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WOEHTU®UKALIUA TOHEK PA3SPbIBOB MNPU CTPYKTYP-
HbIX XPOMOCOMHbIX NEPECTPOUKAX Y MY>K4YUH
C HAPYLWUEHUEM PENPOAYKTUBHOWU ®YHKLIUU

B pa6ote npeacTaBneHbl pe3ynsTathl MONEKYNSPHO-LMTOrEHETUYECKUX UCCNEefoBaHUA XPOMOCOMHbIX MEPECTPOEK Y MSTU MYXXUYUH C Hapy-
LLIeHMeM penpoayKTUBHON yHKUMK, oBpaTuBLumxcst B LIeHTp penpoaykTuBHON MeauuuHbl . KpacHosipcka. C ucnonb3oBaHnem metoga SKY B
yeTblpex criyyasix U metofa FISH B Tpex crnyvasix yaanoch Nokanu3oBaTb TOYKM Pa3pbiBOB HA XPOMOCOMaX W YCTaHOBUTL y TPEX MaLMEHTOB
HecGanaHcpoBaHHbIe, a y ABYX — cGanaHcUpoBaHHbIe TpaHCMoKaLuK.

KnioueBble crioBa: cnekTpasnbHoe kapuoTunuposaHue, FISH, TpaHcrnokaumm, HapyLleHe penposyKTUBHOM (OyHKLMN.

In tHis study we introduce the results of molecular-cytogenetic study of five men with chromosome rearrangements and reproductive failure.
They are patients of the Center for Reproductive Medicine in Krasnoyarsk. Using SKY technique in four cases and FISH method in three cases we
localized chromosome breakpoints and found unbalanced translocations in three patients and balanced translocations in two patients.

Keywords: spectral karyotyping, FISH, translocations, reproductive failure.

CbanaHcupoBaHHble  TpaHcrnokaumu
BO3HMKAOT npu obMeHe TepMuUHanb-
HbIMM CEermMeHTamv Mexzay Heromoro-
rMMYHbIMKM  XpoMOcoMamu. Yactota ux
BO3HMKHOBEHUS cocTaensier 1 Ha 625
HOBOPOXAEHHbIX [1]. B ocHOBHOM peuu-
NPOKHble TpaHcnokaumm ceHoTununyec-
KM HelTparbHbl, MOCKOMbKY CyLlecTByeT
cbanaHCUpOBaHHbIA  KOMMIEKT TEHOB.
AHOManuu BO3HWKAKT B TOM Cry4ae,
Korga TOYKU pa3pbiBa NoOBpeXaaoT Bax-
Hble reHbl. Bo Bpemsa cerperauun rep-
MUHanbHbIE NUHUKM CO cbanaHCcMpoBaH-
HbIMW PELMNPOKHBIMW TPaHCNoKaunusaMu
MOTyT NpoAyLMpoBaTh pasfnyHble TUMbl
rameT, U3 KOTOPbIX TONMbKO ABa BapunaHTa
no3BONAT poauTbcsa pebeHky 6e3 xpo-
MOCOMHBbIX aHomanuw [3, 9].

CTpyKTypHblE XPOMOCOMHbIE Mepe-
cTpovikm obHapyxuBatotca B 10 pas
yawie no cpaBHeHMO C obuienonyns-
LUMOHHBbIMW MOKasaTensMmy cpeamn Myx-
YANH C Pa3NMUYHON CTEMEHbIO TSHKECTU
HapyLleHns cnepmaTtoreHesa u nap co
CMOHTaHHbIMKM abopTamMu ¥ aHoMarnu-
aMmu y notomctea [8, 12, §]. YacToTta
pPenpoayKTMBHBLIX MOTEPb Koppenupyet
C BbICOKOW Mpoaykumen HecbanaHcupo-
BaHHbIX raMeT M MOXET OoTpaxaTb pas-
NWYHblE TUNbl  HecbanaHCUMpOBaHHbIX
KapvoTunoB ambpuoHoB 1 nnogos. Op-
HaKoO OO CMX MOp He SAICHO, NMoYyeMy He-
KOTOpble HOCUTENU cbanaHCUpPOBaHHbIX
XPOMOCOMHbIX NepecTpoek 6ecnnoaHbI.
Pa3nunyHble BNUSHUS XPOMOCOMHBbIX Ne-
pecTpoek Ha hbepTUnbHOCTb MOryT 00b-

