHON pPenpoayKIHEH.

OKCTpeMalIbHBIE BapHAHTHI KOPOTKHUX IUIEY aKPOLIEHTPHYECKHX
XPOMOCOM HPEICTABISIIOT HHTEPEC, T.K. 3Ta 00IACTh ABIISIETCS MECTOM
JIOKAJM3alUK SPBHIIKOOOPA3yIOIUX PaiOHOB, HECYIIHX KIacTephl
renos pPHK [8]. OrmedeHo nomuHupoBaHue BapuanTta Gps+ B ceMb-
X C HApyLUIEHHOW pEeNpOLYKTUBHON (GYHKLHEH MO CpaBHEHHIO ¢
KOHTPOJIEM; IIPHYEM B CEMBSIX C MEPBUYHBIM OECIIONHEM pa3HHULA B
YacTOTaX BCTPEYAEMOCTHU JOCTHIANIa CTATUCTHYECKOH 3HAUMMOCTH.

W3y4enne nonumopdusma XpoMocoMsl Y B 37I0POBBIX CEMbAX U
cembsix ¢ HP® mokxas3amo OTCYTCTBHE CTATHCTHYECKU 3HAYMMO
pasHHIBI B YacTOTaX BCTPEYaeMOCTH BapHaHTOB Yqh- m Ygh+ y
MYKYMH OOCHX TIPYII, XOTS y JIMI[ C HAapYIICHHOH (EepTHIBHOCTBIO
OTMEYanach HAKOIUIGHHE OKCTpeMalbHBIX BapuanToB. OOpamiaeT
BHUMaHHe (DaKT Hanuuus BapuaHTa Y qh- TOJNBKO y JIMII C HapyIIeH-
HOW penpoaykuued (n=8) mpu OTCYTCTBUM TAKOBOI'O B KOHTpOJIE.
AHanu3 reHo-(GpeHOTHITMYECKUX KOppEIsuuii moKasai, 4To y 6 HOCH-
tenell Ygh- IMarHoCTHpOBaHAa aCTEHO300CIEPMHUS, U TOJIBKO Y JIBYX
00CyIeI0BaHHbBIX HE ONpENeNsieTcss OTKIOHEHUH B cnepmorpamme. M3
4 Hocutened BapuanTa Yqh+ y 3 Obuia BbISABICHA aCTEHO300CHEPMUS
n'y 1 — onmroacreno3oocnepmust. B 10 u3 12 ciyyaeB Hanuuue 3Kc-
TpeMaJlbHBIX BapHAHTOB XPOMOCOMBI Y COYETaNoCh C MaTOJOrHeH
crepMaTorenesa. JlaHHble ITUTEPaTyphl OTHOCUTENIBHO MPHYACTHOCTH
nonuMopdu3Ma XpoMOCOMBI Y K HAapyLICHUIO MY)XCKOH (epTHIBHO-
cTd TpoTuBopedrBhl. [IpH MyXkckoM OecIuioguu OTME4arT Y-
XPOMOCOMBI 3KCTPEMalbHOIO pa3Mepa, 00yCIaBIHBAIONINE BO3HUK-
HOBEHHE I1aTO300CIEPMHH, CIIOHTAHHBIX a0opToB y keH [9]. Mccre-
noanue [10] nokasano, 4To BapuaHThl Y XPOMOCOMBI HE OKa3bIBAIOT
BJIUSIHUSA HAa CPEIHIOI0 KOHIEHTPAILHMIO CIIEPMATO30HIOB H ILUIOAOBHU-
TOCTh MyX4uH [10]. Ha ocHOBaHHH 3TOTO HENb3s CAENAaTh OAHO3HAU-
HBIH BBIBOJ] O POJM H3MEHEHHS] Pa3MEpOB TI'eTEPOXPOMATHHOBOI'O
6510Ka XpOMOCOMBI Y IIPH HApYIICHHU PENpONyKTHBHOH (QyHKIHH y
MyX4uH. OEeHOMEH MOBBIIIEHHON YaCTOTHI XPOMOCOMHBIX BapHAHTOB
y a)epTUIIBHBIX MYX4UH TPEOyeT JalbHEHIIEro H3yeHH .

Jlutepatypa

1.3axapos A.®., Iobeounckuu H.M. // Bect, AMH. CCCP.—
1982.— Ne6.— C.18-24.

