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NMPEHATAJIbHAA OUATHOCTUKA B PECMYBJIUKE CAXA
(AKYTUA): LUTOFEHETUYECKUE ACMNEKTDI
XPOMOCOMHOW NATONOMrMun

Llenb uccnepgoBaHus. AHanu3 CTpyKTypbl XpPOMOCOMHOW NaToNnorun B NpeHaTaribHOM Nepuoae Mo pesyrbrataM MHBa3WBHOW LIMTOrEHeTUYeC-

ko guarHoctukm B PC (A) ¢ 1999 no 2008 r.

MaTepuansi u metoabl. B paboTe npoBefeH aHanua 72 criy4aeB XpOMOCOMHOM NaTonorum, yCTaHOBMEHHOM LIMTOrEHETUYECKUM METOLOM C
MOMOLLbI0  MHBa3MBHbLIX METOL0B acnupauum NogHoro marepuana.
Pe3ynkTathl. BbisiBNeH WMpPOKMiA CNEKTP XPOMOCOMHOW NaTonoruv y NoAoB G PasnnyHbIM BUTaNbHLIM NMPOrHO30M.
3akntoyeHune. Knaccmyeckuii LMTOreHeTMHeCKUii MeTog, NMO3BOMSAET BbISIBUTb 3HAYUTENbHYO YacTb XPOMOCOMHOM NaTonoruv 1 ABNseTcs oc-
HOBHbIM METOAOM B AnddepeHLmnan-HoN AMarHoCTUKE NPUYNH BPOXAEHHbIX MOPOKOB pasBUTUSA. [INs AUarHOCTUKN PeaKknx U CMOXHbIX CryYyaes
XPOMOCOMHbIX abeppauyuin HeobxoAVMO UCMOMb30BaHNE BbICOKOTEXHOMOTMMYHbLIX FEeHETUYECKUX METO0B UCCIedoBaHus.
KnioyeBble crnoBa: myTaumu, LMTOreHETUYECKUIA MeTOA, NpeHaTanbHas AuarHocTuka.

The purpose of research. Analysis of structure of a chromosomal pathology in prenatal period by results of invasive cytogenetic diagnostics

in RS (Y) from 1999 to 2008.

Materials and methods. In work the analysis of 72 cases of the chromosomal pathology established by cytogenetic method by means of
invasive methods of a fetal material aspiration is lead.
Results. The wide spectrum of a chromosomal pathology in fetuses with various vital forecast is revealed.
The conclusion. Classical cytogenetic method allows to reveal a significant part of a chromosomal pathology and is the basic method in
differential diagnostics of the reasons of congenital developmental anomalies. For diagnostics of rare and difficult cases of chromosomal aberrations
use of hi-tech genetic methods of research is necessary.
Keywords: mutations, cytogenetic method, prenatal diagnostics.

BBepneHue

MyTaunm HacnencTBEHHbIX CTPYKTYp
NPOUCXOAAT Ha TPeX YPOBHSX WX opra-
HM3auMN: FTEHHOM, XPOMOCOMHOM W re-
HOMHOM. HOCUTENbCTBO XPOMOCOMHbIX
MyTaLMIN YaCTO HECOBMECTUMO C XXM3HbIO
1 NPYBOAMT K NETanbHOCTN B paHHEM 3M-
OpuoreHese. B pegkux criyyasx myTtauum
XPOMOCOM MPUBOASAT K PA3BUTUIO PasHo-
o6pasHbiX POPM BPOXKAEHHOW MYIbTU-
CMCTEMHOW MNaTonormm — XPOMOCOMHbIX
bonesHen.

HapylweHua o6Liero reHeTu4eckoro
OanaHca Ha paHHUX cTagusx aMbpuo-
reHesa, Bbl3blBaEMblE€ XPOMOCOMHbLIMU
aHomManusamMm, obycnasnmeatoT o6LHOCTL
KIMMHUYECKON KapTUHbI pasHbIX XPOMO-
COMHbIX 6bonesHen. [MaBHas ponb B Ana-
rHOCTUKE XPOMOCOMHBIX 3abonesaHuii
OTBOAMTCS LUTOreHEeTMYECKOMY MeToay,
No3BOMSIIOLLEMY NPOAHANN3MPOBaTL BECb
Habop xpomocoM. LinToreHeTnyeckme me-
TOObl TaKkKe SABNAKTCA BeOyLUMMKU npu
BbICHEHVMN MPUYMH MOPOKOB Pa3BUTUS.
YaernbHbIN BEC XpOMOCOMHOW NaTonorum
B CTPYKTYpPE MHOXECTBEHHbIX MOPOKOB
pa3BuUTUSE MOXeT gocTturatb 51% [2].