CotpyaHukn KpacHosipckoro LleHTpa penpo-
OYKTVBHOW MeauumHbl, e-mail: krasivf@kcrm.
ru: 30TOBA Hapexaa BuktopoBHa — 61o-
nor-reHeTuk, e-mail: nadyazotova@mail.ru;
MAPKOBA EneHa BuktopoBHa — k.6.H., 3am.
avipektopa no Hayke; TUMO®EEBA WpuHa
lOpbeBHa — Guonor-reHetnk; KASAHLUEBA
Onbra MuxannoBHa — Bpauy-reHeTuk; KA3b-
MUHA Hens BacunbeBHa - Guonor-reHe-
Tvk; CBETIIAKOB AHaTtonui BacunbeBuy
- kK.6.H., anpekTop LieHTpa.

SACHATLCA BO34EWCTBMEM Ha WHAKTUBA-
L0 X-XpPOMOCOMbI; KOHTAKTUPOBaHUEM
C ayToCcOMaMu; OTHOCUTENbHOW BaXHOC-
TbiO FEHOB, BOBMIEYEHHbIX B MEepPecTpon-
Ky; 1 obWwum reHeTmyeckum poHom [12].

[na MHOrMx TpaHcnokauum naeHTu-
duKauma XpoOMOCOMHOW MNepecTpPonKu
He BbI3bIBAET 3aTpPygHEHUIN C UCMOMb30-
BaHMEM CTaHOapTHOro KapmoTunMpoBa-
Hus. OgHako B psge criyyaeB AeTekuus
cbanaHcupoBaHHoro nmbo HecbanaH-
CUPOBAHHOIO XPOMOCOMHOro Habopa,
a Takke MapKepHbIX XPOMOCOM MOXET
ObITb 3aTpPyAHWUTENbLHOW B CBSI3W C Ma-
NbiMM  pa3mepamMu  NepecTPOEHHbIX
parMeHTOB, HESACHbIM MNPOVCXOXAe-
HMEM [OMOSTHUTENIbHOIO XPOMOCOMHOIO
¢pparmeHTa. OcobeHHO akTyanbHa 3a-
Jaya BbIsiBNeHNst HecbanaHcMpoBaHHbIX
BapuaHTOB KapuoTuna npv npoBeaeHnn
npeHaTtanbHON UM NpeumnnaHTaunoH-
HOW reHeTu4veckon anarHoctukm (Mr4).

MonekynspHO-LUTOreHeTu4YeCckui
nogxoA c ucnons3osaHmem FISH-meTona
NO3BOMSIET OXapaKTepmn3oBaThb CIOXHYHO
NepecTpoiiky, TOYHO MAEHTUPULUPO-
BaTb TOYKM pa3pbiBOB HA TpaHCnouu-
POBaHHbIX XPOMOCOMax U MMaHUMpoBaTb
npoBeeHNe WHBA3VBHOW [OOPOAOBON
avarHocTukun. Takasi auarHocTvMka nos-
BOMUT BbIABUTbL HecbanaHCUMpOBaHHbI
KpUOTWM Aaxe Npv NOnyvYeHnn eguHny-
HbIX KNETOoK.

Martepuansi 1 MeToAbl UccnepoBa-
HUsA

B pabote npencraBneHo Monekynsip-
HO-LIMTOreHeTn4ecKoe uccrnegoBaHne
KapuoTUMOB MATW NaUMEHTOB MYXCKOro
nona LieHTpa penpogyKTMBHOW MeauLm-
Hbl T. KpacHosipcka, obpaTuBLUMXCSI MO
BOMPOCY HapyLUeHWs1 pPenpoayKTUBHOM
PYHKLMN.