2.Arrighi F.E., Hsu T.C..// Cytogen.—1977.— Ne.2.— P.81-86.

3.Kypuno JI.®. u op..// Bect. PAMH.— 2000.— NeS.— C.32.

4.Casenvesa A.I1. CTpyKTypa XpOMOCOMHOW IATOJIOTHH CPEIU
MAIEHTOB C MY)XCKHM OecCILIoqueM M IaTo3oocrepmueii: ABTroped.
JiC...KaHA. Mel. Hayk.— M., 2001.— 31 c.

S5.Hasapenxko C.A. V3MEHYMBOCTH XPOMOCOM U pa3BHUTHE
yenoseka.— Tomck: Tomckuit yrusepcutet, 1993.-200 c.

6.Hansteen I.—L.// Hum.Genet.— 1982.— Vol.21.— P.309-314.

7.Kysneyosa T.B. KOMIUIEKCHBIH MOJXOJ K LUTOTCHETUKE 3M-
OpHoHanbHOTO pa3BuTus yenoseka: duc...q.m. H— CI16.,2000.-354 c.



BECTHUK HOBBIX MEJUIIMHCKAX TEXHOJIOTHUM — 2008 — T.XV, Ne1-C. 45

8.1[eéemkosa T.I". u dp. // Men. renetuka.— 2005.— Ne6.— C.286
9.Nielsen J.// Clin. Genet.— 1978.— Vol.13.— P.415-416.
10.Kananmapu I1. u op. // Tenernka.—2003.— T.39, Ne3.— C.423.

VK 618.2-084

OXHWPEHHME KAK MEJIMKO-COIIMAJIBHASI ITPOBJIEMA TEUEHWA
BEPEMEHHOCTH U POJIOB

M.A. TIPUBAJIOBA"

O’kUpeHne — OJHa M3 PACIpOCTPAHEHHBIX (HOPM HapyIICHUS
*upoBoro obmena. B Poccum (mo paHHeiM MHCTHTYTa nMTaHUS
PAMH) oxupenue Habmomaercs y 25-30% Tpyngocmoco6HOro Hace-
JICHHSI, 9TO CTaBUT 3TO 3a00JeBaHHE B PSA CEephe3HBIX mpodieM [l1—
4]. PactipocTpaHEHO 0XMPEHHUE U CPer OEPEMEHHBIX, YUCIIO KOTOPBIX
ngocruraer 12,3-38% [9]. OxupeHne mIoXo BIMSET Ha 3J0pOBbE
OGepeMeHHON U 1UIoj1a, JaBas ociioxHeHus B 32,1-83% ciyuaes [8].
Cpenu aMepMKaHCKMX JKEGHIIMH 4YacTOTa BCTPEYAEMOCTU OXKUPEHHs
Bo3pocina ¢ 25,1% B 1991 r. o 35,2% B 2001 1.

Peanm3anus (GyHKIMOHATIBHOH aKTUBHOCTHU IIOJIOBBIX CTEPOUJI-
HBIX TOPMOHOB NpPH OSHJOKPHHHBIX HApYIIEHHAX PENpPOIYKTHBHOM
CHCTEMBI, aCCOIMHPOBAHHBIX C OXKHPEHHEM, 3aBHCSAT OT OCOOEHHO-
cTeil IeNOHUPOBAHMS JKUPOBHIX OTIOkeHNH. Hanbonee HeGnaromnpu-
STHBIM SIBIISIETCSl a0JOMUHAIIBHBII (BHCLEPaTIbHbIN, aHIPOUHBII) TUIT
OXKHPEHUsI, COUETAIONINIICSA ¢ KOMIIEKCOM TOPMOHAIBHBIX U MeTabo-
nmdeckux (akTopoB pucka [2, 3, 6]. Heocmopuma cBs3b B H3MEHEHHH
TOPMOHAIBHOTO HPO(UIS PENPOAYKTHBHOH CHCTEMBI H OCOOCHHO-
CTAMM paclpelieleHHs] JKHPOBBIX OTIOKEHHH, B YaCTHOCTH, IPH
HaIW4UH [6] TeHeTHYecKol IPeApacloNOXKEHHOCTH K abJOMUHAIIb-
HOMY OXHMPEHUIO U HHCYJIMHOpE3UCTeHTHocTH. (PopmupoBaHue
oxupeHust y 67% >KEHIIMH MIPOUCXOJUT B MOJOJOM Bo3pacte. Kmu-
HHUKO-TCHEaJIOTHIECKHIl aHaIu3 B CEMbAX TYYHBIX JKEHINHH B 64%
ClIydaeB MOATBEPIMI HACNIEICTBEHHBIH XapakTep OXKHMpPEHHUs C Hpef-
PacIIONI0KEHHOCTBIO 10 MaTepuHcKoii uuun [10]. OOparaer BHUMa-
HHE POCT OCIOKHEHHH TedeHHs OepeMEHHOCTH U POJOB Yy TYUHBIX
JKEHIIMH, YbH POJICTBEHHHKM IO JIMHMU MaTepH HMMENHU OKHPEHHE,
caxapHblii 1uaber u apTepuaibHyro runeprensuio [9]. Beumy acco-
[UAIUH OXHUPEHHS C IIP. COMATHYSCKUMH 3a00JIe€BAaHHSAMU PUCK OC-
JIOKHEHHIT OepeMEHHOCTH, POJOB M BHYTPUYTPOOHOIO COCTOSHUS
mwiona y 6epeMeHHbIX Bo3pacTaer B 2,5 pasa [8].