C BHegpeHvem B npakTUyeckoe
30paBOOXPaHEHME HOBbIX TEXHOOMMN
B obnactu akywepcTtBa v MeAULMHCKOW
FEHETUKN  LUTOrEHeTUYeckue MeToabl
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NO3BOMSIOT HE TONbKO YCTAHOBUTb TOY-
HbllA AMarHo3 XPOMOCOMHOro 3abonesa-
HUSA Ha nbon cTagMn aMOPUOHaNbLHOIro
pasBuTUs, onpegenqTb NPOrHo3 340po-
Bbs OyayLLero noToMcTBa, HO 1 NOBMUATH
Ha JanbHENLWy TakTUKy BeaeHus Gepe-
MEHHOCTEWN.

Llenb gaHHOro nccneaoBaHUs 3aknto-
Yanacb B aHanu3e CTPYKTypbl XpPOMO-
COMHOW MaTonorMm BO BHYTPUYTPOOHOM

Tmkm B PC (A) B 1999 . XpOMOCOMHbIe
6onesHV 1 aHomanuu Bbinv BbISIBMEHbI Y
72 (6%) nnopos (Tabnuua).
Hanbonbluee 4MCno XpOMOCOMHOW
natonornn (78%) 6bINO yCcTaHOBMNEHO
no Krnetkam 3apofbllleBblX 060noyex,
nofnyyaemblx Havbonee WagAWMMN UH-
Ba3MBHbIMY METOAAMU — XOPWOH- W nna-
LeHTobuoncuen. KapuotunuposaHuve
MO UCTMHHBIM KNneTkam nnopa, nonyyae-

nepvioge pasBuUTUs Mo
pesynsratam  npeHa-
TanbHOM UUTOreHeTU-
YeckoM  AMarHOCTUKU
B PC (A) ¢ 1999 no
2008 r.

Matepuansl n me-
TOAbI

MccneposaHue
ABMSIETCA 4acTbio pa-
60Tbl MO  M3y4yeHuto
CTPYKTYpbI XpOMO-
COMHOW naTonornv Ha
Tepputopun PC (A) 3a
1999-2008 rr. B pabo-
Te npoBedeH aHanus
72 cny4vaeB BbISIBMEH-
HOM XPOMOCOMHOMN
naTtonornM y mnnogos.
B pguarHoctuke Xxpo-
MOCOMHOM NaTosiorun
6bin MCrnonb3oBaH
CTaHAapTHbIA  uuTore-
HETUYECKMIA MeToA,.

Pe3ynbratbl n 06-
cyxaeHue

C MomeHTa opra-
HM3aUUKU  MHBa3MBHOWN
npeHaTanbHON uuTore-
HETUYEeCKOW amarHoc-

CnekTp XpOMOCOMHBIX HapyueHuii y mioaos (1999 — 2008 rr.).

Kon-Bo
Kapunorun
CIIyJaen
47,XY,+21 11
47,XX,+21 10

46,XY,der(13;14)(q10;q10),+21

46,XY,der(14;21)(q10;q10)mat,+21

46,XY,der(14;21)(q10;q10)de novo,+21

mos 47,XY,+21[44]/ 46,XY [5] (90%)

47 XX, +18

47,XY,+18

47 XY, 13

47,XX,+13

45X

mos 45.X [21]/46,XX [1] (5%)

47, XXX

47.XXY

47,XYY

69,XXX

mos 92, XXXX [6]/ 46,.XX [35](17%)

46,XX,t(6;7)(q12;p21)mat

46,XY,der(6)t(2;6)(q33;p25)mat

45,XX,der(18)(q10;q10)

46,XY,t(1;6)(q22;q27)mat

46, XY,t(1 ;1 7;19t(11;17)(p10;q10)t(17;19)(p10;p10)pat

45,XY,der(13;21)(q10;q10)mat

45,XY,der(13;14) (q10;q10)

45,XY,der(13;14)(q10;q10)mat, UPD(14) pat?