XPOMOCOMHbIA  aHanu3 npoBOaUIM
Ha npenapatax MeTada3HbIX XpOMOCOM,
MOMyYeHHbIX MOocne KynsTUBMPOBaHUS
PrA-CTUMYNUPOBAHHBIX NTMMAOLUTOB B
TeyeHne 72 vacoB. [nsa anddepeHum-
anbHOro OKpallMBaHWSA  MCMOofb30Bar-
ca GTG-metoa. AHanuauposanu 11-13
meTadasHbiX nNnactuHok [2]. Ons nony-
YeHnsa n3obpaxeHns metadas n aHanu-
3a Kapuorpamm Ucnosb3oBanu nporpam-
MHbI npogykT «Band View» (Applied
Spectral Imaging, USA).

XapakTtepuctvka obcnefoBaHHbIX na-
LMEHTOB C BbISIBIIEHHBIMU CMOXHbBIMW CITy-
YasMU CTPYKTYPHbIX XPOMOCOMHbIX Me-
pecTpoek B KapuoTune no pesynbratam
CTaH4APTHOrO  LIMTOrEHETUYEeCKoro 06-
cnefoBaHus NpeacTaBneHbl B Tabnuue.

SKY-aHanu3 npoBogunun ¢ UCMosb30-
BaHVMeMm Habopa «SkyPaint Kit» (Applied
Spectral Imaging, USA). I'mbpuamnsaumio
OCYLLEeCTBNANM B TeveHue 24 yacos. [1b-
puam3aums 1 nocTrubpuamsaumoHHas
OTMbIBKA MNPOBOAMUINCHL MO MPOTOKONY,

XapakTepHcTHKa 00¢/1el0BAHHBIX NALHEHTOB

. |Bo3spacr, [Tokazanus
Ciyuaii Cnepmorpamma Kapuorun
Jer 00cIIeI0BaHNIO
[Mauuenr 1 30  |Mepauwmos Gecrumomme Tspxenast 0IUro300- 46,Xdel(Yq),add(5)
CIIepMHUst (qter)
ITauuent 2 28 lgl'[aHI/IpOBaHI/Ie _ 46,XY,add(15)(pter)
CPEMEHHOCTH
Ianpent 3 40 IepBuuHoe Gecronue Omuroacer0300- 47,XY+mar
criepMust
[Mauwmenr 4 CroHTasHoe npepeI- ACTEHOTEpaTo300- 46,XY,der(6)t(6;7)
36  |BaHHe OepeMEHHOCTH B .
criepMust (925;q932)
ceMbe mpobania
Tament 5 39  |IlepBuunoe Gecruionue OniroacteHo300- 46,XY,der(14)t(9;14)
CIiepMHust
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npeanoxeHHoMy  OUPMOR-NPON3BOAU-
Ttenem [HK-3oHgoB. AHanuanposanu 11
mMeTadasHbIX nnacTuHok. [ns nonyde-
HMa mn3obpaxeHna metadas v aHanusa
Kapuorpamm umcnonb3oBanu dnyopec-
ueHTHbI Mukpockon «Olympus BX-51»
(Olympus, Japan) c HaGopom cBeTo-
dunetpoB  (Applied Spectral Imaging,
USA), wuHTepdepometp «LBLS-609»
(Sutter Instrument Company, USA) n npo-
rpaMmmHbin npoaykt «Sky View» (Applied
Spectral Imaging, USA).

Ona  wmynstuyseTtHoro  FISH-aHanu-
3a ucnonb3oBanu crneundunyHsle OHK-
30HAbI Ha xpomocomsbl: Y (DYZ1, DYZ3)
— Spectrum Orange, CEP 15 — Spectrum
Aqua, tel 159 — Spectrum Orange, tel
14q — Spectrum Orange 1 Habop 30HO0B
“MultiVysion PGT” Ha xpomocombl 13,
18, 21, X n'Y (Abbott Molecular Inc.) Tn6-
pYAM3aLMI0 OCYLLECTBMAANN B TeyeHue 6
yacoB. [mbpuamsauma m noctrmbpmnam-
3aUMOHHasa OTMbIBKA BbIMOMHANUCL CO-
rMacHoO MHCTPYKUMsIM K Habopam «Abbott
Molecular Inc.». Ins nony4eHns nsobpa-
XKEHUSI KNETOK U aHanu3a 1cnonb3oBanu
nporpammHbein - npoaykT «FISH  View»
(Applied Spectral Imaging, USA).