CaMBIMH pacIpOCTPaHEHHBIMH OCJIOXKHEHHSMU TeCTAallHOHHOTO
Mepuosia y KEHIIMH C O)XXUPEHUEM SABIAIOTCA recto3sl [8]. PanHumit
recTo3 BcTpedaercs y 16,2-18% OGepeMeHHBIX JKESHIUH C 0XKUPEHUEM.
IMo3nuuit recro3, compoBoxparommii OepemeHHocTh y 37,8-82%
JKEHILUH C O)KHUPEHHMEM, 4yacTo pa3BuBaercs 10 30 Hex. GepeMeHHO-
CTH, B OCHOBHOM B BHJIE€ OTEYHO-THIIEPTOHHYECKOU (hopMbl (26-48%)
C YHOPHEIM JIHUTENbHEIM TedeHueM (37-54%). Ins no3mHero recrosa
BKyIlE C O)KUPEHHEM XapaKTepHbI CTEPTOCTh TEUECHHs U YBEIHUEHHE
MaJOCUMOTOMHBIX (opM 3a0oieBaHUS, YTO 3aTPyJHSAET €ro BBI-
sIBIeHHe Ha paHHuX cTagusix [8]. I'ecto3 BTOpoll momoBHHEI Gepe-
MEHHOCTH, COIPSDKCHHBI C OXXMPEHHEM, SBIISeTCS NPHINHOW Oc-
JokHeHHH popoBoro akta. B 10-35% cirydaeB pofoB y JIHIL C OXKHpe-
HHEM M aHOMalHsAMU POJOBOH JesTensHOCTH, 56,8% MpoTekaroT Ha
(one no3Hero recro3a. M3yuaercs Henslit psx OHonorndeckux ax-
TOPOB, MPOAYLHPYEMBIX AAUIOLUTAMU: JENTHH, PE3HCTUH, IIPOTEHH,
CTUMYIHPYIOIMH aleTUINPOBaHHUE, WHTEPICHKHH-6, HHTUOHTOD
aKTHBATOpa IUIa3-MHHOIeHA-1, aHTHOTEH3MHOIeH, aryTH-0elnokK, dax-
TOP HEKPO3a OIYXOJI-0C, aIUNOHEeKTHH [2, 3]. PocT ypoBHs JenTHHA
U CIaj YpOBHS AUIIOHEKTHHA B KPOBH MOXKET CIYXXHTh ITyCKOBBIM
MEXaHH3MOM JUIsI Pa3BUTHUS MO3JTHHUX I'ecTO30B. B KauecTBe HpOrHo-
CTUYECKUX MapKepoB (OPMHUPOBAHHUA TeCTO3a BTOPOIl IIOJIOBUHBI
OepeMeHHOCTH IpeJyIaracTcs OIpeAeNiCHHe YPOBHS JICNTUHA U aju-
MOHEKTHHA B IIa3Me KPOBH OEPEMEHHBIX C OXKUPCHUEM.