46,XX.del(4)(p16)

46,X,mar

mos 47,XY,+mar / 46, XY

chi 46,XX [20]/ 46,XY[11] (64%/36%)

46,XY,fem
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. AKYTCKUM MEANLMHCKAN XKYPHAT

MbIM METOLOM KOpAOLIEHTE3a, MO3BOMu-
N0 AMarHoCTMpOBaTb CIOXHbIE Criyvaun
CTPYKTYPHbIX abeppauuii 1 MoO3anyHble
OpPMbI XPOMOCOMHbIX aHOMarsui.

LinToreHetnyeckne metoabl Uccneqo-
BaHWA KapuoTuna MOo3BOMST onpene-
NATb TUMN MyTauWW, BOBMEYEHHYIO B MpPO-
Lecc xpomocomy, hopmy 1 Bug 6onesHu,
COCTaBNSIOLLME OCHOBY Kraccudukauum
XPOMOCOMHOW natonoruu [3].

Mo aTvonormyeckoMy npuHUMNY pas-
nMYalT reHOMHble (4MCroBbIE) U XPO-
MOCOMHbIE  (CTPYKTYpHbIE)  MyTauuw.
AHOManuMM 4mcna XpoMOCOM CBSA3aHbI
C HapyLleHVWeM LENOCTHOCTU reHoma W
nogpasgensioTcss Ha cregyowme dop-
Mbl: aHeynmnouaun, CBA3aHHble C n3Me-
HEHMEM 4Yncna OTAENMbHbIX XPOMOCOM, U
NoNUMIonanKn, CBA3aHHbIE C U3MEHEHU-
€M 4ncna Konumn Lernoro XpoMOCOMHOIO
Habopa.

Bonblias yacTb aHomanui kapmMoTuna
y uccrnegyembix nnopoB Obina ceasaHa
C HapyLlleHuem nnoungHoctn — 50 (70%)
, U3 HMX Ha [JOMK aHeynmnovaum npu-
xogntca 96%. Yucnosble HapylueHus
OTAENbHBIX XPOMOCOM CBSi3aHbl C Hapy-
LLUEHMEM PACXOXAEHNSI XPOMOCOM B MEN-
03e unn B mutose. MameHeHve uucna
ayTOCOMHbIX Xpomocom (13-1,18-1,21-14)
coctaBuno 79%, rOHOCOMHbIX (MOMOBbIX
xpomocom) — 21%.

HecMoTpsi Ha JOMUHMpPOBaAHWE B CreK-
TPEe XPOMOCOMHbIX HapyLLEHU TPUCOMMUM
21-n xpoMocoMmbl (36%) B BMAE pa3nny-
HbIX LMTOreHeTU4YeCcknx BapuaHToB, ad-
heKTMBHOCTb OPOLOBON ANArHOCTUKM C.
HayHa B PC () HeBbicokas — 20%. [o-
nMMmopduam myTtauuii 21-i XpoMOCOMbI
B NpeHaTanbHOM Nepuoe He OTNn4aeT-
CS OT TaKOBbIX B MOCTHaTanbHOM Mepu-
ofe v npefcTtasneH perynsapHoin (81%) un
Mo3anyHon (4%) dopmamu Tpucomum,
TpaHCMNoKaLMOHHbIMK hopMamMu pasnmny-
Horo npoucxoxaeHus (15%).

[pyrue ayToCOMHbIE CMHAPOMbI ObINn
npeacraeneHbl Tpucomusimm  18-n  (c.
Opaeapaca) u 13-n (c. MNaray) xpomocom
— 29%. Bbicokasi yactoTa AMarHoOCTUKK
3TUX CUHOPOMOB BO BHYTPUYTPOBHOM ne-
pvoge pasBuTMA 0bycroBneHa Hanu4u-
€M MHOXECTBEHHbIX MOPOKOB pa3BUTUS,
BbISIBNSE€MbIX YNbTPa3ByKOBbIM UCCINEA0-
BaHveM. LjutoreHeTnueckummn metogamm
UccnefoBaHns Kapuotuna y NnofgoB U
HOBOPOXAEHHbIX ycTaHoBneHa addek-
TMBHOCTb MpeHaTanbHOW AnarHOCTUKM
CaMbIX YaCTbIX ayTOCOMHbIX CUHAPOMOB:
c. OnBapaca - 82%, c. Matay — 100%.