Pe3ynbraTthl U 06cyxaeHune

[Ons Bcex obcnedoBaHHbIX N UC-
nonb3oBaHbl [OMOSIHUTENbHbIE MeToAbl
MOJEKYNSIPHO-LMTOreHeTUYeCkoro  06-
cneposaHus FISH n SKY ans ngeHtudum-
KaL 1M TOYEeK pa3pbliBOB HA XPOMOCOMaX.

Cnyyqau 1u 2

Mpn cTaHgapTHOM KapuoTUNUPOBa-
HVUM naumeHTa 1 6bin yCTaHOBMNEH Kapu-
otun: 46,Xdel(Yq),add(5)(qter) (puc.1,a).
Metog SKY nomor yctaHoBUTb Hecba-
naHcupoBaHHyto TpaHcnokaumto 46,XY,d
er(5)t(Y;5)(q12;935) (puc.1,6).

Mpu unTOreHeTnyeckom wuccnenoBa-
HUM naumeHTa 2 obHapyxeH HecbanaH-
CVPOBaHHbIN KapuoTun ¢ AOMOSHUTENb-
HbIM MaTepuarioM Ha KOPOTKOM mreye
xpomocombl  15:  46,XY,add(15)(pter)
(pnc.2,a). C ucnonb3oBaHvem SKY-aHa-
nn3a BbISIBNEH kapuoTtun nayuneHTa: 46,X
Y,der(15)t(Y;15)(q12;p12) (pnc.2,6).

[na nokanusauum Tovek paspbiBa Ha
Y-xpoMOCcOMe npu TpaHCcrnokauum Ansi
cnyyaeB 1 n 2 npoeegeH FISH-aHanua
¢ OHK-3oHgamn Ha Y-xpomocomy. Wc-
nonb3osanu OHK-3oHabl CEP Y (DYZ3)
n CEP Y (DYZ1). Npu FISH-uccnepno-
BaHUW C O-caTennuTHbIM 3oHaoM DYZ3
(Yp11.1-q11.1) B 0boux cnyyasix BbisiB-
NEHO Hamnuune TONbKO OAHOro curHana
Ha KIneTKy, YTO CBMAETEeNbCTBOBAO O Io-
Kanusawuun gaHHOro permoHa nosiHOCTbIo
Ha Y-xpomocome. B cnyvae npoBegeHusi
FISH ¢ OHK-3oHaom Ha DYZ1-pernoH Y
XPOMOCOMbI  BbISIBNIEHO pacLiyensieHme

Puc.1. Packnagka xpomocom nauueHTa 1: a) GTG-okpawmBaHue, 6) cnekTpanbHOe KapuoTtu-

nMpoBaHue

Puc.2. Packnagka xpomocom nauueHTa 2: a) GTG-okpawmBaHue, 6) cnekTpanbHoe KapuoTtu-

nMpoBaHue

Puc.3. FISH Ha meTadbasHoi nnacTuHke, BbisSIBMsSIOLWAN ToYkM paspbia B DYZ1-pervoHe Y-
XpOMOCOMbI: a) naumeHTa 1(rony6oi curHan - xpomocoma 18, CMHUI — XxpoMocoma X, KenTbln
— XpoMocoma Y, KpacHbIi — xpomocoma 13, 3eneHbli — xpomocoma 21), 6) naupeHTa 2 (3ene-
HbI curHan — xpomocoma 15, rony6oi — xpomocoma X, KpacHbli — xpoMocoma Y)

curHana Ha gBa: OguH Ha Y-xpomocome,
Oyrov Ha xpomocome 5 — y naumeHTa 1
(puc. 3,a) n Ha xpomocome 15 — y naum-
eHTa 2 (puc.3,6). Tak y obomx nauneHToB
onpegeneHa npvHaanexHocTb JobaBoy-
HOro XPOMOCOMHOrO Martepuana K Y-xpo-
MOCOME W YCTaHOBMNEHa TOYKa paspbiBa B
DYZ1-pernoHe Y-xpomocomsbl (catennut
I (Yq12)).