ITpu6aBka Macchl Tena Ha (OHE OXKUPEHHS SBISIETCS] MEHEE BbI-
paXXeHHOM, 4eM y OepeMeHHBIX C HOPMaJIbHOH Maccoi Tejla M COCTaB-
sisieT oT 5 1o 7 xr [7]. Bricka3bpiBaeTCst 1 IPOTHUBOIIOJIOKHOE MHEHHUE O
YpEe3MEPHOM IIPUPOCTE MACCHL: HPHBOAATCSA JaHHbIE O IpHOABKe
Maccel Tena >15 kry 15-19% Gepemenusix ¢ oxupenuem. Llenecoo6-
pa3Ho OIpe/eIeHNe a/IeKBaTHOM BECOBOIl pHOaBKK y OEpEeMEHHBIX ¢
O)KHPEHUEM B 3aBHCHMOCTH OT CTEIICHH OXKHPEHHUS M OT BBIPAKCHHO-
CTH U XapaKTepa pacipe/eeHus! )KUPOBOi TKaHHU.

*
Tseps, TTMA

Teuenue OepeMEHHOCTH Ha (DOHE OKMPEHHS COIPOBOXKIACTCS
CHMIITOMaMH{ yTPOXKAIOIIEero IpephiBaHus B 1-if monosure B 8-23,2%
citydaeB, BO 2-ii mojioBuHe GepeMeHHOCTH — B 3,7-12,8%. DTH moka-
3aTend B ~2 pa3a MPEBHINAIOT aHAJOTHYHBIE CPEIH XKEHIIUH ¢ HOp-
MaJIbHOM Maccoit Tena. [Ipy 0KMpeHun T craj akTUBHOCTH HEHpo-
TOPMOHAIIBHOH PEryAlHud POAOBOH JEATENbHOCTH, YTO BIIEUET He-
CBOEBpPEMEHHOE (hOPMUPOBAHHE POJOBOH JOMUHAHTHL. bepeMeHHOCT
Ha (oHe oxupenus 4yacto nepenammBaercs (13,9-31,6%), ocHoBHas
MPUYKMHA CONpPSDKEHA ¢ M3MEHEHUSIMH TOPMOHATBLHOTO (hOHA, B YaCT-
HOCTH, TOPMOH-TIpOAynupyomeil QyHKIUN IIAIEHTH], U BBIpaXKeHa
POCTOM YPOBHsI TIPOTeCTEPOHA M CHAJO0M YPOBHS 3CTPOI€HOB I€pes
pomamu. IIpu U3yueHHH POJOBOTO aKTa YCTaHOBICHO (GOpPMHPOBaHUE
aHOMaJIMi pofoBoit AestenbHocTH y 10,2-35% Uil ¢ 0)XUpeHneM, 4To
OOBSCHSIETCS] CHW)KCHHEM COKPATHTEIBbHOW CIHOCOOHOCTH MAaTOYHOU
MYCKyJIaTyphl U3-3a TOPMOHANbHOTO AucOananca. B 20-46,8% ciyda-
eB OBIBACT IPEXAEBPEMEHHBIl pa3pblB IUIOJAHBIX O00ONIOYEK, UTO
BBIIIIE, YEM IPU HOpMalbHOH Macce B 1,5-2 pasa. Otomy crnocoOct-
BYIOT MOP(}ONOrHYecKue N3MEHEHNUs], aMHHOHHT, BOSHUKAIONINE H3-3a
MeTabOJIMIEeCKUX PACCTPOMCTB U CABUTOB TOPMOHAIBHOU pETYIISIIUH
B CUCTEME «MaTh — IUIAIIEHTa — IJI0[» IPH OXKUPEHHU.

KpoBoreueHue, ABIssICh HEONATONPHATHBIM OCIOXXHEHHEM pO-
JOB H HOCIEPOJOBOrO IEPHOJA, Pa3BHBACTCSA Y JIUIl C OXKHPEHHEM
J@xe MPU NPOBEJCHUN MPOMHIAKTHISCKUX MeponpusaTuii B 1,7 pasa
yame [4], a KpoBOIOTepsl B PoJax MpH OXHUPeHHH B 1,5 pasa Bele,
4yeMm Oe3 oxupenus. KpoBoreuenus pasBuBanich Ha (hoHe MOTXOCTPOH
¢dopmel curapoma JIBC u qucdyHKIMH TPOMOOILMTOB CO CHIKEHHEM
IIPOIIECCOB 00Pa30BaHMs TPOMOOIUTAPHO-(QUOPHHOBOTO CIyCTKA.