[eHOMHble MyTaumMm no MNOMnoBbIM
XpomocomaMm Obinn npeacraBneHbl Tpu-
comusimm  X- unm Y- XpoMocom, U Mo-
HOCOMMEN X- XPOMOCOMbI. [OHOCOMHbIE
CUHOPOMbI B OOMbLUMHCTBE Cry4YaeB He

COMpOBOXAATCA rpybbiMK  MOpoKamu
pa3BuTus. [lnarHocTrka 3TuX CMHOPOMOB
y 6OonbHbIX OCYLLECTBNSETCA B OCHOB-
HOM B Mepvofe MOMoBOrO CO3PeBaHUS
n3-3a HapyLleHWs PasBUTUS BTOPUYHbIX
NonoBbIX Npu3HakoB [7]. TeM He mMeHee
B MNPaKkTVKe MeOUKO-TEHETUYECKOW KOH-
cynetauum aTn 3abonesaHns GbiNn Ana-
rHOCTUPOBAHbI 1 Yy MIOAOB, KOTOPbIE Npu
ynbTpassykoBoM uccriegosaHum B 70%
Cry4aeB MMenu MOPOKM 1N OTKITOHEHUS BO
BHYTPUYTPOOHOM pa3BuTum. OcTanbHble
oKasanucb CryYyamHOW HaxOA4KoW mMpu
aHanu3e Kapuotuna B KyrnbType KNneTok
NMPOBM30PHBLIX OpraHoB nfoga y Bo3pac-
THBIX XEHLLMH.

N3 3apernctpupoBaHHbIX 15 uumTore-
HeTUYecKkux BapuaHToB cuHApoma Lle-
peLLeBCKOro-TepHepa B HalLMX UCCNeao-
BaHMSIX Y NNIOA0B AMarHOCTMPOBaHbI ABa
BapvaHTa: perynspHas ¢opma MOHOCO-
MU X-xpomocombl (75%) n mMozandHas
dopma, ycTaHOBMIEHHAs MO KreTkam JKC-
TpaamMBproHarnbHbIX CTPYKTYP Ha paHHEM
cpoke 6epeMeHHOCTH.

OTKNOHEHNA B pa3BUTAM MOJTOBOWN
cucTembl MOryT ObiTb 0OyCroBneHbl My-
TauUMsAMU He TONbKO Ha XPOMOCOMHOM, HO
N Ha reHHOM ypoBHe. B Halwnx uccneno-
BaHMWSX Y Noda ¢ CMHAPOMarnbHbIM Ava-
rHO30M KamrnomMmuenuyeckas AMCnnasus
yNbTPa3ByKOBbIM WCCrEAOBaHNMEM Hapsi-
[y C XapaKTepHbIMU MOPOKaMu Pa3BUTHS
yCTaHOBMEHO hOPMMPOBaAHME HAPYKHbIX
MOSI0BbIX OPraHOB M0 XEHCKOMY TUMy Mpu
Myxckom kapuotune: 46,XY,fem[5].