XpOMOCOMHOE HapylueHve naumeHTa
2 He MMeeT KNMHNYECKOro MposiBeHus,
B TO BpeMms Kak y nauueHTa 1 Habnioga-
eTcs TshKenas onmro3oocrnepmmst B aHam-
Hese. /3 gaHHbIX NUTepaTtypbl N3BECTHO,
4YTO HecbanaHCMpOBaHHbIE TpaHCMoKa-
UMM BedyT K HapyLleHuio cerperauuu
XPOMOCOM MNpu 06pasoBaHMK ramer, YTo,
B CBOIO OYepeb, MOXET CMYXUTb NpU4n-
HoW naTonorum nroga [4].

Cnyyvau 3

MapkepHas xpomocoma B KapuoTune
naumeHta 3 (puc.4,a) 6oina naeHTUdK-
umpoBaHa metogoM SKY npu aTom npo-
rpaMmma ans aHanvsa nsobpaxeHun «Sky
View» nossonuna BbIIBUTb Ha Mapkep-
HOM xpomocome curHanbel OHK-3oHgoB
crneunduyHbIX cpasy ABYM XPOMOCOMaM:
151 22: 47,XY,+der(15;22) (puc.4,6). MNo-
NyYeHHbIN pesynbrat obycrnoBneH Hanm-
YneM B NPULLEHTPOMEPHBIX paioHax aTnX

XpPOMOCOM  KnacTtepoB OMOJTOMNMYHbIX
nocnegoBaTenbHOCTEN.
Ons YTOYHEHUA NPOUCXOXAEHNA

MapKepHOM XpOMOCOMbl Janee Obinu
ucnonb3oBaHbl FISH-3oHAbI Ha UEHT-
pomepy U TernomMepy AMVMHHOro nreya
xpomocombl 15. pyn aTOmM Hamu ycTa-
HOBITEHO TMPOVICXOXAEHNE MapKepHOMN
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Puc.4. MonekynsipHo-LMTOreHeTU4Yeckoe UccrnefoBaHue coctaBa MapkepHor XpomocoMbl nauneHTa 3: a) GTG-okpaluvBaHme, 6) cnekTpanbHoe
kapuotunupoBaHue, B) FISH, BbisiBNsatoLLas MHBEPTUPOBAHHY AynnuKaumMio ANIMHHOMO nneva xpomocomsl 15 (rony6oii curHan — LeHTpomepa
XpOMOCOMbI 15, opaHXeBbIi — TerloMepa AMMHHOIO nreyvya XpoMocombl 15)

Puc.5. Packnagka xpomocom nauueHTa 4: a) GTG-okpalumnBaHue, 6) cnektpansHoe kapuoTu-

nupoBaHue

Puc.6. PesynbtaThl aHanm3a Todek pa3pbiBOB Npu TpaHcrnokauuy nauvenTa 5: a) GTG-okpa-
LwmnBaHue, 6) FISH ¢ 3oHaom Ha Tenomepy ANMHHOTO MreyYa XpOMOCOMbI 14 (KenTbl curHan)

XPOMOCOMbI, KaK MHBEPTUPOBAHHOW Ayn-
nukauun parmeHta xpomocombl 15:
47 XY,+inv dup(15)(q11) (puc.4,8). Ha
ocHoBaHun aHanusa 300 KneTok KpoBu
YCT@HOBMEHO MO3an4yHOE HOCUTENbCTBO
MapKepHON XPOMOCOMbI, KOTOpas BblsiB-
nanack B 89,5% knetok: mos47,XY,+inv
dup(15)(q11)[284]/46,XY[23].

MpuynHbl HapyLleHuss penpoayKTUB-
HOM OYHKUMKW Yy HOCUTENEn MapKepHbIX
XpOMOCOM B KapuoTune OCTalTCs He-
scHbIMK [7]. Mpeanonaraetcs, YTo K Ha-
pyLIEHMAM MENOTUYECKOro npouecca y
HocuTenen GucaTennUTHbIX MapKepHbIX
XPOMOCOM MOXET NMPUBOAWTL MpeBbILLa-
Iowmnn ontTuMarnbHbii yposeHb NOR-ak-
TUBHOCTM WNW NPUCYTCTBME [OMONHU-
TenbHOro rerepoxpomatuHa [11].