Yacrorta poxaenus aereit maccoit >4000 r 3a nocieaHue roast
Bo3pocia 10 11,6-38,2%. Stuonorus u maroreHes ¢eTaabHOH Makpo-
COMMH TI0Ka He n3y4eHbl. OTMedaeTcst poilb H30BITOYHOTO MHTAHUS Y
JIMIL C OXUPEHUEM B (POPMHUPOBAHMHM HAKOIUIEHUS JKUPOBBIX Macc B
MOAKOXHOM CJIO€ IUIOAA B aHTEHATAJbHOM HEPUOJe PA3BUTHA U IPH
POXKZICHUM KpYyIHBIX Jeredl. HapacraeT TeHIEHIUS K POCTY MAacchl
IUI0/a TIPY HapyIIeHNH oOMEHa YIJICBOOB, JIMIIMAOB U MapraHia Ha
¢done oxupenus. MHTepecHbI U JaHHBIE UCCIENOBAaHHN (OPMUPOBaA-
HHS TIOPOKOB Pa3BUTHS BHYTPHUYTPOOHOTO IUIOZA, CBSI3aHHBIX C Jie-
(ekTaMH HEBpAJIbHOW M IHMIIEBapUTEIbHON TpyOok. Teuenue Oepe-
MEHHOCTH IPH OKHPEHUH B COYETAHHH C KypeHHEM COINPOBOXKAAETCS
YacThIM (DOPMHPOBAHHEM TAKUX ITOPOKOB. YUHTHIBasl NPEBAITUPYIO-
1lee COYEeTaHHEe OCJIOKHEHUH Iepho/ia recTallii, POJIOB U POXKIEHUE
KPYNHBIX AeTell y ULl ¢ 0)KUPEHHEM, POJOBON TPaBMATH3M JOCTHIAeT
29,1-32,2%, a vacTtoTa onepaTMBHOro pojopaspemeHus — 10-28%.
IIpu 0XMpEeHHH OCJIOXXHEHHs I0Cie POJAOB BbIABISAETCS B 2,6 pasa
yauie, 4eM IIPU HOpMallbHOW Macce Tena. IIposBIeHHAMH NATOJNOTH-
YEeCKOro TmocieponoBoro mnepuona B 12,4-41% ciydaeB siBiseTcst
cyOuHBOMIOLMA Matku, B 5,3-8,7% — rumo- W arajakTud, Kaye-
CTBEHHOE HapylIeHHE COCTaBa IPYyJHOTO MOJIOKA M IIPUCOEAHHECHHE
THOMHO-cenTH4eckoi nadekunn y 2,3-5,8% poxmibau [4].

OxxnpeHne y 6epeMEeHHBIX SBIISCTCS IPEMOPOUIHBIM COCTOSHH-
eM, 00yCIIaBIMBAIOIIMM OCJIOXKHEHHUsS IEpUoJa TeCTallid, POAOB H
MOCIIEPOJIOBOTO IIepHoJa C OTPHLATEIbHBIM BIHMSHAEM Ha IUIOX H
HOBOPOXJIEHHOTO. AKTyaJIbHOCTb BBISBIEHHS! aCCOIMATUBHBIX JTHUIA-
TOreHEeTUYECKHX MEXaHH3MOB B3aHMOJACHCTBHS OXHPEHHS H OC-
JIOXKHEHHIT TedeHHs1 OEpeMEeHHOCTH M pojoB odeBuaHa. Heocropumo
(hopMHpOBaHHE MPOTHOCTHYECKHX KPUTEPHEB I€CTALMOHHBIX OCIIOXK-
HeHuil ¢ pa3paboTKoil mpodunaktuyeckux mep. He uccnenoBanoch
TeueHHe OepeMEHHOCTH, POJIOB M MOCIEPOIOBOTO IIEpHOa B 3aBUCH-
MOCTH OT BHJa paclpe/eNieHust )KUpoBoil Tkann. OCOOEHHOCTH Teue-
HUS recrauuua Ha GpoHe abOMUHAIBHOTO (BUCLIEPAIBHOTO, aHJIPOU-
HOTO) THIIA OXHUPEHHS M CONPSDKCHHBIX C HHM METa0OIHYeCKHX
HapyUIEHUH HYXIAIOTCS B AaJIbHEHIEM U3Y4YEHUH.
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