HekoTtopble ¢opMbl  NoAUNIOMAMMK
COBMECTUMbI C BHYTPUYTPOOHbIM pa3Bu-
TMeM. B Hawwux wnccrnepoBaHUsiX Tpun-
nouaus, Yalle cBA3aHHas C Ananapuen
(onnopoTBopeHve  ANLEKNETKM OUMMO-
naHbIM cnepmaTto3ongom nunbo ABymS
cnepmarto3dougamu), 6eina npegcraene-
Ha B Buae 69,XXX. Odpyron dopmon no-
NVNNOVAMN Y 3apoAbillen YyenoBeka siB-
nsieTca TeTpannounaunsi, BO3HMKaoLWwas B
pesynsrate yABOEHUS AMMMOWAHOrO Ha-
6opa XpoOMOCOM M3-3a HapyLUEeHNs Kapu-
OTOMMWU (OeneHns sapa) Uam LMToToOMUn
(mnenenusa knetku). TeTpannonams BCTpe-
YaeTcsl B €4MHNYHBIX CryYasx BMnoTb 40
cTaguy 6nactouncTbl U SNVMUHMPYETCS
yXe BO Bpems nMmnnaHtaumu [2]. Tem He
MeHee Mo3amyHas dopma TeTpansou-
aun (mos 92, XXXX/46,XX) 6bina ycta-
HOBrMeHa B HalMX UCCredoBaHWAX Mpu
aHanm3e KapuoTuna MCTUHHbBIX NIOAHbIX
knetok. lNMpu ynsTpa3BykoBOM WCCReno-
BaHWM y Nnoga ¢ gaHHon oopMoKr nomnu-
nnovaun Gbin BbISBNEH MNOPOK PasBUTUS
LieHTpanbHOW HEepBHOW CUCTEMbl -  9K-
39HUedanusa (OTCyTCTBUE KOCTEN CBO-
[a yepena u MSArkMX NOKPOBOB rOMOBHI,
BCMeACTBMe 4Yero Gombluve nomyluapus
pacrnonaralTcsi OTKPbITO Ha OCHOBaHWW

yepena B BUAE y3roB, NOKPbITbIX MATKON
060noYKon).

CTpYKTYpHblE M3MEHEHUSI XPOMOCOM,
BO3HMKalOLMe B pesynbrate BHyTpU- u
MEXXPOMOCOMHbIX MEepecTpoek, BbisiB-
neHbl y 20 nnopos. (28%). MNMpeobnagatoT
pobepTcoHoBckMne TpaHcnokaumm (40%),
COMpOBOXAAKLIMECS CMUSHUEM  ONWH-
HbIX MMeY akpOLEHTPUYECKMX XPOMO-
coM u3 pasnuyHbix rpynn (D,G), ns Hux
mexay rpynnamu D/G — 63%, D/D —37%.
YaenbHbIN BEC peLmnpOKHbIX TPAHCOKa-
LIUIA, NPY KOTOPbIX MPOUCXOANT B3aUMHbIIA
obmeH pparmeHTamMu Mexagy Heromo-
NOrMYHBIMK XpOMOcoMamu 6e3 HapyLue-
HUSA reHHoro GanaHca, coctasun 20%.
Cpeon HuX 3apermctpvpoBaHa pegkas,
K TOMY Xe 1 Hacnegyemasi nepecTporika,
npu KOTOPOW Mpou3oLlern obMeH mexay
uenbiMu nnedamun 3 xpomocom (11, 17,
19-1). HepeunnpokHble TpaHCcnokaumu,
npu KOTOPbIX OTMeYaeTcs HecbanaHcu-
pOBaHHbIN KapuoTun B Buae u3bbITKa
(4acTnyHoOW TpucomMuW) UNK HepocTaTka
(4acTM4yHOM  MOHOCOMMM)  TeHeTu4ec-
KOro MmaTtepuana, OMarHoCTMpoBaHbl B
15% cnyvyaeB. Hanbonblunii yaenbHbIN
BEC COCTaBMIIN YacCTUYHblE MOHOCOMUMU
(67%). MapkepHble XpOMOCOMbI, HEe NoAa-
AaroLlmecs naeHTugrKaumm LUToreHeTn-
YEeCKUM MeTOAOM, BbisiBIEHbI B 25%.

MyTaumm XxpomocoMm, npuBoasLneE
K perynsipHbiIM M Mo3auyHbiM hopmam
XPOMOCOMHBIX 3a00MeBaHuUiA, MOryT npo-
UCXOAMTb COOTBETCTBEHHO B MOMOBbIX
knetkax (rametax) y pogutenem wunu
surote. B nogaensiowem GonblUMHCTBE
(90%) myTauum XpOMOCOM BO3HUKIU B
rameTtax y pogutenen. Npu perynspHomn
dopmMe BO Bcex KreTkax Habniogaetcs
XPOMOCOMHasi aHomanusi. Hebonbluas
YacTb (8%) XpOMOCOMHbIX bone3Hen sBu-
nacb pe3ynsTaToM HapyLlleHus AeneHus
3UroTbl 1 Gbina npeacTaBrneHa Mo3auny-
HOW ChOpPMOM, NMpPU KOTOPOW OTMEYarnochb
HanuMuMe HEeCKOINbKUX KMOHOB KIMETOK C
pPa3HOM XPOMOCOMHOW KOHCTUTYLMEN.
MexkneTo4yHoe pasnuyne Habopa xpo-
MOCOM TaKXXe MOXET BbI3blBaTb U XUMe-
pyv3M, NMpU KOTOPOM 3apodblll pa3BuBa-
€TCs MNocfe CNUSIHUS  3UTOT C pasHbIM
HabopoMm roHocom (46,XX /46, XY). B Ha-
LUMX UCCNEAOBAHUSAX NULLb B €AUHUYHOM
cryyae BbIsiBMEHHbIA xumepuam (1%) B
nuMmdoumTax MrnogHON KPOBM  SBUIICA
NPUYMHON UCTUHHOIO repmadpoanTmama
y nnopa.