Cnyvau 4

Mpu KaprMoTUNUPOBAHMM KINETOK KPOBU
nauveHta 4 BbisiBNieHa HecGanaHcupo-
BaHHasa TpaHcnokauus: 46,XY,der(6),t(

6;7)(925;932) (puc.5,a). Hammn ucnone-
30BaH METOA CreKTparibHOro KapuoTu-
NUPOBaHMSA KOTOPbIA MOKasan Hanuive
HebonblOoro dparmMeHTa XpPOMOCOMbI
6 Ha xpomocome 7. Bbino caenaHo 3a-
KIHOYEHNEe O PEeLMNpPOKHOW TpaHCMo-
KauMm C [ABYMsl TOYKaMu paspbiBOB:
46,XY,1(6;7)(925;932) (pnc.5,6).

Cny4yan 5

MaumeHTty 5 um3HayanbHO Obin Noc-
TaBneH AuarHo3 HecbanaHcMpoBaHHasi
TpaHcnokauus B kapuotune 46,XY,der(1
4),1(9;14)(922;932) (pnc.6,a). B panbHen-
lweM Hamu 6bin npoeegeH FISH-aHanus
C 30HOOM Ha Tenomepy 14q. B pesynb-
Tate ycTaHoBrieHa cbHanaHcMpoBaHHasi
nepecTpolka: 46,XY,1(9;14)(922;932)
(pnc.6,6). Ona [MMQ-aHanM3a paHHOro
cnyyasi npegnoxeHa komouHaumsa FISH-
30HO0B Ha LIEHTPOMEPHbIA PErMOH XpO-
MOCOMbI 9 1 TENOMEPHbIN — XPOMOCOMbI
14.

B nutepaType nokasaHa accouuaums
TpaHcrnokauum (9;14) c ameHopeen y
XeHwwmH [10], HapyleHuaMn pasBuUTUsS
nnoga [6].

3aknroyeHue

B Tpex 13 naTtu cnyyaeB Hamu Gbino
ncnonb3oBaHo codetaHne FISH un SKY.
Metog SKY nossonun yctaHOBWUTL Mpo-
UCXOXAEHMEe TPaHCMOLMPOBaHHOIO Ma-
Tepuana, a FISH — Toukn paspbiBOB Ha
Xpomocomax. Ham yganocb yctaHoBUTb
B [ABYX crnyyasx cbanaHCupoBaHHbIE
TpaHcnokaumu, B AByX — HecbanaHcupo-
BaHHbIE N B OOHOM — COCTaB MapKepHOMn
XPOMOCOMBb!.

Takum obpaszom, metoabl FISH 1 SKY
SABMSOTCA HEOOXOAUMBIMU MPU YTOYHE-
HAM LMTOTEHETUYECKOTO 3aKMYeHUs B
CMOXHBIX crny4vasax, nogbope ontvManb-
Hov cxembl MMITO-guarHocTukm n otbope
cbanaHcupoBaHHbIX 3MOPMOHOB.
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Ponb HacneacTBeHHOCTU B pasBUTUN
3aboneBaHnin XEHCKOW PeNPOAYKTUBHON
CUCTEMbI 1 MaToNornu, passuBatoLLEencs
BO Bpems 6epeMeHHOCTH, u3faBHa SAB-
nsieTca ogHMM 13 Hanbonee BaXHbIX BOM-
pPOCOB, KOTOpbIE MHTEPECYIOT MNPaKTUKY-
IOLLMX Bpayen n uccnegosatenen. Ewe
B 1873 1. G. Elliot BnepBble onybnvkoBan
onncaHue crny4vas 3KNamncum y martepu
N ee YeTbIpex Aoveper Co CMepTeNbHbIM
UCXOAOM (32 WCKMKYEeHWeM OZHOM U3
podepeint) [7]. Bce vale B coBpeMEHHON
nuMTepaTtype MOXHO BCTPETUTb YNOMUHA-
HWe O pPOonv HacNeACTBEHHbIX hakTopoB,
npegpacnonararLmux K pasBuTU0 onpe-
[OErneHHOro naTtoriorm4eckoro COCTOSIHMSA
unu 3abonesaHuns (rectos, NepeBUYHOE U
BTOpU4HOoe Gecnnogue, NpvBbIYHOE He-
BblHalLUMBaHWe 6epeMeHHOCTU, SHAOMET-
pvo3, nnaleHTapHasi HeJOoCTaTOYHOCTb,
KnumakTepuyeckuii cuHgpom) [6, 9, 10,
11, 12].