Takke LMTOreHeTU4ecKknn aHanma nos-
BONSAET onpeaenuTb NoKomneHne, B KOTO-
poM BO3HMKNa MyTauus. bonblias yactb
(86%) myTaumi Bo3Hukna de novo B ra-
MeTax 3[40pOBbIX poauTenen, Mno3ToMy
BbI3BaHHbIE VMW XPOMOCOMHble Gones-
HM ObiNMW npencTaBneHbl cropagnyec-
kumun cbopmamu. K nx ymcny oTHocsTcs



He TONMbKO FEHOMHblE MyTauWMu U YacTb
CTPYKTYPHbIX abeppauuin, HO U Mo3auny-
Hble (hOPMbl aHeyNnouANN.

Hacnegyemble doopMbl XpOMOCOMHOM
natonornm Gbinu yctaHoBneHbl B 14%
criy4yaeB U B OCHOBHOM OHW Obinu CBsi-
3aHbl C HanMM4MeMm B KapuoTune y poau-
Tenemn CTPYKTYPHbIX NEPECTPOEK XPOMO-
COM — po6EepPTCOHOBCKMX 1N PELIMMPOKHbBIX
TpaHcnokaumn. HocuTenbCTBO Xpomo-
COMHbIX abeppaunii y pogutenei B 40%
crnyyaeB Obino BbISBNIEHO BrMepBble B
Xo[e MPOBEAEHVSI MHBA3VMBHOW LMTOre-
HETUYECKOW ANarHOCTUKN.

MpeHaTanbHasi AuarHoCTUKa Mo3BO-
NSeT NpefoCcTaBnTb CEMbE MHAOPMaLIMIO
O XPOMOCOMHOM CTaTyce nrnoga nocre
LIMTOreHeTUYEeCKoro obcrneaoBaHus u cy-
LLIECTBYIOLLMX Ha CErOAHALHUNA AeHb Me-
TOOOB NPOGUNAKTUKA HEKOPPUTMPYEMON
HacnencTBeHHOW natonoruun. Pesynbrart
npeHaTanbHOro LWUTOreHeTU4Yeckoro uc-
crnefoBaHWs BNMSIET Ha pelleHne cemen
0 BblHaWvBaHun 6epemeHHocTH. MNpwn Ha-
nMynMM B KapuoTune y NnofoB Hacnegy-
eMbIX cbanaHCUpOBaHHbLIX MEepecTpoek
(10%) n manon [onu MapKepHbIX Xpo-
MocoMm (3%) >KeHLUMHbI coxpaHunu 6epe-
MEHHOCTU MO peKkoMeHAauusM Bpayen-
reHETUKOB. Y4nTbIBas HEONaronpusTHbIN
BUTanbHbIA MPOrHO3 A4S Xn3Hn ByayLue-
ro pebeHka ¢ XpoOMOCOMHbIM 3abonesa-
HMEM, COMPSXKEHHbIM C MHBaNUam3aumen
N BbICOKON CMEPTHOCTbIO, MPEPBAHO C
cornacusi ceMmbu Mo MeanLMHCKMM MoKa-
3aHuAM 87% BepemeHHoCTeN.