Mpeaknamncusi, unu rectos, 3aHvMa-
eT nuaupyLwmne nosuuMn B naTosnorum
6epeMeHHOCTY 1 ABNSIETCA OHOW U3 Ha-
nbonee 3HauMTeEnNbHLIX NPobnem coBpe-
MEHHOrOo akyLuepcTBa. B HacTosiLee Bpe-
MS YacToTa 3TOro COCTOAHUS konebnetcst
oT 7 po 22% [8]. B cTpykType npuyuH
MaTepUHCKON cMmepTHOCTU B Poccumnckon
Pegepaummn npesknamncusi, cTabuneHo
3aHuMmas 3-e mecTo, cocTtaBnset ot 11,8
0o 14,8% n octaeTca OCHOBHOW Mpuyn-
Hol 3ab0neBaemMoCTn U CMEPTHOCTU HO-
BopoxaeHHbIX [8]. Mo gaHHbIM BOS, y
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POJIb HACNEACTBEHHOCTWU B PA3SBUTUN

NMPE3KITAMIMNCUN

Kaxgoro nsatoro pebeHka, poavBLIErocs
OT MaTepu C NpesKkriamrcuen, B TOM nUnm
WHOWN CTEeNeHW HapyLleHo r3nyeckoe u
NCUXO3MOLMOHaNbHOe pasBuTme, 3Havu-
TenbHO BbllLe YPOBEHb 3aboneBaemMocTu
B MITalEH4YECKOM 1 paHHEM JETCKOM BO3-
pacTe. MNpu4nHbI pa3BUTMS NPE3KNam-
CUWN 3aBUCST OT MHOMMX (pakTOpOB U [0
KOHL@ He M3yyeHbl. HecmoTps Ha MHO-
rOYMCIEHHbIE WUCCNENOBaHWs, BO BCEM
MUpE OO0 CUX MOP HET €OUHOTO MHEHUS
O MpUYMHaxX BO3HUKHOBEHUS NPe3Knamn-
cun. HecomHeHHo, 4To 3aboneBaHue He-
NOCPEACTBEHHO CBA3aHO C GepeMeHHOoC-
TblO, TaK Kak MpekpalleHvne nocnegHen
BCerga CrnocoOCTBYET BbI3A0POBIIEHUIO.
CyLLeCcTByeT HECKOIbKO B3aUMOAOMOSHS-
IOLLMX TMMOTE3 Pa3BUTUSA NPeaKnamMncum,
K HUM OTHOCHATCSI HEBPOreHHasi, Mnoyvey-
Has, NnaueHTapHas, UMMyHorormyeckas
1 reHeTnyeckas teopun [1, 8]. CornacHo
OaHHbIM MCCneaoBaHui NocnegHux ner,
rEHETUYECKNI KOMMOHEHT 3aboneBaHus
MoxeT cocTtaBnaTb Ao 50% Bcex akTo-
pOB, BMUSIIOLLMX HA pa3BUTUE MPeE3Kam-
ncum [8].

OOHUM M3 OCHOBHbIX HanpasneHuin
nccnefoBaHniA Npeaknamncum, Lenb Ko-
TOPbIX — MOATBEPXAEHMNE reHeTUYecKomn
Teopun, ABNSAETCA N3yveHne Tak HasblBa-
eMbIX reHoB-kaHauaatos [2]. Ecnn npo-
[OYKT 9KCMPECCUN reHa MOXET NPsIMO UK
KOCBEHHO y4acTBOBaTb B pPasBUTUM U3Y-
Yaemoit 60nesHu, TO 3TOT reH NPUHATO
HasblBaTb reHoM-kaHangatoMm. Ocoben-
HOCTbK) MHOIMMX BAapPWaHTHbIX FEHOB $B-
NsieTca TO, YTO OHW MOTYT [OMroe BPeEMS
HuKak cebs He nposBNATh. MNaTtonornyec-
KM€ CMMMNTOMbI MOTyT BO3HUKaTb Npu A0-
NOMHUTENBHBIX YCNOBUSIX (0COBEHHOCTYU
nuTaHus, 6epemMeHHOCTb, 06pa3s XnU3HU K
T.0.). B cBA3M co cnoxHon natodusmono-
rmen NpPesknamMrncuMm CrmMCOK FeHOB-KaH-
OnpaaToB, npegpacnonarallmx K npe-
3KMmamncum, orpomeH. M3 reHeTnyecknx
MapKEPOB apTepuanbHOW rMNepTeH3nn
1 NPeaKnamncum NCCnenyrTcs NHcepLm-
OHHO-AENELNOHHbIA NONMMOPdU3M reHa
aHrMoTEH3UH-NpeBpaLlarLLero dpepmen-
Ta (ACE); nonumopduam reHa aHOoTe-
nunanbHou cuHTasel (eNOS); A1166C

nonumopdmam reHa peuentopa | Tvna
aHrvoteHsmHa |lI; monumopduram reHa
anonunonpotenHa E (APOE); nonumop-
ounam reHoB PLAT, PAI-I; nonumopdunam
reHoB MnaueHTapHOW [nyTaTUMOHTPaHC-
depasbl (GSTPT), uMtokmnHa, dakTopa
Hekpo3a onyxonewn (TNF-a) u gpyrue [2].

B HacTosillee Bpems WHTEHCWMBHO
nayyvaetcst pepMeHT reHa 5,10-meTuneH-
TeTparmgpocponatpenykrtassl (MTHFR),
CHWXKEHNE KOTOPOro SIBMSETCH OOHON U3
BaXXHbIX MPUYMH HAKOMMEHUS rOMOLNCTE-
WHa B OpraHusmMe, 4YTo B CBOK Ouvepefb
BeOEeT K PUCKY Ppa3BUTUS COCYAMCTbIX
OCMOXHEHW u npeanamncun y Gepe-
MeHHbIX [3, 14]. N3BeCTHO oKono AByx
aecatkoB myTtauui B reHe MTHFR. Ha-
nbornee M3y4eHHbIM SBNSAETCS BapuaHT,
B KOTOPOM Hykneotung untosuH (C) B no-
31UUKN 677, OTHOCALLIENCS K 4-MYy 3K30HY,
3ameHeH Ha TumuauH (T), 4yTo npuBOAUT
K 3aMeHe aMWHOKMCIIOTHOrO ocTaTka
anaHvHa Ha OCTaToK BanvHa B caWTe
cBA3bIBaHUA chonarta, NpuMBOAMT K Ae-
duunty umtonnasmartnyeckon MTHFR
1N MOBbLILEHNO YPOBHS TOMOLMCTEMHA
B MNna3me KpoBW M3-3a2 MOAABMEHUS €ro
meTabonuama. Y nuu, roMo3uroTHbIX Mo
AaHHON MyTauuu, oTMeYaeTcs TepMona-
ounbHocTb MTHFR n CHWXeEHWe akTuB-
HOCTM dhepmeHTa npumepHo Ao 35% ot
cpegHero 3HaveHus [9]. Mo yacTtoTe an-
nensa MTHFR *677T cCywecTBYHOT 3Ha4n-
TenbHble MEXPacoBble N MEXITHUYECKME
pa3nunuus. Yalle Bcero reH BCcTpevaeTcs
y eBponenueB 32-40% [14], pexe Bcero
- Y YepHOKOXMX adpukaHueB OT 5% u
abopureHoB Asctpanuu u LUpu-JlaHku,
00 20% y asunaros[17].

Mo HeKoTOpbIM [AdaHHbIM NuTepaTty-
pbl, MMEETCH BbIpaXEHHasi TeHAeHLUus
NpsIMO/  3aBMCUMOCTM 4acTOTbl BCTpe-
Yaemoctn myTtaumm MTHFR C677T ot
TSHKeCTU npeaknamncum [2]. MyTaums
C677T B reHe MTHFR Hanbonee yacto
BCTpeEYaeTcs npu Tskenbix doopmax npe-
sknamncum (77,8%) 1 NOBTOPHON NPeak-
namncum (86,7%). Y XeHLMH ¢ MyTaumen
C677T MTGFR pocToBEepHO MOBbILWEH
pUCK Ppas3BUTUS TAXKENOW npeaknamn-
cuKn Npu nocneayowmx 6epeMeHHOCTSX