B saBucumoctn ot TMna mn opmbl
MyTauMin XPOMOCOM, yCTaHaBMnvMBaeMbIX
LIMTOrEHETUYECKUM METOAO0M, Onpeaens-
€TCA FEeHETUYECKNI Tpy3 - BEPOSATHOCTb
NMOBTOPHOTO pUCKa poXaeHWst 6ornbHOro
pebeHka C XPOMOCOMHOW aHOoMarnuen.
lMpepocTaBneHne cembsM C pPasnvyHbI-
MW FeHETUYECKUMWU pUCKaMK MOMOLLM B
NPUHATUN pEeLLeHUsA MO MIaHWPOBaHUIO
AanbHenwmnx 6epemMeHHoCTen ABnseTcs
O[HOW U3 IMaBHbIX 3a4a4 MeAuKO-reHeTu-
4Yeckoro KoHcynetmpoBaHusa. C BHegpe-
HMEM npeHaTanbHON LUTOreHEeTUYEeCKow
anarHocTtukm B PC (A1) ctano BO3MOXHbBIM
npoBefeHNe KHBa3uWBHOrO obcnenosa-
HWS XKEHLLMHaM, 0COBEHHO CO CpeaHVM
N BbICOKMM PUCKOM, Mpu Kaxaow Gepe-
MEHHOCTU Ha paHHeM cpoke (10 Heaenb)
Ansi onpegenexHns cbanaHCMpoOBaHHOCTU
kapuotuna 6yayLiero pebeHka.

B teuenne 10 net Ha npeHaTtanbHyto
anarHoctuky obpatunock 60 cemeln c
HanuMuvem B aHamHese pebeHka / nno-
Aa C XpPOMOCOMHOM 60Mne3Hbio Unu Ho-
CUTENbCTBA CTPYKTYPHbIX MEPECTPOEK B
kapuotune. NpoBegeHa nHBa3nBHas Lm-
TOreHeTn4yeckasi amarHoctuka 48 cemb-

AM (67%) M3 pasnuyHbIX rpynn pycka. 11
cemeli (18%) oTHoCUNUCh K rpynnamMm co
CpedHUM 1 BbICOKMM PUCKOM MOBTOPHO-
ro XpOMOCOMHOTO 3aboneBaHus y geten,
13 HUX 82% npoLunun nHeasnsHoe obcne-
poBaHue. 10% EeHLMH C HEeCKOINbKUMMU
NMOBTOPHbIMY 6epeMeHHOCTAMY BOCMOSb-
30BannCb NpeHaTanbHON OUArHOCTUKOMN,
B OCHOBHOM (67%) 13 rpynnbl pucka no
HacnegyembiM opMam XPOMOCOMHbIX
6onesHen.

3aknio4yeHue

Mpn cTaHgapTHOM KapuMoTUNUPOBA-
HUW UCKITHOYaETCS HOCUTENLCTBO BCEX re-
HOMHbIX MyTaLMA N MHOTUX CTPYKTYPHbIX
abeppauuii, YTo MO3BOMSIET WUCKIIOUYNTL
XPOMOCOMHbIe 60Me3HN C BEPOSITHOCTLIO
6onee 99%. Ho B TO e Bpemsi B npak-
TUKe oTAena npeHaTanbHOW LUTOreHeTr-
Yyeckon gmarHoctukm nabopatopum MIK
CYLLLECTBOBANIN  HEKOTOPbIE CIOXHOCTU
ONs npeHaTanbHOro LIMTOreHeTUYeCcKoro
aHanusa.

Ona yTOYHEHWs NpPOUCXOXOEHUSI
XPOMOCOMHbIX abeppauuu y nnopa He-
obxogumo obGcregoBaHue  KapuoTuna
poauTenewn, umeloLLiee BaxXHOE 3Ha4YeHne
He TONbKO 4151 ANarHOCTUKM NPW HacTos-
wern 6epeMeHHOCTH, HO 1 AN NporHosa
3nopoBbst Oyaywimx geten. 3a 10-net-
HUA nepuop NPOBEAEHUA VHBa3VBHON
OVarHOCTUKN B pecnyOnuke He BbIsiCHE-
HO TMPOMUCXOXAEHNE CBEPXYUCIEHHbIX
MapKEPHbIX XPOMOCOM U XPOMOCOMHbIX
nepecTpoek B 7% criy4aeB B pesynsrare
oTKasa OT uuToreHeTnyeckoro obcneno-
BaHMWS OHOIO M3 poauTenen.

Onpegenenne npupoabl MapKepHbIX
XPOMOCOM MNPeACTaBnseT 3HAYMTENbHbIE
TPYAHOCTW B OMAarHOCTUKE He TOMbKO B
npeHaTanbHOM, HO M B MOCTHaTarlbHOM
nepuoge, Tak kak TpebyeTcs GonbLuoii
apceHan MeToanyecknx NPUEMOB: MeEToq
Ag — OKpacku, MOMneKkynspHo-uMToreHe-
Tndeckun metoq Fish ¢ pAHK-3oHgamu
M pasnuyHbIMK  LeHTpomepocneundgu-
yecknmmn  OHK-3oHOamu, pasnuyHble
metoabl FISH, monekynspHo-reHeTnyec-
KOe TecTMpOBaHWEe CErmMeTHOW OfHOPO-
OuTenbckon gucomuun. B npeHatanbHon
ONarHocTuke naeHtTudukaumsa gaxe ce-
MEeMHbIX )OPM HOCUTENbLCTBA MapKep-
HbIX XPOMOCOM MMEET MpUHLUMNManbHoe
3HayeHne Ons TaKTUKU  AanbHenLero
BegeHusa 6epemenHocten [1,4,7]. B Ha-
LIMX nccrenoBaHusix B 4% cnyyaes Tpe-
boBanacb MAeHTUMKaALNS MapKEPHbIX
XPOMOCOM [fs1 YCTaHOBMEeHUs heHoka-
PUOTUNUYECKMX KOPPENAUMIA ¢ nocneany-
IOLLMM YTOYHEHMEM WS OMUCaHUS HOBbIX
XPOMOCOMHbBIX CUHAPOMOB, B 3% - onpe-
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AerneHve OTHOCUTENbHOW HeNTpanbHOC-
TN CaTeNUTHBIX MapKepHbIX XPOMOCOM.

[na AMarHoCTUKM OAHOPOAMTENbCKOM
ancomun (OPL), BO3HMKAIOLWEN MpU Ha-
crefoBaHUM ABYX TOMOSOMMYHbBIX XPO-
MOCOM TOMbKO OT OHOrO poanTens, Tpe-
OyeTca Mcnonb3oBaHWe OOMOSMHUTENBHO
MOIEKYNSIPHO-TEHETUYECKUX ~ METOA0B
uccnenosanus [6]. B npaktuke otagena
npeHaTanbHOW AWarHOCTUKN B YCTaHOB-
neHmn OP[l no HeKOTOpbIM XPOMOCO-
mam (7,14,15), cogepxalwmm Knactepsbl
MMMNPUHTUPOBAHHBIX TEHOB, HYXAanocb
16 6GepeMeHHbIX XeHLWWH (1% oT obe-
ro uncna obcnegoBaHHbix). K rpynnam
pvicka no Boisienexnnio OP] y nnogos oT-
HOCUIMNCb XEHLUMHBI, Y KOTOPbIX B XOAe
npeHaTtanbHOW AWarHoCcTUkM 6Gbin ycTa-
HOBMEH OrpaHWYeHHbIN NnaueHTapHbIN
mMo3anumam (69%), nnogbl ¢ HOCUTENb-
CTBOM Hacnegyembix pobepTCOHOBCKMX
TpaHcnokaumn (12%) n cBepx4mCrieHHbIX
MapkepHbIx xpomocoMm (19%).

Takvum o6pasom, NOMMMO MpPUMEHEe-
HMS KNacCU4ecKoro LMTOreHeTU4YecKoro
MeToda B NpeHaTtanbHOW [UarHoCTuKe
XPOMOCOMHbIX @aHOManuin BO3HUKaET He-
06x0AMMOCTb B UCMOMb30BaHNMN BbICOKO-
TEXHOIMOMMYHbIX METOAOB FEHETUYECKUX
nccnedoBaHWM ANs TakKTVKW  BeAeHUs
OepemeHHOCTEN. B gnarHocTuke pegkmx
N CMOXHbIX XPOMOCOMHbIX abeppauuii
OonbLLOe 3Ha4YeHne MMeeT opraHv3aums
3TUX UCCrefoBaHui Ha yposHe Pepge-
panbHbIX LLEHTPOB MeAMNKO-TeHETUYECKOM
cnyx6bl P®, cornacHo npukasy M3 P®
Ne 316 ot 1993 1.
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